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Are you a...

 N

Pat�ent 6.772

Former or recover�ng pat�ent (e.g. cancer surv�vor) 247

Parent of a person l�v�ng w�th a rare d�sease 3.078

Grandparent of a person l�v�ng w�th a rare d�sease 40

Spouse of a person l�v�ng w�th a rare d�sease 186

Uncle/aunt of a person l�v�ng w�th a rare d�sease 23

S�bl�ng of a person l�v�ng w�th a rare d�sease 48

Other, spec�fy... 92

TOTAL 10.486

Number of respondents

Respondents can be:

- the person d�rectly affected by the rare
d�sease

- or fam�ly members of the person
affected (parents, grand-parents, spouses,
uncles/aunts, s�bl�ngs or other fam�ly
member).

Are you a...

%68

%32

Person affected by the rare d�sease

Fam�ly member

Are you a...

%65

%2

%29

%0

%2

%0

%0

%1

Pat�ent

Former or recover�ng pat�ent (e.g. cancer
 surv�vor)

Parent of a person l�v�ng w�th a rare d�sease

Grandparent of a person l�v�ng w�th a rare
 d�sease

Spouse of a person l�v�ng w�th a rare d�sease

Uncle/aunt of a person l�v�ng w�th a rare
 d�sease

S�bl�ng of a person l�v�ng w�th a rare d�sease

Other, spec�fy...

10.486
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Are you a pat�ent representat�ve, �.e. �nvolved �n pol�cy act�v�t�es to
support the cause of rare d�seases?

 N

Yes 2.073

No 7.666

Don't know 747

TOTAL 10.486

Are you a pat�ent representat�ve, �.e. �nvolved �n pol�cy act�v�t�es to support the cause of rare d�seases?

%20

%73

%7

Yes

No

Don't know
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Age of the respondent when f�ll�ng the quest�onna�re

 N

Less than 20 259

From 20 to 30 575

From 30 to 40 1.734

From 40 to 50 2.614

From 50 to 60 2.451

60 and over 1.913

Non-response 940

TOTAL 10.486

Age of the respondent when f�ll�ng the quest�onna�re

%2

%5

%17

%25

%23

%18

%9

Less than 20

From 20 to 30

From 30 to 40

From 40 to 50

From 50 to 60

60 and over

Non-response

Age of the respondent when the quest�onna�re was f�lled �n

Calculated based on:

- the date of b�rth of the respondent: "What �s your month and year of b�rth?"

- the date when quest�onna�re was f�lled (automat�cally saved by the
software)
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Age of the person affected by the rare d�sease when f�rst symptoms were not�ced

%20

%9

%9

%9

%22

%11

%20

Less than 2 years old

2 to less that 10 years old

10 to less than 20 years old

20 to less than 30 years old

30 to less than 50 years old

50 years old or more

Non-response

Age of the person affected by the rare d�sease when f�rst
symptoms were not�ced

 N

Less than 2 years old 2.045

2 to less that 10 years old 925

10 to less than 20 years old 952

20 to less than 30 years old 978

30 to less than 50 years old 2.353

50 years old or more 1.107

Non-response 2.126

TOTAL 10.486

Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced

Calculated based on:

- date of b�rth of the respondents who are pat�ents themselves: "What �s your month and year of b�rth?"

- date of b�rth of the pat�ent when respondents are fam�ly members of the person affected by the rare d�sease:
"What �s the month and year of b�rth of the person affected by the rare d�sease?"

- date when f�rst symptoms were not�ced: "As far as you remember, when d�d you or a healthcare profess�onal
f�rst not�ce the symptoms of the rare d�sease or th�nk that someth�ng was wrong?"
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Are you:

 N

Female 7.930

Male 1.807

Other 56

Non-

response
693

TOTAL 10.486

Are you:

%76

%17

%1

%7

Female

Male

Other

Non-response

Gender of the person affected by the rare d�sease

%64

%27

%1

%9

Female

Male

Other

Non-response

Gender of the person affected by
the rare d�sease

 N

Female 6.659

Male 2.810

Other 101

Non-response 916

TOTAL 10.486

Gender of the respondent

Gender of the person affected
by the rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

How old were you when you stopped full-t�me
educat�on?

 N

15 y.o. or under 455

between 16 and 19 y.o. 2.464

between 20 and 23 y.o. 3.022

24 y.o. or above 3.145

TOTAL 9.086

How old were you when you stopped full-t�me educat�on?

%5

%27

%33

%35

15 y.o. or under

between 16 and 19 y.o.

between 20 and 23 y.o.

24 y.o. or above

Educat�on of the respondent
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Would you say that you, or the person you care for, l�ve �n a:

%23

%37

%26

%13

Rural area or v�llage

Small or m�d s�ze town

Large town

Non-response

How would you best descr�be yourself?

 N

I belong to the ethn�c major�ty �n the country where I l�ve 7.125

I am part of an ethn�c m�nor�ty �n the country where I l�ve 465

Other, spec�fy... 337

Non-response 1.653

TOTAL 9.580

How would you best descr�be yourself?

%74

%5

%4

%17

I belong to the ethn�c major�ty �n the country where
 I l�ve

I am part of an ethn�c m�nor�ty �n the country
 where I l�ve

Other, spec�fy...

Non-response

Would you say that you, or the person you care for, l�ve �n a:

 N

Rural area or v�llage 2.416

Small or m�d s�ze town 3.901

Large town 2.760

Non-response 1.409

TOTAL 10.486
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In wh�ch country do you l�ve?

%11
%2

%10

%11

%1
%1

%3

%1

%0
%2

%0 %1

%2

%5
%9

%5

%2

%2

%0

%2

%1

%6

%9

%5

%1

%0

%1

%1

%1
%1

%0

%0

%0

%1

%0

%0

%2

%0

%0

%0

%0

%0

%0

In wh�ch country do you l�ve?

1.080
172

1.062

1.168

132
94

356

87

40
210

29 104

199

470
882

482

183

162

18

183

128

647

906

490

54

6

70

105

86
124

20

40

43

71

4

3

253

1

1

1

4

1

1
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Please select the sentence that best
descr�bes your s�tuat�on or the

s�tuat�on of the person you care for:

 N

Conf�rmed d�agnos�s 9.048

In�t�al d�agnos�s 760

Part�al d�agnos�s 306

Unsolved case 372

TOTAL 10.486

Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the person you care for:

 N %

I know the NAME of the rare d�sease, syndrome or malformat�on and �t has been CONFIRMED by appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests (e.g b�opsy, blood or ur�ne test) 9.048 %86

I know the NAME of the rare d�sease, syndrome or malformat�on but �t has NOT yet been conf�rmed by appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests 760 %7

I only have PARTIAL �nformat�on on the name of the rare d�sease or the gene �nvolved or the type of d�sease 306 %3

I know that the d�sease �s rare but the name or the cause have NOT BEEN IDENTIFIED 348 %3

Other, spec�fy... 24 %0

TOTAL 10.486 %100

Quest�ons as they appear �n the quest�onna�re:

S�mpl�f�ed �tems
correspond�ng to the
quest�ons above:

Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the
person you care for:

%86

%7

%3

%4

Conf�rmed d�agnos�s

In�t�al d�agnos�s

Part�al d�agnos�s

Unsolved case



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Do the follow�ng sentences apply to your s�tuat�on?

%2

%4

%13

%58

%98

%96

%87

%42

Yes No

The rare d�sease was d�agnosed
 before b�rth

The rare d�sease was d�agnosed
 through standard tests carr�ed out at

 b�rth

Fam�ly members were prev�ously
 d�agnosed w�th the same d�sease

I, or the person I care for, have been…

Do the follow�ng sentences apply to your s�tuat�on?

 YES NO TOTAL

The rare d�sease was d�agnosed before b�rth 222 9.513 9.735

The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth 396 9.139 9.535

Fam�ly members were prev�ously d�agnosed w�th the same d�sease 1.309 8.426 9.735

I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n

the rare d�sease or group of rare d�seases
5.998 4.415 10.413

TOTAL 7.925 31.493 39.418
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Newborn screen�ng

Respondents l�v�ng w�th a d�sease that �s be�ng screened as part of a compulsory newborn
screen�ng programme �n the�r country AND who answered "yes" to the quest�on "The rare
d�sease was d�agnosed through standard tests carr�ed out at b�rth" (see prev�ous page).

Source: ISNS l�st of d�seases screened per country.

https://membersh�p.�sns-neoscreen�ng.org/publ�c/screen�ng-panels?
export=0&name=&d�sorder=®�on=2&country=&prov�nce=&pp=200

Respondent l�v�ng w�th a rare d�sease that �s currently part of the
NBS programme of the country they l�ve �n Source: ISNS

64
Sample information : NBS_recod among "Yes"

https://membership.isns-neoscreening.org/public/screening-panels?export=0&name=&disorder=&region=2&country=&province=&pp=200
https://membership.isns-neoscreening.org/public/screening-panels?export=0&name=&disorder=&region=2&country=&province=&pp=200
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Calculat�on po�nt prevalence

1-5 / 10 000
(%23)

1-9 / 100 000
(%19)

1-9 / 1 000 000
(%4)<1 / 1 000 000

(%8)

Non-respo…
(%45)

Var�ables calculated based on the name of respondents' d�sease and Orphanet data

orphadata.org

Calculat�on po�nt prevalence

1-5 / 10 000
(%42)

1-9 / 100 000
(%35)

1-9 / 1 000 …
(%8)

<1 / 1 000 000
(%15)

Calculat�on of po�nt prevalence 2 modal�t�es

 N %

1-5 / 10 000 2.407 %23

1-9 / 100 000 1.999 %19

1-9 / 1 000 000 459 %4

<1 / 1 000 000 856 %8

Non-response 4.765 %45

TOTAL 10.486 %100

http://www.orphadata.org/cgi-bin/index.php
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Genet�c d�seases

 N

Genet�c d�seases 5.447

Non Genet�c d�seases 2.627

Non-response 2.412

TOTAL 10.486

Genet�c d�seases

%52 %25 %23

Genet�c d�seases Non Genet�c d�seases
Non-response

Transm�ss�on mode of the d�sease

 N

Autosomal dom�nant 3.165

Autosomal recess�ve 1.147

M�tochondr�al �nher�tance 25

Mult�gen�c/mult�factor�al 882

No data ava�lable 15

Not appl�cable 1.486

Unknown 907

X-l�nked dom�nant 0

X-l�nked recess�ve 0

Non-response 2.858

TOTAL 10.485

Transm�ss�on mode of the d�sease

Autosomal
dom�nant
(%30)

Autosomal
recess�ve
(%11)

Mult�gen�c/mult�factor�al
(%8)

Not appl�cable
(%14)

Unknown
(%9)

Non-response
(%27)

Var�ables calculated based on the name of respondents' d�sease and Orphanet data

orphadata.org

http://www.orphadata.org/cgi-bin/index.php
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Orphacode assoc�ated nomenclature (engl�sh)

 N %

Hered�tary hemorrhag�c telang�ectas�a 458 %5

Hypermob�le Ehlers-Danlos syndrome 317 %4

Sarco�dos�s 170 %2

Class�cal Ehlers-Danlos syndrome 137 %2

W�ll�ams syndrome 136 %2

Cyst�c f�bros�s 128 %2

Myasthen�a grav�s 120 %1

System�c scleros�s 107 %1

Tuberous scleros�s complex 98 %1

Neurof�bromatos�s type 1 92 %1

Interst�t�al cyst�t�s 74 %1

Add�son d�sease 73 %1

22q11.2 delet�on syndrome 68 %1

Chron�c �nflammatory demyel�nat�ng polyneuropathy 65 %1

Per�neural cyst 63 %1

Acute �nflammatory demyel�nat�ng polyrad�culoneuropathy 62 %1

Rett syndrome 60 %1

Marfan syndrome 52 %1

Frag�le X syndrome 49 %1

BehÃ§et d�sease 47 %1

Pr�mary scleros�ng cholang�t�s 46 %1

Pr�mary lymphedema 43 %1

Granulomatos�s w�th polyang��t�s 42 %0

orphacode

1.679
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EURORDIS European Federat�ons

 N

HHT Europe 458

Federat�on of European Scleroderma Assoc�at�ons 200

Sarco�dos�s 178

Lupus Europe 150

European Myasthen�a Grav�s Assoc�at�on 139

European Federat�on of W�ll�ams Syndrome 136

CF Europe 128

NF Pat�ents Un�ted 125

European Tuberous Scleros�s Complex Assoc�at�on 98

PHA Europe (Pulmonary Arter�al Hypertens�on) 86

22Q11 Europe 80

Mult�nat�onal Interst�t�al Cyst�t�s Assoc�at�on 74

Marfan Europe Network 72

Rett Syndrome Europe 65

Per�neural cyst 63

European Federat�on for Hered�tary Spast�c Parapleg�a 52

EURORDIS European Federat�ons

 N

European Frag�le X Network 49

Scleros�ng Cholang�t�s 46

European Soc�ety for Phenylketonur�a 45

OIFE - Osteogenes�s Imperfecta Federat�on Europe 43

Alb� France 41

Duchenne Muscular Dystrophy 41

European Federat�on of Assoc�at�ons of Pat�ents w�th

Haemochromatos�s
41

SMA Europe 35

MPS Europe 34

European Id�opath�c Pulmonary F�bros�s & Related D�sorders Federat�on 32
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Var�ables calculated based on the name of respondents' d�sease and Orphanet data

orphadata.org

Orphanet_class�f�cat�on

 N %

Abdom�nal surg�cal d�seases 239 %3

Allerg�c d�seases 3 %0

Bone d�seases 799 %9

Card�ac d�seases 660 %8

Card�ac malformat�ons 295 %3

C�rculatory system d�seases 1.351 %16

Developmental anomal�es dur�ng embryogenes�s 3.347 %40

D�seases due to tox�c effects 3 %0

Endocr�ne d�seases 995 %12

Gastroenterolog�cal d�seases 305 %4

Genet�c d�seases 5.447 %65

Gynecolog�c/obstetr�c d�seases 284 %3

Hematolog�cal d�seases 412 %5

Hepat�c d�seases 891 %11

Immunolog�cal d�seases 286 %3

Inborn errors of metabol�sm 774 %9

Infect�ous d�seases 17 %0

Infert�l�ty 410 %5

Neoplast�c d�seases 870 %10

Neurolog�cal d�seases 4.169 %49

Odontolog�cal d�seases 222 %3

Ophthalm�c d�seases 1.784 %21

Ophthalm�c d�sorders 7 %0

http://www.orphadata.org/cgi-bin/index.php
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Chapter 2.
D�agnos�s journey
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Comb�ned analys�s

%5

%4

%2

%3

%3

%2

%7

%6

%3

%4

%4

%3

%12

%12

%8

%8

%9

%8

%22

%22

%20

%20

%19

%19

%43

%43

%49

%46

%46

%48

%11

%12

%18

%18

%19

%21

Before the 01/01/1980 From 01/01/1980 to 01/01/1990 From 01/01/1990 to 01/01/2000 From 01/01/2000 to 01/01/2010 From 01/01/2010 to 01/01/2020 After the 01/01/2020

As far as you remember, when d�d you or a healthcare profess�onal f�rst not�ce the
 symptoms of the rare d�sease or th�nk that someth�ng was wrong?

...d�d you f�rst seek MEDICAL HELP regard�ng the symptoms of the rare d�sease?

...were you f�rst referred to a HOSPITAL un�t spec�al�sed �n the rare d�sease or
 group of rare d�seases, as part of the d�agnos�s or care of the rare d�sease?

As far as you remember, when d�d you f�rst rece�ve treatments, surgery or care to
 help you manage the symptoms assoc�ated w�th the rare d�sease or caused by

 th�s d�sease?

...d�d you f�rst know the NAME of the rare d�sease, syndrome or malformat�on?

...was the name of the rare d�sease, syndrome or malformat�on CONFIRMED by
 appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests (e.g

 b�opsy, blood or ur�ne test)?
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Average d�agnos�s journey

 MEAN
LOWER

QUARTILE MEDIAN
UPPER

QUARTILE MINIMUM MAXIMUM FREQUENCY

T�me between f�rst symptoms and f�rst med�cal contact, �n years 0,5 0,0 0,0 0,3 -58,9 78,1 7.820

T�me between f�rst symptom and f�rst symptomat�c treatment, �n years 3,5 0,0 0,5 3,6 -56,9 62,7 7.322

T�me between f�rst symptoms and f�rst referral to a Centre of Expert�se, �n years 3,9 0,0 0,4 3,4 -51,9 70,0 4.335

T�me between f�rst symptoms and �n�t�al d�agnos�s (f�rst hear�ng the name of the d�sease), �n years 3,6 0,0 0,4 3,8 -54,6 70,0 7.843

T�me between f�rst symptoms and conf�rmed d�agnos�s, �n years 4,7 0,1 0,8 5,0 -54,6 71,2 6.507

T�me from f�rst symptom to when the quest�onna�re was f�lled, for und�agnosed respondents

(unsolved cases and "other"), �n years
13,8 4,2 9,5 20,6 0,0 63,6 378

First symptoms = when they, or a healthcare professional, �rst noticed the symptoms of the rare
disease or thought that something was wrong.

First medical contact = when they �rst seeked medical help regarding the symptoms of the rare
disease

First symptomatic treatment = when they �rst receive treatments, surgery or care to help them
manage the symptoms associated with the rare disease or caused by this disease.

The initial diagnosis = the �rst time they heard the name of the rare disease, syndrome or
malformation.

The �rst referral to a centre of expertise (CoE) = when they were �rst referred to a hospital unit
specialised in the rare disease or group of rare diseases, as part of the diagnosis or care of the rare
disease (only for respondents who said they were referred to a centre of expertise).

Con�rmed diagnosis = when the name of the rare disease, syndrome or malformation was con�rmed
by appropriate genetic, clinical, medical imaging, molecular or biochemical tests (e.g biopsy, blood or
urine test).

Average
number of

years

Lowest number
of years

H�ghest
number of

years

Number of
years �t took for

50% of the
sample to get
to th�s step of
the�r d�agnos�s

journey

Number of
years �t took for

25% of the
sample to get
to th�s step of
the�r d�agnos�s

journey

Number of
years �t took for

75% of the
sample to get
to th�s step of
the�r d�agnos�s

journey

Number of
respondents for
wh�ch we have
the number of

years to th�s step
of the d�agnos�s

journey

If number of years �s negat�ve, �t means that on average
the step of the d�agnos�s journey happened before f�rst
symptoms were not�ced



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

T�me between f�rst symptoms and conf�rmed d�agnos�s, �n years
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Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; F�sher= 2,4.
Inter var�ance= 107,9. Intra var�ance= 45,4.

Gender of the person affected
by the rare d�sease

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Female 0,6 5.053 4,1 4.750 4,6 2.787 4,2 5.050 5,4 4.193

Male 0,3 2.113 2,5 1.976 2,4 1.198 2,5 2.186 3,7 1.839



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,8 ; F�sher= 0,3.
Inter var�ance= 13,5. Intra var�ance= 45,2.

How old were you when you
stopped full-t�me educat�on?

TIME BETWEEN FIRST
SYMPTOMS AND FIRST MEDICAL

CONTACT, IN YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING THE
NAME OF THE DISEASE), IN

YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

15 y.o. or under 0,6 292 3,7 298 4,1 170 3,9 312 4,9 253

between 16 and 19 y.o. 0,6 1.807 3,6 1.677 3,9 951 3,4 1.835 4,9 1.495

between 20 and 23 y.o. 0,5 2.340 3,5 2.163 3,9 1.323 3,6 2.345 4,7 1.987

24 y.o. or above 0,4 2.435 3,5 2.303 3,8 1.372 3,7 2.454 4,7 2.067

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,3 ; F�sher= 1,2.
Inter var�ance= 51,2. Intra var�ance= 44,3.

How would you best descr�be yourself?

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

MEDICAL CONTACT, IN YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE DISEASE),

IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

I belong to the ethn�c major�ty �n the country where I l�ve 0,3 5.468 3,5 5.124 3,7 2.962 3,5 5.494 4,7 4.605

I am part of an ethn�c m�nor�ty �n the country where I l�ve 0,8 324 3,3 305 3,9 156 3,6 323 4,2 268

Other, spec�fy... 0,7 243 3,3 222 4,0 103 4,6 233 5,1 196

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,4 ; F�sher= 0,8.
Inter var�ance= 36,5. Intra var�ance= 45,1.

Would you say that you, or the
person you care for, l�ve �n a:

TIME BETWEEN FIRST
SYMPTOMS AND FIRST MEDICAL

CONTACT, IN YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING THE
NAME OF THE DISEASE), IN

YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Rural area or v�llage 0,4 1.841 3,5 1.732 4,1 1.019 3,7 1.847 4,8 1.520

Small or m�d s�ze town 0,4 2.974 3,7 2.749 3,8 1.656 3,5 2.981 4,8 2.500

Large town 0,6 2.051 3,4 1.955 3,8 1.138 3,5 2.111 4,8 1.776

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,5 ; F�sher= 0,9.
Inter var�ance= 40,1. Intra var�ance= 46,0.

Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the person
you care for:

TIME BETWEEN FIRST
SYMPTOMS AND
FIRST MEDICAL

CONTACT, IN YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC
TREATMENT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

FIRST REFERRAL TO
A CENTRE OF

EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

INITIAL DIAGNOSIS
(FIRST HEARING THE

NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED
DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

I know the NAME of the rare d�sease, syndrome or malformat�on and �t has been CONFIRMED by

appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests (e.g b�opsy, blood or

ur�ne test)

0,5 6.818 3,4 6.506 3,6 3.876 3,3 7.135 4,7 6.501

I know the NAME of the rare d�sease, syndrome or malformat�on but �t has NOT yet been

conf�rmed by appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests
0,8 566 5,2 475 6,1 228 6,6 539 -6,0 3

I only have PARTIAL �nformat�on on the name of the rare d�sease or the gene �nvolved or the type

of d�sease
-0,2 190 3,1 167 6,5 95 6,2 167 -0,7 2

I know that the d�sease �s rare but the name or the cause have NOT BEEN IDENTIFIED 0,7 241 2,7 168 4,7 134 2,5 2 0,1 1

Other, spec�fy... 0,9 5 9,7 6 11,0 2 0 0



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,7 ; F�sher= 0,1.
Inter var�ance= 5,6. Intra var�ance= 46,2.

I, or the person I care for, have
been referred to a hosp�tal un�t

spec�al�sed �n the rare d�sease or
group of rare d�seases

TIME BETWEEN FIRST
SYMPTOMS AND FIRST MEDICAL

CONTACT, IN YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING THE
NAME OF THE DISEASE), IN

YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 0,5 4.422 3,3 4.272 3,9 4.334 3,0 4.491 4,3 3.875

No 0,5 3.345 3,8 2.999 33,0 1 4,4 3.299 5,4 2.594



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; F�sher= 40,1.
Inter var�ance= 1.832,5. Intra var�ance= 45,7.

Fam�ly members were prev�ously
d�agnosed w�th the same d�sease

TIME BETWEEN FIRST
SYMPTOMS AND FIRST MEDICAL

CONTACT, IN YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING THE
NAME OF THE DISEASE), IN

YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 1,9 785 5,7 757 5,9 527 1,3 834 7,1 707

No 0,3 6.552 3,2 6.175 3,4 3.543 3,8 6.840 4,4 5.797

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; F�sher= 2,1.
Inter var�ance= 98,0. Intra var�ance= 46,3.

Po�nt prevalence of the
rare d�sease

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

1-5 / 10 000 0,8 1.802 4,4 1.753 4,9 1.087 3,4 1.925 5,7 1.674

1-9 / 100 000 0,3 1.544 3,2 1.486 3,1 929 3,1 1.640 4,0 1.417

1-9 / 1 000 000 0,1 352 3,8 330 3,7 188 4,1 379 5,0 335

<1 / 1 000 000 0,3 638 3,4 567 3,8 326 4,9 654 5,5 528

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me

D�sease prevalence:

- very rare d�seases: less than 1 case for 100,000 people

- less rare d�seases: from 2 cases for 5,000 people to 1 case for 100,000 people.

- Non-response: unsolved cases (und�agnosed respondents) or d�sease prevalence
unknown.

Source: orpha.data



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; F�sher= 8,5.
Inter var�ance= 352,6. Intra var�ance= 41,6.

Genet�c d�seases

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Genet�c d�seases 0,6 4.017 4,1 3.700 4,6 2.368 4,2 4.276 5,9 3.632

Non Genet�c d�seases 0,1 2.154 2,4 2.161 2,3 1.142 2,2 2.247 2,6 1.888

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Chapter 3.
Age of the person
affected when f�rst
symptoms were not�ced



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; F�sher= 64,8.
Inter var�ance= 2.821,1. Intra var�ance= 43,5.

Age of the person affected by the rare d�sease
when the f�rst symptoms were not�ced (calculated

var�able)

TIME BETWEEN FIRST SYMPTOMS AND
FIRST MEDICAL CONTACT, IN YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE DISEASE),

IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Less than 2 years old 1,1 1.699 3,2 1.576 3,4 989 4,4 1.762 5,0 1.529

2 to less that 10 years old 1,8 758 6,5 705 7,7 417 7,0 789 8,8 666

10 to less than 20 years old 3,1 819 8,3 767 9,7 438 8,0 815 10,4 629

20 to less than 30 years old 0,6 841 4,2 773 4,3 451 3,8 841 5,5 691

30 to less than 50 years old -0,7 2.062 2,3 1.904 2,2 1.120 1,6 2.005 2,7 1.671

50 years old or more -1,5 941 0,3 943 0,6 549 0,0 972 0,6 807

If number of years �s negat�ve, �t means that on average
the step of the d�agnos�s journey happened before f�rst
symptoms were not�ced



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 580,2 ; dof= 10.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD 50 YEARS OLD OR MORE TOTAL

N % N % N % N % N % N % N %

Female 1.069 %18 550 %10 750 %13 800 %14 1.882 %33 735 %13 5.786 %100

Male 939 %38 360 %14 188 %8 174 %7 461 %19 369 %15 2.491 %100

Other 37 %45 15 %18 14 %17 4 %5 10 %12 3 %4 83 %100

TOTAL 2.045 %24 925 %11 952 %11 978 %12 2.353 %28 1.107 %13 8.360

Cross: How old were you when you stopped full-t�me educat�on? / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 100,0 ; dof= 15.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD 50 YEARS OLD OR MORE TOTAL

N % N % N % N % N % N % N %

15 y.o. or under 114 %29 64 %17 51 %13 31 %8 81 %21 46 %12 387 %100

between 16 and 19 y.o. 434 %20 230 %11 236 %11 243 %11 659 %31 353 %16 2.155 %100

between 20 and 23 y.o. 668 %25 315 %12 285 %10 323 %12 771 %28 357 %13 2.719 %100

24 y.o. or above 807 %29 293 %10 329 %12 335 %12 755 %27 310 %11 2.829 %100

TOTAL 2.023 %25 902 %11 901 %11 932 %12 2.266 %28 1.066 %13 8.090



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Would you say that you, or the person you care for, l�ve �n a: / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 19,9 ; dof= 10.

WOULD YOU SAY THAT YOU, OR
THE PERSON YOU CARE FOR,

LIVE IN A:

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD

50 YEARS OLD OR
MORE TOTAL

N % N % N % N % N % N % N %

Rural area or v�llage 536 %25 215 %10 234 %11 221 %10 642 %30 305 %14 2.153 %100

Small or m�d s�ze town 828 %24 396 %11 392 %11 425 %12 971 %28 450 %13 3.462 %100

Large town 655 %27 291 %12 273 %11 286 %12 651 %26 310 %13 2.466 %100

TOTAL 2.019 %25 902 %11 899 %11 932 %12 2.264 %28 1.065 %13 8.081

Cross: Typology of countr�es based on s�ze and welfare / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 228,7 ; dof= 10.

TYPOLOGY OF COUNTRIES
BASED ON SIZE AND WELFARE

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD 50 YEARS OLD OR MORE TOTAL

N % N % N % N % N % N % N %

Group A ('Eastern Europe') 454 %35 213 %16 145 %11 142 %11 272 %21 67 %5 1.293 %100

Group B ('Western Europe') 986 %23 445 %10 486 %11 543 %13 1.253 %29 593 %14 4.306 %100

Group C ('Northern Europe') 601 %22 264 %10 315 %12 288 %11 817 %30 442 %16 2.727 %100

TOTAL 2.041 %25 922 %11 946 %11 973 %12 2.342 %28 1.102 %13 8.326



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 34,8 ; dof= 10.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD

50 YEARS OLD OR
MORE TOTAL

N % N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 1.612 %25 705 %11 716 %11 723 %11 1.778 %28 836 %13 6.370 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 107 %27 57 %14 36 %9 61 %15 113 %28 26 %7 400 %100

Other, spec�fy... 73 %25 28 %10 20 %7 27 %9 92 %32 49 %17 289 %100

TOTAL 1.792 %25 790 %11 772 %11 811 %11 1.983 %28 911 %13 7.059

Cross: Genet�c d�seases / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 1.500,5 ; dof= 6.

GENETIC DISEASES

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD

50 YEARS OLD OR
MORE NON-RESPONSE TOTAL

N % N % N % N % N % N % N % N %

Genet�c d�seases 1.656 %30 675 %12 554 %10 465 %9 886 %16 324 %6 887 %16 5.447 %100

Non Genet�c d�seases 119 %5 123 %5 199 %8 320 %12 988 %38 594 %23 284 %11 2.627 %100

TOTAL 1.775 %22 798 %10 753 %9 785 %10 1.874 %23 918 %11 1.171 %15 8.074



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the
person you care for:

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 50,0 ; dof= 15.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

PLEASE SELECT THE SENTENCE THAT BEST DESCRIBES YOUR SITUATION OR THE SITUATION OF THE PERSON YOU CARE FOR:

CONFIRMED DIAGNOSIS INITIAL DIAGNOSIS PARTIAL DIAGNOSIS UNSOLVED CASE TOTAL

N % N % N % N % N %

Less than 2 years old 1.838 %90 95 %5 48 %2 64 %3 2.045 %100

2 to less that 10 years old 814 %88 54 %6 27 %3 30 %3 925 %100

10 to less than 20 years old 789 %83 98 %10 27 %3 38 %4 952 %100

20 to less than 30 years old 850 %87 79 %8 21 %2 28 %3 978 %100

30 to less than 50 years old 2.009 %85 188 %8 69 %3 87 %4 2.353 %100

50 years old or more 973 %88 79 %7 21 %2 34 %3 1.107 %100

TOTAL 7.273 %87 593 %7 213 %3 281 %3 8.360

Cross: Calculat�on of po�nt prevalence 2 modal�t�es / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 123,7 ; dof= 5.

CALCULATION OF POINT PREVALENCE 2 MODALITIES

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2
YEARS OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN
20 YEARS OLD

20 TO LESS THAN
30 YEARS OLD

30 TO LESS THAN
50 YEARS OLD

50 YEARS OLD OR
MORE TOTAL

N % N % N % N % N % N % N %

Respondents w�th less rare d�seases 772 %20 418 %11 481 %13 473 %12 1.127 %29 572 %15 3.843 %100

Respondents w�th very rare d�seases 365 %33 170 %16 102 %9 107 %10 239 %22 111 %10 1.094 %100

TOTAL 1.137 %23 588 %12 583 %12 580 %12 1.366 %28 683 %14 4.937



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated
var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 83,5 ; dof= 20.

DISEASE COMPLEXITY
CLASSIFIED INTO FIVE GROUPS,

BASED ON THE NUMBER OF
AFFECTED BODY PARTS.

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD

50 YEARS OLD OR
MORE TOTAL

N % N % N % N % N % N % N %

1-3 body parts 1.120 %23 527 %11 532 %11 570 %12 1.350 %28 737 %15 4.836 %100

4-7 body parts 677 %27 269 %11 274 %11 269 %11 701 %28 279 %11 2.469 %100

8-11 body parts 181 %24 87 %11 98 %13 105 %14 214 %28 78 %10 763 %100

12-15 body parts 54 %23 28 %12 37 %16 27 %11 76 %32 13 %6 235 %100

16 body parts or more 13 %23 14 %25 11 %19 7 %12 12 %21 0 %0 57 %100

TOTAL 2.045 %24 925 %11 952 %11 978 %12 2.353 %28 1.107 %13 8.360

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 185,7 ; dof= 10.

…BEHAVIOURAL DISORDERS THAT CAUSE PROBLEMS IN
SCHOOL, AT HOME OR IN SOCIAL SITUATIONS

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2
YEARS OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN
20 YEARS OLD

20 TO LESS THAN
30 YEARS OLD

30 TO LESS THAN
50 YEARS OLD

50 YEARS OLD OR
MORE TOTAL

N % N % N % N % N % N % N %

Yes 726 %31 342 %15 274 %12 219 %9 539 %23 214 %9 2.314 %100

No 1.243 %22 557 %10 644 %11 717 %13 1.705 %30 851 %15 5.717 %100

Don't know 76 %23 26 %8 34 %10 42 %13 109 %33 42 %13 329 %100

TOTAL 2.045 %24 925 %11 952 %11 978 %12 2.353 %28 1.107 %13 8.360



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / Age of the person affected by the rare d�sease when the f�rst symptoms were
not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 418,1 ; dof= 10.

…INTELLECTUAL DISABILITIES
OR COGNITIVE SYMPTOMS (I.E.

PROBLEMS WITH MEMORY,
LANGUAGE, THINKING OR

JUDGEMENT)

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD

50 YEARS OLD OR
MORE TOTAL

N % N % N % N % N % N % N %

Yes 900 %38 314 %13 190 %8 210 %9 563 %24 189 %8 2.366 %100

No 1.099 %19 586 %10 744 %13 733 %13 1.723 %30 874 %15 5.759 %100

Don't know 46 %20 25 %11 18 %8 35 %15 67 %29 44 %19 235 %100

TOTAL 2.045 %24 925 %11 952 %11 978 %12 2.353 %28 1.107 %13 8.360

Cross: …cl�n�cal s�gns or symptoms that come and go / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 174,5 ; dof= 10.

…CLINICAL SIGNS OR
SYMPTOMS THAT COME AND GO

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD

50 YEARS OLD OR
MORE TOTAL

N % N % N % N % N % N % N %

Yes 963 %20 506 %10 600 %12 651 %14 1.488 %31 612 %13 4.820 %100

No 908 %30 359 %12 295 %10 282 %9 723 %24 413 %14 2.980 %100

Don't know 174 %31 60 %11 57 %10 45 %8 142 %25 82 %15 560 %100

TOTAL 2.045 %24 925 %11 952 %11 978 %12 2.353 %28 1.107 %13 8.360



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 1.196,8 ; dof= 10.

…INVISIBLE SYMPTOMS SUCH
AS PAIN, DIZZINESS,

HEADACHES, FATIGUE, ETC.

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD

50 YEARS OLD OR
MORE TOTAL

N % N % N % N % N % N % N %

Yes 821 %14 555 %10 752 %13 795 %14 1.939 %34 804 %14 5.666 %100

No 966 %42 307 %14 176 %8 170 %7 379 %17 276 %12 2.274 %100

Don't know 258 %61 63 %15 24 %6 13 %3 35 %8 27 %6 420 %100

TOTAL 2.045 %24 925 %11 952 %11 978 %12 2.353 %28 1.107 %13 8.360

Cross: …sudden onset symptoms requ�r�ng urgent care / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 23,6 ; dof= 10.

…SUDDEN ONSET SYMPTOMS
REQUIRING URGENT CARE

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD

50 YEARS OLD OR
MORE TOTAL

N % N % N % N % N % N % N %

Yes 891 %24 397 %11 435 %12 491 %13 1.072 %29 458 %12 3.744 %100

No 1.040 %25 479 %11 476 %11 440 %11 1.150 %28 594 %14 4.179 %100

Don't know 114 %26 49 %11 41 %9 47 %11 131 %30 55 %13 437 %100

TOTAL 2.045 %24 925 %11 952 %11 978 %12 2.353 %28 1.107 %13 8.360



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 99,2 ; dof= 5.

FAMILY MEMBERS WERE
PREVIOUSLY DIAGNOSED WITH

THE SAME DISEASE

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD

50 YEARS OLD OR
MORE TOTAL

N % N % N % N % N % N % N %

Yes 134 %14 89 %9 144 %15 164 %17 297 %31 119 %13 947 %100

No 1.795 %26 775 %11 737 %11 758 %11 1.873 %27 926 %13 6.864 %100

TOTAL 1.929 %25 864 %11 881 %11 922 %12 2.170 %28 1.045 %13 7.811

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare
d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 10,7 ; dof= 5.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Less than 2 years old 1.219 %60 817 %40 2.036 %100

2 to less that 10 years old 540 %59 380 %41 920 %100

10 to less than 20 years old 537 %57 413 %43 950 %100

20 to less than 30 years old 535 %55 441 %45 976 %100

30 to less than 50 years old 1.312 %56 1.028 %44 2.340 %100

50 years old or more 644 %58 460 %42 1.104 %100

TOTAL 4.787 %57 3.539 %43 8.326



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually)
wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 271,1 ; dof= 25.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0 1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N % N %

Less than 2 years old 46 %2 270 %13 848 %41 379 %19 138 %7 364 %18 2.045 %100

2 to less that 10 years old 11 %1 70 %8 381 %41 194 %21 74 %8 195 %21 925 %100

10 to less than 20 years old 9 %1 70 %7 346 %36 182 %19 86 %9 259 %27 952 %100

20 to less than 30 years old 6 %1 93 %10 424 %43 185 %19 79 %8 191 %20 978 %100

30 to less than 50 years old 17 %1 217 %9 1.062 %45 530 %23 197 %8 330 %14 2.353 %100

50 years old or more 12 %1 138 %12 605 %55 193 %17 68 %6 91 %8 1.107 %100

TOTAL 101 %1 858 %10 3 666 %44 1 663 %20 642 %8 1 430 %17 8 360

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 293,4 ; dof= 10.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Less than 2 years old 338 %17 679 %33 1.028 %50 2.045 %100

2 to less that 10 years old 176 %19 377 %41 372 %40 925 %100

10 to less than 20 years old 176 %18 489 %51 287 %30 952 %100

20 to less than 30 years old 185 %19 507 %52 286 %29 978 %100

30 to less than 50 years old 479 %20 1.183 %50 691 %29 2.353 %100

50 years old or more 242 %22 420 %38 445 %40 1.107 %100

TOTAL 1.596 %19 3.655 %44 3.109 %37 8.360



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / …neglected, not taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 417,5 ; dof= 10.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Less than 2 years old 206 %10 717 %35 1.122 %55 2.045 %100

2 to less that 10 years old 91 %10 458 %50 376 %41 925 %100

10 to less than 20 years old 96 %10 597 %63 259 %27 952 %100

20 to less than 30 years old 115 %12 561 %57 302 %31 978 %100

30 to less than 50 years old 334 %14 1.249 %53 770 %33 2.353 %100

50 years old or more 139 %13 420 %38 548 %50 1.107 %100

TOTAL 981 %12 4.002 %48 3.377 %40 8.360

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated
var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 341,2 ; dof= 10.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON AFFECTED BY THE
RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Less than 2 years old 525 %26 748 %37 772 %38 2.045 %100

2 to less that 10 years old 282 %30 414 %45 229 %25 925 %100

10 to less than 20 years old 252 %26 534 %56 166 %17 952 %100

20 to less than 30 years old 260 %27 545 %56 173 %18 978 %100

30 to less than 50 years old 591 %25 1.312 %56 450 %19 2.353 %100

50 years old or more 278 %25 488 %44 341 %31 1.107 %100

TOTAL 2 188 %26 4 041 %48 2 131 %25 8 360



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 1.344,8 ; dof= 10.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

GENETIC TEST(S) LOOKING FOR GENETIC CHANGES (ALSO CALLED MUTATIONS OR VARIANTS)

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

Less than 2 years old 1.648 %81 332 %16 65 %3 2.045 %100

2 to less that 10 years old 657 %71 218 %24 50 %5 925 %100

10 to less than 20 years old 484 %51 388 %41 80 %8 952 %100

20 to less than 30 years old 425 %43 461 %47 92 %9 978 %100

30 to less than 50 years old 863 %37 1.304 %55 186 %8 2.353 %100

50 years old or more 300 %27 681 %62 126 %11 1.107 %100

TOTAL 4.377 %52 3.384 %40 599 %7 8.360

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy,
b�ochem�cal test(s) (blood or ur�ne tests…), etc

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 83,7 ; dof= 10.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

OTHER TEST(S) SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

Less than 2 years old 1.788 %87 190 %9 67 %3 2.045 %100

2 to less that 10 years old 830 %90 73 %8 22 %2 925 %100

10 to less than 20 years old 894 %94 37 %4 21 %2 952 %100

20 to less than 30 years old 919 %94 49 %5 10 %1 978 %100

30 to less than 50 years old 2.192 %93 123 %5 38 %2 2.353 %100

50 years old or more 1.038 %94 49 %4 20 %2 1.107 %100

TOTAL 7 661 %92 521 %6 178 %2 8 360



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / …you could not afford �t?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 241,5 ; dof= 10.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

…YOU COULD NOT AFFORD IT?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Less than 2 years old 199 %10 1.565 %77 281 %14 2.045 %100

2 to less that 10 years old 111 %12 679 %73 135 %15 925 %100

10 to less than 20 years old 110 %12 639 %67 203 %21 952 %100

20 to less than 30 years old 112 %11 638 %65 228 %23 978 %100

30 to less than 50 years old 249 %11 1.509 %64 595 %25 2.353 %100

50 years old or more 56 %5 681 %62 370 %33 1.107 %100

TOTAL 837 %10 5.711 %68 1.812 %22 8.360

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / …�t was not ava�lable �n your country?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 312,2 ; dof= 10.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

…IT WAS NOT AVAILABLE IN YOUR COUNTRY?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Less than 2 years old 279 %14 1.482 %72 284 %14 2.045 %100

2 to less that 10 years old 124 %13 667 %72 134 %14 925 %100

10 to less than 20 years old 131 %14 597 %63 224 %24 952 %100

20 to less than 30 years old 98 %10 626 %64 254 %26 978 %100

30 to less than 50 years old 213 %9 1.467 %62 673 %29 2.353 %100

50 years old or more 74 %7 628 %57 405 %37 1.107 %100

TOTAL 919 %11 5.467 %65 1.974 %24 8.360

Have you ever needed a genetic test but could not access it because…

Have you ever needed a genetic test but could not access it
because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / …healthcare profess�onals were reluctant or not suff�c�ently �nformed?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 334,3 ; dof= 10.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

…HEALTHCARE PROFESSIONALS WERE RELUCTANT OR NOT SUFFICIENTLY INFORMED?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Less than 2 years old 543 %27 1.254 %61 248 %12 2.045 %100

2 to less that 10 years old 272 %29 535 %58 118 %13 925 %100

10 to less than 20 years old 321 %34 453 %48 178 %19 952 %100

20 to less than 30 years old 295 %30 478 %49 205 %21 978 %100

30 to less than 50 years old 608 %26 1.141 %48 604 %26 2.353 %100

50 years old or more 183 %17 556 %50 368 %33 1.107 %100

TOTAL 2.222 %27 4.417 %53 1.721 %21 8.360

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / To your knowledge, the genet�c test(s) that were conducted targeted…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 227,3 ; dof= 30.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT WERE CONDUCTED TARGETED…

ONLY ONE GENE

SEVERAL GENES AT
THE SAME TIME
(GENE PANEL
SEQUENCING)

THE WHOLE DNA
(WHOLE GENOME

SEQUENCING)

ALL THE GENES
(WHOLE EXOME
SEQUENCING)

A TUMOUR (GENETIC
PROFILING OF A

TUMOUR)

OTHER
(EPIGENOME, RNA,

ETC.) DON’T KNOW TOTAL

N % N % N % N % N % N % N % N %

Less than 2 years old 456 %28 532 %32 341 %21 269 %16 17 %1 41 %2 369 %22 1.648

2 to less that 10 years old 161 %25 216 %33 119 %18 77 %12 14 %2 12 %2 175 %27 657

10 to less than 20 years old 113 %23 170 %35 48 %10 33 %7 13 %3 8 %2 154 %32 484

20 to less than 30 years old 122 %29 144 %34 54 %13 22 %5 16 %4 12 %3 118 %28 425

30 to less than 50 years old 233 %27 277 %32 98 %11 56 %6 43 %5 15 %2 260 %30 863

50 years old or more 83 %28 82 %27 35 %12 14 %5 6 %2 2 %1 104 %35 300

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to
d�agnose the d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,2 ; Ch�2= 13,2 ; dof= 10.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

DID YOU EVER REQUEST A PRIVATE COMPANY OR LABORATORY TO CONDUCT GENETIC TESTING TO DIAGNOSE THE DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO, NEVER TOTAL

N % N % N % N %

Less than 2 years old 177 %11 84 %5 1.387 %84 1.648 %100

2 to less that 10 years old 83 %13 35 %5 539 %82 657 %100

10 to less than 20 years old 54 %11 18 %4 412 %85 484 %100

20 to less than 30 years old 38 %9 17 %4 370 %87 425 %100

30 to less than 50 years old 86 %10 44 %5 733 %85 863 %100

50 years old or more 20 %7 12 %4 268 %89 300 %100

TOTAL 458 %10 210 %5 3 709 %85 4 377

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / In general, how sat�sf�ed are you w�th how the results of the GENETIC TESTS were g�ven
to you?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 60,5 ; dof= 25.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

IN GENERAL, HOW SATISFIED ARE YOU WITH HOW THE RESULTS OF THE GENETIC TESTS WERE GIVEN TO YOU?

VERY DISSATISFIED DISSATISFIED
NEITHER SATISFIED
NOR DISSATISFIED SATISFIED VERY SATISFIED DON'T KNOW TOTAL

N % N % N % N % N % N % N %

Less than 2 years old 197 %12 200 %12 343 %21 572 %35 267 %16 69 %4 1.648 %100

2 to less that 10 years old 63 %10 95 %14 138 %21 221 %34 116 %18 24 %4 657 %100

10 to less than 20 years old 44 %9 72 %15 109 %23 148 %31 85 %18 26 %5 484 %100

20 to less than 30 years old 47 %11 58 %14 87 %20 142 %33 70 %16 21 %5 425 %100

30 to less than 50 years old 83 %10 77 %9 200 %23 295 %34 149 %17 59 %7 863 %100

50 years old or more 29 %10 20 %7 42 %14 124 %41 64 %21 21 %7 300 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 46,6 ; dof= 10.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

Less than 2 years old 296 %18 1.314 %80 38 %2 1.648 %100

2 to less that 10 years old 130 %20 511 %78 15 %2 656 %100

10 to less than 20 years old 62 %13 405 %84 17 %4 484 %100

20 to less than 30 years old 55 %13 360 %85 10 %2 425 %100

30 to less than 50 years old 103 %12 739 %86 21 %2 863 %100

50 years old or more 26 %9 271 %90 3 %1 300 %100

TOTAL 672 %15 3.600 %82 104 %2 4.376

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven
�nformat�on about how your genet�c cond�t�on m�ght affect you and your fam�ly)?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 122,3 ; dof= 15.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

AFTER THE TESTS WERE PERFORMED, WERE YOU OFFERED GENETIC COUNSELLING (E.G. GIVEN INFORMATION ABOUT HOW YOUR GENETIC CONDITION MIGHT AFFECT YOU AND YOUR
FAMILY)?

YES, WITH A GENETIC
COUNSELLOR OR CLINICAL

GENETICIST
YES, BY A HEALTHCARE

PROFESSIONAL
NO, I WASN’T OFFERED GENETIC

COUNSELLING NOT SURE / DON’T REMEMBER TOTAL

N % N % N % N % N %

Less than 2 years old 793 %48 322 %20 413 %25 120 %7 1.648 %100

2 to less that 10 years old 252 %38 140 %21 222 %34 43 %7 657 %100

10 to less than 20 years old 157 %32 108 %22 176 %36 43 %9 484 %100

20 to less than 30 years old 134 %32 89 %21 179 %42 23 %5 425 %100

30 to less than 50 years old 272 %32 210 %24 318 %37 63 %7 863 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n
person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 110,7 ; dof= 10.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

Less than 2 years old 515 %25 1.485 %73 45 %2 2.045 %100

2 to less that 10 years old 230 %25 676 %73 19 %2 925 %100

10 to less than 20 years old 183 %19 753 %79 16 %2 952 %100

20 to less than 30 years old 185 %19 777 %79 16 %2 978 %100

30 to less than 50 years old 414 %18 1.908 %81 31 %1 2.353 %100

50 years old or more 145 %13 956 %86 6 %1 1.107 %100

TOTAL 1 672 %20 6 555 %78 133 %2 8 360

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…),
b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 20,1 ; dof= 10.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

Less than 2 years old 280 %16 1.470 %82 37 %2 1.787 %100

2 to less that 10 years old 143 %17 677 %82 10 %1 830 %100

10 to less than 20 years old 127 %14 754 %84 13 %1 894 %100

20 to less than 30 years old 144 %16 758 %82 17 %2 919 %100

30 to less than 50 years old 294 %13 1.861 %85 37 %2 2.192 %100

50 years old or more 133 %13 896 %86 9 %1 1.038 %100

TOTAL 1 121 %15 6 416 %84 123 %2 7 660



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 184,8 ; dof= 20.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO MEET
MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Less than 2 years old 200 %10 180 %9 211 %10 489 %24 965 %47 2.045 %100

2 to less that 10 years old 72 %8 93 %10 88 %10 236 %26 436 %47 925 %100

10 to less than 20 years old 73 %8 87 %9 113 %12 254 %27 425 %45 952 %100

20 to less than 30 years old 67 %7 76 %8 85 %9 297 %30 453 %46 978 %100

30 to less than 50 years old 213 %9 213 %9 212 %9 739 %31 976 %41 2.353 %100

50 years old or more 106 %10 105 %9 64 %6 477 %43 355 %32 1.107 %100

TOTAL 731 %9 754 %9 773 %9 2.492 %30 3.610 %43 8.360

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the
d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 168,0 ; dof= 20.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS WITH
DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO MEET
MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Less than 2 years old 471 %23 66 %3 341 %17 216 %11 951 %47 2.045 %100

2 to less that 10 years old 199 %22 36 %4 141 %15 99 %11 450 %49 925 %100

10 to less than 20 years old 146 %15 26 %3 123 %13 135 %14 522 %55 952 %100

20 to less than 30 years old 153 %16 27 %3 124 %13 159 %16 515 %53 978 %100

30 to less than 50 years old 422 %18 78 %3 313 %13 397 %17 1.143 %49 2.353 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 474,3 ; dof= 20.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO MEET
MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Less than 2 years old 391 %19 45 %2 334 %16 464 %23 802 %39 2.036 %100

2 to less that 10 years old 144 %16 30 %3 125 %14 238 %26 383 %42 920 %100

10 to less than 20 years old 85 %9 21 %2 110 %12 340 %36 394 %41 950 %100

20 to less than 30 years old 90 %9 17 %2 100 %10 354 %36 415 %43 976 %100

30 to less than 50 years old 256 %11 34 %1 226 %10 917 %39 907 %39 2.340 %100

50 years old or more 137 %12 31 %3 76 %7 589 %53 271 %25 1.104 %100

TOTAL 1.103 %13 178 %2 971 %12 2.902 %35 3.172 %38 8.326



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare
d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 109,4 ; dof= 30.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Less than 2 years old 1.135 %56 998 %49 113 %6 41 %2 235 %11 65 %3 84 %4 2.045

2 to less that 10 years old 478 %52 419 %45 45 %5 30 %3 121 %13 45 %5 50 %5 925

10 to less than 20 years old 477 %50 515 %54 52 %5 11 %1 104 %11 49 %5 48 %5 952

20 to less than 30 years old 471 %48 505 %52 36 %4 7 %1 116 %12 66 %7 48 %5 978

30 to less than 50 years old 1.228 %52 1.167 %50 76 %3 30 %1 270 %11 101 %4 115 %5 2.353

50 years old or more 547 %49 487 %44 31 %3 15 %1 149 %13 66 %6 68 %6 1.107

TOTAL 4.336 %52 4.091 %49 353 %4 134 %2 995 %12 392 %5 413 %5 8.360



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 61,5 ; dof= 20.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Less than 2 years old 134 %7 908 %47 717 %37 96 %5 72 %4 1.927 %100

2 to less that 10 years old 91 %11 432 %50 281 %33 30 %3 28 %3 862 %100

10 to less than 20 years old 97 %11 420 %48 303 %35 32 %4 24 %3 876 %100

20 to less than 30 years old 88 %10 407 %44 353 %38 40 %4 29 %3 917 %100

30 to less than 50 years old 223 %10 963 %45 808 %37 99 %5 70 %3 2.163 %100

50 years old or more 115 %11 410 %39 403 %39 65 %6 50 %5 1.043 %100

TOTAL 748 %10 3.540 %45 2.865 %37 362 %5 273 %4 7.788

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 83,9 ; dof= 20.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Less than 2 years old 114 %6 1.156 %60 506 %26 97 %5 54 %3 1.927 %100

2 to less that 10 years old 64 %7 523 %61 216 %25 46 %5 13 %2 862 %100

10 to less than 20 years old 78 %9 516 %59 237 %27 31 %4 14 %2 876 %100

20 to less than 30 years old 72 %8 510 %56 290 %32 39 %4 6 %1 917 %100

30 to less than 50 years old 172 %8 1.161 %54 676 %31 129 %6 25 %1 2.163 %100

50 years old or more 84 %8 533 %51 353 %34 55 %5 18 %2 1.043 %100

TOTAL 584 %7 4.399 %56 2.278 %29 397 %5 130 %2 7.788



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 111,9 ; dof= 20.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Less than 2 years old 58 %16 78 %21 144 %39 30 %8 59 %16 369 %100

2 to less that 10 years old 53 %16 66 %20 144 %44 25 %8 40 %12 328 %100

10 to less than 20 years old 120 %17 145 %21 278 %40 55 %8 100 %14 698 %100

20 to less than 30 years old 126 %15 164 %19 334 %39 72 %9 151 %18 847 %100

30 to less than 50 years old 340 %17 353 %17 803 %39 194 %9 361 %18 2.051 %100

50 years old or more 98 %10 119 %13 365 %39 86 %9 268 %29 936 %100

TOTAL 795 %15 925 %18 2.068 %40 462 %9 979 %19 5.229

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 2.268,3 ; dof= 20.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Less than 2 years old 184 %10 425 %22 720 %37 128 %7 470 %24 1.927 %100

2 to less that 10 years old 139 %16 192 %22 313 %36 42 %5 176 %20 862 %100

10 to less than 20 years old 123 %14 91 %10 244 %28 53 %6 365 %42 876 %100

20 to less than 30 years old 69 %8 37 %4 158 %17 69 %8 584 %64 917 %100

30 to less than 50 years old 97 %4 56 %3 244 %11 158 %7 1.608 %74 2.163 %100

50 years old or more 34 %3 12 %1 54 %5 47 %5 896 %86 1.043 %100

TOTAL 646 %8 813 %10 1.733 %22 497 %6 4.099 %53 7.788



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 532,3 ; dof= 20.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Less than 2 years old 387 %20 183 %9 671 %35 151 %8 535 %28 1.927 %100

2 to less that 10 years old 192 %22 90 %10 294 %34 61 %7 225 %26 862 %100

10 to less than 20 years old 247 %28 98 %11 287 %33 43 %5 201 %23 876 %100

20 to less than 30 years old 290 %32 112 %12 265 %29 45 %5 205 %22 917 %100

30 to less than 50 years old 765 %35 191 %9 591 %27 86 %4 530 %25 2.163 %100

50 years old or more 236 %23 53 %5 167 %16 36 %3 551 %53 1.043 %100

TOTAL 2.117 %27 727 %9 2.275 %29 422 %5 2.247 %29 7.788

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 425,7 ; dof= 20.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Less than 2 years old 230 %12 345 %18 726 %38 221 %11 405 %21 1.927 %100

2 to less that 10 years old 100 %12 137 %16 345 %40 86 %10 194 %23 862 %100

10 to less than 20 years old 114 %13 89 %10 301 %34 105 %12 267 %30 876 %100

20 to less than 30 years old 121 %13 76 %8 279 %30 106 %12 335 %37 917 %100

30 to less than 50 years old 280 %13 183 %8 648 %30 265 %12 787 %36 2.163 %100

50 years old or more 111 %11 71 %7 241 %23 99 %9 521 %50 1.043 %100

TOTAL 956 %12 901 %12 2.540 %33 882 %11 2.509 %32 7.788



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 120,0 ; dof= 20.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Less than 2 years old 104 %5 548 %28 698 %36 307 %16 270 %14 1.927 %100

2 to less that 10 years old 59 %7 259 %30 329 %38 117 %14 98 %11 862 %100

10 to less than 20 years old 59 %7 234 %27 318 %36 127 %14 138 %16 876 %100

20 to less than 30 years old 68 %7 234 %26 292 %32 174 %19 149 %16 917 %100

30 to less than 50 years old 175 %8 462 %21 779 %36 394 %18 353 %16 2.163 %100

50 years old or more 70 %7 188 %18 365 %35 198 %19 222 %21 1.043 %100

TOTAL 535 %7 1.925 %25 2.781 %36 1.317 %17 1.230 %16 7.788

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 468,1 ; dof= 20.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Less than 2 years old 264 %14 86 %4 601 %31 384 %20 592 %31 1.927 %100

2 to less that 10 years old 168 %19 31 %4 250 %29 173 %20 240 %28 862 %100

10 to less than 20 years old 212 %24 14 %2 253 %29 152 %17 245 %28 876 %100

20 to less than 30 years old 244 %27 9 %1 231 %25 155 %17 278 %30 917 %100

30 to less than 50 years old 490 %23 13 %1 566 %26 369 %17 725 %34 2.163 %100

50 years old or more 114 %11 21 %2 161 %15 157 %15 590 %57 1.043 %100

TOTAL 1.492 %19 174 %2 2.062 %26 1.390 %18 2.670 %34 7.788



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 240,3 ; dof= 20.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN
THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED
VARIABLE)

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Less than 2 years old 791 %41 175 %9 765 %40 57 %3 139 %7 1.927 %100

2 to less that 10 years old 384 %45 78 %9 334 %39 14 %2 52 %6 862 %100

10 to less than 20 years old 413 %47 93 %11 325 %37 14 %2 31 %4 876 %100

20 to less than 30 years old 482 %53 91 %10 300 %33 9 %1 35 %4 917 %100

30 to less than 50 years old 1.289 %60 128 %6 627 %29 37 %2 82 %4 2.163 %100

50 years old or more 621 %60 48 %5 306 %29 11 %1 57 %5 1.043 %100

TOTAL 3.980 %51 613 %8 2.657 %34 142 %2 396 %5 7.788



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Chapter 4.
Fam�ly members were
already d�agnosed w�th
the same rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; F�sher= 40,1.
Inter var�ance= 1.832,5. Intra var�ance= 45,7.

Fam�ly members were prev�ously d�agnosed
w�th the same d�sease

TIME BETWEEN FIRST SYMPTOMS AND
FIRST MEDICAL CONTACT, IN YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT, IN
YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE DISEASE),

IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 1,9 785 5,7 757 5,9 527 1,3 834 7,1 707

No 0,3 6.552 3,2 6.175 3,4 3.543 3,8 6.840 4,4 5.797

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Are you a pat�ent representat�ve, �.e. �nvolved �n pol�cy act�v�t�es to support the cause of rare d�seases?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,8 ; Ch�2= 0,3 ; dof= 2.

FAMILY MEMBERS WERE
PREVIOUSLY DIAGNOSED WITH

THE SAME DISEASE

ARE YOU A PATIENT REPRESENTATIVE, I.E. INVOLVED IN POLICY ACTIVITIES TO SUPPORT THE CAUSE OF RARE DISEASES?

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 257 %20 964 %74 88 %7 1.309 %100

No 1.701 %20 6.137 %73 584 %7 8.422 %100

TOTAL 1.958 %20 7.101 %73 672 %7 9.731

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 99,2 ; dof= 5.

FAMILY MEMBERS WERE
PREVIOUSLY DIAGNOSED WITH

THE SAME DISEASE

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD

50 YEARS OLD OR
MORE TOTAL

N % N % N % N % N % N % N %

Yes 134 %14 89 %9 144 %15 164 %17 297 %31 119 %13 947 %100

No 1.795 %26 775 %11 737 %11 758 %11 1.873 %27 926 %13 6.864 %100

TOTAL 1.929 %25 864 %11 881 %11 922 %12 2.170 %28 1.045 %13 7.811

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / Fam�ly members were prev�ously d�agnosed w�th the same d�sease

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,2 ; Ch�2= 3,3 ; dof= 2.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH THE SAME DISEASE

YES NO TOTAL

N % N % N %

Female 848 %14 5.320 %86 6.168 %100

Male 348 %13 2.305 %87 2.653 %100

Other 6 %7 76 %93 82 %100

TOTAL 1.202 %14 7.701 %86 8.903

Cross: How old were you when you stopped full-t�me educat�on? / Fam�ly members were prev�ously d�agnosed w�th the same d�sease

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 13,5 ; dof= 3.

HOW OLD WERE YOU WHEN YOU
STOPPED FULL-TIME

EDUCATION?

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH THE SAME DISEASE

YES NO TOTAL

N % N % N %

15 y.o. or under 55 %13 358 %87 413 %100

between 16 and 19 y.o. 360 %16 1.931 %84 2.291 %100

between 20 and 23 y.o. 371 %13 2.460 %87 2.831 %100

24 y.o. or above 359 %12 2.558 %88 2.917 %100

TOTAL 1.145 %14 7.307 %86 8.452

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / Fam�ly members were prev�ously d�agnosed w�th the same d�sease

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 10,5 ; dof= 2.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH THE SAME DISEASE

YES NO TOTAL

N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 866 %13 5.779 %87 6.645 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 78 %19 343 %81 421 %100

Other, spec�fy... 37 %13 259 %88 296 %100

TOTAL 981 %13 6.381 %87 7.362

Cross: Typology of countr�es based on s�ze and welfare / Fam�ly members were prev�ously d�agnosed w�th the same d�sease

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 39,3 ; dof= 2.

TYPOLOGY OF COUNTRIES
BASED ON SIZE AND WELFARE

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH THE SAME DISEASE

YES NO TOTAL

N % N % N %

Group A ('Eastern Europe') 140 %9 1.472 %91 1.612 %100

Group B ('Western Europe') 660 %14 4.157 %86 4.817 %100

Group C ('Northern Europe') 456 %15 2.556 %85 3.012 %100

TOTAL 1.256 %13 8.185 %87 9.441

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Would you say that you, or the person you care for, l�ve �n a: / Fam�ly members were prev�ously d�agnosed w�th the same d�sease

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,4 ; Ch�2= 1,8 ; dof= 2.

WOULD YOU SAY THAT YOU, OR
THE PERSON YOU CARE FOR,

LIVE IN A:

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH THE SAME DISEASE

YES NO TOTAL

N % N % N %

Rural area or v�llage 314 %14 1.931 %86 2.245 %100

Small or m�d s�ze town 503 %14 3.135 %86 3.638 %100

Large town 328 %13 2.233 %87 2.561 %100

TOTAL 1.145 %14 7.299 %86 8.444

Cross: Po�nt prevalence of the rare d�sease / Fam�ly members were prev�ously d�agnosed w�th the same d�sease

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 89,7 ; dof= 3.

POINT PREVALENCE OF THE RARE DISEASE

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH THE SAME DISEASE

YES NO TOTAL

N % N % N %

1-5 / 10 000 494 %21 1.887 %79 2.381 %100

1-9 / 100 000 222 %11 1.744 %89 1.966 %100

1-9 / 1 000 000 57 %13 397 %87 454 %100

<1 / 1 000 000 95 %12 727 %88 822 %100

TOTAL 868 %15 4.755 %85 5.623

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / Fam�ly members were prev�ously d�agnosed w�th the same d�sease

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 3.382,7 ; dof= 1.629.

ORPHACODE ASSOCIATED NOMENCLATURE (ENGLISH)

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH THE SAME DISEASE

YES NO TOTAL

N % N % N %

Hered�tary hemorrhag�c telang�ectas�a 294 %65 160 %35 454 %100

Hypermob�le Ehlers-Danlos syndrome 43 %14 268 %86 311 %100

Sarco�dos�s 7 %4 163 %96 170 %100

Class�cal Ehlers-Danlos syndrome 13 %10 122 %90 135 %100

W�ll�ams syndrome 0 %0 134 %100 134 %100

Cyst�c f�bros�s 14 %11 113 %89 127 %100

Myasthen�a grav�s 3 %3 115 %97 118 %100

System�c scleros�s 5 %5 100 %95 105 %100

Tuberous scleros�s complex 8 %8 90 %92 98 %100

Neurof�bromatos�s type 1 19 %21 73 %79 92 %100

Interst�t�al cyst�t�s 2 %3 72 %97 74 %100

Add�son d�sease 5 %7 68 %93 73 %100

22q11.2 delet�on syndrome 3 %4 65 %96 68 %100

Chron�c �nflammatory demyel�nat�ng polyneuropathy 1 %2 62 %98 63 %100

Per�neural cyst 3 %5 58 %95 61 %100

Acute �nflammatory demyel�nat�ng polyrad�culoneuropathy 1 %2 61 %98 62 %100

Rett syndrome 1 %2 59 %98 60 %100

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphanet class�f�cat�on of rare d�seases (one d�sease can be class�f�ed �n several categor�es) / Fam�ly members were prev�ously d�agnosed w�th the same d�sease

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 2.168,5 ; dof= 34.

ORPHANET CLASSIFICATION OF RARE DISEASES (ONE
DISEASE CAN BE CLASSIFIED IN SEVERAL CATEGORIES)

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH THE SAME DISEASE

YES NO TOTAL

N % N % N %

Abdom�nal surg�cal d�seases 14 %6 221 %94 235 %100

Allerg�c d�seases 0 %0 3 %100 3 %100

Bone d�seases 88 %11 695 %89 783 %100

Card�ac d�seases 77 %12 577 %88 654 %100

Card�ac malformat�ons 6 %2 285 %98 291 %100

C�rculatory system d�seases 389 %29 941 %71 1.330 %100

Cl�n�cal s�gn 0 %0 0 %0 0 %100

Developmental anomal�es dur�ng embryogenes�s 600 %18 2.678 %82 3.278 %100

D�seases due to tox�c effects 0 %0 3 %100 3 %100

Endocr�ne d�seases 69 %7 913 %93 982 %100

Gastroenterolog�cal d�seases 37 %12 262 %88 299 %100

Genet�c d�seases 952 %18 4.362 %82 5.314 %100

Gynecolog�c/obstetr�c d�seases 24 %9 257 %91 281 %100

Hematolog�cal d�seases 41 %10 354 %90 395 %100

Hepat�c d�seases 345 %39 540 %61 885 %100

Immunolog�cal d�seases 25 %9 249 %91 274 %100

Inborn errors of metabol�sm 90 %12 667 %88 757 %100

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 198,8 ; dof= 5.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH
THE SAME DISEASE

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0 1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N % N %

Yes 34 %3 275 %21 604 %46 184 %14 63 %5 149 %11 1.309 %100

No 112 %1 815 %10 3.730 %44 1.701 %20 665 %8 1.399 %17 8.422 %100

TOTAL 146 %2 1.090 %11 4.334 %45 1.885 %19 728 %7 1.548 %16 9.731

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 42,5 ; dof= 1.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH
THE SAME DISEASE

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Yes 858 %66 442 %34 1.300 %100

No 4.717 %56 3.647 %44 8.364 %100

TOTAL 5.575 %58 4.089 %42 9.664

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 169,3 ; dof= 2.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH
THE SAME DISEASE

GENETIC TEST(S) LOOKING FOR GENETIC CHANGES (ALSO CALLED MUTATIONS OR VARIANTS)

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

Yes 906 %69 332 %25 71 %5 1.309 %100

No 4.206 %50 3.544 %42 672 %8 8.422 %100

TOTAL 5.112 %53 3.876 %40 743 %8 9.731

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne
tests…), etc

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 42,6 ; dof= 2.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH
THE SAME DISEASE

OTHER TEST(S) SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

Yes 1.123 %86 143 %11 43 %3 1.309 %100

No 7.691 %91 530 %6 201 %2 8.422 %100

TOTAL 8.814 %91 673 %7 244 %3 9.731

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / …you could not afford �t?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 47,7 ; dof= 2.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH
THE SAME DISEASE

…YOU COULD NOT AFFORD IT?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Yes 119 %9 1.000 %76 190 %15 1.309 %100

No 826 %10 5.693 %68 1.903 %23 8.422 %100

TOTAL 945 %10 6.693 %69 2.093 %22 9.731

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / …�t was not ava�lable �n your country?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 39,4 ; dof= 2.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED WITH
THE SAME DISEASE

…IT WAS NOT AVAILABLE IN YOUR COUNTRY?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Yes 131 %10 956 %73 222 %17 1.309 %100

No 924 %11 5.448 %65 2.050 %24 8.422 %100

TOTAL 1.055 %11 6.404 %66 2.272 %23 9.731

Quest�ons asked only to respondents who are d�agnosed

Have you ever needed a genetic test but could not access it because…

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / …healthcare profess�onals were reluctant or not suff�c�ently �nformed?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 47,6 ; dof= 2.

FAMILY MEMBERS WERE
PREVIOUSLY DIAGNOSED WITH THE

SAME DISEASE

…HEALTHCARE PROFESSIONALS WERE RELUCTANT OR NOT SUFFICIENTLY INFORMED?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Yes 337 %26 795 %61 177 %14 1.309 %100

No 2.121 %25 4.485 %53 1.816 %22 8.422 %100

TOTAL 2.458 %25 5.280 %54 1.993 %20 9.731

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / To your knowledge, the genet�c test(s) that were conducted targeted…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 66,3 ; dof= 6.

FAMILY MEMBERS WERE
PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT WERE CONDUCTED TARGETED…

ONLY ONE GENE

SEVERAL GENES AT
THE SAME TIME
(GENE PANEL
SEQUENCING)

THE WHOLE DNA
(WHOLE GENOME

SEQUENCING)

ALL THE GENES
(WHOLE EXOME
SEQUENCING)

A TUMOUR (GENETIC
PROFILING OF A

TUMOUR)
OTHER (EPIGENOME,

RNA, ETC.) DON’T KNOW TOTAL

N % N % N % N % N % N % N % N %

Yes 311 %34 242 %27 106 %12 45 %5 15 %2 14 %2 260 %29 906

No 1.079 %26 1.354 %32 685 %16 441 %10 107 %3 92 %2 1.148 %27 4.206

TOTAL 1.390 %27 1.596 %31 791 %15 486 %10 122 %2 106 %2 1.408 %28 5.112

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 22,0 ; dof= 2.

FAMILY MEMBERS WERE
PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

DID YOU EVER REQUEST A PRIVATE COMPANY OR LABORATORY TO CONDUCT GENETIC TESTING TO DIAGNOSE THE DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO, NEVER TOTAL

N % N % N % N %

Yes 67 %7 25 %3 814 %90 906 %100

No 471 %11 213 %5 3.522 %84 4.206 %100

TOTAL 538 %11 238 %5 4.336 %85 5.112

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / In general, how sat�sf�ed are you w�th how the results of the GENETIC TESTS were g�ven to you?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 26,7 ; dof= 5.

FAMILY MEMBERS WERE
PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

IN GENERAL, HOW SATISFIED ARE YOU WITH HOW THE RESULTS OF THE GENETIC TESTS WERE GIVEN TO YOU?

VERY DISSATISFIED DISSATISFIED
NEITHER SATISFIED NOR

DISSATISFIED SATISFIED VERY SATISFIED DON'T KNOW TOTAL

N % N % N % N % N % N % N %

Yes 86 %9 68 %8 174 %19 332 %37 203 %22 43 %5 906 %100

No 439 %10 481 %11 879 %21 1.518 %36 699 %17 190 %5 4.206 %100

TOTAL 525 %10 549 %11 1.053 %21 1.850 %36 902 %18 233 %5 5.112

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven �nformat�on about how your genet�c cond�t�on
m�ght affect you and your fam�ly)?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 22,9 ; dof= 3.

FAMILY MEMBERS WERE
PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

AFTER THE TESTS WERE PERFORMED, WERE YOU OFFERED GENETIC COUNSELLING (E.G. GIVEN INFORMATION ABOUT HOW YOUR GENETIC CONDITION MIGHT AFFECT YOU AND YOUR
FAMILY)?

YES, WITH A GENETIC
COUNSELLOR OR CLINICAL

GENETICIST
YES, BY A HEALTHCARE

PROFESSIONAL
NO, I WASN’T OFFERED GENETIC

COUNSELLING NOT SURE / DON’T REMEMBER TOTAL

N % N % N % N % N %

Yes 403 %44 218 %24 222 %25 63 %7 906 %100

No 1.626 %39 922 %22 1.363 %32 295 %7 4.206 %100

TOTAL 2.029 %40 1.140 %22 1.585 %31 358 %7 5.112

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 20,9 ; dof= 2.

FAMILY MEMBERS WERE PREVIOUSLY
DIAGNOSED WITH THE SAME DISEASE

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 90 %10 792 %87 24 %3 906 %100

No 668 %16 3.430 %82 107 %3 4.205 %100

TOTAL 758 %15 4.222 %83 131 %3 5.111

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or
ur�ne tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,4 ; Ch�2= 1,9 ; dof= 2.

FAMILY MEMBERS WERE PREVIOUSLY
DIAGNOSED WITH THE SAME DISEASE

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 147 %13 955 %85 21 %2 1.123 %100

No 1.122 %15 6.437 %84 131 %2 7.690 %100

TOTAL 1.269 %14 7.392 %84 152 %2 8.813

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 11,6 ; dof= 2.

FAMILY MEMBERS WERE PREVIOUSLY
DIAGNOSED WITH THE SAME DISEASE

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 219 %17 1.057 %81 33 %3 1.309 %100

No 1.700 %20 6.575 %78 147 %2 8.422 %100

TOTAL 1.919 %20 7.632 %78 180 %2 9.731

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 101,5 ; dof= 4.

FAMILY MEMBERS WERE PREVIOUSLY
DIAGNOSED WITH THE SAME DISEASE

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 97 %7 116 %9 94 %7 557 %43 445 %34 1.309 %100

No 746 %9 778 %9 758 %9 2.439 %29 3.701 %44 8.422 %100

TOTAL 843 %9 894 %9 852 %9 2.996 %31 4.146 %43 9.731

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals,
arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 65,6 ; dof= 4.

FAMILY MEMBERS WERE PREVIOUSLY
DIAGNOSED WITH THE SAME DISEASE

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS
WITH DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 306 %23 56 %4 150 %11 285 %22 512 %39 1.309 %100

No 1.680 %20 309 %4 1.196 %14 1.246 %15 3.991 %47 8.422 %100

TOTAL 1.986 %20 365 %4 1.346 %14 1.531 %16 4.503 %46 9.731

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 45,0 ; dof= 4.

FAMILY MEMBERS WERE PREVIOUSLY
DIAGNOSED WITH THE SAME DISEASE

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 155 %12 37 %3 104 %8 547 %42 457 %35 1.300 %100

No 1.162 %14 186 %2 991 %12 2.824 %34 3.201 %38 8.364 %100

TOTAL 1.317 %14 223 %2 1.095 %11 3.371 %35 3.658 %38 9.664

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare
d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 79,4 ; dof= 6.

FAMILY MEMBERS WERE
PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I DON’T

WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 751 %57 576 %44 64 %5 14 %1 112 %9 71 %5 117 %9 1.309

No 4.333 %51 4.142 %49 348 %4 143 %2 963 %11 429 %5 354 %4 8.422

TOTAL 5.084 %52 4.718 %48 412 %4 157 %2 1.075 %11 500 %5 471 %5 9.731

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Chapter 4.
Fam�ly members
were already
d�agnosed w�th the



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Wh�ch parts of the body does the rare d�sease �mpact?

Percentage

%23

%13

%13

%21

%28

%19

%40

%26

%13

%25

%19

%12

%13

%28

%31

%27

%13

%12

%2

%5

Lungs

K�dneys

L�ver

Heart

Sk�n

Bones

Muscles, jo�nts (musculoskeletal d�seases)

Eyes

Cran�ofac�al and ENT d�seases

Gastro�ntest�nal tract (from the mouth to the anus)

Vascular system

Blood (haematolog�cal d�seases)

Reproduct�ve and/or ur�nary systems

Immune system (�mmunodef�c�ency,
 auto�nflammatory and auto�mmune d�seases)

Nervous system (bra�n, sp�ne, nerves)

Nerves and muscles (neuromuscular d�seases)

Hormonal funct�ons (endocr�ne d�seases)

Metabol�sm

Don’t know

Other, spec�fy...

0% 5% 10% 15% 20% 25% 30% 35% 40% 45%

Wh�ch parts of the body does the rare d�sease �mpact?

 N

Lungs 2.386

K�dneys 1.365

L�ver 1.405

Heart 2.198

Sk�n 2.929

Bones 2.016

Muscles, jo�nts (musculoskeletal d�seases) 4.164

Eyes 2.777

Cran�ofac�al and ENT d�seases 1.371

Gastro�ntest�nal tract (from the mouth to the anus) 2.624

Vascular system 1.957

Blood (haematolog�cal d�seases) 1.232

Reproduct�ve and/or ur�nary systems 1.324

Immune system (�mmunodef�c�ency, auto�nflammatory

and auto�mmune d�seases)
2.892

Nervous system (bra�n, sp�ne, nerves) 3.254

Nerves and muscles (neuromuscular d�seases) 2.795

Hormonal funct�ons (endocr�ne d�seases) 1.393

Metabol�sm 1.301

Don’t know 208

Other, spec�fy... 529

TOTAL 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Complex�ty of the rare d�sease: number of body parts �mpacted by the rare d�sease

D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body
parts.

 N

1-3 body parts 6.103

4-7 body parts 3.081

8-11 body parts 951

12-15 body parts 286

16 body parts or more 65

TOTAL 10.486

D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts.

%58

%29

%9

%3

%1

1-3 body parts

4-7 body parts

8-11 body parts

12-15 body parts

16 body parts or more



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; F�sher= 3,6.
Inter var�ance= 167,4. Intra var�ance= 45,9.

D�sease complex�ty class�f�ed �nto f�ve groups,
based on the number of affected body parts.

TIME BETWEEN FIRST SYMPTOMS AND
FIRST MEDICAL CONTACT, IN YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT, IN
YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE DISEASE),

IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

1-3 body parts 0,5 4.500 3,0 4.202 2,9 2.526 2,7 4.536 3,9 3.796

4-7 body parts 0,6 2.312 3,7 2.227 4,4 1.286 3,9 2.321 5,1 1.937

8-11 body parts 0,1 729 5,0 649 6,3 383 5,9 722 7,2 563

12-15 body parts 0,0 228 5,3 201 8,1 109 8,3 217 9,2 172

16 body parts or more 3,5 51 10,3 43 14,0 31 12,2 47 12,2 39

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Are you a pat�ent representat�ve, �.e. �nvolved �n pol�cy act�v�t�es to support the cause of rare d�seases?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 17,7 ; dof= 8.

DISEASE COMPLEXITY
CLASSIFIED INTO FIVE GROUPS,

BASED ON THE NUMBER OF
AFFECTED BODY PARTS.

ARE YOU A PATIENT REPRESENTATIVE, I.E. INVOLVED IN POLICY ACTIVITIES TO SUPPORT THE CAUSE OF RARE DISEASES?

YES NO DON'T KNOW TOTAL

N % N % N % N %

1-3 body parts 1.149 %19 4.525 %74 429 %7 6.103 %100

4-7 body parts 629 %20 2.237 %73 215 %7 3.081 %100

8-11 body parts 207 %22 674 %71 70 %7 951 %100

12-15 body parts 72 %25 188 %66 26 %9 286 %100

16 body parts or more 16 %25 42 %65 7 %11 65 %100

TOTAL 2.073 %20 7.666 %73 747 %7 10.486

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated
var�able)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 83,5 ; dof= 20.

DISEASE COMPLEXITY
CLASSIFIED INTO FIVE GROUPS,

BASED ON THE NUMBER OF
AFFECTED BODY PARTS.

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

LESS THAN 2 YEARS
OLD

2 TO LESS THAT 10
YEARS OLD

10 TO LESS THAN 20
YEARS OLD

20 TO LESS THAN 30
YEARS OLD

30 TO LESS THAN 50
YEARS OLD

50 YEARS OLD OR
MORE TOTAL

N % N % N % N % N % N % N %

1-3 body parts 1.120 %23 527 %11 532 %11 570 %12 1.350 %28 737 %15 4.836 %100

4-7 body parts 677 %27 269 %11 274 %11 269 %11 701 %28 279 %11 2.469 %100

8-11 body parts 181 %24 87 %11 98 %13 105 %14 214 %28 78 %10 763 %100

12-15 body parts 54 %23 28 %12 37 %16 27 %11 76 %32 13 %6 235 %100

16 body parts or more 13 %23 14 %25 11 %19 7 %12 12 %21 0 %0 57 %100

TOTAL 2.045 %24 925 %11 952 %11 978 %12 2.353 %28 1.107 %13 8.360



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 131,1 ; dof= 8.

GENDER OF THE
PERSON AFFECTED BY

THE RARE DISEASE

DISEASE COMPLEXITY CLASSIFIED INTO FIVE GROUPS, BASED ON THE NUMBER OF AFFECTED BODY PARTS.

1-3 BODY PARTS 4-7 BODY PARTS 8-11 BODY PARTS 12-15 BODY PARTS 16 BODY PARTS OR MORE TOTAL

N % N % N % N % N % N %

Female 3.647 %55 2.033 %31 707 %11 216 %3 56 %1 6.659 %100

Male 1.837 %65 758 %27 162 %6 48 %2 5 %0 2.810 %100

Other 62 %61 26 %26 9 %9 2 %2 2 %2 101 %100

TOTAL 5.546 %58 2.817 %29 878 %9 266 %3 63 %1 9.570

Cross: Typology of countr�es based on s�ze and welfare / D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 80,7 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED
ON SIZE AND WELFARE

DISEASE COMPLEXITY CLASSIFIED INTO FIVE GROUPS, BASED ON THE NUMBER OF AFFECTED BODY PARTS.

1-3 BODY PARTS 4-7 BODY PARTS 8-11 BODY PARTS 12-15 BODY PARTS 16 BODY PARTS OR MORE TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 1.005 %56 546 %30 184 %10 52 %3 7 %0 1.794 %100

Group B ('Western Europe') 3.138 %61 1.450 %28 381 %7 111 %2 25 %0 5.105 %100

Group C ('Northern Europe') 1.764 %54 998 %30 362 %11 116 %4 33 %1 3.273 %100

TOTAL 5.907 %58 2.994 %29 927 %9 279 %3 65 %1 10.172



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Would you say that you, or the person you care for, l�ve �n a: / D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,6 ; Ch�2= 6,2 ; dof= 8.

WOULD YOU SAY THAT YOU, OR
THE PERSON YOU CARE FOR,

LIVE IN A:

DISEASE COMPLEXITY CLASSIFIED INTO FIVE GROUPS, BASED ON THE NUMBER OF AFFECTED BODY PARTS.

1-3 BODY PARTS 4-7 BODY PARTS 8-11 BODY PARTS 12-15 BODY PARTS 16 BODY PARTS OR MORE TOTAL

Rural area or v�llage %59 %29 %9 %3 %1 %100

Small or m�d s�ze town %59 %29 %9 %3 %1 %100

Large town %57 %30 %9 %3 %1 %100

TOTAL %58 %29 %9 %3 %1

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the person you care
for:

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 53,4 ; dof= 16.

DISEASE
COMPLEXITY

CLASSIFIED INTO
FIVE GROUPS,
BASED ON THE

NUMBER OF
AFFECTED BODY

PARTS.

PLEASE SELECT THE SENTENCE THAT BEST DESCRIBES YOUR SITUATION OR THE SITUATION OF THE PERSON YOU CARE FOR:

I KNOW THE NAME OF THE
RARE DISEASE, SYNDROME
OR MALFORMATION AND IT
HAS BEEN CONFIRMED BY
APPROPRIATE GENETIC,

CLINICAL, MEDICAL IMAGING,
MOLECULAR OR BIOCHEMICAL
TESTS (E.G BIOPSY, BLOOD OR

URINE TEST)

I KNOW THE NAME OF THE
RARE DISEASE, SYNDROME
OR MALFORMATION BUT IT

HAS NOT YET BEEN
CONFIRMED BY APPROPRIATE
GENETIC, CLINICAL, MEDICAL

IMAGING, MOLECULAR OR
BIOCHEMICAL TESTS

I ONLY HAVE PARTIAL
INFORMATION ON THE NAME

OF THE RARE DISEASE OR THE
GENE INVOLVED OR THE TYPE

OF DISEASE

I KNOW THAT THE DISEASE IS
RARE BUT THE NAME OR THE

CAUSE HAVE NOT BEEN
IDENTIFIED OTHER, SPECIFY... TOTAL

N % N % N % N % N % N %

1-3 body parts 5.333 %87 388 %6 169 %3 197 %3 16 %0 6.103 %100

4-7 body parts 2.652 %86 225 %7 90 %3 109 %4 5 %0 3.081 %100

8-11 body parts 781 %82 111 %12 27 %3 30 %3 2 %0 951 %100

12-15 body parts 230 %80 29 %10 17 %6 9 %3 1 %0 286 %100

16 body parts or more 52 %80 7 %11 3 %5 3 %5 0 %0 65 %100

TOTAL 9.048 %86 760 %7 306 %3 348 %3 24 %0 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Genet�c d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 54,5 ; dof= 4.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

GENETIC DISEASES

GENETIC DISEASES NON GENETIC DISEASES TOTAL

N % N % N %

1-3 body parts 2.995 %64 1.665 %36 4.660 %100

4-7 body parts 1.726 %72 670 %28 2.396 %100

8-11 body parts 527 %70 223 %30 750 %100

12-15 body parts 158 %72 60 %28 218 %100

16 body parts or more 41 %82 9 %18 50 %100

TOTAL 5.447 %67 2.627 %33 8.074

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Calculat�on of po�nt prevalence 2 modal�t�es

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,4 ; Ch�2= 3,9 ; dof= 4.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

CALCULATION OF POINT PREVALENCE 2 MODALITIES

RESPONDENTS WITH LESS RARE DISEASES RESPONDENTS WITH VERY RARE DISEASES TOTAL

N % N % N %

1-3 body parts 2.431 %77 745 %23 3.176 %100

4-7 body parts 1.357 %77 412 %23 1.769 %100

8-11 body parts 449 %79 118 %21 567 %100

12-15 body parts 135 %80 33 %20 168 %100

16 body parts or more 34 %83 7 %17 41 %100

TOTAL 4.406 %77 1.315 %23 5.721



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / The rare d�sease was d�agnosed before b�rth

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 9,4 ; dof= 4.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

THE RARE DISEASE WAS DIAGNOSED BEFORE BIRTH

YES NO TOTAL

N % N % N %

1-3 body parts 147 %3 5.539 %97 5.686 %100

4-7 body parts 54 %2 2.799 %98 2.853 %100

8-11 body parts 15 %2 867 %98 882 %100

12-15 body parts 3 %1 251 %99 254 %100

16 body parts or more 3 %5 53 %95 56 %100

TOTAL 222 %2 9.509 %98 9.731

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 14,7 ; dof= 4.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

THE RARE DISEASE WAS DIAGNOSED THROUGH STANDARD TESTS CARRIED OUT AT BIRTH

YES NO TOTAL

N % N % N %

1-3 body parts 256 %5 5.307 %95 5.563 %100

4-7 body parts 111 %4 2.678 %96 2.789 %100

8-11 body parts 24 %3 851 %97 875 %100

12-15 body parts 2 %1 250 %99 252 %100

16 body parts or more 3 %5 53 %95 56 %100

TOTAL 396 %4 9.139 %96 9.535



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a
d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 943,4 ; dof= 20.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0 1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N % N %

1-3 body parts 88 %1 775 %13 3.067 %50 1.113 %18 406 %7 654 %11 6.103 %100

4-7 body parts 41 %1 304 %10 1.171 %38 700 %23 258 %8 607 %20 3.081 %100

8-11 body parts 21 %2 62 %7 269 %28 174 %18 93 %10 332 %35 951 %100

12-15 body parts 5 %2 7 %2 54 %19 38 %13 27 %9 155 %54 286 %100

16 body parts or more 0 %0 2 %3 8 %12 8 %12 7 %11 40 %62 65 %100

TOTAL 155 %1 1.150 %11 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group
of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 12,1 ; dof= 4.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

1-3 body parts 3.515 %58 2.544 %42 6.059 %100

4-7 body parts 1.784 %58 1.275 %42 3.059 %100

8-11 body parts 514 %54 432 %46 946 %100

12-15 body parts 144 %51 141 %49 285 %100

16 body parts or more 41 %64 23 %36 64 %100

TOTAL 5.998 %58 4.415 %42 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 505,4 ; dof= 8.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

1-3 body parts 1.230 %20 2.152 %35 2.721 %45 6.103 %100

4-7 body parts 552 %18 1.513 %49 1.016 %33 3.081 %100

8-11 body parts 135 %14 587 %62 229 %24 951 %100

12-15 body parts 30 %10 213 %74 43 %15 286 %100

16 body parts or more 3 %5 55 %85 7 %11 65 %100

TOTAL 1.950 %19 4.520 %43 4.016 %38 10.486

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / …neglected, not taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 533,1 ; dof= 8.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

1-3 body parts 759 %12 2.405 %39 2.939 %48 6.103 %100

4-7 body parts 385 %12 1.592 %52 1.104 %36 3.081 %100

8-11 body parts 79 %8 652 %69 220 %23 951 %100

12-15 body parts 17 %6 231 %81 38 %13 286 %100

16 body parts or more 6 %9 54 %83 5 %8 65 %100

TOTAL 1.246 %12 4.934 %47 4.306 %41 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that
computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 474,2 ; dof= 8.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON
AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

1-3 body parts 1.656 %27 2.467 %40 1.980 %32 6.103 %100

4-7 body parts 774 %25 1.661 %54 646 %21 3.081 %100

8-11 body parts 203 %21 614 %65 134 %14 951 %100

12-15 body parts 46 %16 219 %77 21 %7 286 %100

16 body parts or more 4 %6 57 %88 4 %6 65 %100

TOTAL 2.683 %26 5.018 %48 2.785 %27 10.486

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 40,1 ; dof= 8.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

GENETIC TEST(S) LOOKING FOR GENETIC CHANGES (ALSO CALLED MUTATIONS OR VARIANTS)

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

1-3 body parts 3.054 %50 2.561 %42 488 %8 6.103 %100

4-7 body parts 1.741 %57 1.098 %36 242 %8 3.081 %100

8-11 body parts 506 %53 372 %39 73 %8 951 %100

12-15 body parts 151 %53 115 %40 20 %7 286 %100

16 body parts or more 38 %58 25 %38 2 %3 65 %100

TOTAL 5.490 %52 4.171 %40 825 %8 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal
test(s) (blood or ur�ne tests…), etc

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 20,2 ; dof= 8.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

OTHER TEST(S) SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

1-3 body parts 5.458 %89 459 %8 186 %3 6.103 %100

4-7 body parts 2.832 %92 191 %6 58 %2 3.081 %100

8-11 body parts 870 %91 62 %7 19 %2 951 %100

12-15 body parts 263 %92 17 %6 6 %2 286 %100

16 body parts or more 59 %91 4 %6 2 %3 65 %100

TOTAL 9.482 %90 733 %7 271 %3 10.486

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / …you could not afford �t?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 255,4 ; dof= 8.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

…YOU COULD NOT AFFORD IT?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

1-3 body parts 492 %8 4.261 %70 1.350 %22 6.103 %100

4-7 body parts 347 %11 2.115 %69 619 %20 3.081 %100

8-11 body parts 172 %18 574 %60 205 %22 951 %100

12-15 body parts 84 %29 133 %47 69 %24 286 %100

16 body parts or more 22 %34 33 %51 10 %15 65 %100

TOTAL 1.117 %11 7.116 %68 2.253 %21 10.486

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / …�t was not ava�lable �n your country?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 148,7 ; dof= 8.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

…IT WAS NOT AVAILABLE IN YOUR COUNTRY?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

1-3 body parts 569 %9 4.056 %66 1.478 %24 6.103 %100

4-7 body parts 362 %12 2.025 %66 694 %23 3.081 %100

8-11 body parts 177 %19 569 %60 205 %22 951 %100

12-15 body parts 74 %26 142 %50 70 %24 286 %100

16 body parts or more 15 %23 36 %55 14 %22 65 %100

TOTAL 1.197 %11 6.828 %65 2.461 %23 10.486

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / …healthcare profess�onals were reluctant or not suff�c�ently �nformed?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 383,6 ; dof= 8.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

…HEALTHCARE PROFESSIONALS WERE RELUCTANT OR NOT SUFFICIENTLY INFORMED?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

1-3 body parts 1.310 %21 3.458 %57 1.335 %22 6.103 %100

4-7 body parts 900 %29 1.600 %52 581 %19 3.081 %100

8-11 body parts 388 %41 405 %43 158 %17 951 %100

12-15 body parts 165 %58 77 %27 44 %15 286 %100

16 body parts or more 42 %65 16 %25 7 %11 65 %100

TOTAL 2.805 %27 5.556 %53 2.125 %20 10.486

Have you ever needed a genetic test but could not access it because…

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / To your knowledge, the genet�c test(s) that were conducted targeted…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 70,0 ; dof= 24.

DISEASE COMPLEXITY
CLASSIFIED INTO FIVE

GROUPS, BASED ON THE
NUMBER OF AFFECTED

BODY PARTS.

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT WERE CONDUCTED TARGETED…

ONLY ONE GENE

SEVERAL GENES AT
THE SAME TIME
(GENE PANEL
SEQUENCING)

THE WHOLE DNA
(WHOLE GENOME

SEQUENCING)

ALL THE GENES
(WHOLE EXOME
SEQUENCING)

A TUMOUR (GENETIC
PROFILING OF A

TUMOUR)
OTHER (EPIGENOME,

RNA, ETC.) DON’T KNOW TOTAL

N % N % N % N % N % N % N % N %

1-3 body parts 820 %27 903 %30 475 %16 299 %10 87 %3 56 %2 857 %28 3.054

4-7 body parts 449 %26 572 %33 307 %18 195 %11 29 %2 39 %2 474 %27 1.741

8-11 body parts 140 %28 191 %38 68 %13 51 %10 11 %2 7 %1 127 %25 506

12-15 body parts 41 %27 53 %35 24 %16 15 %10 5 %3 13 %9 40 %26 151

16 body parts or more 10 %26 12 %32 6 %16 7 %18 3 %8 2 %5 13 %34 38

TOTAL 1.460 %27 1.731 %32 880 %16 567 %10 135 %2 117 %2 1.511 %28 5.490

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the
d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 53,6 ; dof= 8.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

DID YOU EVER REQUEST A PRIVATE COMPANY OR LABORATORY TO CONDUCT GENETIC TESTING TO DIAGNOSE THE DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO, NEVER TOTAL

N % N % N % N %

1-3 body parts 311 %10 127 %4 2.616 %86 3.054 %100

4-7 body parts 192 %11 83 %5 1.466 %84 1.741 %100

8-11 body parts 66 %13 28 %6 412 %81 506 %100

12-15 body parts 18 %12 20 %13 113 %75 151 %100

16 body parts or more 3 %8 8 %21 27 %71 38 %100

TOTAL 590 %11 266 %5 4.634 %84 5.490



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / In general, how sat�sf�ed are you w�th how the results of the GENETIC TESTS were g�ven to you?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 83,6 ; dof= 20.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

IN GENERAL, HOW SATISFIED ARE YOU WITH HOW THE RESULTS OF THE GENETIC TESTS WERE GIVEN TO YOU?

VERY DISSATISFIED DISSATISFIED
NEITHER SATISFIED
NOR DISSATISFIED SATISFIED VERY SATISFIED DON'T KNOW TOTAL

N % N % N % N % N % N % N %

1-3 body parts 296 %10 303 %10 607 %20 1.138 %37 548 %18 162 %5 3.054 %100

4-7 body parts 183 %11 206 %12 402 %23 586 %34 280 %16 84 %5 1.741 %100

8-11 body parts 54 %11 84 %17 102 %20 166 %33 69 %14 31 %6 506 %100

12-15 body parts 27 %18 26 %17 39 %26 32 %21 23 %15 4 %3 151 %100

16 body parts or more 12 %32 4 %11 9 %24 8 %21 3 %8 2 %5 38 %100

TOTAL 572 %10 623 %11 1.159 %21 1.930 %35 923 %17 283 %5 5.490

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven �nformat�on about how
your genet�c cond�t�on m�ght affect you and your fam�ly)?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 81,6 ; dof= 12.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

AFTER THE TESTS WERE PERFORMED, WERE YOU OFFERED GENETIC COUNSELLING (E.G. GIVEN INFORMATION ABOUT HOW YOUR GENETIC CONDITION MIGHT AFFECT YOU
AND YOUR FAMILY)?

YES, WITH A GENETIC
COUNSELLOR OR CLINICAL

GENETICIST
YES, BY A HEALTHCARE

PROFESSIONAL
NO, I WASN’T OFFERED GENETIC

COUNSELLING NOT SURE / DON’T REMEMBER TOTAL

N % N % N % N % N %

1-3 body parts 1.214 %40 695 %23 900 %29 245 %8 3.054 %100

4-7 body parts 693 %40 374 %21 555 %32 119 %7 1.741 %100

8-11 body parts 175 %35 80 %16 220 %43 31 %6 506 %100

12-15 body parts 48 %32 27 %18 68 %45 8 %5 151 %100

16 body parts or more 7 %18 3 %8 27 %71 1 %3 38 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 1,0 ; Ch�2= 2,6 ; dof= 8.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

1-3 body parts 465 %15 2.505 %82 83 %3 3.053 %100

4-7 body parts 262 %15 1.439 %83 40 %2 1.741 %100

8-11 body parts 74 %15 416 %82 16 %3 506 %100

12-15 body parts 24 %16 123 %81 4 %3 151 %100

16 body parts or more 6 %16 32 %84 0 %0 38 %100

TOTAL 831 %15 4.515 %82 143 %3 5.489

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy,
b�ochem�cal test(s) (blood or ur�ne tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 18,8 ; dof= 8.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

1-3 body parts 767 %14 4.580 %84 111 %2 5.458 %100

4-7 body parts 426 %15 2.361 %83 44 %2 2.831 %100

8-11 body parts 142 %16 716 %82 12 %1 870 %100

12-15 body parts 55 %21 206 %78 2 %1 263 %100

16 body parts or more 13 %22 45 %76 1 %2 59 %100

TOTAL 1.403 %15 7.908 %83 170 %2 9.481



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 44,4 ; dof= 8.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

1-3 body parts 1.109 %18 4.858 %80 136 %2 6.103 %100

4-7 body parts 652 %21 2.382 %77 47 %2 3.081 %100

8-11 body parts 223 %23 707 %74 21 %2 951 %100

12-15 body parts 84 %29 197 %69 5 %2 286 %100

16 body parts or more 15 %23 50 %77 0 %0 65 %100

TOTAL 2.083 %20 8.194 %78 209 %2 10.486

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 129,6 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

1-3 body parts 544 %9 599 %10 458 %8 2.009 %33 2.493 %41 6.103 %100

4-7 body parts 281 %9 242 %8 317 %10 864 %28 1.377 %45 3.081 %100

8-11 body parts 66 %7 80 %8 129 %14 226 %24 450 %47 951 %100

12-15 body parts 24 %8 26 %9 38 %13 56 %20 142 %50 286 %100

16 body parts or more 7 %11 8 %12 10 %15 10 %15 30 %46 65 %100

TOTAL 922 %9 955 %9 952 %9 3.165 %30 4.492 %43 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the
r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 245,7 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS
WITH DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

1-3 body parts 1.316 %22 266 %4 764 %13 1.113 %18 2.644 %43 6.103 %100

4-7 body parts 597 %19 97 %3 486 %16 387 %13 1.514 %49 3.081 %100

8-11 body parts 136 %14 20 %2 156 %16 115 %12 524 %55 951 %100

12-15 body parts 30 %10 4 %1 41 %14 12 %4 199 %70 286 %100

16 body parts or more 4 %6 4 %6 16 %25 0 %0 41 %63 65 %100

TOTAL 2.083 %20 391 %4 1.463 %14 1.627 %16 4.922 %47 10.486

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 363,7 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS.

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

1-3 body parts 855 %14 169 %3 630 %10 2.368 %39 2.037 %34 6.059 %100

4-7 body parts 428 %14 55 %2 408 %13 931 %30 1.237 %40 3.059 %100

8-11 body parts 98 %10 16 %2 140 %15 201 %21 491 %52 946 %100

12-15 body parts 23 %8 1 %0 40 %14 40 %14 181 %64 285 %100

16 body parts or more 1 %2 2 %3 14 %22 4 %6 43 %67 64 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

And the rare d�sease causes:

 N

Ep�lepsy 997

Congen�tal malformat�ons, developmental anomal�es or �ntellectual d�sab�l�t�es 2.424

Pred�spos�t�on to the development of tumours 877

Sol�d tumours 409

Blood cancers (�nclud�ng leukaem�a, lymphoma and myeloma) 365

A need for organ transplantat�on 766

None of the above 4.064

Other, spec�fy... 2.133

TOTAL 9.693

And the rare d�sease causes:

%10

%25

%9

%4

%4

%8

%42

%22

Ep�lepsy

Congen�tal malformat�ons,
 developmental anomal�es or

 �ntellectual d�sab�l�t�es
Pred�spos�t�on to the development

 of tumours

Sol�d tumours

Blood cancers (�nclud�ng
 leukaem�a, lymphoma and

 myeloma)
A need for organ transplantat�on

None of the above

Other, spec�fy...

D�d the f�rst symptoms �nclude…

Percentage

%28

%28

%57

%67

%44

%68

%69

%36

%28

%50

%4

%3

%7

%5

%6

Yes No Don't know

…behav�oural d�sorders that cause
 problems �n school, at home or �n soc�al

 s�tuat�ons

…�ntellectual d�sab�l�t�es or cogn�t�ve
 symptoms (�.e. problems w�th memory,

 language, th�nk�ng or judgement)

…cl�n�cal s�gns or symptoms that come and
 go

…�nv�s�ble symptoms such as pa�n,
 d�zz�ness, headaches, fat�gue, etc.

…sudden onset symptoms requ�r�ng urgent
 care

0% 20% 40% 60% 80% 100%

D�d the f�rst symptoms �nclude…

 YES NO
DON'T
KNOW TOTAL

…behav�oural d�sorders that cause problems �n school, at home or �n

soc�al s�tuat�ons
2.957 7.085 444 10.486

…�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th

memory, language, th�nk�ng or judgement)
2.936 7.236 314 10.486

…cl�n�cal s�gns or symptoms that come and go 5.940 3.788 758 10.486

…�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. 7.020 2.916 550 10.486

…sudden onset symptoms requ�r�ng urgent care 4.648 5.251 587 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Fam�ly members
were already
d�agnosed w�th the

d�

Chapter 4.



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

D�d the f�rst symptoms �nclude…

 YES NO DON'T KNOW TOTAL

…behav�oural d�sorders that cause problems �n school, at home or �n soc�al

s�tuat�ons
2.957 7.085 444 10.486

…�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory,

language, th�nk�ng or judgement)
2.936 7.236 314 10.486

…cl�n�cal s�gns or symptoms that come and go 5.940 3.788 758 10.486

…�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. 7.020 2.916 550 10.486

…sudden onset symptoms requ�r�ng urgent care 4.648 5.251 587 10.486

TOTAL 23.501 26.276 2.653 52.430

D�d the f�rst symptoms �nclude…

Percentage

%28

%28

%57

%67

%44

%68

%69

%36

%28

%50

%4

%3

%7

%5

%6

Yes No Don't know

…behav�oural d�sorders that cause problems �n school, at home or �n
 soc�al s�tuat�ons

…�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th
 memory, language, th�nk�ng or judgement)

…cl�n�cal s�gns or symptoms that come and go

…�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc.

…sudden onset symptoms requ�r�ng urgent care

0% 10% 20% 30% 40% 50% 60% 70% 80% 90% 100%



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; F�sher= 5,0.
Inter var�ance= 230,0. Intra var�ance= 46,0.

…behav�oural d�sorders that
cause problems �n school, at
home or �n soc�al s�tuat�ons

TIME BETWEEN FIRST
SYMPTOMS AND FIRST MEDICAL

CONTACT, IN YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING THE
NAME OF THE DISEASE), IN

YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 0,8 2.226 3,6 2.003 3,8 1.172 3,9 2.190 5,0 1.783

No 0,4 5.320 3,5 5.071 3,8 3.032 3,5 5.370 4,6 4.501

Don't know -0,4 274 2,9 248 4,8 131 3,8 283 5,2 223

Did the �rst symptoms include…

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; F�sher= 3,3.
Inter var�ance= 150,6. Intra var�ance= 46,0.

…�ntellectual d�sab�l�t�es or
cogn�t�ve symptoms (�.e.

problems w�th memory, language,
th�nk�ng or judgement)

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 0,3 2.254 3,0 1.967 3,4 1.147 3,8 2.220 4,5 1.830

No 0,6 5.358 3,7 5.172 4,0 3.075 3,5 5.431 4,8 4.517

Don't know -0,2 208 2,4 183 4,8 113 3,4 192 4,9 160

Did the �rst symptoms include…

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,6 ; F�sher= 0,6.
Inter var�ance= 26,9. Intra var�ance= 46,0.

…cl�n�cal s�gns or
symptoms that
come and go

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A CENTRE

OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 0,4 4.586 4,0 4.324 4,4 2.467 4,1 4.488 5,4 3.680

No 0,6 2.744 2,8 2.547 3,0 1.600 2,8 2.858 3,8 2.417

Don't know 0,3 490 2,7 451 3,7 268 3,4 497 4,1 410

Did the �rst symptoms include…

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,7 ; F�sher= 0,4.
Inter var�ance= 18,8. Intra var�ance= 46,0.

…�nv�s�ble symptoms
such as pa�n,

d�zz�ness, headaches,
fat�gue, etc.

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 0,4 5.372 3,9 5.099 4,5 2.939 4,2 5.271 5,1 4.309

No 0,6 2.071 2,6 1.902 2,6 1.197 2,4 2.191 3,9 1.877

Don't know 0,5 377 1,8 321 2,6 199 2,7 381 3,8 321

Did the �rst symptoms include…

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; F�sher= 4,1.
Inter var�ance= 190,5. Intra var�ance= 46,0.

…sudden onset symptoms
requ�r�ng urgent care

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 0,2 3.601 3,1 3.462 3,8 1.947 3,5 3.547 4,8 2.940

No 0,7 3.836 3,8 3.526 3,7 2.180 3,6 3.917 4,6 3.280

Don't know 0,7 383 4,3 334 5,4 208 4,5 379 5,1 287

Did the �rst symptoms include…

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / …behav�oural d�sorders that cause
problems �n school, at home or �n soc�al s�tuat�ons

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 56,6 ; dof= 4.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

…BEHAVIOURAL DISORDERS THAT CAUSE PROBLEMS IN SCHOOL, AT HO
SOCIAL SITUATIONS

YES NO DON'T KNOW TO

N % N % N % N

Female 1.702 %26 4.661 %70 296 %4 6.659

Male 912 %32 1.795 %64 103 %4 2.810

Other 35 %35 57 %56 9 %9 101

TOTAL 2.649 %28 6.513 %68 408 %4 9.570

Cross: Gender of the person affected by the rare d�sease / …�ntellectual d�sab�l�t�es or cogn�t�ve
symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 32,8 ; dof= 4.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

…INTELLECTUAL DISABILITIES OR COGNITIVE SYMPTOMS (I.E. PROBLEM
MEMORY, LANGUAGE, THINKING OR JUDGEMENT)

YES NO DON'T KNOW TO

N % N % N % N

Female 1.735 %26 4.721 %71 203 %3 6.659

Male 873 %31 1.858 %66 79 %3 2.810

Other 37 %37 58 %57 6 %6 101

TOTAL 2.645 %28 6.637 %69 288 %3 9.570

Cross: Gender of the person affected by the rare d�sease / …cl�n�cal s�gns or symptoms that
come and go

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 137,2 ; dof= 4.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND GO

YES NO DON'T KNOW TO

N % N % N % N

Female 4.062 %61 2.137 %32 460 %7 6.659

Male 1.363 %49 1.239 %44 208 %7 2.810

Other 50 %50 41 %41 10 %10 101

TOTAL 5.475 %57 3.417 %36 678 %7 9.570

Cross: Gender of the person affected by the rare d�sease / …�nv�s�ble symptoms such as pa�n,
d�zz�ness, headaches, fat�gue, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 308,1 ; dof= 4.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

…INVISIBLE SYMPTOMS SUCH AS PAIN, DIZZINESS, HEADACHES, FATIGU

YES NO DON'T KNOW TO

N % N % N % N

Female 4.869 %73 1.506 %23 284 %4 6.659

Male 1.542 %55 1.067 %38 201 %7 2.810

Other 57 %56 34 %34 10 %10 101

TOTAL 6.468 %68 2.607 %27 495 %5 9.570



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / …sudden onset symptoms requ�r�ng
urgent care

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 19,8 ; dof= 4.

GENDER OF
THE PERSON
AFFECTED BY

THE RARE
DISEASE

…SUDDEN ONSET SYMPTOMS REQUIRING URGENT CARE

YES NO DON'T KNOW TOTAL

N % N % N % N %

Female 3.016 %45 3.242 %49 401 %6 6.659 %100

Male 1.202 %43 1.479 %53 129 %5 2.810 %100

Other 41 %41 50 %50 10 %10 101 %100

TOTAL 4.259 %45 4.771 %50 540 %6 9.570

Cross: How old were you when you stopped full-t�me educat�on? / …behav�oural d�sorders that cause
problems �n school, at home or �n soc�al s�tuat�ons

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 73,7 ; dof= 6.

HOW OLD WERE YOU
WHEN YOU STOPPED

FULL-TIME
EDUCATION?

…BEHAVIOURAL DISORDERS THAT CAUSE PROBLEMS IN SCHOOL, AT HOME OR IN
SOCIAL SITUATIONS

YES NO DON'T KNOW TOTAL

N % N % N % N %

15 y.o. or under 176 %39 252 %55 27 %6 455 %100

between 16 and 19 y.o. 737 %30 1.585 %64 142 %6 2.464 %100

between 20 and 23 y.o. 814 %27 2.090 %69 118 %4 3.022 %100

24 y.o. or above 809 %26 2.234 %71 102 %3 3.145 %100

TOTAL 2.536 %28 6.161 %68 389 %4 9.086

Cross: How old were you when you stopped full-t�me educat�on? / …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 23,1 ; dof= 6.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

…INTELLECTUAL DISABILITIES OR COGNITIVE SYMPTOMS (I.E. PROBLEMS WITH MEMORY, LANGUAGE, THINKING OR JUDGEMENT)

YES NO DON'T KNOW TOTAL

N % N % N % N %

15 y.o. or under 149 %33 282 %62 24 %5 455 %100

between 16 and 19 y.o. 719 %29 1.662 %67 83 %3 2.464 %100

between 20 and 23 y.o. 814 %27 2.124 %70 84 %3 3.022 %100

24 y.o. or above 868 %28 2.197 %70 80 %3 3.145 %100

TOTAL 2.550 %28 6.265 %69 271 %3 9.086



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / …cl�n�cal s�gns or symptoms that come and go

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 13,6 ; dof= 6.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND GO

YES NO DON'T KNOW TOTAL

N % N % N % N %

15 y.o. or under 249 %55 160 %35 46 %10 455 %100

between 16 and 19 y.o. 1.377 %56 889 %36 198 %8 2.464 %100

between 20 and 23 y.o. 1.740 %58 1.079 %36 203 %7 3.022 %100

24 y.o. or above 1.810 %58 1.136 %36 199 %6 3.145 %100

TOTAL 5.176 %57 3.264 %36 646 %7 9.086

Cross: How old were you when you stopped full-t�me educat�on? / …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 17,7 ; dof= 6.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

…INVISIBLE SYMPTOMS SUCH AS PAIN, DIZZINESS, HEADACHES, FATIGUE, ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

15 y.o. or under 289 %64 135 %30 31 %7 455 %100

between 16 and 19 y.o. 1.705 %69 639 %26 120 %5 2.464 %100

between 20 and 23 y.o. 2.033 %67 816 %27 173 %6 3.022 %100

24 y.o. or above 2.040 %65 940 %30 165 %5 3.145 %100

TOTAL 6.067 %67 2.530 %28 489 %5 9.086



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / …sudden onset symptoms requ�r�ng urgent care

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 32,7 ; dof= 6.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

…SUDDEN ONSET SYMPTOMS REQUIRING URGENT CARE

YES NO DON'T KNOW TOTAL

N % N % N % N %

15 y.o. or under 224 %49 204 %45 27 %6 455 %100

between 16 and 19 y.o. 1.165 %47 1.141 %46 158 %6 2.464 %100

between 20 and 23 y.o. 1.303 %43 1.542 %51 177 %6 3.022 %100

24 y.o. or above 1.337 %43 1.659 %53 149 %5 3.145 %100

TOTAL 4.029 %44 4.546 %50 511 %6 9.086

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a
d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 101,9 ; dof= 10.

…BEHAVIOURAL DISORDERS
THAT CAUSE PROBLEMS IN

SCHOOL, AT HOME OR IN
SOCIAL SITUATIONS

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0 1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N % N %

Yes 45 %2 248 %8 1.161 %39 642 %22 253 %9 608 %21 2.957 %100

No 96 %1 852 %12 3.218 %45 1.314 %19 507 %7 1.098 %15 7.085 %100

Don't know 14 %3 50 %11 190 %43 77 %17 31 %7 82 %18 444 %100

TOTAL 155 %1 1.150 %11 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually)
wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 148,7 ; dof= 10.

…INTELLECTUAL DISABILITIES
OR COGNITIVE SYMPTOMS (I.E.

PROBLEMS WITH MEMORY,
LANGUAGE, THINKING OR

JUDGEMENT)

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0 1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N % N %

Yes 47 %2 242 %8 1.104 %38 634 %22 274 %9 635 %22 2.936 %100

No 102 %1 880 %12 3.335 %46 1.334 %18 494 %7 1.091 %15 7.236 %100

Don't know 6 %2 28 %9 130 %41 65 %21 23 %7 62 %20 314 %100

TOTAL 155 %1 1.150 %11 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486

Cross: …cl�n�cal s�gns or symptoms that come and go / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 295,6 ; dof= 10.

…CLINICAL SIGNS OR
SYMPTOMS THAT COME

AND GO

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0 1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N % N %

Yes 66 %1 503 %8 2.378 %40 1.230 %21 533 %9 1.230 %21 5.940 %100

No 69 %2 555 %15 1.834 %48 666 %18 214 %6 450 %12 3.788 %100

Don't know 20 %3 92 %12 357 %47 137 %18 44 %6 108 %14 758 %100

TOTAL 155 %1 1.150 %11 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 364,2 ; dof= 10.

…INVISIBLE SYMPTOMS SUCH
AS PAIN, DIZZINESS,

HEADACHES, FATIGUE, ETC.

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0 1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N % N %

Yes 65 %1 619 %9 2.878 %41 1.432 %20 608 %9 1.418 %20 7.020 %100

No 77 %3 468 %16 1.454 %50 478 %16 148 %5 291 %10 2.916 %100

Don't know 13 %2 63 %11 237 %43 123 %22 35 %6 79 %14 550 %100

TOTAL 155 %1 1.150 %11 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486

Cross: …sudden onset symptoms requ�r�ng urgent care / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 149,7 ; dof= 10.

…SUDDEN ONSET
SYMPTOMS REQUIRING

URGENT CARE

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0 1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N % N %

Yes 65 %1 419 %9 1.857 %40 957 %21 398 %9 952 %20 4.648 %100

No 77 %1 674 %13 2.469 %47 949 %18 353 %7 729 %14 5.251 %100

Don't know 13 %2 57 %10 243 %41 127 %22 40 %7 107 %18 587 %100

TOTAL 155 %1 1.150 %11 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of
rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 13,8 ; dof= 2.

…BEHAVIOURAL DISORDERS
THAT CAUSE PROBLEMS IN

SCHOOL, AT HOME OR IN
SOCIAL SITUATIONS

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Yes 1.669 %57 1.259 %43 2.928 %100

No 4.110 %58 2.933 %42 7.043 %100

Don't know 219 %50 223 %50 442 %100

TOTAL 5.998 %58 4.415 %42 10.413

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the
rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 27,0 ; dof= 2.

…INTELLECTUAL DISABILITIES
OR COGNITIVE SYMPTOMS (I.E.

PROBLEMS WITH MEMORY,
LANGUAGE, THINKING OR

JUDGEMENT)

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Yes 1.564 %54 1.349 %46 2.913 %100

No 4.260 %59 2.927 %41 7.187 %100

Don't know 174 %56 139 %44 313 %100

TOTAL 5.998 %58 4.415 %42 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …cl�n�cal s�gns or symptoms that come and go / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 5,1 ; dof= 2.

…CLINICAL SIGNS OR
SYMPTOMS THAT COME

AND GO

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Yes 3.342 %57 2.555 %43 5.897 %100

No 2.218 %59 1.542 %41 3.760 %100

Don't know 438 %58 318 %42 756 %100

TOTAL 5.998 %58 4.415 %42 10.413

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 5,8 ; dof= 2.

…INVISIBLE SYMPTOMS SUCH
AS PAIN, DIZZINESS,

HEADACHES, FATIGUE, ETC.

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Yes 3.972 %57 2.993 %43 6.965 %100

No 1.721 %59 1.177 %41 2.898 %100

Don't know 305 %55 245 %45 550 %100

TOTAL 5.998 %58 4.415 %42 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …sudden onset symptoms requ�r�ng urgent care / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,2 ; Ch�2= 2,8 ; dof= 2.

…SUDDEN ONSET
SYMPTOMS REQUIRING

URGENT CARE

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Yes 2.674 %58 1.932 %42 4.606 %100

No 3.005 %58 2.216 %42 5.221 %100

Don't know 319 %54 267 %46 586 %100

TOTAL 5.998 %58 4.415 %42 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / …
wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 26,5 ; dof= 4.

…
BEHAVIOUR…
DISORDERS
THAT CAUSE

PROBLEMS IN
SCHOOL, AT
HOME OR IN

SOCIAL
SITUATIONS

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

Yes 527 %18 1.382 %47 1.048 %35 2.957 %100

No 1.351 %19 2.935 %41 2.799 %40 7.085 %100

Don't know 72 %16 203 %46 169 %38 444 %100

TOTAL 1.950 %19 4.520 %43 4.016 %38 10.486

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / …
neglected, not taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 124,5 ; dof= 4.

…
BEHAVIOURAL

DISORDERS
THAT CAUSE

PROBLEMS IN
SCHOOL, AT
HOME OR IN

SOCIAL
SITUATIONS

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

Yes 338 %11 1.624 %55 995 %34 2.957 %100

No 863 %12 3.076 %43 3.146 %44 7.085 %100

Don't know 45 %10 234 %53 165 %37 444 %100

TOTAL 1.246 %12 4.934 %47 4.306 %41 10.486

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able
that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 45,3 ; dof= 4.

…BEHAVIOURAL DISORDERS THAT
CAUSE PROBLEMS IN SCHOOL, AT HOME

OR IN SOCIAL SITUATIONS

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 776 %26 1.525 %52 656 %22 2.957 %100

No 1.797 %25 3.271 %46 2.017 %28 7.085 %100

Don't know 110 %25 222 %50 112 %25 444 %100

TOTAL 2.683 %26 5.018 %48 2.785 %27 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language,
th�nk�ng or judgement) / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 22,1 ; dof= 4.

…
INTELLECT…
DISABILITIES

OR
COGNITIVE
SYMPTOMS

(I.E.
PROBLEMS

WITH
MEMORY,

LANGUAGE,
THINKING OR
JUDGEMENT)

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

Yes 514 %18 1.368 %47 1.054 %36 2.936 %100

No 1.383 %19 3.010 %42 2.843 %39 7.236 %100

Don't know 53 %17 142 %45 119 %38 314 %100

TOTAL 1.950 %19 4.520 %43 4.016 %38 10.486

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language,
th�nk�ng or judgement) / …neglected, not taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 115,5 ; dof= 4.

…
INTELLECTUAL
DISABILITIES

OR COGNITIVE
SYMPTOMS (I.E.

PROBLEMS
WITH MEMORY,

LANGUAGE,
THINKING OR
JUDGEMENT)

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

Yes 327 %11 1.602 %55 1.007 %34 2.936 %100

No 876 %12 3.161 %44 3.199 %44 7.236 %100

Don't know 43 %14 171 %54 100 %32 314 %100

TOTAL 1.246 %12 4.934 %47 4.306 %41 10.486

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / Has the person affected by the rare d�sease already been
m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 40,3 ; dof= 4.

…INTELLECTUAL DISABILITIES OR
COGNITIVE SYMPTOMS (I.E. PROBLEMS

WITH MEMORY, LANGUAGE, THINKING OR
JUDGEMENT)

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 787 %27 1.493 %51 656 %22 2.936 %100

No 1.817 %25 3.366 %47 2.053 %28 7.236 %100

Don't know 79 %25 159 %51 76 %24 314 %100

TOTAL 2.683 %26 5.018 %48 2.785 %27 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …cl�n�cal s�gns or symptoms that come and go / …wrongly attr�buted to another phys�cal
d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 468,4 ; dof= 4.

…CLINICAL
SIGNS OR

SYMPTOMS
THAT COME

AND GO

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

Yes 1.062 %18 3.070 %52 1.808 %30 5.940 %100

No 745 %20 1.171 %31 1.872 %49 3.788 %100

Don't know 143 %19 279 %37 336 %44 758 %100

TOTAL 1.950 %19 4.520 %43 4.016 %38 10.486

Cross: …cl�n�cal s�gns or symptoms that come and go / …neglected, not taken ser�ously and/or
cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 570,6 ; dof= 4.

…CLINICAL
SIGNS OR

SYMPTOMS
THAT COME

AND GO

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

Yes 703 %12 3.352 %56 1.885 %32 5.940 %100

No 447 %12 1.264 %33 2.077 %55 3.788 %100

Don't know 96 %13 318 %42 344 %45 758 %100

TOTAL 1.246 %12 4.934 %47 4.306 %41 10.486

Cross: …cl�n�cal s�gns or symptoms that come and go / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the
person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 532,5 ; dof= 4.

…CLINICAL SIGNS OR SYMPTOMS THAT
COME AND GO

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 1.485 %25 3.340 %56 1.115 %19 5.940 %100

No 987 %26 1.364 %36 1.437 %38 3.788 %100

Don't know 211 %28 314 %41 233 %31 758 %100

TOTAL 2.683 %26 5.018 %48 2.785 %27 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / …wrongly attr�buted
to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 687,8 ; dof= 4.

…INVISIBLE
SYMPTOMS

SUCH AS
PAIN,

DIZZINESS,
HEADACHES,

FATIGUE,
ETC.

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

Yes 1.330 %19 3.580 %51 2.110 %30 7.020 %100

No 533 %18 775 %27 1.608 %55 2.916 %100

Don't know 87 %16 165 %30 298 %54 550 %100

TOTAL 1.950 %19 4.520 %43 4.016 %38 10.486

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / …neglected, not
taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 898,9 ; dof= 4.

…INVISIBLE
SYMPTOMS

SUCH AS PAIN,
DIZZINESS,

HEADACHES,
FATIGUE, ETC.

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

Yes 850 %12 3.966 %56 2.204 %31 7.020 %100

No 332 %11 780 %27 1.804 %62 2.916 %100

Don't know 64 %12 188 %34 298 %54 550 %100

TOTAL 1.246 %12 4.934 %47 4.306 %41 10.486

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes
the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 826,2 ; dof= 4.

…INVISIBLE SYMPTOMS SUCH AS PAIN,
DIZZINESS, HEADACHES, FATIGUE, ETC.

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 1.793 %26 3.932 %56 1.295 %18 7.020 %100

No 743 %25 899 %31 1.274 %44 2.916 %100

Don't know 147 %27 187 %34 216 %39 550 %100

TOTAL 2.683 %26 5.018 %48 2.785 %27 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …sudden onset symptoms requ�r�ng urgent care / …wrongly attr�buted to another phys�cal
d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 204,3 ; dof= 4.

…SUDDEN
ONSET

SYMPTOMS
REQUIRING

URGENT
CARE

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

Yes 852 %18 2.315 %50 1.481 %32 4.648 %100

No 1.001 %19 1.925 %37 2.325 %44 5.251 %100

Don't know 97 %17 280 %48 210 %36 587 %100

TOTAL 1.950 %19 4.520 %43 4.016 %38 10.486

Cross: …sudden onset symptoms requ�r�ng urgent care / …neglected, not taken ser�ously and/or
cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 138,4 ; dof= 4.

…SUDDEN
ONSET

SYMPTOMS
REQUIRING

URGENT CARE

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

Yes 517 %11 2.443 %53 1.688 %36 4.648 %100

No 651 %12 2.180 %42 2.420 %46 5.251 %100

Don't know 78 %13 311 %53 198 %34 587 %100

TOTAL 1.246 %12 4.934 %47 4.306 %41 10.486

Cross: …sudden onset symptoms requ�r�ng urgent care / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes
the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 193,2 ; dof= 4.

…SUDDEN ONSET SYMPTOMS REQUIRING
URGENT CARE

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 1.118 %24 2.531 %54 999 %21 4.648 %100

No 1.406 %27 2.187 %42 1.658 %32 5.251 %100

Don't know 159 %27 300 %51 128 %22 587 %100

TOTAL 2.683 %26 5.018 %48 2.785 %27 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Chapter 4.
Prevent�on



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / The rare d�sease was d�agnosed before b�rth

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 35,8 ; dof= 2.

TYPOLOGY OF COUNTRIES
BASED ON SIZE AND WELFARE

THE RARE DISEASE WAS DIAGNOSED BEFORE BIRTH

YES NO TOTAL

N % N % N %

Group A ('Eastern Europe') 23 %1 1.589 %99 1.612 %100

Group B ('Western Europe') 153 %3 4.664 %97 4.817 %100

Group C ('Northern Europe') 39 %1 2.973 %99 3.012 %100

TOTAL 215 %2 9.226 %98 9.441

Cross: Typology of countr�es based on s�ze and welfare / The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 87,7 ; dof= 2.

TYPOLOGY OF COUNTRIES
BASED ON SIZE AND WELFARE

THE RARE DISEASE WAS DIAGNOSED THROUGH STANDARD TESTS CARRIED OUT AT BIRTH

YES NO TOTAL

N % N % N %

Group A ('Eastern Europe') 155 %10 1.457 %90 1.612 %100

Group B ('Western Europe') 336 %7 4.481 %93 4.817 %100

Group C ('Northern Europe') 93 %3 2.919 %97 3.012 %100

TOTAL 584 %6 8.857 %94 9.441

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / The rare d�sease was d�agnosed before b�rth

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 3,3 ; dof= 1.

FAMILY MEMBERS WERE
PREVIOUSLY DIAGNOSED WITH

THE SAME DISEASE

THE RARE DISEASE WAS DIAGNOSED BEFORE BIRTH

YES NO TOTAL

N % N % N %

Yes 39 %3 1.270 %97 1.309 %100

No 183 %2 8.239 %98 8.422 %100

TOTAL 222 %2 9.509 %98 9.731

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 5,4 ; dof= 1.

FAMILY MEMBERS WERE
PREVIOUSLY DIAGNOSED WITH

THE SAME DISEASE

THE RARE DISEASE WAS DIAGNOSED THROUGH STANDARD TESTS CARRIED OUT AT BIRTH

YES NO TOTAL

N % N % N %

Yes 38 %3 1.249 %97 1.287 %100

No 358 %4 7.887 %96 8.245 %100

TOTAL 396 %4 9.136 %96 9.532

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed before b�rth / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 14,3 ; dof= 5.

THE RARE DISEASE WAS
DIAGNOSED BEFORE

BIRTH

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0 1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N % N %

Yes 5 %2 34 %15 112 %50 39 %18 11 %5 21 %9 222 %100

No 141 %1 1.056 %11 4.222 %44 1.846 %19 717 %8 1.527 %16 9.509 %100

TOTAL 146 %2 1.090 %11 4.334 %45 1.885 %19 728 %7 1.548 %16 9.731

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 141,8 ; dof= 5.

THE RARE DISEASE WAS
DIAGNOSED THROUGH

STANDARD TESTS CARRIED OUT
AT BIRTH

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0 1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N % N %

Yes 22 %6 91 %23 191 %48 47 %12 10 %3 35 %9 396 %100

No 116 %1 964 %11 4.050 %44 1.808 %20 712 %8 1.489 %16 9.139 %100

TOTAL 138 %1 1.055 %11 4.241 %44 1.855 %19 722 %8 1.524 %16 9.535

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed before b�rth / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 6,5 ; dof= 1.

THE RARE DISEASE WAS
DIAGNOSED BEFORE

BIRTH

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Yes 146 %66 75 %34 221 %100

No 5.429 %57 4.014 %43 9.443 %100

TOTAL 5.575 %58 4.089 %42 9.664

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare
d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 22,8 ; dof= 1.

THE RARE DISEASE WAS
DIAGNOSED THROUGH

STANDARD TESTS CARRIED OUT
AT BIRTH

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Yes 271 %69 120 %31 391 %100

No 5.185 %57 3.893 %43 9.078 %100

TOTAL 5.456 %58 4.013 %42 9.469

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed before b�rth / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 17,1 ; dof= 4.

THE RARE DISEASE WAS
DIAGNOSED BEFORE

BIRTH

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO MEET
MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 27 %12 21 %9 31 %14 47 %21 96 %43 222 %100

No 816 %9 873 %9 821 %9 2.949 %31 4.050 %43 9.509 %100

TOTAL 843 %9 894 %9 852 %9 2.996 %31 4.146 %43 9.731

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 31,2 ; dof= 4.

THE RARE DISEASE WAS
DIAGNOSED THROUGH

STANDARD TESTS CARRIED OUT
AT BIRTH

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO MEET
MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 54 %14 51 %13 44 %11 90 %23 157 %40 396 %100

No 762 %8 829 %9 783 %9 2.869 %31 3.896 %43 9.139 %100

TOTAL 816 %9 880 %9 827 %9 2.959 %31 4.053 %43 9.535

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed before b�rth / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng
appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 10,2 ; dof= 4.

THE RARE DISEASE WAS
DIAGNOSED BEFORE

BIRTH

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS WITH
DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO MEET
MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 59 %27 11 %5 37 %17 29 %13 86 %39 222 %100

No 1.927 %20 354 %4 1.309 %14 1.502 %16 4.417 %46 9.509 %100

TOTAL 1.986 %20 365 %4 1.346 %14 1.531 %16 4.503 %46 9.731

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght
profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 48,0 ; dof= 4.

THE RARE DISEASE WAS
DIAGNOSED THROUGH

STANDARD TESTS CARRIED OUT
AT BIRTH

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS WITH
DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO MEET
MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 129 %33 19 %5 61 %15 48 %12 139 %35 396 %100

No 1.805 %20 333 %4 1.250 %14 1.458 %16 4.293 %47 9.139 %100

TOTAL 1.934 %20 352 %4 1.311 %14 1.506 %16 4.432 %46 9.535

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed before b�rth / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 13,2 ; dof= 4.

THE RARE DISEASE WAS
DIAGNOSED BEFORE

BIRTH

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO MEET
MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 39 %18 7 %3 37 %17 61 %28 77 %35 221 %100

No 1.278 %14 216 %2 1.058 %11 3.310 %35 3.581 %38 9.443 %100

TOTAL 1.317 %14 223 %2 1.095 %11 3.371 %35 3.658 %38 9.664

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 59,4 ; dof= 4.

THE RARE DISEASE WAS
DIAGNOSED THROUGH

STANDARD TESTS CARRIED OUT
AT BIRTH

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO MEET
MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 88 %23 21 %5 54 %14 93 %24 135 %35 391 %100

No 1.202 %13 193 %2 1.016 %11 3.237 %36 3.430 %38 9.078 %100

TOTAL 1.290 %14 214 %2 1.070 %11 3.330 %35 3.565 %38 9.469

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed before b�rth / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,2 ; Ch�2= 8,1 ; dof= 6.

THE RARE DISEASE WAS
DIAGNOSED BEFORE

BIRTH

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I DON’T

WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 131 %59 95 %43 6 %3 2 %1 23 %10 15 %7 7 %3 222

No 4.953 %52 4.623 %49 406 %4 155 %2 1.052 %11 485 %5 464 %5 9.509

TOTAL 5.084 %52 4.718 %48 412 %4 157 %2 1.075 %11 500 %5 471 %5 9.731

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed
rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 14,1 ; dof= 6.

THE RARE DISEASE WAS
DIAGNOSED THROUGH

STANDARD TESTS CARRIED OUT
AT BIRTH

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I
HAVE NOT BEEN

ABLE TO FIND
OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 243 %61 166 %42 18 %5 5 %1 33 %8 19 %5 16 %4 396

No 4.736 %52 4.473 %49 383 %4 148 %2 1.013 %11 469 %5 445 %5 9.139

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Chapter 4.
Prevent�on



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a
d�agnos�s?

%1

%11

%44

%19

%8

%17

0

1

between 2 and 4

between 5 and 7

between 8 and 10

more than 10

How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually)
wh�le seek�ng a d�agnos�s?

 N

0 155

1 1.150

between 2 and 4 4.569

between 5 and 7 2.033

between 8 and 10 791

more than 10 1.788

TOTAL 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; F�sher= 7,9.
Inter var�ance= 362,7. Intra var�ance= 45,8.

How many d�fferent
healthcare

profess�onals d�d you
consult (�n person or

v�rtually) wh�le seek�ng
a d�agnos�s?

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

0-1 1,3 846 2,4 815 3,1 532 1,0 924 2,5 824

between 2 and 4 0,7 3.394 2,5 3.213 2,5 2.042 1,8 3.478 3,1 2.956

between 5 and 7 0,3 1.600 3,1 1.501 3,7 806 3,3 1.563 4,4 1.276

between 8 and 10 0,4 597 4,4 575 4,8 304 5,5 592 6,9 455

more than 10 -0,3 1.383 6,9 1.218 8,6 651 9,7 1.286 10,9 996

Mean = average t�me, �n number of years

N = number of respondents for wh�ch we have the average t�me



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 67,3 ; dof= 8.

GENDER OF THE
PERSON AFFECTED

BY THE RARE
DISEASE

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Female 747 %11 2.821 %42 1.315 %20 532 %8 1.244 %19 6.659 %100

Male 393 %14 1.324 %47 538 %19 189 %7 366 %13 2.810 %100

Other 16 %16 45 %45 15 %15 6 %6 19 %19 101 %100

TOTAL 1.156 %12 4.190 %44 1.868 %20 727 %8 1.629 %17 9.570

Cross: Po�nt prevalence of the rare d�sease / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 61,9 ; dof= 12.

POINT PREVALENCE OF THE
RARE DISEASE

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

1-5 / 10 000 338 %14 1.102 %46 409 %17 178 %7 380 %16 2.407 %100

1-9 / 100 000 271 %14 934 %47 399 %20 117 %6 278 %14 1.999 %100

1-9 / 1 000 000 54 %12 191 %42 103 %22 43 %9 68 %15 459 %100

<1 / 1 000 000 89 %10 334 %39 170 %20 76 %9 187 %22 856 %100

TOTAL 752 %13 2.561 %45 1.081 %19 414 %7 913 %16 5.721



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / How many d�fferent healthcare profess�onals d�d you consult (�n person or
v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 257,8 ; dof= 20.

AGE OF THE PERSON AFFECTED BY THE RARE
DISEASE WHEN THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED VARIABLE)

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Less than 2 years old 316 %15 848 %41 379 %19 138 %7 364 %18 2.045 %100

2 to less that 10 years old 81 %9 381 %41 194 %21 74 %8 195 %21 925 %100

10 to less than 20 years old 79 %8 346 %36 182 %19 86 %9 259 %27 952 %100

20 to less than 30 years old 99 %10 424 %43 185 %19 79 %8 191 %20 978 %100

30 to less than 50 years old 234 %10 1.062 %45 530 %23 197 %8 330 %14 2.353 %100

50 years old or more 150 %14 605 %55 193 %17 68 %6 91 %8 1.107 %100

TOTAL 959 %11 3.666 %44 1.663 %20 642 %8 1.430 %17 8.360

Cross: Genet�c d�seases / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 122,4 ; dof= 4.

GENETIC DISEASES

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Genet�c d�seases 775 %14 2.278 %42 1.003 %18 399 %7 992 %18 5.447 %100

Non Genet�c d�seases 244 %9 1.315 %50 560 %21 210 %8 298 %11 2.627 %100

TOTAL 1.019 %13 3.593 %45 1.563 %19 609 %8 1.290 %16 8.074



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 212,1 ; dof= 8.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Yes 309 %24 604 %46 184 %14 63 %5 149 %11 1.309 %100

No 927 %11 3.730 %44 1.701 %20 665 %8 1.399 %17 8.422 %100

Non-response 11 %14 24 %31 18 %23 2 %3 22 %29 77 %100

TOTAL 1.247 %13 4.358 %44 1.903 %19 730 %7 1.570 %16 9.808

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / How many d�fferent healthcare profess�onals d�d you consult (�n
person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 111,9 ; dof= 8.

I, OR THE PERSON I CARE FOR, HAVE BEEN
REFERRED TO A HOSPITAL UNIT SPECIALISED IN

THE RARE DISEASE OR GROUP OF RARE DISEASES

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Yes 802 %13 2.812 %47 1.085 %18 408 %7 891 %15 5.998 %100

No 497 %11 1.731 %39 933 %21 372 %8 882 %20 4.415 %100

Non-response 6 %8 26 %36 15 %21 11 %15 15 %21 73 %100

TOTAL 1.305 %12 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …wrongly attr�buted to another phys�cal d�sease? / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 2.022,5 ; dof= 8.

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL
DISEASE?

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

YES, one t�me 181 %9 1.092 %56 398 %20 134 %7 145 %7 1.950 %100

YES, several t�mes 186 %4 1.386 %31 1.084 %24 504 %11 1.360 %30 4.520 %100

NO 938 %23 2.091 %52 551 %14 153 %4 283 %7 4.016 %100

TOTAL 1.305 %12 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486

Cross: …neglected, not taken ser�ously and/or cons�dered as psycholog�cal? / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 1.612,0 ; dof= 8.

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR
CONSIDERED AS PSYCHOLOGICAL?

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

YES, one t�me 116 %9 660 %53 276 %22 83 %7 111 %9 1.246 %100

YES, several t�mes 277 %6 1.600 %32 1.142 %23 551 %11 1.364 %28 4.934 %100

NO 912 %21 2.309 %54 615 %14 157 %4 313 %7 4.306 %100

TOTAL 1.305 %12 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.
/ How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 1.947,3 ; dof= 8.

HAS THE PERSON AFFECTED BY THE RARE
DISEASE ALREADY BEEN MISDIAGNOSED?

CALCULATED VARIABLE THAT COMPUTES THE
NUMBER OF TIMES THE PERSON AFFECTED BY THE

RARE DISEASE WAS MISDIAGNOSED.

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

YES, one t�me 304 %11 1.402 %52 529 %20 186 %7 262 %10 2.683 %100

YES, several t�mes 229 %5 1.683 %34 1.184 %24 529 %11 1.393 %28 5.018 %100

NO 772 %28 1.484 %53 320 %11 76 %3 133 %5 2.785 %100

TOTAL 1.305 %12 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486

Cross: How old were you when you stopped full-t�me educat�on? / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 30,5 ; dof= 12.

HOW OLD WERE YOU WHEN YOU STOPPED FULL-
TIME EDUCATION?

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

15 y.o. or under 50 %11 214 %47 77 %17 33 %7 81 %18 455 %100

between 16 and 19 y.o. 312 %13 1.135 %46 449 %18 181 %7 387 %16 2.464 %100

between 20 and 23 y.o. 362 %12 1.337 %44 627 %21 227 %8 469 %16 3.022 %100

24 y.o. or above 374 %12 1.303 %41 622 %20 246 %8 600 %19 3.145 %100

TOTAL 1.098 %12 3.989 %44 1.775 %20 687 %8 1.537 %17 9.086



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,9 ; Ch�2= 2,9 ; dof= 8.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 835 %12 3.062 %43 1.419 %20 550 %8 1.259 %18 7.125 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 57 %12 207 %45 82 %18 31 %7 88 %19 465 %100

Other, spec�fy... 43 %13 143 %42 68 %20 25 %7 58 %17 337 %100

TOTAL 935 %12 3.412 %43 1.569 %20 606 %8 1.405 %18 7.927

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le
seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 927,2 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO FIVE
GROUPS, BASED ON THE NUMBER OF AFFECTED

BODY PARTS.

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

1-3 body parts 863 %14 3.067 %50 1.113 %18 406 %7 654 %11 6.103 %100

4-7 body parts 345 %11 1.171 %38 700 %23 258 %8 607 %20 3.081 %100

8-11 body parts 83 %9 269 %28 174 %18 93 %10 332 %35 951 %100

12-15 body parts 12 %4 54 %19 38 %13 27 %9 155 %54 286 %100

16 body parts or more 2 %3 8 %12 8 %12 7 %11 40 %62 65 %100

TOTAL 1.305 %12 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the person you care for: / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually)
wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 262,3 ; dof= 16.

PLEASE SELECT THE SENTENCE THAT BEST DESCRIBES YOUR
SITUATION OR THE SITUATION OF THE PERSON YOU CARE FOR:

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

I know the NAME of the rare d�sease, syndrome or malformat�on and �t has been

CONFIRMED by appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or

b�ochem�cal tests (e.g b�opsy, blood or ur�ne test)

1.182 %13 4.122 %46 1.731 %19 645 %7 1.368 %15 9.048 %100

I know the NAME of the rare d�sease, syndrome or malformat�on but �t has NOT

yet been conf�rmed by appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or

b�ochem�cal tests

65 %9 236 %31 172 %23 85 %11 202 %27 760 %100

I only have PARTIAL �nformat�on on the name of the rare d�sease or the gene

�nvolved or the type of d�sease
25 %8 94 %31 61 %20 28 %9 98 %32 306 %100

I know that the d�sease �s rare but the name or the cause have NOT BEEN

IDENTIFIED
27 %8 109 %31 68 %20 30 %9 114 %33 348 %100

Other, spec�fy... 6 %25 8 %33 1 %4 3 %13 6 %25 24 %100

TOTAL 1.305 %12 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 8.482,9 ; dof= 6.700.

ORPHACODE ASSOCIATED NOMENCLATURE (ENGLISH)

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Hered�tary hemorrhag�c telang�ectas�a 118 %26 230 %50 53 %12 22 %5 35 %8 458 %100

Hypermob�le Ehlers-Danlos syndrome 7 %2 44 %14 55 %17 39 %12 172 %54 317 %100

Sarco�dos�s 20 %12 86 %51 37 %22 10 %6 17 %10 170 %100

Class�cal Ehlers-Danlos syndrome 5 %4 33 %24 25 %18 11 %8 63 %46 137 %100

W�ll�ams syndrome 35 %26 57 %42 27 %20 5 %4 12 %9 136 %100

Cyst�c f�bros�s 34 %27 62 %48 22 %17 3 %2 7 %5 128 %100

Myasthen�a grav�s 10 %8 67 %56 20 %17 8 %7 15 %13 120 %100

System�c scleros�s 13 %12 66 %62 17 %16 6 %6 5 %5 107 %100

Tuberous scleros�s complex 19 %19 50 %51 19 %19 4 %4 6 %6 98 %100

Neurof�bromatos�s type 1 15 %16 49 %53 15 %16 6 %7 7 %8 92 %100

Interst�t�al cyst�t�s 3 %4 22 %30 25 %34 12 %16 12 %16 74 %100

Add�son d�sease 6 %8 35 %48 18 %25 5 %7 9 %12 73 %100

22q11.2 delet�on syndrome 17 %25 26 %38 13 %19 6 %9 6 %9 68 %100

Chron�c �nflammatory demyel�nat�ng polyneuropathy 9 %14 34 %52 11 %17 3 %5 8 %12 65 %100

Per�neural cyst 5 %8 22 %35 18 %29 6 %10 12 %19 63 %100

Acute �nflammatory demyel�nat�ng polyrad�culoneuropathy 2 %3 36 %58 14 %23 4 %6 6 %10 62 %100

Rett syndrome 4 %7 26 %43 12 %20 5 %8 13 %22 60 %100

Marfan syndrome 8 %15 16 %31 10 %19 7 %13 11 %21 52 %100

Frag�le X syndrome 4 %8 23 %47 12 %24 6 %12 4 %8 49 %100

BehÃ§et d�sease 1 %2 14 %30 15 %32 5 %11 12 %26 47 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphanet class�f�cat�on of rare d�seases (one d�sease can be class�f�ed �n several categor�es) / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le
seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 1.122,8 ; dof= 136.

ORPHANET CLASSIFICATION OF RARE DISEASES (ONE DISEASE CAN BE
CLASSIFIED IN SEVERAL CATEGORIES)

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Abdom�nal surg�cal d�seases 27 %11 77 %32 39 %16 19 %8 77 %32 239 %100

Allerg�c d�seases 0 %0 1 %33 2 %67 0 %0 0 %0 3 %100

Bone d�seases 140 %18 310 %39 145 %18 59 %7 145 %18 799 %100

Card�ac d�seases 88 %13 348 %53 119 %18 34 %5 71 %11 660 %100

Card�ac malformat�ons 63 %21 128 %43 49 %17 18 %6 37 %13 295 %100

C�rculatory system d�seases 230 %17 616 %46 239 %18 102 %8 164 %12 1.351 %100

Cl�n�cal s�gn 0 %0 0 %0 0 %0 0 %0 0 %0 0 %100

Developmental anomal�es dur�ng embryogenes�s 479 %14 1.310 %39 602 %18 265 %8 691 %21 3.347 %100

D�seases due to tox�c effects 0 %0 1 %33 1 %33 0 %0 1 %33 3 %100

Endocr�ne d�seases 124 %12 455 %46 217 %22 75 %8 124 %12 995 %100

Gastroenterolog�cal d�seases 57 %19 147 %48 50 %16 20 %7 31 %10 305 %100

Genet�c d�seases 775 %14 2.278 %42 1.003 %18 399 %7 992 %18 5.447 %100

Gynecolog�c/obstetr�c d�seases 49 %17 112 %39 55 %19 24 %8 44 %15 284 %100

Hematolog�cal d�seases 70 %17 190 %46 77 %19 31 %8 44 %11 412 %100

Hepat�c d�seases 207 %23 446 %50 124 %14 39 %4 75 %8 891 %100

Immunolog�cal d�seases 33 %12 106 %37 51 %18 25 %9 71 %25 286 %100

Inborn errors of metabol�sm 110 %14 338 %44 150 %19 53 %7 123 %16 774 %100

Infect�ous d�seases 3 %18 5 %29 4 %24 1 %6 4 %24 17 %100

Infert�l�ty 76 %19 183 %45 76 %19 25 %6 50 %12 410 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a
d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 89,2 ; dof= 8.

…BEHAVIOURAL DISORDERS THAT CAUSE
PROBLEMS IN SCHOOL, AT HOME OR IN SOCIAL

SITUATIONS

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Yes 293 %10 1.161 %39 642 %22 253 %9 608 %21 2.957 %100

No 948 %13 3.218 %45 1.314 %19 507 %7 1.098 %15 7.085 %100

Don't know 64 %14 190 %43 77 %17 31 %7 82 %18 444 %100

TOTAL 1.305 %12 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / How many d�fferent healthcare profess�onals d�d you consult (�n person or
v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 141,2 ; dof= 8.

…INTELLECTUAL DISABILITIES OR COGNITIVE
SYMPTOMS (I.E. PROBLEMS WITH MEMORY,

LANGUAGE, THINKING OR JUDGEMENT)

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Yes 289 %10 1.104 %38 634 %22 274 %9 635 %22 2.936 %100

No 982 %14 3.335 %46 1.334 %18 494 %7 1.091 %15 7.236 %100

Don't know 34 %11 130 %41 65 %21 23 %7 62 %20 314 %100

TOTAL 1.305 %12 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …cl�n�cal s�gns or symptoms that come and go / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 290,5 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Yes 569 %10 2.378 %40 1.230 %21 533 %9 1.230 %21 5.940 %100

No 624 %16 1.834 %48 666 %18 214 %6 450 %12 3.788 %100

Don't know 112 %15 357 %47 137 %18 44 %6 108 %14 758 %100

TOTAL 1.305 %12 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 355,1 ; dof= 8.

…INVISIBLE SYMPTOMS SUCH AS PAIN, DIZZINESS,
HEADACHES, FATIGUE, ETC.

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Yes 684 %10 2.878 %41 1.432 %20 608 %9 1.418 %20 7.020 %100

No 545 %19 1.454 %50 478 %16 148 %5 291 %10 2.916 %100

Don't know 76 %14 237 %43 123 %22 35 %6 79 %14 550 %100

TOTAL 1.305 %12 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …sudden onset symptoms requ�r�ng urgent care / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 143,7 ; dof= 8.

…SUDDEN ONSET SYMPTOMS REQUIRING URGENT
CARE

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Yes 484 %10 1.857 %40 957 %21 398 %9 952 %20 4.648 %100

No 751 %14 2.469 %47 949 %18 353 %7 729 %14 5.251 %100

Don't know 70 %12 243 %41 127 %22 40 %7 107 %18 587 %100

TOTAL 1.305 %12 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486

Cross: …healthcare profess�onals were reluctant or not suff�c�ently �nformed? / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 886,3 ; dof= 8.

…HEALTHCARE PROFESSIONALS WERE
RELUCTANT OR NOT SUFFICIENTLY INFORMED?

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Yes 155 %6 853 %30 611 %22 287 %10 899 %32 2.805 %100

No 896 %16 2.702 %49 1.012 %18 338 %6 608 %11 5.556 %100

Not relevant 254 %12 1.014 %48 410 %19 166 %8 281 %13 2.125 %100

TOTAL 1.305 %12 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486

Have you ever needed a genetic test but could not
access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease? / How many d�fferent healthcare profess�onals d�d you
consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 122,4 ; dof= 24.

ARE YOU, OR THE PERSON YOU CARE FOR, IN
TOUCH WITH OTHER PEOPLE LIVING WITH THE

SAME RARE DISEASE OR WITH AN UNDIAGNOSED
RARE DISEASE?

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

YES, through a pat�ent organ�sat�on 712 %13 2.342 %44 1.024 %19 397 %7 851 %16 5.326 %100

YES, through onl�ne commun�t�es 551 %11 2.011 %40 1.010 %20 419 %8 1.001 %20 4.992 %100

YES, through local networks (e.g. schools) 47 %11 180 %41 78 %18 39 %9 92 %21 436 %100

NO, because of access�b�l�ty �ssues (e.g. language or

techn�cal barr�ers)
21 %11 77 %41 35 %18 15 %8 42 %22 190 %100

NO, because I have not been able to f�nd other people

w�th the same d�sease
141 %11 558 %43 274 %21 90 %7 247 %19 1.310 %100

NO, because I don’t want to 89 %16 284 %52 72 %13 38 %7 64 %12 547 %100

Other, spec�fy... 81 %16 225 %44 93 %18 40 %8 75 %15 514 %100

TOTAL 1.305 %12 4.569 %44 2.033 %19 791 %8 1.788 %17 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Would you say that you, or the person you care for, l�ve �n a: / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 14,7 ; dof= 8.

WOULD YOU SAY THAT YOU, OR THE PERSON YOU
CARE FOR, LIVE IN A:

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Rural area or v�llage 287 %12 1.102 %46 476 %20 179 %7 372 %15 2.416 %100

Small or m�d s�ze town 458 %12 1.730 %44 770 %20 288 %7 655 %17 3.901 %100

Large town 353 %13 1.151 %42 528 %19 219 %8 509 %18 2.760 %100

TOTAL 1.098 %12 3.983 %44 1.774 %20 686 %8 1.536 %17 9.077

Cross: Typology of countr�es based on s�ze and welfare / How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 84,6 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

0-1 BETWEEN 2 AND 4 BETWEEN 5 AND 7 BETWEEN 8 AND 10 MORE THAN 10 TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 184 %10 813 %45 356 %20 134 %7 307 %17 1.794 %100

Group B ('Western Europe') 682 %13 2.323 %46 988 %19 377 %7 735 %14 5.105 %100

Group C ('Northern Europe') 394 %12 1.297 %40 631 %19 253 %8 698 %21 3.273 %100

TOTAL 1.260 %12 4.433 %44 1.975 %19 764 %8 1.740 %17 10.172



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Chapter 4.
Prevent�on



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 10,5 ; dof= 2.

GENDER OF THE PERSON AFFECTED BY THE RARE
DISEASE

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Female 3.729 %56 2.904 %44 6.633 %100

Male 1.674 %60 1.124 %40 2.798 %100

Other 59 %58 42 %42 101 %100

TOTAL 5.462 %57 4.070 %43 9.532

Cross: How old were you when you stopped full-t�me educat�on? / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 10,8 ; dof= 3.

HOW OLD WERE YOU WHEN YOU STOPPED FULL-
TIME EDUCATION?

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

15 y.o. or under 283 %63 168 %37 451 %100

between 16 and 19 y.o. 1.368 %56 1.092 %44 2.460 %100

between 20 and 23 y.o. 1.756 %58 1.248 %42 3.004 %100

24 y.o. or above 1.771 %57 1.363 %43 3.134 %100

TOTAL 5.178 %57 3.871 %43 9.049



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,6 ; Ch�2= 1,2 ; dof= 2.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 3.966 %56 3.123 %44 7.089 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 263 %57 201 %43 464 %100

Other, spec�fy... 179 %53 158 %47 337 %100

TOTAL 4.408 %56 3.482 %44 7.890

Cross: Would you say that you, or the person you care for, l�ve �n a: / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,3 ; Ch�2= 2,5 ; dof= 2.

WOULD YOU SAY THAT YOU, OR THE PERSON YOU
CARE FOR, LIVE IN A:

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Rural area or v�llage 1.378 %57 1.031 %43 2.409 %100

Small or m�d s�ze town 2.253 %58 1.628 %42 3.881 %100

Large town 1.543 %56 1.207 %44 2.750 %100

TOTAL 5.174 %57 3.866 %43 9.040



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 32,2 ; dof= 2.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Group A ('Eastern Europe') 960 %54 833 %46 1.793 %100

Group B ('Western Europe') 2.863 %56 2.207 %44 5.070 %100

Group C ('Northern Europe') 2.003 %61 1.269 %39 3.272 %100

TOTAL 5.826 %57 4.309 %43 10.135

Cross: Po�nt prevalence of the rare d�sease / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 30,7 ; dof= 3.

POINT PREVALENCE OF THE RARE DISEASE

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

1-5 / 10 000 1.464 %61 934 %39 2.398 %100

1-9 / 100 000 1.220 %61 772 %39 1.992 %100

1-9 / 1 000 000 253 %56 200 %44 453 %100

<1 / 1 000 000 437 %51 414 %49 851 %100

TOTAL 3.374 %59 2.320 %41 5.694



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 2.217,6 ; dof= 1.672.

ORPHACODE ASSOCIATED NOMENCLATURE
(ENGLISH)

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Hered�tary hemorrhag�c telang�ectas�a 369 %81 86 %19 455 %100

Hypermob�le Ehlers-Danlos syndrome 146 %46 170 %54 316 %100

Sarco�dos�s 79 %47 90 %53 169 %100

Class�cal Ehlers-Danlos syndrome 67 %50 68 %50 135 %100

W�ll�ams syndrome 79 %58 57 %42 136 %100

Cyst�c f�bros�s 111 %87 17 %13 128 %100

Myasthen�a grav�s 70 %58 50 %42 120 %100

System�c scleros�s 65 %61 42 %39 107 %100

Tuberous scleros�s complex 62 %64 35 %36 97 %100

Neurof�bromatos�s type 1 68 %74 24 %26 92 %100

Interst�t�al cyst�t�s 36 %49 38 %51 74 %100

Add�son d�sease 35 %48 38 %52 73 %100

22q11.2 delet�on syndrome 38 %56 30 %44 68 %100

Chron�c �nflammatory demyel�nat�ng polyneuropathy 35 %54 30 %46 65 %100

Per�neural cyst 7 %11 56 %89 63 %100

Acute �nflammatory demyel�nat�ng polyrad�culoneuropathy 29 %47 33 %53 62 %100

Rett syndrome 37 %62 23 %38 60 %100

Marfan syndrome 24 %50 24 %50 48 %100

Frag�le X syndrome 26 %53 23 %47 49 %100

BehÃ§et d�sease 30 %64 17 %36 47 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphanet class�f�cat�on of rare d�seases (one d�sease can be class�f�ed �n several categor�es) / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease
or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 437,3 ; dof= 34.

ORPHANET CLASSIFICATION OF RARE DISEASES
(ONE DISEASE CAN BE CLASSIFIED IN SEVERAL

CATEGORIES)

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

YES NO TOTAL

N % N % N %

Abdom�nal surg�cal d�seases 135 %57 102 %43 237 %100

Allerg�c d�seases 1 %33 2 %67 3 %100

Bone d�seases 441 %56 351 %44 792 %100

Card�ac d�seases 399 %61 260 %39 659 %100

Card�ac malformat�ons 181 %61 114 %39 295 %100

C�rculatory system d�seases 904 %67 436 %33 1.340 %100

Cl�n�cal s�gn 0 %0 0 %0 0 %100

Developmental anomal�es dur�ng embryogenes�s 1.931 %58 1.395 %42 3.326 %100

D�seases due to tox�c effects 2 %67 1 %33 3 %100

Endocr�ne d�seases 551 %56 435 %44 986 %100

Gastroenterolog�cal d�seases 201 %66 104 %34 305 %100

Genet�c d�seases 3.237 %60 2.181 %40 5.418 %100

Gynecolog�c/obstetr�c d�seases 161 %58 118 %42 279 %100

Hematolog�cal d�seases 259 %63 151 %37 410 %100

Hepat�c d�seases 645 %73 243 %27 888 %100

Immunolog�cal d�seases 173 %62 108 %38 281 %100

Inborn errors of metabol�sm 477 %62 295 %38 772 %100

Infect�ous d�seases 5 %29 12 %71 17 %100

Infert�l�ty 292 %72 116 %28 408 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the person you care for: / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the
rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 77,6 ; dof= 4.

PLEASE SELECT THE SENTENCE THAT BEST DESCRIBES YOUR SITUATION
OR THE SITUATION OF THE PERSON YOU CARE FOR:

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE
DISEASES

YES NO TOTAL

N % N % N %

I know the NAME of the rare d�sease, syndrome or malformat�on and �t has been

CONFIRMED by appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or

b�ochem�cal tests (e.g b�opsy, blood or ur�ne test)

5.298 %59 3.692 %41 8.990 %100

I know the NAME of the rare d�sease, syndrome or malformat�on but �t has NOT yet

been conf�rmed by appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or

b�ochem�cal tests

322 %43 429 %57 751 %100

I only have PARTIAL �nformat�on on the name of the rare d�sease or the gene �nvolved

or the type of d�sease
159 %52 146 %48 305 %100

I know that the d�sease �s rare but the name or the cause have NOT BEEN

IDENTIFIED
206 %60 139 %40 345 %100

Other, spec�fy... 13 %59 9 %41 22 %100

TOTAL 5.998 %58 4.415 %42 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Genet�c d�seases / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 9,8 ; dof= 1.

GENETIC DISEASES

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE
DISEASES

YES NO TOTAL

N % N % N %

Genet�c d�seases 3.237 %60 2.181 %40 5.418 %100

Non Genet�c d�seases 1.465 %56 1.148 %44 2.613 %100

TOTAL 4.702 %59 3.329 %41 8.031

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease
or group of rare d�seases

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 12,1 ; dof= 4.

DISEASE COMPLEXITY CLASSIFIED INTO FIVE GROUPS, BASED ON THE
NUMBER OF AFFECTED BODY PARTS.

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE
DISEASES

YES NO TOTAL

N % N % N %

1-3 body parts 3.515 %58 2.544 %42 6.059 %100

4-7 body parts 1.784 %58 1.275 %42 3.059 %100

8-11 body parts 514 %54 432 %46 946 %100

12-15 body parts 144 %51 141 %49 285 %100

16 body parts or more 41 %64 23 %36 64 %100

TOTAL 5.998 %58 4.415 %42 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / Genet�c test(s) look�ng for genet�c changes (also called mutat�ons
or var�ants)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 195,7 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT
SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

GENETIC TEST(S) LOOKING FOR GENETIC CHANGES (ALSO CALLED MUTATIONS OR VARIANTS)

YES NO
DON'T KNOW/DON'T

REMEMBER TOTAL

N % N % N % N %

Yes 3.458 %58 2.038 %34 502 %8 5.998 %100

No 1.998 %45 2.097 %47 320 %7 4.415 %100

TOTAL 5.456 %52 4.135 %40 822 %8 10.413

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI,
scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 36,2 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT
SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

OTHER TEST(S) SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR
URINE TESTS…), ETC

YES NO
DON'T KNOW/DON'T

REMEMBER TOTAL

N % N % N % N %

Yes 5.513 %92 348 %6 137 %2 5.998 %100

No 3.906 %88 381 %9 128 %3 4.415 %100

TOTAL 9.419 %90 729 %7 265 %3 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / …you could not afford �t?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 100,9 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT
SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

…YOU COULD NOT AFFORD IT?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Yes 507 %8 4.292 %72 1.199 %20 5.998 %100

No 587 %13 2.780 %63 1.048 %24 4.415 %100

TOTAL 1.094 %11 7.072 %68 2.247 %22 10.413

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / …�t was not ava�lable �n your country?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 37,7 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT
SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

…IT WAS NOT AVAILABLE IN YOUR COUNTRY?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Yes 607 %10 4.045 %67 1.346 %22 5.998 %100

No 578 %13 2.738 %62 1.099 %25 4.415 %100

TOTAL 1.185 %11 6.783 %65 2.445 %23 10.413

Have you ever needed a genetic test but could not access it because…

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / …healthcare profess�onals were reluctant or not suff�c�ently
�nformed?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 137,2 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A HOSPITAL UNIT
SPECIALISED IN THE RARE DISEASE OR GROUP OF RARE DISEASES

…HEALTHCARE PROFESSIONALS WERE RELUCTANT OR NOT SUFFICIENTLY INFORMED?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Yes 1.372 %23 3.451 %58 1.175 %20 5.998 %100

No 1.408 %32 2.064 %47 943 %21 4.415 %100

TOTAL 2.780 %27 5.515 %53 2.118 %20 10.413

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / To your knowledge, the genet�c test(s) that were conducted
targeted…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 9,5 ; dof= 6.

I, OR THE PERSON I CARE FOR,
HAVE BEEN REFERRED TO A

HOSPITAL UNIT SPECIALISED IN
THE RARE DISEASE OR GROUP OF

RARE DISEASES

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT WERE CONDUCTED TARGETED…

ONLY ONE GENE

SEVERAL GENES
AT THE SAME TIME

(GENE PANEL
SEQUENCING)

THE WHOLE DNA
(WHOLE GENOME

SEQUENCING)

ALL THE GENES
(WHOLE EXOME
SEQUENCING)

A TUMOUR
(GENETIC

PROFILING OF A
TUMOUR)

OTHER
(EPIGENOME, RNA,

ETC.) DON’T KNOW TOTAL

N % N % N % N % N % N % N % N %

Yes 945 %27 1.079 %31 562 %16 330 %10 84 %2 70 %2 960 %28 3.458

No 498 %25 648 %32 315 %16 231 %12 51 %3 47 %2 540 %27 1.998

TOTAL 1.443 %26 1.727 %32 877 %16 561 %10 135 %2 117 %2 1.500 %27 5.456

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / D�d you ever request a pr�vate company or laboratory to conduct
genet�c test�ng to d�agnose the d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 27,6 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

DID YOU EVER REQUEST A PRIVATE COMPANY OR LABORATORY TO CONDUCT GENETIC TESTING TO DIAGNOSE THE DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO, NEVER TOTAL

N % N % N % N %

Yes 325 %9 143 %4 2.990 %86 3.458 %100

No 258 %13 119 %6 1.621 %81 1.998 %100

TOTAL 583 %11 262 %5 4.611 %85 5.456

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / In general, how sat�sf�ed are you w�th how the results of the
GENETIC TESTS were g�ven to you?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 43,4 ; dof= 5.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

IN GENERAL, HOW SATISFIED ARE YOU WITH HOW THE RESULTS OF THE GENETIC TESTS WERE GIVEN TO YOU?

VERY DISSATISFIED DISSATISFIED
NEITHER SATISFIED
NOR DISSATISFIED SATISFIED VERY SATISFIED DON'T KNOW TOTAL

N % N % N % N % N % N % N %

Yes 351 %10 353 %10 690 %20 1.232 %36 656 %19 176 %5 3.458 %100

No 216 %11 269 %13 459 %23 685 %34 264 %13 105 %5 1.998 %100

TOTAL 567 %10 622 %11 1.149 %21 1.917 %35 920 %17 281 %5 5.456



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / After the tests were performed, were you offered genet�c
counsell�ng (e.g. g�ven �nformat�on about how your genet�c cond�t�on m�ght affect you and your fam�ly)?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 82,4 ; dof= 3.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

AFTER THE TESTS WERE PERFORMED, WERE YOU OFFERED GENETIC COUNSELLING (E.G. GIVEN INFORMATION ABOUT HOW YOUR GENETIC CONDITION MIGHT AFFECT
YOU AND YOUR FAMILY)?

YES, WITH A GENETIC
COUNSELLOR OR CLINICAL

GENETICIST
YES, BY A HEALTHCARE

PROFESSIONAL
NO, I WASN’T OFFERED
GENETIC COUNSELLING NOT SURE / DON’T REMEMBER TOTAL

N % N % N % N % N %

Yes 1.398 %40 827 %24 972 %28 261 %8 3.458 %100

No 733 %37 340 %17 785 %39 140 %7 1.998 %100

TOTAL 2.131 %39 1.167 %21 1.757 %32 401 %7 5.456

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 7,9 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 490 %14 2.871 %83 96 %3 3.457 %100

No 337 %17 1.615 %81 46 %2 1.998 %100

TOTAL 827 %15 4.486 %82 142 %3 5.455



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal
�mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 15,5 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 754 %14 4.652 %84 107 %2 5.513 %100

No 644 %16 3.199 %82 62 %2 3.905 %100

TOTAL 1.398 %15 7.851 %83 169 %2 9.418

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the
rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 5,8 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 1.150 %19 4.720 %79 128 %2 5.998 %100

No 920 %21 3.417 %77 78 %2 4.415 %100

TOTAL 2.070 %20 8.137 %78 206 %2 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Chapter 10.
M�sd�agnos�s



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; F�sher= 2,3.
Inter var�ance= 105,6. Intra var�ance= 46,0.

…wrongly attr�buted to
another phys�cal

d�sease?

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

YES, one t�me 0,3 1.542 2,6 1.448 2,4 838 2,7 1.506 3,5 1.274

YES, several t�mes 0,4 3.471 4,8 3.203 5,7 1.753 5,9 3.389 6,9 2.720

NO 0,7 2.807 2,4 2.671 2,8 1.744 1,4 2.948 3,0 2.513



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,6 ; F�sher= 0,5.
Inter var�ance= 23,0. Intra var�ance= 46,0.

…neglected, not taken
ser�ously and/or
cons�dered as
psycholog�cal?

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

YES, one t�me 0,3 958 2,4 899 2,3 521 2,4 951 3,0 805

YES, several t�mes 0,5 3.785 5,1 3.486 6,0 1.867 5,7 3.691 6,9 2.927

NO 0,5 3.077 2,0 2.937 2,2 1.947 1,5 3.201 3,0 2.775



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,3 ; F�sher= 1,2.
Inter var�ance= 53,4. Intra var�ance= 46,0.

Has the person affected by the rare
d�sease already been m�sd�agnosed?
Calculated var�able that computes the

number of t�mes the person affected by
the rare d�sease was m�sd�agnosed.

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

MEDICAL CONTACT, IN YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT, IN
YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE DISEASE), IN

YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

YES, one t�me 0,5 2.058 3,2 1.917 3,4 1.095 3,0 2.055 4,2 1.704

YES, several t�mes 0,4 3.867 4,6 3.570 5,3 1.972 5,6 3.764 6,5 3.052

NO 0,7 1.895 1,8 1.835 2,1 1.268 0,6 2.024 2,2 1.751



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / …wrongly attr�buted to another phys�cal
d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 138,5 ; dof= 4.

GENDER OF THE
PERSON AFFECTED

BY THE RARE
DISEASE

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Female 2.291 %34 1.215 %18 3.153 %47 6.659 %100

Male 1.275 %45 555 %20 980 %35 2.810 %100

Other 45 %45 14 %14 42 %42 101 %100

TOTAL 3.611 %38 1.784 %19 4.175 %44 9.570

Cross: Gender of the person affected by the rare d�sease / …neglected, not taken ser�ously and/or
cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 234,0 ; dof= 4.

GENDER OF THE
PERSON

AFFECTED BY THE
RARE DISEASE

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Female 2.382 %36 765 %11 3.512 %53 6.659 %100

Male 1.444 %51 348 %12 1.018 %36 2.810 %100

Other 45 %45 12 %12 44 %44 101 %100

TOTAL 3.871 %40 1.125 %12 4.574 %48 9.570

Cross: Gender of the person affected by the rare d�sease / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the
number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 157,8 ; dof= 4.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Female 1.706 %26 3.453 %52 1.500 %23 6.659 %100

Male 747 %27 1.119 %40 944 %34 2.810 %100

Other 21 %21 45 %45 35 %35 101 %100

TOTAL 2.474 %26 4.617 %48 2.479 %26 9.570



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / …wrongly attr�buted to another
phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 19,5 ; dof= 6.

HOW OLD WERE
YOU WHEN YOU
STOPPED FULL-

TIME EDUCATION?

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

15 y.o. or under 190 %42 99 %22 166 %36 455 %100

between 16 and 19

y.o.
924 %38 447 %18 1.093 %44 2.464 %100

between 20 and 23

y.o.
1.212 %40 532 %18 1.278 %42 3.022 %100

24 y.o. or above 1.144 %36 594 %19 1.407 %45 3.145 %100

TOTAL 3.470 %38 1.672 %18 3.944 %43 9.086

Cross: How old were you when you stopped full-t�me educat�on? / …neglected, not taken ser�ously
and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,7 ; Ch�2= 4,1 ; dof= 6.

HOW OLD WERE
YOU WHEN YOU
STOPPED FULL-

TIME
EDUCATION?

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

15 y.o. or under 189 %42 56 %12 210 %46 455 %100

between 16 and 19

y.o.
991 %40 298 %12 1.175 %48 2.464 %100

between 20 and 23

y.o.
1.247 %41 363 %12 1.412 %47 3.022 %100

24 y.o. or above 1.267 %40 346 %11 1.532 %49 3.145 %100

TOTAL 3.694 %41 1.063 %12 4.329 %48 9.086

Cross: How old were you when you stopped full-t�me educat�on? / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the
person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 22,3 ; dof= 6.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON AFFECTED BY THE
RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

15 y.o. or under 146 %32 188 %41 121 %27 455 %100

between 16 and 19 y.o. 582 %24 1.220 %50 662 %27 2.464 %100

between 20 and 23 y.o. 798 %26 1.408 %47 816 %27 3.022 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 7,5 ; dof= 4.

HOW WOULD YOU
BEST DESCRIBE

YOURSELF?

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

I belong to the ethn�c

major�ty �n the

country where I l�ve

2.637 %37 1.287 %18 3.201 %45 7.125 %100

I am part of an ethn�c

m�nor�ty �n the

country where I l�ve

184 %40 93 %20 188 %40 465 %100

Other, spec�fy... 127 %38 74 %22 136 %40 337 %100

TOTAL 2.948 %37 1.454 %18 3.525 %44 7.927

Cross: How would you best descr�be yourself? / …neglected, not taken ser�ously and/or cons�dered
as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 1,0 ; Ch�2= 0,5 ; dof= 4.

HOW WOULD YOU
BEST DESCRIBE

YOURSELF?

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

I belong to the ethn�c

major�ty �n the country

where I l�ve

2.858 %40 837 %12 3.430 %48 7.125 %100

I am part of an ethn�c

m�nor�ty �n the country

where I l�ve

188 %40 57 %12 220 %47 465 %100

Other, spec�fy... 138 %41 42 %12 157 %47 337 %100

TOTAL 3.184 %40 936 %12 3.807 %48 7.927

Cross: How would you best descr�be yourself? / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the
rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,6 ; Ch�2= 2,9 ; dof= 4.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON
AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 1.775 %25 3.530 %50 1.820 %26 7.125 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 126 %27 217 %47 122 %26 465 %100

Other, spec�fy... 84 %25 158 %47 95 %28 337 %100

TOTAL 1.985 %25 3.905 %49 2.037 %26 7.927



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / …wrongly attr�buted to another phys�cal
d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 34,8 ; dof= 4.

TYPOLOGY OF
COUNTRIES

BASED ON SIZE
AND WELFARE

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Group A ('Eastern

Europe')
675 %38 363 %20 756 %42 1.794 %100

Group B ('Western

Europe')
1.887 %37 1.025 %20 2.193 %43 5.105 %100

Group C ('Northern

Europe')
1.325 %40 503 %15 1.445 %44 3.273 %100

TOTAL 3.887 %38 1.891 %19 4.394 %43 10.172

Cross: Typology of countr�es based on s�ze and welfare / …neglected, not taken ser�ously and/or
cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 47,4 ; dof= 4.

TYPOLOGY OF
COUNTRIES BASED

ON SIZE AND
WELFARE

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Group A ('Eastern

Europe')
806 %45 250 %14 738 %41 1.794 %100

Group B ('Western

Europe')
2.031 %40 636 %12 2.438 %48 5.105 %100

Group C ('Northern

Europe')
1.344 %41 316 %10 1.613 %49 3.273 %100

TOTAL 4.181 %41 1.202 %12 4.789 %47 10.172

Cross: Typology of countr�es based on s�ze and welfare / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person
affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 22,4 ; dof= 4.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND WELFARE

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Group A ('Eastern Europe') 431 %24 861 %48 502 %28 1.794 %100

Group B ('Western Europe') 1.399 %27 2.442 %48 1.264 %25 5.105 %100

Group C ('Northern Europe') 784 %24 1.567 %48 922 %28 3.273 %100

TOTAL 2.614 %26 4.870 %48 2.688 %26 10.172



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 4.655,5 ; dof= 3.350.

ORPHACODE ASSOCIATED NOMENCLATURE
(ENGLISH)

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME YES, SEVERAL TIMES TOTAL

N % N % N % N %

Hered�tary hemorrhag�c telang�ectas�a 265 %58 61 %13 132 %29 458 %100

Hypermob�le Ehlers-Danlos syndrome 35 %11 31 %10 251 %79 317 %100

Sarco�dos�s 36 %21 51 %30 83 %49 170 %100

Class�cal Ehlers-Danlos syndrome 18 %13 16 %12 103 %75 137 %100

W�ll�ams syndrome 76 %56 24 %18 36 %26 136 %100

Cyst�c f�bros�s 67 %52 19 %15 42 %33 128 %100

Myasthen�a grav�s 38 %32 37 %31 45 %38 120 %100

System�c scleros�s 44 %41 25 %23 38 %36 107 %100

Tuberous scleros�s complex 63 %64 16 %16 19 %19 98 %100

Neurof�bromatos�s type 1 58 %63 14 %15 20 %22 92 %100

Interst�t�al cyst�t�s 9 %12 16 %22 49 %66 74 %100

Add�son d�sease 25 %34 17 %23 31 %42 73 %100

22q11.2 delet�on syndrome 37 %54 11 %16 20 %29 68 %100

Chron�c �nflammatory demyel�nat�ng polyneuropathy 24 %37 18 %28 23 %35 65 %100

Per�neural cyst 9 %14 7 %11 47 %75 63 %100

Acute �nflammatory demyel�nat�ng polyrad�culoneuropathy 23 %37 22 %35 17 %27 62 %100

Rett syndrome 25 %42 10 %17 25 %42 60 %100

Marfan syndrome 26 %50 6 %12 20 %38 52 %100

Frag�le X syndrome 29 %59 10 %20 10 %20 49 %100

BehÃ§et d�sease 3 %6 10 %21 34 %72 47 %100

Pr�mary scleros�ng cholang�t�s 25 %54 10 %22 11 %24 46 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / …neglected, not taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 4.664,6 ; dof= 3.350.

ORPHACODE ASSOCIATED NOMENCLATURE (ENGLISH)

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

Hered�tary hemorrhag�c telang�ectas�a %7 %39 %53 %100

Hypermob�le Ehlers-Danlos syndrome %5 %89 %6 %100

Sarco�dos�s %14 %49 %37 %100

Class�cal Ehlers-Danlos syndrome %5 %85 %10 %100

W�ll�ams syndrome %13 %32 %56 %100

Cyst�c f�bros�s %12 %27 %62 %100

Myasthen�a grav�s %19 %43 %38 %100

System�c scleros�s %14 %35 %51 %100

Tuberous scleros�s complex %12 %28 %60 %100

Neurof�bromatos�s type 1 %17 %37 %46 %100

Interst�t�al cyst�t�s %5 %82 %12 %100

Add�son d�sease %14 %64 %22 %100

22q11.2 delet�on syndrome %4 %41 %54 %100

Chron�c �nflammatory demyel�nat�ng polyneuropathy %23 %28 %49 %100

Per�neural cyst %10 %83 %8 %100

Acute �nflammatory demyel�nat�ng polyrad�culoneuropathy %27 %27 %45 %100

Rett syndrome %10 %50 %40 %100

Marfan syndrome %15 %46 %38 %100

Frag�le X syndrome %12 %53 %35 %100

BehÃ§et d�sease %13 %77 %11 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected
by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 4.559,4 ; dof= 3.350.

ORPHACODE ASSOCIATED NOMENCLATURE
(ENGLISH)

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Hered�tary hemorrhag�c telang�ectas�a 124 %27 149 %33 185 %40 458 %100

Hypermob�le Ehlers-Danlos syndrome 55 %17 253 %80 9 %3 317 %100

Sarco�dos�s 47 %28 97 %57 26 %15 170 %100

Class�cal Ehlers-Danlos syndrome 24 %18 105 %77 8 %6 137 %100

W�ll�ams syndrome 35 %26 43 %32 58 %43 136 %100

Cyst�c f�bros�s 20 %16 48 %38 60 %47 128 %100

Myasthen�a grav�s 29 %24 60 %50 31 %26 120 %100

System�c scleros�s 29 %27 42 %39 36 %34 107 %100

Tuberous scleros�s complex 30 %31 22 %22 46 %47 98 %100

Neurof�bromatos�s type 1 32 %35 24 %26 36 %39 92 %100

Interst�t�al cyst�t�s 20 %27 52 %70 2 %3 74 %100

Add�son d�sease 28 %38 36 %49 9 %12 73 %100

22q11.2 delet�on syndrome 18 %26 21 %31 29 %43 68 %100

Chron�c �nflammatory demyel�nat�ng polyneuropathy 15 %23 31 %48 19 %29 65 %100

Per�neural cyst 13 %21 48 %76 2 %3 63 %100

Acute �nflammatory demyel�nat�ng polyrad�culoneuropathy 21 %34 26 %42 15 %24 62 %100

Rett syndrome 19 %32 27 %45 14 %23 60 %100

Marfan syndrome 14 %27 22 %42 16 %31 52 %100

Frag�le X syndrome 23 %47 13 %27 13 %27 49 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Genet�c d�seases / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 86,5 ; dof= 2.

GENETIC
DISEASES

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Genet�c

d�seases
2.311 %42 909 %17 2.227 %41 5.447 %100

Non Genet�c

d�seases
855 %33 602 %23 1.170 %45 2.627 %100

TOTAL 3.166 %39 1.511 %19 3.397 %42 8.074

Cross: Genet�c d�seases / …neglected, not taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 39,9 ; dof= 2.

GENETIC
DISEASES

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

Genet�c

d�seases
579 %11 2.463 %45 2.405 %44 5.447 %100

Non Genet�c

d�seases
386 %15 1.234 %47 1.007 %38 2.627 %100

TOTAL 965 %12 3.697 %46 3.412 %42 8.074

Cross: Genet�c d�seases / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was
m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 47,8 ; dof= 2.

GENETIC DISEASES

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON
AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Genet�c d�seases 1.390 %26 2.434 %45 1.623 %30 5.447 %100

Non Genet�c d�seases 690 %26 1.340 %51 597 %23 2.627 %100

TOTAL 2.080 %26 3.774 %47 2.220 %27 8.074



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Po�nt prevalence of the rare d�sease / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 24,8 ; dof= 6.

POINT
PREVALENCE OF

THE RARE DISEASE

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

1-5 / 10 000 1.008 %42 418 %17 981 %41 2.407 %100

1-9 / 100 000 778 %39 409 %20 812 %41 1.999 %100

1-9 / 1 000 000 166 %36 95 %21 198 %43 459 %100

<1 / 1 000 000 335 %39 124 %14 397 %46 856 %100

TOTAL 2.287 %40 1.046 %18 2.388 %42 5.721

Cross: Po�nt prevalence of the rare d�sease / …neglected, not taken ser�ously and/or cons�dered as
psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 25,1 ; dof= 6.

POINT
PREVALENCE OF

THE RARE
DISEASE

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

1-5 / 10 000 256 %11 1.184 %49 967 %40 2.407 %100

1-9 / 100 000 260 %13 845 %42 894 %45 1.999 %100

1-9 / 1 000 000 47 %10 215 %47 197 %43 459 %100

<1 / 1 000 000 111 %13 403 %47 342 %40 856 %100

TOTAL 674 %12 2.647 %46 2.400 %42 5.721

Cross: Calculat�on po�nt prevalence / The var�able computes the number of t�mes respondents were m�sd�agnosed an class�f�es them accord�ngly.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 10,2 ; dof= 6.

POINT PREVALENCE OF THE RARE DISEASE

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON
AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

1-5 / 10 000 640 %27 1.089 %45 678 %28 2.407 %100

1-9 / 100 000 503 %25 925 %46 571 %29 1.999 %100

1-9 / 1 000 000 127 %28 220 %48 112 %24 459 %100

<1 / 1 000 000 203 %24 431 %50 222 %26 856 %100

TOTAL 1.473 %26 2.665 %47 1.583 %28 5.721



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. /
…wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 505,4 ; dof= 8.

DISEASE COMPLEXITY
CLASSIFIED INTO FIVE

GROUPS, BASED ON THE
NUMBER OF AFFECTED

BODY PARTS.

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

1-3 body parts 2.721 %45 1.230 %20 2.152 %35 6.103 %1

4-7 body parts 1.016 %33 552 %18 1.513 %49 3.081 %1

8-11 body parts 229 %24 135 %14 587 %62 951 %1

12-15 body parts 43 %15 30 %10 213 %74 286 %1

16 body parts or more 7 %11 3 %5 55 %85 65 %1

TOTAL 4.016 %38 1.950 %19 4.520 %43 10.486

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. /
…neglected, not taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 533,1 ; dof= 8.

DISEASE COMPLEXITY
CLASSIFIED INTO FIVE

GROUPS, BASED ON THE
NUMBER OF AFFECTED

BODY PARTS.

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICA

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

1-3 body parts 759 %12 2.405 %39 2.939 %48 6.103 %

4-7 body parts 385 %12 1.592 %52 1.104 %36 3.081 %

8-11 body parts 79 %8 652 %69 220 %23 951 %

12-15 body parts 17 %6 231 %81 38 %13 286 %

16 body parts or more 6 %9 54 %83 5 %8 65 %

TOTAL 1.246 %12 4.934 %47 4.306 %41 10.486

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that
computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 474,2 ; dof= 8.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER

OF AFFECTED BODY PARTS.

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON
AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

1-3 body parts 1.656 %27 2.467 %40 1.980 %32 6.103 %100

4-7 body parts 774 %25 1.661 %54 646 %21 3.081 %100

8-11 body parts 203 %21 614 %65 134 %14 951 %100

12-15 body parts 46 %16 219 %77 21 %7 286 %100

16 body parts or more 4 %6 57 %88 4 %6 65 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / …wrongly attr�buted to
another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 130,7 ; dof= 2.

FAMILY MEMBERS
WERE PREVIOUSLY
DIAGNOSED WITH

THE SAME DISEASE

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Yes 697 %53 166 %13 446 %34 1.309 %100

No 3.104 %37 1.639 %19 3.679 %44 8.422 %100

TOTAL 3.801 %39 1.805 %19 4.125 %42 9.731

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / …neglected, not taken
ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 40,0 ; dof= 2.

FAMILY MEMBERS
WERE

PREVIOUSLY
DIAGNOSED WITH

THE SAME
DISEASE

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

YES, ONE TIME
YES, SEVERAL

TIMES NO TOTAL

N % N % N % N %

Yes 125 %10 534 %41 650 %50 1.309 %100

No 1.027 %12 3.986 %47 3.409 %40 8.422 %100

TOTAL 1.152 %12 4.520 %46 4.059 %42 9.731

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of
t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 100,9 ; dof= 2.

FAMILY MEMBERS WERE
PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON AFFECTED BY THE
RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 323 %25 486 %37 500 %38 1.309 %100

No 2.190 %26 4.093 %49 2.139 %25 8.422 %100

TOTAL 2.513 %26 4.579 %47 2.639 %27 9.731



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s? / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 2.022,5 ; dof= 8.

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID
YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A

DIAGNOSIS?

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME YES, SEVERAL TIMES TOTAL

N % N % N % N %

0-1 938 %72 181 %14 186 %14 1.305 %100

between 2 and 4 2.091 %46 1.092 %24 1.386 %30 4.569 %100

between 5 and 7 551 %27 398 %20 1.084 %53 2.033 %100

between 8 and 10 153 %19 134 %17 504 %64 791 %100

more than 10 283 %16 145 %8 1.360 %76 1.788 %100

TOTAL 4.016 %38 1.950 %19 4.520 %43 10.486

Cross: How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s? / …neglected, not taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 1.612,0 ; dof= 8.

HOW MANY DIFFERENT HEALTHCARE PROFESSIONALS DID
YOU CONSULT (IN PERSON OR VIRTUALLY) WHILE SEEKING A

DIAGNOSIS?

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

NO YES, ONE TIME YES, SEVERAL TIMES TOTAL

N % N % N % N %

0-1 912 %70 116 %9 277 %21 1.305 %100

between 2 and 4 2.309 %51 660 %14 1.600 %35 4.569 %100

between 5 and 7 615 %30 276 %14 1.142 %56 2.033 %100

between 8 and 10 157 %20 83 %10 551 %70 791 %100

more than 10 313 %18 111 %6 1.364 %76 1.788 %100

TOTAL 4.306 %41 1.246 %12 4.934 %47 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed. / …
neglected, not taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 5.615,6 ; dof= 4.

HAS THE PERSON AFFECTED BY THE RARE DISEASE
ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE

THAT COMPUTES THE NUMBER OF TIMES THE PERSON
AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

NO YES, ONE TIME YES, SEVERAL TIMES TOTAL

N % N % N % N %

YES, one t�me 791 %29 337 %13 1.555 %58 2.683 %100

YES, several t�mes 730 %15 909 %18 3.379 %67 5.018 %100

NO 2.785 %100 0 %0 0 %0 2.785 %100

TOTAL 4.306 %41 1.246 %12 4.934 %47 10.486

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 125,0 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A
HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR

GROUP OF RARE DISEASES

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME YES, SEVERAL TIMES TOTAL

N % N % N % N %

Yes 2.555 %43 1.119 %19 2.324 %39 5.998 %100

No 1.445 %33 813 %18 2.157 %49 4.415 %100

TOTAL 4.000 %38 1.932 %19 4.481 %43 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / …neglected, not taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 165,6 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A
HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR

GROUP OF RARE DISEASES

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

NO YES, ONE TIME YES, SEVERAL TIMES TOTAL

N % N % N % N %

Yes 2.772 %46 705 %12 2.521 %42 5.998 %100

No 1.509 %34 527 %12 2.379 %54 4.415 %100

TOTAL 4.281 %41 1.232 %12 4.900 %47 10.413

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / Has the person affected by the rare d�sease already been m�sd�agnosed?
Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 165,6 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE BEEN REFERRED TO A
HOSPITAL UNIT SPECIALISED IN THE RARE DISEASE OR

GROUP OF RARE DISEASES

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES
THE PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 1.512 %25 2.613 %44 1.873 %31 5.998 %100

No 1.157 %26 2.359 %53 899 %20 4.415 %100

TOTAL 2.669 %26 4.972 %48 2.772 %27 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

As a consequence of the m�sd�agnos�s, please tell us �f you or the person you care for…

 DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT

DON’T
KNOW/NOT

APPLICABLE TOTAL

…could not access all the �nformat�on needed to make �nformed reproduct�ve cho�ces such as plann�ng whether or

not to have ch�ldren, or dec�d�ng whether or not to conduct prenatal tests
1.264 956 810 1.621 3.050 7.701

…rece�ved �nappropr�ate care, treatment or surgery 2.400 1.647 1.033 1.709 912 7.701

…had a delayed access to the most appropr�ate care, treatment or surgery 3.380 1.883 787 973 678 7.701

…could not access appropr�ate care, treatment or surgery 2.858 1.786 991 1.297 769 7.701

…exper�enced worsen�ng of the symptoms 3.967 1.634 856 724 520 7.701

TOTAL 13.869 7.906 4.477 6.324 5.929 38.505

As a consequence of the m�sd�agnos�s, please tell us �f you or the person you care for…

Percentage

%16

%31

%44

%37

%52

%12

%21

%24

%23

%21

%11

%13

%10

%13

%11

%21

%22

%13

%17

%9

%40

%12

%9

%10

%7

Def�n�tely Probably Probably not Def�n�tely not Don’t know/Not appl�cable

…could not access all the �nformat�on needed to make �nformed reproduct�ve …

…rece�ved �nappropr�ate care, treatment or surgery

…had a delayed access to the most appropr�ate care, treatment or surgery

…could not access appropr�ate care, treatment or surgery

…exper�enced worsen�ng of the symptoms

0% 10% 20% 30% 40% 50% 60% 70% 80% 90% 100%

Only respondents who sa�d that the rare d�sease has already been m�sd�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …wrongly attr�buted to another phys�cal d�sease? / …could not access all the �nformat�on needed to make �nformed reproduct�ve cho�ces such as plann�ng whether or not to have ch�ldren, or
dec�d�ng whether or not to conduct prenatal tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 128,6 ; dof= 8.

…WRONGLY
ATTRIBUTED TO

ANOTHER
PHYSICAL
DISEASE?

…COULD NOT ACCESS ALL THE INFORMATION NEEDED TO MAKE INFORMED REPRODUCTIVE CHOICES SUCH AS PLANNING WHETHER OR NOT TO HAVE CHILDREN, OR DECIDING WHETHER OR NOT TO
CONDUCT PRENATAL TESTS

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT DON’T KNOW/NOT APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 232 %12 227 %12 231 %12 497 %25 763 %39 1.950 %100

YES, several t�mes 885 %20 605 %13 455 %10 824 %18 1.751 %39 4.520 %100

NO 147 %12 124 %10 124 %10 300 %24 536 %44 1.231 %100

TOTAL 1.264 %16 956 %12 810 %11 1.621 %21 3.050 %40 7.701

Cross: …wrongly attr�buted to another phys�cal d�sease? / …rece�ved �nappropr�ate care, treatment or surgery

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 542,3 ; dof= 8.

…WRONGLY
ATTRIBUTED TO

ANOTHER
PHYSICAL
DISEASE?

…RECEIVED INAPPROPRIATE CARE, TREATMENT OR SURGERY

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT DON’T KNOW/NOT APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 397 %20 377 %19 288 %15 637 %33 251 %13 1.950 %100

YES, several t�mes 1.756 %39 1.074 %24 556 %12 707 %16 427 %9 4.520 %100

NO 247 %20 196 %16 189 %15 365 %30 234 %19 1.231 %100

TOTAL 2.400 %31 1.647 %21 1.033 %13 1.709 %22 912 %12 7.701

Only respondents who sa�d that the rare d�sease has already been m�sd�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …wrongly attr�buted to another phys�cal d�sease? / …had a delayed access to the most appropr�ate care, treatment or surgery

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 502,9 ; dof= 8.

…WRONGLY
ATTRIBUTED TO

ANOTHER
PHYSICAL
DISEASE?

…HAD A DELAYED ACCESS TO THE MOST APPROPRIATE CARE, TREATMENT OR SURGERY

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT DON’T KNOW/NOT APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 592 %30 498 %26 273 %14 394 %20 193 %10 1.950 %100

YES, several t�mes 2.381 %53 1.103 %24 364 %8 369 %8 303 %7 4.520 %100

NO 407 %33 282 %23 150 %12 210 %17 182 %15 1.231 %100

TOTAL 3.380 %44 1.883 %24 787 %10 973 %13 678 %9 7.701

Cross: …wrongly attr�buted to another phys�cal d�sease? / …rece�ved �nappropr�ate care, treatment or surgery

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 542,3 ; dof= 8.

…WRONGLY
ATTRIBUTED TO

ANOTHER
PHYSICAL
DISEASE?

…RECEIVED INAPPROPRIATE CARE, TREATMENT OR SURGERY

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT DON’T KNOW/NOT APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 397 %20 377 %19 288 %15 637 %33 251 %13 1.950 %100

YES, several t�mes 1.756 %39 1.074 %24 556 %12 707 %16 427 %9 4.520 %100

NO 247 %20 196 %16 189 %15 365 %30 234 %19 1.231 %100

TOTAL 2.400 %31 1.647 %21 1.033 %13 1.709 %22 912 %12 7.701

Only respondents who sa�d that the rare d�sease has already been m�sd�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …wrongly attr�buted to another phys�cal d�sease? / …exper�enced worsen�ng of the symptoms

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 532,7 ; dof= 8.

…WRONGLY
ATTRIBUTED TO

ANOTHER
PHYSICAL
DISEASE?

…EXPERIENCED WORSENING OF THE SYMPTOMS

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT DON’T KNOW/NOT APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 747 %38 449 %23 294 %15 314 %16 146 %7 1.950 %100

YES, several t�mes 2.730 %60 946 %21 390 %9 238 %5 216 %5 4.520 %100

NO 490 %40 239 %19 172 %14 172 %14 158 %13 1.231 %100

TOTAL 3.967 %52 1.634 %21 856 %11 724 %9 520 %7 7.701

Cross: …neglected, not taken ser�ously and/or cons�dered as psycholog�cal? / …could not access all the �nformat�on needed to make �nformed reproduct�ve cho�ces such as plann�ng whether or not to
have ch�ldren, or dec�d�ng whether or not to conduct prenatal tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 235,0 ; dof= 8.

…NEGLECTED, NOT TAKEN
SERIOUSLY AND/OR CONSIDERED

AS PSYCHOLOGICAL?

…COULD NOT ACCESS ALL THE INFORMATION NEEDED TO MAKE INFORMED REPRODUCTIVE CHOICES SUCH AS PLANNING WHETHER OR NOT TO HAVE CHILDREN, OR DECIDING
WHETHER OR NOT TO CONDUCT PRENATAL TESTS

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT
DON’T KNOW/NOT

APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 133 %11 133 %11 141 %11 313 %25 526 %42 1.246 %100

YES, several t�mes 1.005 %20 665 %13 490 %10 870 %18 1.904 %39 4.934 %100

NO 126 %8 158 %10 179 %12 438 %29 620 %41 1.521 %100

TOTAL 1.264 %16 956 %12 810 %11 1.621 %21 3.050 %40 7.701

Only respondents who sa�d that the rare d�sease has already been m�sd�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …neglected, not taken ser�ously and/or cons�dered as psycholog�cal? / …rece�ved �nappropr�ate care, treatment or surgery

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 531,2 ; dof= 8.

…NEGLECTED, NOT TAKEN
SERIOUSLY AND/OR CONSIDERED AS

PSYCHOLOGICAL?

…RECEIVED INAPPROPRIATE CARE, TREATMENT OR SURGERY

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT
DON’T KNOW/NOT

APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 301 %24 237 %19 181 %15 364 %29 163 %13 1.246 %100

YES, several t�mes 1.868 %38 1.157 %23 573 %12 800 %16 536 %11 4.934 %100

NO 231 %15 253 %17 279 %18 545 %36 213 %14 1.521 %100

TOTAL 2.400 %31 1.647 %21 1.033 %13 1.709 %22 912 %12 7.701

Cross: …neglected, not taken ser�ously and/or cons�dered as psycholog�cal? / …had a delayed access to the most appropr�ate care, treatment or surgery

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 619,7 ; dof= 8.

…NEGLECTED, NOT TAKEN
SERIOUSLY AND/OR CONSIDERED

AS PSYCHOLOGICAL?

…HAD A DELAYED ACCESS TO THE MOST APPROPRIATE CARE, TREATMENT OR SURGERY

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT
DON’T KNOW/NOT

APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 421 %34 344 %28 152 %12 203 %16 126 %10 1.246 %100

YES, several t�mes 2.600 %53 1.143 %23 387 %8 400 %8 404 %8 4.934 %100

NO 359 %24 396 %26 248 %16 370 %24 148 %10 1.521 %100

TOTAL 3.380 %44 1.883 %24 787 %10 973 %13 678 %9 7.701

Only respondents who sa�d that the rare d�sease has already been m�sd�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …neglected, not taken ser�ously and/or cons�dered as psycholog�cal? / …could not access appropr�ate care, treatment or surgery

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 785,3 ; dof= 8.

…NEGLECTED, NOT TAKEN
SERIOUSLY AND/OR CONSIDERED

AS PSYCHOLOGICAL?

…COULD NOT ACCESS APPROPRIATE CARE, TREATMENT OR SURGERY

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT
DON’T KNOW/NOT

APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 319 %26 301 %24 170 %14 300 %24 156 %13 1.246 %100

YES, several t�mes 2.280 %46 1.193 %24 523 %11 519 %11 419 %8 4.934 %100

NO 259 %17 292 %19 298 %20 478 %31 194 %13 1.521 %100

TOTAL 2.858 %37 1.786 %23 991 %13 1.297 %17 769 %10 7.701

Cross: …neglected, not taken ser�ously and/or cons�dered as psycholog�cal? / …exper�enced worsen�ng of the symptoms

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 570,3 ; dof= 8.

…NEGLECTED, NOT TAKEN
SERIOUSLY AND/OR CONSIDERED

AS PSYCHOLOGICAL?

…EXPERIENCED WORSENING OF THE SYMPTOMS

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT
DON’T KNOW/NOT

APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 547 %44 266 %21 188 %15 157 %13 88 %7 1.246 %100

YES, several t�mes 2.945 %60 1.010 %20 414 %8 272 %6 293 %6 4.934 %100

NO 475 %31 358 %24 254 %17 295 %19 139 %9 1.521 %100

TOTAL 3.967 %52 1.634 %21 856 %11 724 %9 520 %7 7.701

Only respondents who sa�d that the rare d�sease has already been m�sd�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed. / …
could not access all the �nformat�on needed to make �nformed reproduct�ve cho�ces such as plann�ng whether or not to have ch�ldren, or dec�d�ng whether or not to conduct prenatal tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 99,5 ; dof= 4.

HAS THE PERSON AFFECTED BY THE RARE
DISEASE ALREADY BEEN MISDIAGNOSED?

CALCULATED VARIABLE THAT COMPUTES THE
NUMBER OF TIMES THE PERSON AFFECTED BY

THE RARE DISEASE WAS MISDIAGNOSED.

…COULD NOT ACCESS ALL THE INFORMATION NEEDED TO MAKE INFORMED REPRODUCTIVE CHOICES SUCH AS PLANNING WHETHER OR NOT TO HAVE CHILDREN, OR
DECIDING WHETHER OR NOT TO CONDUCT PRENATAL TESTS

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT
DON’T KNOW/NOT

APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 311 %12 300 %11 294 %11 675 %25 1.103 %41 2.683 %100

YES, several t�mes 953 %19 656 %13 516 %10 946 %19 1.947 %39 5.018 %100

NO 0 %0 0 %0 0 %0 0 %0 0 %0 0 %100

TOTAL 1.264 %16 956 %12 810 %11 1.621 %21 3.050 %40 7.701

Cross: Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed. / …
rece�ved �nappropr�ate care, treatment or surgery

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 464,6 ; dof= 4.

HAS THE PERSON AFFECTED BY THE RARE
DISEASE ALREADY BEEN MISDIAGNOSED?

CALCULATED VARIABLE THAT COMPUTES THE
NUMBER OF TIMES THE PERSON AFFECTED BY

THE RARE DISEASE WAS MISDIAGNOSED.

…RECEIVED INAPPROPRIATE CARE, TREATMENT OR SURGERY

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT
DON’T KNOW/NOT

APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 515 %19 475 %18 405 %15 864 %32 424 %16 2.683 %100

YES, several t�mes 1.885 %38 1.172 %23 628 %13 845 %17 488 %10 5.018 %100

NO 0 %0 0 %0 0 %0 0 %0 0 %0 0 %100

TOTAL 2.400 %31 1.647 %21 1.033 %13 1.709 %22 912 %12 7.701

Only respondents who sa�d that the rare d�sease has already been m�sd�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed. / …had
a delayed access to the most appropr�ate care, treatment or surgery

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 408,4 ; dof= 4.

HAS THE PERSON AFFECTED BY THE RARE
DISEASE ALREADY BEEN MISDIAGNOSED?

CALCULATED VARIABLE THAT COMPUTES THE
NUMBER OF TIMES THE PERSON AFFECTED BY

THE RARE DISEASE WAS MISDIAGNOSED.

…HAD A DELAYED ACCESS TO THE MOST APPROPRIATE CARE, TREATMENT OR SURGERY

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT
DON’T KNOW/NOT

APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 821 %31 655 %24 357 %13 517 %19 333 %12 2.683 %100

YES, several t�mes 2.559 %51 1.228 %24 430 %9 456 %9 345 %7 5.018 %100

NO 0 %0 0 %0 0 %0 0 %0 0 %0 0 %100

TOTAL 3.380 %44 1.883 %24 787 %10 973 %13 678 %9 7.701

Cross: Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed. / …
could not access appropr�ate care, treatment or surgery

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 432,4 ; dof= 4.

HAS THE PERSON AFFECTED BY THE RARE
DISEASE ALREADY BEEN MISDIAGNOSED?

CALCULATED VARIABLE THAT COMPUTES THE
NUMBER OF TIMES THE PERSON AFFECTED BY

THE RARE DISEASE WAS MISDIAGNOSED.

…COULD NOT ACCESS APPROPRIATE CARE, TREATMENT OR SURGERY

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT
DON’T KNOW/NOT

APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 674 %25 540 %20 422 %16 671 %25 376 %14 2.683 %100

YES, several t�mes 2.184 %44 1.246 %25 569 %11 626 %12 393 %8 5.018 %100

NO 0 %0 0 %0 0 %0 0 %0 0 %0 0 %100

TOTAL 2.858 %37 1.786 %23 991 %13 1.297 %17 769 %10 7.701

Only respondents who sa�d that the rare d�sease has already been m�sd�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed. / …
exper�enced worsen�ng of the symptoms

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 440,8 ; dof= 4.

HAS THE PERSON AFFECTED BY THE RARE DISEASE
ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE

THAT COMPUTES THE NUMBER OF TIMES THE PERSON
AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

…EXPERIENCED WORSENING OF THE SYMPTOMS

DEFINITELY PROBABLY PROBABLY NOT DEFINITELY NOT
DON’T KNOW/NOT

APPLICABLE TOTAL

N % N % N % N % N % N %

YES, one t�me 1.022 %38 583 %22 370 %14 426 %16 282 %11 2.683 %100

YES, several t�mes 2.945 %59 1.051 %21 486 %10 298 %6 238 %5 5.018 %100

NO 0 %0 0 %0 0 %0 0 %0 0 %0 0 %100

TOTAL 3.967 %52 1.634 %21 856 %11 724 %9 520 %7 7.701

Only respondents who sa�d that the rare d�sease has already been m�sd�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

D�d �t ever happen that the symptoms of the rare d�sease were…

 
YES, ONE

TIME

YES,
SEVERAL

TIMES NO TOTAL

…wrongly attr�buted to another phys�cal

d�sease?
1.950 4.520 4.016 10.486

…neglected, not taken ser�ously and/or

cons�dered as psycholog�cal?
1.246 4.934 4.306 10.486

TOTAL 3.196 9.454 8.322 20.972

D�d �t ever happen that the symptoms of the rare d�sease were…

%19

%12

%43

%47

%38

%41

YES, one t�me YES, several t�mes NO

…wrongly attr�buted to another
 phys�cal d�sease?

…neglected, not taken ser�ously
 and/or cons�dered as psycholog�cal?

Has the person affected by the rare d�sease already been
m�sd�agnosed? Calculated var�able that computes the number

of t�mes the person affected by the rare d�sease was
m�sd�agnosed.

 N

YES, one t�me 2.683

YES, several t�mes 5.018

NO 2.785

TOTAL 10.486

Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of
t�mes the person affected by the rare d�sease was m�sd�agnosed.

%26 %48 %27

YES, one t�me YES, several t�mes NO



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants) / …neglected,
not taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 117,9 ; dof= 4.

GENETIC TEST(S)
LOOKING FOR

GENETIC
CHANGES (ALSO

CALLED
MUTATIONS OR

VARIANTS)

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Yes 2.503 %46 606 %11 2.381 %43 5.490 %100

No 1.453 %35 529 %13 2.189 %52 4.171 %100

Don't know/don't

remember
350 %42 111 %13 364 %44 825 %100

TOTAL 4.306 %41 1.246 %12 4.934 %47 10.486

Cross: Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants) / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the
number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 96,0 ; dof= 4.

GENETIC TEST(S) LOOKING FOR GENETIC
CHANGES (ALSO CALLED MUTATIONS OR

VARIANTS)

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON
AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 1.428 %26 2.419 %44 1.643 %30 5.490 %100

No 1.045 %25 2.208 %53 918 %22 4.171 %100

Don't know/don't remember 210 %25 391 %47 224 %27 825 %100

TOTAL 2 683 %26 5 018 %48 2 785 %27 10 486

Cross: Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants) / …wrongly
attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 97,5 ; dof= 4.

GENETIC TEST(S)
LOOKING FOR

GENETIC
CHANGES (ALSO

CALLED
MUTATIONS OR

VARIANTS)

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Yes 2.330 %42 969 %18 2.191 %40 5.490 %100

No 1.369 %33 812 %19 1.990 %48 4.171 %100

Don't know/don't

remember
317 %38 169 %20 339 %41 825 %100

TOTAL 4.016 %38 1.950 %19 4.520 %43 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy,
b�ochem�cal test(s) (blood or ur�ne tests…), etc / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 44,3 ; dof= 4.

OTHER TEST(S)
SUCH AS
CLINICAL

EXAMINATION(S),
MEDICAL IMAGING

(MRI, SCANS…),
BIOPSY,

BIOCHEMICAL
TEST(S) (BLOOD

OR URINE
TESTS…), ETC

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Yes 3.539 %37 1.771 %19 4.172 %44 9.482 %100

No 345 %47 136 %19 252 %34 733 %100

Don't know/don't

remember
132 %49 43 %16 96 %35 271 %100

TOTAL 4.016 %38 1.950 %19 4.520 %43 10.486

Cross: Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy,
b�ochem�cal test(s) (blood or ur�ne tests…), etc / …neglected, not taken ser�ously and/or cons�dered

as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 11,0 ; dof= 4.

OTHER TEST(S)
SUCH AS CLINICAL
EXAMINATION(S),

MEDICAL IMAGING
(MRI, SCANS…),

BIOPSY,
BIOCHEMICAL

TEST(S) (BLOOD OR
URINE TESTS…), ETC

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Yes 3.848 %41 1.139 %12 4.495 %47 9.482 %100

No 329 %45 83 %11 321 %44 733 %100

Don't know/don't

remember
129 %48 24 %9 118 %44 271 %100

TOTAL 4.306 %41 1.246 %12 4.934 %47 10.486

Cross: Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc / Has the person affected by the rare d�sease already been
m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 40,2 ; dof= 4.

OTHER TEST(S) SUCH AS CLINICAL
EXAMINATION(S), MEDICAL IMAGING (MRI,
SCANS…), BIOPSY, BIOCHEMICAL TEST(S)

(BLOOD OR URINE TESTS…), ETC

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON
AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 2.421 %26 4.619 %49 2.442 %26 9.482 %100

No 196 %27 290 %40 247 %34 733 %100

Don't know/don't remember 66 %24 109 %40 96 %35 271 %100

TOTAL 2 683 %26 5 018 %48 2 785 %27 10 486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …you could not afford �t? / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 280,9 ; dof= 4.

…YOU COULD
NOT AFFORD IT?

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Yes 228 %20 174 %16 715 %64 1.117 %100

No 2.997 %42 1.355 %19 2.764 %39 7.116 %100

Not relevant 791 %35 421 %19 1.041 %46 2.253 %100

TOTAL 4.016 %38 1.950 %19 4.520 %43 10.486

Cross: …you could not afford �t? / …neglected, not taken ser�ously and/or cons�dered as
psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 335,4 ; dof= 4.

…YOU COULD
NOT AFFORD IT?

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Yes 228 %20 113 %10 776 %69 1.117 %100

No 3.266 %46 830 %12 3.020 %42 7.116 %100

Not relevant 812 %36 303 %13 1.138 %51 2.253 %100

TOTAL 4.306 %41 1.246 %12 4.934 %47 10.486

Cross: …you could not afford �t? / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease
was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 292,5 ; dof= 4.

…YOU COULD NOT AFFORD IT?

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON
AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 233 %21 760 %68 124 %11 1.117 %100

No 1.846 %26 3.109 %44 2.161 %30 7.116 %100

Not relevant 604 %27 1.149 %51 500 %22 2.253 %100

TOTAL 2 683 %26 5 018 %48 2 785 %27 10 486

Have you ever
needed a genetic
test but could not
access it because…

Have you ever
needed a genetic
test but could not
access it because…

Have you ever needed a genetic test but
could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�t was not ava�lable �n your country? / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 171,2 ; dof= 4.

…IT WAS NOT
AVAILABLE IN

YOUR COUNTRY?

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Yes 305 %25 195 %16 697 %58 1.197 %100

No 2.848 %42 1.284 %19 2.696 %39 6.828 %100

Not relevant 863 %35 471 %19 1.127 %46 2.461 %100

TOTAL 4.016 %38 1.950 %19 4.520 %43 10.486

Cross: …�t was not ava�lable �n your country? / …neglected, not taken ser�ously and/or cons�dered as
psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 140,4 ; dof= 4.

…IT WAS NOT
AVAILABLE IN

YOUR
COUNTRY?

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Yes 348 %29 135 %11 714 %60 1.197 %100

No 3.053 %45 788 %12 2.987 %44 6.828 %100

Not relevant 905 %37 323 %13 1.233 %50 2.461 %100

TOTAL 4.306 %41 1.246 %12 4.934 %47 10.486

Cross: …�t was not ava�lable �n your country? / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the
rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 190,3 ; dof= 4.

…IT WAS NOT AVAILABLE IN YOUR
COUNTRY?

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON
AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 252 %21 756 %63 189 %16 1.197 %100

No 1.769 %26 3.016 %44 2.043 %30 6.828 %100

Not relevant 662 %27 1.246 %51 553 %22 2.461 %100

TOTAL 2 683 %26 5 018 %48 2 785 %27 10 486

Have you ever
needed a genetic
test but could not
access it because…

Have you ever
needed a genetic
test but could not
access it because…

Have you ever needed a genetic test but
could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …healthcare profess�onals were reluctant or not suff�c�ently �nformed? / …neglected, not taken
ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 916,3 ; dof= 4.

…HEALTHCARE
PROFESSIONA…

WERE
RELUCTANT OR

NOT
SUFFICIENTLY

INFORMED?

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Yes 552 %20 329 %12 1.924 %69 2.805 %100

No 2.913 %52 656 %12 1.987 %36 5.556 %100

Not relevant 841 %40 261 %12 1.023 %48 2.125 %100

TOTAL 4.306 %41 1.246 %12 4.934 %47 10.486

Cross: …healthcare profess�onals were reluctant or not suff�c�ently �nformed? / …wrongly
attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 715,0 ; dof= 4.

…HEALTHCARE
PROFESSIONALS

WERE
RELUCTANT OR

NOT
SUFFICIENTLY

INFORMED?

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME
YES, SEVERAL

TIMES TOTAL

N % N % N % N %

Yes 594 %21 463 %17 1.748 %62 2.805 %100

No 2.641 %48 1.069 %19 1.846 %33 5.556 %100

Not relevant 781 %37 418 %20 926 %44 2.125 %100

TOTAL 4.016 %38 1.950 %19 4.520 %43 10.486

Cross: …healthcare profess�onals were reluctant or not suff�c�ently �nformed? / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of
t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 797,1 ; dof= 4.

…HEALTHCARE PROFESSIONALS WERE
RELUCTANT OR NOT SUFFICIENTLY

INFORMED?

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON
AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 645 %23 1.873 %67 287 %10 2.805 %100

No 1.453 %26 2.115 %38 1.988 %36 5.556 %100

Not relevant 585 %28 1.030 %48 510 %24 2.125 %100

TOTAL 2 683 %26 5 018 %48 2 785 %27 10 486

Have you ever needed a genetic test but could not access it because… Have you ever needed a genetic test but could not access it because…

Have you ever needed a genetic test but
could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: To your knowledge, the genet�c test(s) that were conducted targeted… / …neglected, not taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 37,2 ; dof= 12.

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT
WERE CONDUCTED TARGETED…

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

NO YES, ONE TIME YES, SEVERAL TIMES TOTAL

N % N % N % N %

Only one gene 670 %46 153 %10 637 %44 1.460 %100

Several genes at the same t�me (gene panel sequenc�ng) 735 %42 177 %10 819 %47 1.731 %100

The whole DNA (Whole Genome Sequenc�ng) 441 %50 110 %13 329 %37 880 %100

All the genes (Whole Exome Sequenc�ng) 271 %48 68 %12 228 %40 567 %100

A tumour (genet�c prof�l�ng of a tumour) 52 %39 21 %16 62 %46 135 %100

Other (ep�genome, RNA, etc.) 43 %37 20 %17 54 %46 117 %100

Don’t know 696 %46 169 %11 646 %43 1.511 %100

Cross: To your knowledge, the genet�c test(s) that were conducted targeted… / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 44,3 ; dof= 12.

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT
WERE CONDUCTED TARGETED…

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

NO YES, ONE TIME YES, SEVERAL TIMES TOTAL

N % N % N % N %

Only one gene 632 %43 269 %18 559 %38 1.460 %100

Several genes at the same t�me (gene panel sequenc�ng) 641 %37 307 %18 783 %45 1.731 %100

The whole DNA (Whole Genome Sequenc�ng) 398 %45 157 %18 325 %37 880 %100

All the genes (Whole Exome Sequenc�ng) 221 %39 97 %17 249 %44 567 %100

A tumour (genet�c prof�l�ng of a tumour) 48 %36 32 %24 55 %41 135 %100

Other (ep�genome, RNA, etc.) 47 %40 17 %15 53 %45 117 %100

Don’t know 667 %44 235 %16 609 %40 1.511 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: To your knowledge, the genet�c test(s) that were conducted targeted… / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of
t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 37,6 ; dof= 12.

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT
WERE CONDUCTED TARGETED…

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Only one gene 389 %27 624 %43 447 %31 1.460 %100

Several genes at the same t�me (gene panel sequenc�ng) 449 %26 844 %49 438 %25 1.731 %100

The whole DNA (Whole Genome Sequenc�ng) 225 %26 363 %41 292 %33 880 %100

All the genes (Whole Exome Sequenc�ng) 141 %25 269 %47 157 %28 567 %100

A tumour (genet�c prof�l�ng of a tumour) 31 %23 67 %50 37 %27 135 %100

Other (ep�genome, RNA, etc.) 32 %27 58 %50 27 %23 117 %100

Don’t know 363 %24 672 %44 476 %32 1.511 %100

Cross: D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease? / …wrongly attr�buted to another phys�cal d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 52,4 ; dof= 4.

DID YOU EVER REQUEST A PRIVATE COMPANY OR
LABORATORY TO CONDUCT GENETIC TESTING TO

DIAGNOSE THE DISEASE?

…WRONGLY ATTRIBUTED TO ANOTHER PHYSICAL DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

YES, one t�me 121 %21 260 %44 209 %35 590 %100

YES, several t�mes 40 %15 152 %57 74 %28 266 %100

NO, never 808 %17 1.779 %38 2.047 %44 4.634 %100

TOTAL 969 %18 2.191 %40 2.330 %42 5.490



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease? / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated
var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 55,5 ; dof= 4.

DID YOU EVER REQUEST A PRIVATE COMPANY OR
LABORATORY TO CONDUCT GENETIC TESTING TO

DIAGNOSE THE DISEASE?

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

YES, one t�me 151 %26 297 %50 142 %24 590 %100

YES, several t�mes 49 %18 166 %62 51 %19 266 %100

NO, never 1.228 %26 1.956 %42 1.450 %31 4.634 %100

TOTAL 1.428 %26 2.419 %44 1.643 %30 5.490

Cross: D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease? / …neglected, not taken ser�ously and/or cons�dered as psycholog�cal?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 25,6 ; dof= 4.

DID YOU EVER REQUEST A PRIVATE COMPANY OR
LABORATORY TO CONDUCT GENETIC TESTING TO

DIAGNOSE THE DISEASE?

…NEGLECTED, NOT TAKEN SERIOUSLY AND/OR CONSIDERED AS PSYCHOLOGICAL?

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

YES, one t�me 75 %13 277 %47 238 %40 590 %100

YES, several t�mes 32 %12 144 %54 90 %34 266 %100

NO, never 499 %11 1.960 %42 2.175 %47 4.634 %100

TOTAL 606 %11 2.381 %43 2.503 %46 5.490



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: In general, how sat�sf�ed are you w�th how the results of the GENETIC TESTS were g�ven to you? / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that
computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 134,4 ; dof= 10.

IN GENERAL, HOW SATISFIED ARE YOU WITH HOW THE
RESULTS OF THE GENETIC TESTS WERE GIVEN TO YOU?

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Very D�ssat�sf�ed 155 %27 283 %49 134 %23 572 %100

D�ssat�sf�ed 159 %26 335 %54 129 %21 623 %100

Ne�ther sat�sf�ed nor d�ssat�sf�ed 306 %26 572 %49 281 %24 1.159 %100

Sat�sf�ed 518 %27 773 %40 639 %33 1.930 %100

Very Sat�sf�ed 222 %24 323 %35 378 %41 923 %100

Don't know 68 %24 133 %47 82 %29 283 %100

TOTAL 1.428 %26 2.419 %44 1.643 %30 5.490

Cross: After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven �nformat�on about how your genet�c cond�t�on m�ght affect you and your fam�ly)? / Has the person affected by the
rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 129,8 ; dof= 6.

AFTER THE TESTS WERE PERFORMED, WERE YOU
OFFERED GENETIC COUNSELLING (E.G. GIVEN

INFORMATION ABOUT HOW YOUR GENETIC CONDITION
MIGHT AFFECT YOU AND YOUR FAMILY)?

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

YES, w�th a genet�c counsellor or cl�n�cal genet�c�st 565 %26 813 %38 759 %36 2.137 %100

YES, by a healthcare profess�onal 313 %27 496 %42 370 %31 1.179 %100

NO, I wasn’t offered genet�c counsell�ng 452 %26 946 %53 372 %21 1.770 %100

Not sure / Don’t remember 98 %24 164 %41 142 %35 404 %100

TOTAL 1.428 %26 2.419 %44 1.643 %30 5.490



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Genet�c tests / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was
m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 10,5 ; dof= 4.

GENETIC TESTS

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 219 %26 397 %48 215 %26 831 %100

No 1.171 %26 1.967 %44 1.377 %30 4.515 %100

Don't know 37 %26 55 %38 51 %36 143 %100

TOTAL 1.427 %26 2.419 %44 1.643 %30 5.489

Cross: Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc. / Has the person affected by the rare d�sease already
been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 29,2 ; dof= 4.

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL
EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…),

BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE
TESTS…), ETC.

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 337 %24 768 %55 298 %21 1.403 %100

No 2.036 %26 3.780 %48 2.092 %26 7.908 %100

Don't know 48 %28 71 %42 51 %30 170 %100

TOTAL 2.421 %26 4.619 %49 2.441 %26 9.481



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually) / Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able
that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 36,8 ; dof= 4.

ADDITIONAL ADVICE FROM A HEALTHCARE
PROFESSIONAL SPECIALISED IN THE RARE DISEASE

(IN PERSON OR VIRTUALLY)

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

Yes 529 %25 1.086 %52 468 %22 2.083 %100

No 2.095 %26 3.856 %47 2.243 %27 8.194 %100

Don't know 59 %28 76 %36 74 %35 209 %100

TOTAL 2.683 %26 5.018 %48 2.785 %27 10.486

Cross: Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed. / …
psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 416,1 ; dof= 8.

HAS THE PERSON AFFECTED BY THE RARE DISEASE
ALREADY BEEN MISDIAGNOSED? CALCULATED

VARIABLE THAT COMPUTES THE NUMBER OF TIMES
THE PERSON AFFECTED BY THE RARE DISEASE WAS

MISDIAGNOSED.

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH
TO MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

YES, one t�me 232 %9 237 %9 205 %8 802 %30 1.207 %45 2.683 %100

YES, several t�mes 358 %7 376 %7 586 %12 1.271 %25 2.427 %48 5.018 %100

NO 332 %12 342 %12 161 %6 1.092 %39 858 %31 2.785 %100

TOTAL 922 %9 955 %9 952 %9 3.165 %30 4.492 %43 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc. / Has the person
affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 866,1 ; dof= 8.

…CARE COORDINATION SUPPORT SUCH AS HELP TO
FIND THE NECESSARY INFORMATION ON THE DISEASE

AND THE RIGHT PROFESSIONALS, ARRANGING
APPOINTMENTS WITH DIFFERENT HEALTH PROVIDERS,

ETC.

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

YES and enough to meet my needs 525 %25 682 %33 876 %42 2.083 %100

YES but �t �s/was not needed 106 %27 127 %32 158 %40 391 %100

YES but NOT enough to meet my needs 395 %27 744 %51 324 %22 1.463 %100

NO but �t �s/was NOT needed 423 %26 556 %34 648 %40 1.627 %100

NO but �t �s/was needed 1.234 %25 2.909 %59 779 %16 4.922 %100

TOTAL 2.683 %26 5.018 %48 2.785 %27 10.486

Cross: Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed. / …
f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 436,6 ; dof= 8.

HAS THE PERSON AFFECTED BY THE RARE DISEASE
ALREADY BEEN MISDIAGNOSED? CALCULATED

VARIABLE THAT COMPUTES THE NUMBER OF TIMES
THE PERSON AFFECTED BY THE RARE DISEASE WAS

MISDIAGNOSED.

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH
TO MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

YES, one t�me 339 %13 61 %2 306 %11 958 %36 1.005 %38 2.669 %100

YES, several t�mes 526 %11 79 %2 633 %13 1.443 %29 2.291 %46 4.972 %100

NO 540 %19 103 %4 293 %11 1.143 %41 693 %25 2.772 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease? / Has the person affected by the rare d�sease already been
m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 84,3 ; dof= 12.

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER
PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN

UNDIAGNOSED RARE DISEASE?

HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF
TIMES THE PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

YES, ONE TIME YES, SEVERAL TIMES NO TOTAL

N % N % N % N %

YES, through a pat�ent organ�sat�on 1.389 %26 2.465 %46 1.472 %28 5.326 %100

YES, through onl�ne commun�t�es 1.264 %25 2.602 %52 1.126 %23 4.992 %100

YES, through local networks (e.g. schools) 103 %24 224 %51 109 %25 436 %100

NO, because of access�b�l�ty �ssues (e.g. language or techn�cal barr�ers) 42 %22 100 %53 48 %25 190 %100

NO, because I have not been able to f�nd other people w�th the same d�sease 325 %25 634 %48 351 %27 1.310 %100

NO, because I don’t want to 142 %26 215 %39 190 %35 547 %100

Other, spec�fy... 128 %25 233 %45 153 %30 514 %100

TOTAL 2.683 %26 5.018 %48 2.785 %27 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Chapter 11.
M�sd�agnos�s



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Wh�ch tests were performed as part of the d�agnos�s of the rare d�sease?

Percentage

%52

%90

%40

%7

%8

%3

Yes No Don't know/don't remember

Genet�c test(s) look�ng for genet�c
 changes (also called mutat�ons or

 var�ants)

Other test(s) such as cl�n�cal
 exam�nat�on(s), med�cal �mag�ng (MRI,

 scans…), b�opsy, b�ochem�cal test(s)
 (blood or ur�ne tests…), etc 0% 20% 40% 60% 80% 100%

Wh�ch tests were performed as part of the d�agnos�s of the rare d�sease?

 YES NO

DON'T
KNOW/…
REMEM… TOTAL

Genet�c test(s) look�ng for genet�c changes (also called

mutat�ons or var�ants)
5.490 4.171 825 10.486

Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng

(MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne

tests…), etc

9.482 733 271 10.486

Cross: Genet�c d�seases / Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 1.811,7 ; dof= 2.

GENETIC DISEASES

GENETIC TEST(S) LOOKING FOR GENETIC CHANGES (ALSO CALLED MUTATIONS OR VARIANTS)

YES NO
DON'T KNOW/DON'T

REMEMBER TOTAL

N % N % N % N %

Genet�c d�seases 3.862 %71 1.338 %25 247 %5 5.447 %100

Non Genet�c d�seases 540 %21 1.760 %67 327 %12 2.627 %100

TOTAL 4.402 %55 3.098 %38 574 %7 8.074



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Have you ever needed a genet�c test but could not access �t because…

%11

%11

%27

%68

%65

%53

%21

%23

%20

Yes No Not relevant

…you could not afford �t?

…�t was not ava�lable �n your
 country?

…healthcare profess�onals were
 reluctant or not suff�c�ently �nformed?

Have you ever needed a genet�c test but could not access �t because…

 YES NO
NOT

RELEVANT TOTAL

…you could not afford �t? 1.117 7.116 2.253 10.486

…�t was not ava�lable �n your country? 1.197 6.828 2.461 10.486

…healthcare profess�onals were reluctant or not

suff�c�ently �nformed?
2.805 5.556 2.125 10.486

To your knowledge, the genet�c test(s) that were conducted targeted…

 N

Only one gene 1.460

Several genes at the same t�me (gene panel sequenc�ng) 1.731

The whole DNA (Whole Genome Sequenc�ng) 880

All the genes (Whole Exome Sequenc�ng) 567

A tumour (genet�c prof�l�ng of a tumour) 135

Other (ep�genome, RNA, etc.) 117

Don’t know 1.511

TOTAL 5.490

To your knowledge, the genet�c test(s) that were conducted targeted…

%27

%32

%16

%10

%2

%2

%28

Only one gene

Several genes at the same t�me
 (gene panel sequenc�ng)

The whole DNA (Whole Genome
 Sequenc�ng)

All the genes (Whole Exome
 Sequenc�ng)

A tumour (genet�c prof�l�ng of a
 tumour)

Other (ep�genome, RNA, etc.)

Don’t know

Only respondents who had genetic tests



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the
d�sease?

%11

%5

%84

YES, one t�me

YES, several t�mes

NO, never

In general, how sat�sf�ed are you w�th how the results of the GENETIC TESTS were g�ven to you?

%10

%11

%21

%35

%17

%5

Very D�ssat�sf�ed

D�ssat�sf�ed

Ne�ther sat�sf�ed nor d�ssat�sf�ed

Sat�sf�ed

Very Sat�sf�ed

Don't know

D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to
d�agnose the d�sease?

 N

YES, one t�me 590

YES, several t�mes 266

NO, never 4.634

TOTAL 5.490

In general, how sat�sf�ed are you w�th how the results of the GENETIC TESTS were g�ven to
you?

 N

Very D�ssat�sf�ed 572

D�ssat�sf�ed 623

Ne�ther sat�sf�ed nor d�ssat�sf�ed 1.159

Sat�sf�ed 1.930

Very Sat�sf�ed 923

Don't know 283

TOTAL 5.490

Only respondents who had genetic tests



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven �nformat�on
about how your genet�c cond�t�on m�ght affect you and your fam�ly)?

%39

%21

%32

%7

YES, w�th a genet�c counsellor or
 cl�n�cal genet�c�st

YES, by a healthcare profess�onal

NO, I wasn’t offered genet�c
 counsell�ng

Not sure / Don’t remember

After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven �nformat�on
about how your genet�c cond�t�on m�ght affect you and your fam�ly)?

 N

YES, w�th a genet�c counsellor or cl�n�cal genet�c�st 2.137

YES, by a healthcare profess�onal 1.179

NO, I wasn’t offered genet�c counsell�ng 1.770

Not sure / Don’t remember 404

TOTAL 5.490

Only respondents who had genetic tests



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

Genet�c test(s) look�ng for
genet�c changes (also

called mutat�ons or
var�ants)

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 0,7 4.023 3,7 3.655 4,2 2.451 3,8 4.096 5,6 3.565

No 0,2 3.263 3,4 3.138 3,7 1.564 3,6 3.216 3,9 2.506

Don't know/don't remember 0,5 534 2,1 529 2,2 320 2,5 531 2,9 436

 Under-represented elements  Over-represented elements

…you could not afford �t?

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 0,4 812 5,3 705 6,1 334 5,6 742 7,0 513

No 0,6 5.349 3,4 5.028 3,7 3.148 3,3 5.442 4,7 4.639

Not relevant 0,3 1.659 3,1 1.589 3,6 853 3,6 1.659 4,1 1.355

Only respondents who had genetic tests

Have you ever needed a
genetic test but could not
access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

…�t was not ava�lable �n
your country?

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 0,7 866 4,4 765 5,0 409 5,1 830 6,8 624

No 0,5 5.170 3,5 4.830 3,8 2.972 3,4 5.212 4,6 4.405

Not relevant 0,4 1.784 3,2 1.727 3,7 954 3,5 1.801 4,1 1.478

 Under-represented elements  Over-represented elements

…healthcare profess�onals
were reluctant or not
suff�c�ently �nformed?

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 0,6 2.081 5,1 1.874 6,0 984 6,1 2.014 7,7 1.493

No 0,6 4.167 2,9 3.930 3,2 2.513 2,6 4.247 3,9 3.664

Not relevant 0,2 1.572 3,0 1.518 3,2 838 3,2 1.582 3,8 1.350

Have you ever needed a
genetic test but could not
access it because…

Have you ever needed a
genetic test but could not
access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 1,0 ; F�sher= 0,3.
Inter var�ance= 11,4. Intra var�ance= 43,7.

To your knowledge, the genet�c test(s) that were conducted
targeted…

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC
TREATMENT, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE
OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST
HEARING THE NAME OF
THE DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN
YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Only one gene 0,7 1.078 4,1 973 4,3 682 3,3 1.097 5,4 995

Several genes at the same t�me (gene panel sequenc�ng) 0,8 1.328 4,1 1.202 5,3 800 4,5 1.318 6,5 1.130

The whole DNA (Whole Genome Sequenc�ng) 0,6 653 3,1 588 3,3 413 3,6 674 4,9 576

All the genes (Whole Exome Sequenc�ng) 0,5 429 2,9 377 3,1 236 4,7 408 5,3 353

A tumour (genet�c prof�l�ng of a tumour) 0,2 99 3,4 109 3,5 55 2,7 95 3,1 83

Other (ep�genome, RNA, etc.) 0,7 85 5,1 73 5,2 48 5,9 86 6,3 67

Don’t know 0,8 1.065 3,7 986 4,0 636 3,8 1.101 5,4 931



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,6 ; F�sher= 0,6.
Inter var�ance= 26,0. Intra var�ance= 46,9.

D�d you ever request a pr�vate company or laboratory to conduct
genet�c test�ng to d�agnose the d�sease?

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC
TREATMENT, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE
OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST
HEARING THE NAME OF
THE DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN
YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

YES, one t�me 0,7 437 3,6 372 4,0 215 3,9 434 4,9 373

YES, several t�mes 0,2 196 3,9 170 4,3 91 3,2 189 4,7 162

NO, never 0,7 3.390 3,8 3.113 4,2 2.145 3,8 3.473 5,7 3.030



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,9 ; F�sher= 0,3.
Inter var�ance= 14,9. Intra var�ance= 46,9.

In general, how sat�sf�ed are you w�th how the results of the
GENETIC TESTS were g�ven to you?

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC
TREATMENT, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE
OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST
HEARING THE NAME OF
THE DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN
YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Very D�ssat�sf�ed 0,4 434 3,2 385 4,5 249 3,9 428 5,6 362

D�ssat�sf�ed 0,8 475 4,3 430 5,1 258 4,8 470 6,1 373

Ne�ther sat�sf�ed nor d�ssat�sf�ed 0,7 845 4,4 734 4,3 480 4,1 831 5,5 686

Sat�sf�ed 0,8 1.405 3,3 1.297 3,8 879 3,5 1.473 5,4 1.339

Very Sat�sf�ed 0,7 666 3,9 646 4,5 479 3,2 716 5,9 679

Don't know 0,3 198 3,5 163 3,3 106 3,8 178 4,0 126



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,9 ; F�sher= 0,2.
Inter var�ance= 9,0. Intra var�ance= 46,9.

After the tests were performed, were you offered genet�c
counsell�ng (e.g. g�ven �nformat�on about how your genet�c

cond�t�on m�ght affect you and your fam�ly)?

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE DISEASE),

IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

YES, w�th a genet�c counsellor or cl�n�cal genet�c�st 0,7 1.594 3,3 1.428 4,0 1.025 3,3 1.629 5,6 1.477

YES, by a healthcare profess�onal 0,7 859 4,0 813 3,9 601 3,6 915 5,2 817

NO, I wasn’t offered genet�c counsell�ng 0,7 1.312 4,2 1.176 5,2 674 4,4 1.286 5,9 1.064

Not sure / Don’t remember 0,4 258 3,5 238 2,9 151 4,0 266 4,6 207



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 248,0 ; dof= 4.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

GENETIC TEST(S) LOOKING FOR GENETIC CHANGES (ALSO CALLED MUTATIONS OR VARIANTS)

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

Female 3.113 %47 3.004 %45 542 %8 6.659 %100

Male 1.801 %64 820 %29 189 %7 2.810 %100

Other 62 %61 31 %31 8 %8 101 %100

TOTAL 4.976 %52 3.855 %40 739 %8 9.570

Cross: Gender of the person affected by the rare d�sease / Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 19,3 ; dof= 4.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

OTHER TEST(S) SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

Female 6.095 %92 406 %6 158 %2 6.659 %100

Male 2.506 %89 229 %8 75 %3 2.810 %100

Other 89 %88 6 %6 6 %6 101 %100

TOTAL 8.690 %91 641 %7 239 %2 9.570



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / …you could not afford �t?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 63,5 ; dof= 4.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

…YOU COULD NOT AFFORD IT?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Female 721 %11 4.376 %66 1.562 %23 6.659 %100

Male 242 %9 2.053 %73 515 %18 2.810 %100

Other 21 %21 54 %53 26 %26 101 %100

TOTAL 984 %10 6.483 %68 2.103 %22 9.570

Cross: Gender of the person affected by the rare d�sease / …�t was not ava�lable �n your country?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 33,1 ; dof= 4.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

…IT WAS NOT AVAILABLE IN YOUR COUNTRY?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Female 726 %11 4.225 %63 1.708 %26 6.659 %100

Male 320 %11 1.922 %68 568 %20 2.810 %100

Other 13 %13 61 %60 27 %27 101 %100

TOTAL 1.059 %11 6.208 %65 2.303 %24 9.570

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / …healthcare profess�onals were reluctant or not suff�c�ently �nformed?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 66,9 ; dof= 4.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

…HEALTHCARE PROFESSIONALS WERE RELUCTANT OR NOT SUFFICIENTLY INFORMED?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Female 1.884 %28 3.318 %50 1.457 %22 6.659 %100

Male 645 %23 1.657 %59 508 %18 2.810 %100

Other 27 %27 50 %50 24 %24 101 %100

TOTAL 2.556 %27 5.025 %53 1.989 %21 9.570

Cross: Gender of the person affected by the rare d�sease / To your knowledge, the genet�c test(s) that were conducted targeted…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 41,3 ; dof= 12.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT WERE CONDUCTED TARGETED…

ONLY ONE GENE

SEVERAL GENES AT
THE SAME TIME
(GENE PANEL
SEQUENCING)

THE WHOLE DNA
(WHOLE GENOME

SEQUENCING)

ALL THE GENES
(WHOLE EXOME
SEQUENCING)

A TUMOUR (GENETIC
PROFILING OF A

TUMOUR)
OTHER (EPIGENOME,

RNA, ETC.) DON’T KNOW TOTAL

N % N % N % N % N % N % N % N %

Female 820 %26 991 %32 458 %15 279 %9 86 %3 73 %2 899 %29 3.113

Male 504 %28 575 %32 314 %17 227 %13 38 %2 30 %2 434 %24 1.801

Other 12 %19 20 %32 7 %11 10 %16 2 %3 0 %0 20 %32 62

TOTAL 1.336 %27 1.586 %32 779 %16 516 %10 126 %3 103 %2 1.353 %27 4.976

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,5 ; Ch�2= 3,1 ; dof= 4.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

DID YOU EVER REQUEST A PRIVATE COMPANY OR LABORATORY TO CONDUCT GENETIC TESTING TO DIAGNOSE THE DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO, NEVER TOTAL

N % N % N % N %

Female 322 %10 141 %5 2.650 %85 3.113 %100

Male 191 %11 93 %5 1.517 %84 1.801 %100

Other 8 %13 5 %8 49 %79 62 %100

TOTAL 521 %10 239 %5 4.216 %85 4.976

Cross: Gender of the person affected by the rare d�sease / In general, how sat�sf�ed are you w�th how the results of the GENETIC TESTS were g�ven to you?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 29,3 ; dof= 10.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

IN GENERAL, HOW SATISFIED ARE YOU WITH HOW THE RESULTS OF THE GENETIC TESTS WERE GIVEN TO YOU?

VERY DISSATISFIED DISSATISFIED
NEITHER SATISFIED NOR

DISSATISFIED SATISFIED VERY SATISFIED DON'T KNOW TOTAL

N % N % N % N % N % N % N %

Female 329 %11 380 %12 656 %21 1.056 %34 509 %16 183 %6 3.113 %100

Male 182 %10 189 %10 375 %21 658 %37 333 %18 64 %4 1.801 %100

Other 6 %10 7 %11 18 %29 16 %26 8 %13 7 %11 62 %100

TOTAL 517 %10 576 %12 1.049 %21 1.730 %35 850 %17 254 %5 4.976



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven �nformat�on about how your genet�c cond�t�on m�ght affect you
and your fam�ly)?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 39,0 ; dof= 6.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

AFTER THE TESTS WERE PERFORMED, WERE YOU OFFERED GENETIC COUNSELLING (E.G. GIVEN INFORMATION ABOUT HOW YOUR GENETIC CONDITION MIGHT AFFECT YOU AND YOUR
FAMILY)?

YES, WITH A GENETIC
COUNSELLOR OR CLINICAL

GENETICIST
YES, BY A HEALTHCARE

PROFESSIONAL
NO, I WASN’T OFFERED GENETIC

COUNSELLING NOT SURE / DON’T REMEMBER TOTAL

N % N % N % N % N %

Female 1.168 %38 623 %20 1.071 %34 251 %8 3.113 %100

Male 734 %41 443 %25 515 %29 109 %6 1.801 %100

Other 26 %42 8 %13 19 %31 9 %15 62 %100

TOTAL 1.928 %39 1.074 %22 1.605 %32 369 %7 4.976

Cross: How old were you when you stopped full-t�me educat�on? / Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 65,1 ; dof= 6.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

GENETIC TEST(S) LOOKING FOR GENETIC CHANGES (ALSO CALLED MUTATIONS OR VARIANTS)

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

15 y.o. or under 259 %57 143 %31 53 %12 455 %100

between 16 and 19 y.o. 1.217 %49 1.003 %41 244 %10 2.464 %100

between 20 and 23 y.o. 1.584 %52 1.212 %40 226 %7 3.022 %100

24 y.o. or above 1.720 %55 1.256 %40 169 %5 3.145 %100

TOTAL 4.780 %53 3.614 %40 692 %8 9.086



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 10,9 ; dof= 6.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

OTHER TEST(S) SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

15 y.o. or under 406 %89 30 %7 19 %4 455 %100

between 16 and 19 y.o. 2.240 %91 155 %6 69 %3 2.464 %100

between 20 and 23 y.o. 2.749 %91 199 %7 74 %2 3.022 %100

24 y.o. or above 2.858 %91 224 %7 63 %2 3.145 %100

TOTAL 8.253 %91 608 %7 225 %2 9.086

Cross: How old were you when you stopped full-t�me educat�on? / …you could not afford �t?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 14,6 ; dof= 6.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

…YOU COULD NOT AFFORD IT?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

15 y.o. or under 61 %13 297 %65 97 %21 455 %100

between 16 and 19 y.o. 283 %11 1.641 %67 540 %22 2.464 %100

between 20 and 23 y.o. 295 %10 2.054 %68 673 %22 3.022 %100

24 y.o. or above 287 %9 2.171 %69 687 %22 3.145 %100

TOTAL 926 %10 6.163 %68 1.997 %22 9.086

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / …�t was not ava�lable �n your country?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,5 ; Ch�2= 5,5 ; dof= 6.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

…IT WAS NOT AVAILABLE IN YOUR COUNTRY?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

15 y.o. or under 60 %13 287 %63 108 %24 455 %100

between 16 and 19 y.o. 260 %11 1.593 %65 611 %25 2.464 %100

between 20 and 23 y.o. 334 %11 1.953 %65 735 %24 3.022 %100

24 y.o. or above 355 %11 2.069 %66 721 %23 3.145 %100

TOTAL 1.009 %11 5.902 %65 2.175 %24 9.086

Cross: How old were you when you stopped full-t�me educat�on? / …healthcare profess�onals were reluctant or not suff�c�ently �nformed?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,3 ; Ch�2= 6,8 ; dof= 6.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

…HEALTHCARE PROFESSIONALS WERE RELUCTANT OR NOT SUFFICIENTLY INFORMED?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

15 y.o. or under 130 %29 241 %53 84 %18 455 %100

between 16 and 19 y.o. 654 %27 1.287 %52 523 %21 2.464 %100

between 20 and 23 y.o. 762 %25 1.610 %53 650 %22 3.022 %100

24 y.o. or above 863 %27 1.648 %52 634 %20 3.145 %100

TOTAL 2.409 %27 4.786 %53 1.891 %21 9.086

Have you ever needed a genetic test but could not access it because…

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / To your knowledge, the genet�c test(s) that were conducted targeted…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 51,6 ; dof= 18.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT WERE CONDUCTED TARGETED…

ONLY ONE GENE

SEVERAL GENES AT
THE SAME TIME
(GENE PANEL
SEQUENCING)

THE WHOLE DNA
(WHOLE GENOME

SEQUENCING)

ALL THE GENES
(WHOLE EXOME
SEQUENCING)

A TUMOUR (GENETIC
PROFILING OF A

TUMOUR)
OTHER (EPIGENOME,

RNA, ETC.) DON’T KNOW TOTAL

N % N % N % N % N % N % N % N %

15 y.o. or under 63 %24 71 %27 40 %15 32 %12 8 %3 6 %2 75 %29 259

between 16 and 19 y.o. 303 %25 347 %29 213 %18 101 %8 35 %3 20 %2 378 %31 1.217

between 20 and 23 y.o. 410 %26 517 %33 245 %15 162 %10 39 %2 36 %2 431 %27 1.584

24 y.o. or above 508 %30 596 %35 259 %15 208 %12 41 %2 39 %2 398 %23 1.720

TOTAL 1.284 %27 1.531 %32 757 %16 503 %11 123 %3 101 %2 1.282 %27 4.780

Cross: How old were you when you stopped full-t�me educat�on? / D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,3 ; Ch�2= 7,3 ; dof= 6.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

DID YOU EVER REQUEST A PRIVATE COMPANY OR LABORATORY TO CONDUCT GENETIC TESTING TO DIAGNOSE THE DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO, NEVER TOTAL

N % N % N % N %

15 y.o. or under 26 %10 18 %7 215 %83 259 %100

between 16 and 19 y.o. 137 %11 45 %4 1.035 %85 1.217 %100

between 20 and 23 y.o. 160 %10 77 %5 1.347 %85 1.584 %100

24 y.o. or above 176 %10 89 %5 1.455 %85 1.720 %100

TOTAL 499 %10 229 %5 4.052 %85 4.780



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / In general, how sat�sf�ed are you w�th how the results of the GENETIC TESTS were g�ven to you?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 23,1 ; dof= 15.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

IN GENERAL, HOW SATISFIED ARE YOU WITH HOW THE RESULTS OF THE GENETIC TESTS WERE GIVEN TO YOU?

VERY DISSATISFIED DISSATISFIED
NEITHER SATISFIED NOR

DISSATISFIED SATISFIED VERY SATISFIED DON'T KNOW TOTAL

N % N % N % N % N % N % N %

15 y.o. or under 41 %16 29 %11 54 %21 89 %34 36 %14 10 %4 259 %100

between 16 and 19 y.o. 143 %12 124 %10 259 %21 412 %34 208 %17 71 %6 1.217 %100

between 20 and 23 y.o. 151 %10 185 %12 333 %21 576 %36 261 %16 78 %5 1.584 %100

24 y.o. or above 167 %10 221 %13 357 %21 579 %34 312 %18 84 %5 1.720 %100

TOTAL 502 %11 559 %12 1.003 %21 1.656 %35 817 %17 243 %5 4.780

Cross: How old were you when you stopped full-t�me educat�on? / After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven �nformat�on about how your genet�c cond�t�on m�ght
affect you and your fam�ly)?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 19,3 ; dof= 9.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

AFTER THE TESTS WERE PERFORMED, WERE YOU OFFERED GENETIC COUNSELLING (E.G. GIVEN INFORMATION ABOUT HOW YOUR GENETIC CONDITION MIGHT AFFECT YOU AND YOUR
FAMILY)?

YES, WITH A GENETIC
COUNSELLOR OR CLINICAL

GENETICIST
YES, BY A HEALTHCARE

PROFESSIONAL
NO, I WASN’T OFFERED GENETIC

COUNSELLING NOT SURE / DON’T REMEMBER TOTAL

N % N % N % N % N %

15 y.o. or under 87 %34 71 %27 78 %30 23 %9 259 %100

between 16 and 19 y.o. 459 %38 246 %20 413 %34 99 %8 1.217 %100

between 20 and 23 y.o. 606 %38 368 %23 496 %31 114 %7 1.584 %100

24 y.o. or above 711 %41 348 %20 550 %32 111 %6 1.720 %100

TOTAL 1.863 %39 1.033 %22 1.537 %32 347 %7 4.780



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 22,9 ; dof= 4.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

GENETIC TEST(S) LOOKING FOR GENETIC CHANGES (ALSO CALLED MUTATIONS OR VARIANTS)

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 3.701 %52 2.899 %41 525 %7 7.125 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 269 %58 147 %32 49 %11 465 %100

Other, spec�fy... 169 %50 131 %39 37 %11 337 %100

TOTAL 4.139 %52 3.177 %40 611 %8 7.927

Cross: How would you best descr�be yourself? / Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,2 ; Ch�2= 6,5 ; dof= 4.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

OTHER TEST(S) SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 6.483 %91 472 %7 170 %2 7.125 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 417 %90 35 %8 13 %3 465 %100

Other, spec�fy... 299 %89 23 %7 15 %4 337 %100

TOTAL 7.199 %91 530 %7 198 %2 7.927



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / …you could not afford �t?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 28,7 ; dof= 4.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

…YOU COULD NOT AFFORD IT?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 736 %10 4.880 %68 1.509 %21 7.125 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 76 %16 309 %66 80 %17 465 %100

Other, spec�fy... 45 %13 202 %60 90 %27 337 %100

TOTAL 857 %11 5.391 %68 1.679 %21 7.927

Cross: How would you best descr�be yourself? / …�t was not ava�lable �n your country?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 16,0 ; dof= 4.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

…IT WAS NOT AVAILABLE IN YOUR COUNTRY?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 809 %11 4.691 %66 1.625 %23 7.125 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 67 %14 300 %65 98 %21 465 %100

Other, spec�fy... 48 %14 191 %57 98 %29 337 %100

TOTAL 924 %12 5.182 %65 1.821 %23 7.927

Have you ever needed a genetic test but could not access it because…

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / …healthcare profess�onals were reluctant or not suff�c�ently �nformed?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 13,2 ; dof= 4.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

…HEALTHCARE PROFESSIONALS WERE RELUCTANT OR NOT SUFFICIENTLY INFORMED?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 1.913 %27 3.778 %53 1.434 %20 7.125 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 150 %32 236 %51 79 %17 465 %100

Other, spec�fy... 101 %30 156 %46 80 %24 337 %100

TOTAL 2.164 %27 4.170 %53 1.593 %20 7.927

Cross: How would you best descr�be yourself? / To your knowledge, the genet�c test(s) that were conducted targeted…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 22,4 ; dof= 12.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT WERE CONDUCTED TARGETED…

ONLY ONE GENE

SEVERAL GENES
AT THE SAME TIME

(GENE PANEL
SEQUENCING)

THE WHOLE DNA
(WHOLE GENOME

SEQUENCING)

ALL THE GENES
(WHOLE EXOME
SEQUENCING)

A TUMOUR
(GENETIC

PROFILING OF A
TUMOUR)

OTHER
(EPIGENOME, RNA,

ETC.) DON’T KNOW TOTAL

N % N % N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 975 %26 1.225 %33 584 %16 408 %11 94 %3 83 %2 965 %26 3.701

I am part of an ethn�c m�nor�ty �n the country where I l�ve 64 %24 86 %32 53 %20 29 %11 7 %3 6 %2 83 %31 269

Other, spec�fy... 54 %32 35 %21 32 %19 15 %9 7 %4 4 %2 59 %35 169

TOTAL 1.093 %26 1.346 %33 669 %16 452 %11 108 %3 93 %2 1.107 %27 4.139

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 8,4 ; dof= 4.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

DID YOU EVER REQUEST A PRIVATE COMPANY OR LABORATORY TO CONDUCT GENETIC TESTING TO DIAGNOSE THE DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO, NEVER TOTAL

N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 401 %11 185 %5 3.115 %84 3.701 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 43 %16 14 %5 212 %79 269 %100

Other, spec�fy... 20 %12 12 %7 137 %81 169 %100

TOTAL 464 %11 211 %5 3.464 %84 4.139

Cross: How would you best descr�be yourself? / In general, how sat�sf�ed are you w�th how the results of the GENETIC TESTS were g�ven to you?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 18,3 ; dof= 10.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

IN GENERAL, HOW SATISFIED ARE YOU WITH HOW THE RESULTS OF THE GENETIC TESTS WERE GIVEN TO YOU?

VERY DISSATISFIED DISSATISFIED
NEITHER SATISFIED
NOR DISSATISFIED SATISFIED VERY SATISFIED DON'T KNOW TOTAL

N % N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 374 %10 431 %12 776 %21 1.295 %35 657 %18 168 %5 3.701 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 33 %12 29 %11 65 %24 92 %34 32 %12 18 %7 269 %100

Other, spec�fy... 25 %15 22 %13 37 %22 51 %30 22 %13 12 %7 169 %100

TOTAL 432 %10 482 %12 878 %21 1.438 %35 711 %17 198 %5 4.139



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven �nformat�on about how your genet�c cond�t�on m�ght affect you and your
fam�ly)?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 27,7 ; dof= 6.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

AFTER THE TESTS WERE PERFORMED, WERE YOU OFFERED GENETIC COUNSELLING (E.G. GIVEN INFORMATION ABOUT HOW YOUR GENETIC CONDITION MIGHT
AFFECT YOU AND YOUR FAMILY)?

YES, WITH A GENETIC
COUNSELLOR OR CLINICAL

GENETICIST
YES, BY A HEALTHCARE

PROFESSIONAL
NO, I WASN’T OFFERED
GENETIC COUNSELLING NOT SURE / DON’T REMEMBER TOTAL

N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 1.445 %39 823 %22 1.184 %32 249 %7 3.701 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 88 %33 53 %20 102 %38 26 %10 269 %100

Other, spec�fy... 58 %34 20 %12 71 %42 20 %12 169 %100

TOTAL 1.591 %38 896 %22 1.357 %33 295 %7 4.139

Cross: Typology of countr�es based on s�ze and welfare / Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 223,3 ; dof= 4.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

GENETIC TEST(S) LOOKING FOR GENETIC CHANGES (ALSO CALLED MUTATIONS OR VARIANTS)

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

Group A ('Eastern Europe') 1.158 %65 485 %27 151 %8 1.794 %100

Group B ('Western Europe') 2.702 %53 2.090 %41 313 %6 5.105 %100

Group C ('Northern Europe') 1.470 %45 1.476 %45 327 %10 3.273 %100

TOTAL 5.330 %52 4.051 %40 791 %8 10.172



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,3 ; Ch�2= 4,7 ; dof= 4.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

OTHER TEST(S) SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

Group A ('Eastern Europe') 1.632 %91 108 %6 54 %3 1.794 %100

Group B ('Western Europe') 4.614 %90 365 %7 126 %2 5.105 %100

Group C ('Northern Europe') 2.951 %90 239 %7 83 %3 3.273 %100

TOTAL 9.197 %90 712 %7 263 %3 10.172

Cross: Typology of countr�es based on s�ze and welfare / …you could not afford �t?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 355,8 ; dof= 4.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

…YOU COULD NOT AFFORD IT?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Group A ('Eastern Europe') 389 %22 1.174 %65 231 %13 1.794 %100

Group B ('Western Europe') 473 %9 3.507 %69 1.125 %22 5.105 %100

Group C ('Northern Europe') 216 %7 2.220 %68 837 %26 3.273 %100

TOTAL 1.078 %11 6.901 %68 2.193 %22 10.172

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / …�t was not ava�lable �n your country?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 612,8 ; dof= 4.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

…IT WAS NOT AVAILABLE IN YOUR COUNTRY?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Group A ('Eastern Europe') 492 %27 1.056 %59 246 %14 1.794 %100

Group B ('Western Europe') 400 %8 3.493 %68 1.212 %24 5.105 %100

Group C ('Northern Europe') 277 %8 2.060 %63 936 %29 3.273 %100

TOTAL 1.169 %11 6.609 %65 2.394 %24 10.172

Cross: Typology of countr�es based on s�ze and welfare / …healthcare profess�onals were reluctant or not suff�c�ently �nformed?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 122,2 ; dof= 4.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

…HEALTHCARE PROFESSIONALS WERE RELUCTANT OR NOT SUFFICIENTLY INFORMED?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Group A ('Eastern Europe') 614 %34 948 %53 232 %13 1.794 %100

Group B ('Western Europe') 1.273 %25 2.779 %54 1.053 %21 5.105 %100

Group C ('Northern Europe') 834 %25 1.652 %50 787 %24 3.273 %100

TOTAL 2.721 %27 5.379 %53 2.072 %20 10.172

Have you ever needed a genetic test but could not access it because…

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / To your knowledge, the genet�c test(s) that were conducted targeted…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 57,6 ; dof= 12.

TYPOLOGY OF
COUNTRIES BASED ON

SIZE AND WELFARE

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT WERE CONDUCTED TARGETED…

ONLY ONE GENE

SEVERAL GENES AT
THE SAME TIME
(GENE PANEL
SEQUENCING)

THE WHOLE DNA
(WHOLE GENOME

SEQUENCING)

ALL THE GENES
(WHOLE EXOME
SEQUENCING)

A TUMOUR (GENETIC
PROFILING OF A

TUMOUR)
OTHER (EPIGENOME,

RNA, ETC.) DON’T KNOW TOTAL

N % N % N % N % N % N % N % N %

Group A ('Eastern Europe') 284 %25 368 %32 193 %17 148 %13 38 %3 34 %3 319 %28 1.158

Group B ('Western Europe') 761 %28 904 %33 387 %14 258 %10 49 %2 49 %2 695 %26 2.702

Group C ('Northern Europe') 370 %25 416 %28 282 %19 149 %10 46 %3 31 %2 442 %30 1.470

TOTAL 1.415 %27 1.688 %32 862 %16 555 %10 133 %2 114 %2 1.456 %27 5.330

Cross: Typology of countr�es based on s�ze and welfare / D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 418,4 ; dof= 4.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

DID YOU EVER REQUEST A PRIVATE COMPANY OR LABORATORY TO CONDUCT GENETIC TESTING TO DIAGNOSE THE DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO, NEVER TOTAL

N % N % N % N %

Group A ('Eastern Europe') 261 %23 139 %12 758 %65 1.158 %100

Group B ('Western Europe') 235 %9 89 %3 2.378 %88 2.702 %100

Group C ('Northern Europe') 79 %5 33 %2 1.358 %92 1.470 %100

TOTAL 575 %11 261 %5 4.494 %84 5.330



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / In general, how sat�sf�ed are you w�th how the results of the GENETIC TESTS were g�ven to you?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 68,4 ; dof= 10.

TYPOLOGY OF COUNTRIES
BASED ON SIZE AND WELFARE

IN GENERAL, HOW SATISFIED ARE YOU WITH HOW THE RESULTS OF THE GENETIC TESTS WERE GIVEN TO YOU?

VERY DISSATISFIED DISSATISFIED
NEITHER SATISFIED
NOR DISSATISFIED SATISFIED VERY SATISFIED DON'T KNOW TOTAL

N % N % N % N % N % N % N %

Group A ('Eastern Europe') 109 %9 124 %11 279 %24 432 %37 161 %14 53 %5 1.158 %100

Group B ('Western Europe') 330 %12 332 %12 577 %21 917 %34 416 %15 130 %5 2.702 %100

Group C ('Northern Europe') 118 %8 149 %10 270 %18 526 %36 320 %22 87 %6 1.470 %100

TOTAL 557 %10 605 %11 1.126 %21 1.875 %35 897 %17 270 %5 5.330

Cross: Typology of countr�es based on s�ze and welfare / After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven �nformat�on about how your genet�c cond�t�on m�ght affect you
and your fam�ly)?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 37,2 ; dof= 6.

TYPOLOGY OF COUNTRIES
BASED ON SIZE AND WELFARE

AFTER THE TESTS WERE PERFORMED, WERE YOU OFFERED GENETIC COUNSELLING (E.G. GIVEN INFORMATION ABOUT HOW YOUR GENETIC CONDITION MIGHT AFFECT YOU AND YOUR
FAMILY)?

YES, WITH A GENETIC
COUNSELLOR OR CLINICAL

GENETICIST
YES, BY A HEALTHCARE

PROFESSIONAL
NO, I WASN’T OFFERED GENETIC

COUNSELLING NOT SURE / DON’T REMEMBER TOTAL

N % N % N % N % N %

Group A ('Eastern Europe') 410 %35 229 %20 447 %39 72 %6 1.158 %100

Group B ('Western Europe') 1.049 %39 629 %23 817 %30 207 %8 2.702 %100

Group C ('Northern Europe') 617 %42 283 %19 458 %31 112 %8 1.470 %100

TOTAL 2.076 %39 1.141 %21 1.722 %32 391 %7 5.330



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Would you say that you, or the person you care for, l�ve �n a: / Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,4 ; Ch�2= 3,7 ; dof= 4.

WOULD YOU SAY THAT YOU, OR
THE PERSON YOU CARE FOR,

LIVE IN A:

GENETIC TEST(S) LOOKING FOR GENETIC CHANGES (ALSO CALLED MUTATIONS OR VARIANTS)

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

Rural area or v�llage 1.245 %52 968 %40 203 %8 2.416 %100

Small or m�d s�ze town 2.065 %53 1.546 %40 290 %7 3.901 %100

Large town 1.468 %53 1.094 %40 198 %7 2.760 %100

TOTAL 4.778 %53 3.608 %40 691 %8 9.077

Cross: Would you say that you, or the person you care for, l�ve �n a: / Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,3 ; Ch�2= 4,7 ; dof= 4.

WOULD YOU SAY THAT YOU, OR
THE PERSON YOU CARE FOR,

LIVE IN A:

OTHER TEST(S) SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

Rural area or v�llage 2.212 %92 147 %6 57 %2 2.416 %100

Small or m�d s�ze town 3.520 %90 273 %7 108 %3 3.901 %100

Large town 2.515 %91 185 %7 60 %2 2.760 %100

TOTAL 8.247 %91 605 %7 225 %2 9.077



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Would you say that you, or the person you care for, l�ve �n a: / …you could not afford �t?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 18,7 ; dof= 4.

WOULD YOU SAY THAT YOU, OR
THE PERSON YOU CARE FOR,

LIVE IN A:

…YOU COULD NOT AFFORD IT?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Rural area or v�llage 201 %8 1.646 %68 569 %24 2.416 %100

Small or m�d s�ze town 400 %10 2.665 %68 836 %21 3.901 %100

Large town 323 %12 1.847 %67 590 %21 2.760 %100

TOTAL 924 %10 6.158 %68 1.995 %22 9.077

Cross: Would you say that you, or the person you care for, l�ve �n a: / …�t was not ava�lable �n your country?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 28,6 ; dof= 4.

WOULD YOU SAY THAT YOU, OR
THE PERSON YOU CARE FOR,

LIVE IN A:

…IT WAS NOT AVAILABLE IN YOUR COUNTRY?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Rural area or v�llage 230 %10 1.578 %65 608 %25 2.416 %100

Small or m�d s�ze town 401 %10 2.584 %66 916 %23 3.901 %100

Large town 376 %14 1.736 %63 648 %23 2.760 %100

TOTAL 1.007 %11 5.898 %65 2.172 %24 9.077

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Would you say that you, or the person you care for, l�ve �n a: / …healthcare profess�onals were reluctant or not suff�c�ently �nformed?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 8,5 ; dof= 4.

WOULD YOU SAY THAT YOU, OR
THE PERSON YOU CARE FOR,

LIVE IN A:

…HEALTHCARE PROFESSIONALS WERE RELUCTANT OR NOT SUFFICIENTLY INFORMED?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Rural area or v�llage 589 %24 1.301 %54 526 %22 2.416 %100

Small or m�d s�ze town 1.052 %27 2.053 %53 796 %20 3.901 %100

Large town 765 %28 1.428 %52 567 %21 2.760 %100

TOTAL 2.406 %27 4.782 %53 1.889 %21 9.077

Cross: Would you say that you, or the person you care for, l�ve �n a: / To your knowledge, the genet�c test(s) that were conducted targeted…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 19,4 ; dof= 12.

WOULD YOU SAY THAT YOU, OR
THE PERSON YOU CARE FOR,

LIVE IN A:

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT WERE CONDUCTED TARGETED…

ONLY ONE GENE

SEVERAL GENES AT
THE SAME TIME
(GENE PANEL
SEQUENCING)

THE WHOLE DNA
(WHOLE GENOME

SEQUENCING)

ALL THE GENES
(WHOLE EXOME
SEQUENCING)

A TUMOUR (GENETIC
PROFILING OF A

TUMOUR)
OTHER (EPIGENOME,

RNA, ETC.) DON’T KNOW TOTAL

N % N % N % N % N % N % N % N %

Rural area or v�llage 329 %26 366 %29 200 %16 133 %11 34 %3 24 %2 368 %30 1.245

Small or m�d s�ze town 565 %27 678 %33 341 %17 193 %9 47 %2 40 %2 538 %26 2.065

Large town 390 %27 485 %33 216 %15 177 %12 42 %3 37 %3 376 %26 1.468

TOTAL 1.284 %27 1.529 %32 757 %16 503 %11 123 %3 101 %2 1.282 %27 4.778

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Would you say that you, or the person you care for, l�ve �n a: / D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 55,9 ; dof= 4.

WOULD YOU SAY THAT YOU, OR
THE PERSON YOU CARE FOR,

LIVE IN A:

DID YOU EVER REQUEST A PRIVATE COMPANY OR LABORATORY TO CONDUCT GENETIC TESTING TO DIAGNOSE THE DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO, NEVER TOTAL

N % N % N % N %

Rural area or v�llage 108 %9 38 %3 1.099 %88 1.245 %100

Small or m�d s�ze town 195 %9 83 %4 1.787 %87 2.065 %100

Large town 196 %13 108 %7 1.164 %79 1.468 %100

TOTAL 499 %10 229 %5 4.050 %85 4.778

Cross: Would you say that you, or the person you care for, l�ve �n a: / In general, how sat�sf�ed are you w�th how the results of the GENETIC TESTS were g�ven to you?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 16,1 ; dof= 10.

WOULD YOU SAY THAT YOU, OR
THE PERSON YOU CARE FOR,

LIVE IN A:

IN GENERAL, HOW SATISFIED ARE YOU WITH HOW THE RESULTS OF THE GENETIC TESTS WERE GIVEN TO YOU?

VERY DISSATISFIED DISSATISFIED
NEITHER SATISFIED
NOR DISSATISFIED SATISFIED VERY SATISFIED DON'T KNOW TOTAL

N % N % N % N % N % N % N %

Rural area or v�llage 126 %10 137 %11 269 %22 440 %35 211 %17 62 %5 1.245 %100

Small or m�d s�ze town 230 %11 239 %12 406 %20 747 %36 329 %16 114 %6 2.065 %100

Large town 146 %10 183 %12 328 %22 469 %32 275 %19 67 %5 1.468 %100

TOTAL 502 %11 559 %12 1.003 %21 1.656 %35 815 %17 243 %5 4.778



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Would you say that you, or the person you care for, l�ve �n a: / After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven �nformat�on about how your genet�c cond�t�on m�ght
affect you and your fam�ly)?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 13,1 ; dof= 6.

WOULD YOU SAY THAT YOU, OR
THE PERSON YOU CARE FOR,

LIVE IN A:

AFTER THE TESTS WERE PERFORMED, WERE YOU OFFERED GENETIC COUNSELLING (E.G. GIVEN INFORMATION ABOUT HOW YOUR GENETIC CONDITION MIGHT AFFECT YOU AND YOUR
FAMILY)?

YES, WITH A GENETIC
COUNSELLOR OR CLINICAL

GENETICIST
YES, BY A HEALTHCARE

PROFESSIONAL
NO, I WASN’T OFFERED GENETIC

COUNSELLING NOT SURE / DON’T REMEMBER TOTAL

N % N % N % N % N %

Rural area or v�llage 466 %37 280 %22 401 %32 98 %8 1.245 %100

Small or m�d s�ze town 839 %41 458 %22 619 %30 149 %7 2.065 %100

Large town 557 %38 295 %20 516 %35 100 %7 1.468 %100

TOTAL 1.862 %39 1.033 %22 1.536 %32 347 %7 4.778



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / To your knowledge, the genet�c test(s) that were conducted targeted…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 9.611,8 ; dof= 7.314.

ORPHACODE ASSOCIATED
NOMENCLATURE (ENGLISH)

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT WERE CONDUCTED TARGETED…

ONLY ONE GENE

SEVERAL GENES AT
THE SAME TIME
(GENE PANEL
SEQUENCING)

THE WHOLE DNA
(WHOLE GENOME

SEQUENCING)

ALL THE GENES
(WHOLE EXOME
SEQUENCING)

A TUMOUR
(GENETIC

PROFILING OF A
TUMOUR)

OTHER
(EPIGENOME, RNA,

ETC.) DON’T KNOW TOTAL

N % N % N % N % N % N % N % N %

Hered�tary hemorrhag�c telang�ectas�a 115 %31 131 %36 45 %12 7 %2 2 %1 1 %0 92 %25 369

Hypermob�le Ehlers-Danlos syndrome 15 %16 51 %54 8 %8 9 %9 0 %0 3 %3 22 %23 95

Sarco�dos�s 2 %20 2 %20 0 %0 1 %10 0 %0 0 %0 5 %50 10

Class�cal Ehlers-Danlos syndrome 6 %9 36 %56 7 %11 3 %5 1 %2 2 %3 16 %25 64

W�ll�ams syndrome 49 %37 39 %30 17 %13 5 %4 1 %1 0 %0 30 %23 131

Cyst�c f�bros�s 47 %39 42 %35 13 %11 6 %5 0 %0 0 %0 22 %18 121

Myasthen�a grav�s 1 %6 8 %47 2 %12 0 %0 2 %12 3 %18 5 %29 17

System�c scleros�s 0 %0 0 %0 1 %25 0 %0 0 %0 0 %0 3 %75 4

Tuberous scleros�s complex 17 %19 33 %37 12 %13 3 %3 1 %1 4 %4 26 %29 89

Neurof�bromatos�s type 1 20 %32 14 %22 12 %19 1 %2 6 %10 2 %3 20 %32 63

Interst�t�al cyst�t�s 0 %0 0 %0 1 %25 0 %0 1 %25 1 %25 2 %50 4

Add�son d�sease 2 %25 2 %25 0 %0 0 %0 0 %0 0 %0 4 %50 8

22q11.2 delet�on syndrome 20 %32 15 %24 10 %16 6 %10 0 %0 1 %2 16 %25 63

Chron�c �nflammatory demyel�nat�ng

polyneuropathy
4 %25 3 %19 1 %6 0 %0 0 %0 1 %6 8 %50 16

Per�neural cyst 1 %17 4 %67 2 %33 0 %0 1 %17 0 %0 2 %33 6

Acute �nflammatory demyel�nat�ng

polyrad�culoneuropathy
0 %0 0 %0 0 %0 0 %0 0 %0 0 %0 3 %100 3

Rett syndrome 27 %48 19 %34 10 %18 10 %18 0 %0 0 %0 11 %20 56

Marfan syndrome 13 %31 13 %31 3 %7 1 %2 0 %0 0 %0 14 %33 42



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the person you care for: / To your knowledge, the genet�c test(s) that were conducted targeted…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 120,1 ; dof= 24.

PLEASE SELECT THE SENTENCE THAT
BEST DESCRIBES YOUR SITUATION OR
THE SITUATION OF THE PERSON YOU

CARE FOR:

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT WERE CONDUCTED TARGETED…

ONLY ONE GENE

SEVERAL GENES AT
THE SAME TIME
(GENE PANEL
SEQUENCING)

THE WHOLE DNA
(WHOLE GENOME

SEQUENCING)

ALL THE GENES
(WHOLE EXOME
SEQUENCING)

A TUMOUR
(GENETIC

PROFILING OF A
TUMOUR)

OTHER
(EPIGENOME, RNA,

ETC.) DON’T KNOW TOTAL

N % N % N % N % N % N % N % N %

I know the NAME of the rare d�sease,

syndrome or malformat�on and �t has been

CONFIRMED by appropr�ate genet�c, cl�n�cal,

med�cal �mag�ng, molecular or b�ochem�cal

tests (e.g b�opsy, blood or ur�ne test)

1.346 %27 1.510 %31 765 %16 458 %9 121 %2 97 %2 1.345 %27 4.901

I know the NAME of the rare d�sease,

syndrome or malformat�on but �t has NOT yet

been conf�rmed by appropr�ate genet�c,

cl�n�cal, med�cal �mag�ng, molecular or

b�ochem�cal tests

49 %21 93 %39 31 %13 30 %13 5 %2 10 %4 75 %31 239

I only have PARTIAL �nformat�on on the name

of the rare d�sease or the gene �nvolved or the

type of d�sease

30 %18 53 %32 36 %22 31 %19 6 %4 4 %2 48 %29 164

I know that the d�sease �s rare but the name or

the cause have NOT BEEN IDENTIFIED
33 %18 73 %40 47 %26 46 %25 3 %2 5 %3 41 %23 181

Other, spec�fy... 2 %40 2 %40 1 %20 2 %40 0 %0 1 %20 2 %40 5

TOTAL 1.460 %27 1.731 %32 880 %16 567 %10 135 %2 117 %2 1.511 %28 5.490



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Po�nt prevalence of the rare d�sease / Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 75,9 ; dof= 6.

POINT PREVALENCE OF THE RARE
DISEASE

GENETIC TEST(S) LOOKING FOR GENETIC CHANGES (ALSO CALLED MUTATIONS OR VARIANTS)

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

1-5 / 10 000 1.195 %50 1.026 %43 186 %8 2.407 %100

1-9 / 100 000 1.111 %56 751 %38 137 %7 1.999 %100

1-9 / 1 000 000 300 %65 132 %29 27 %6 459 %100

<1 / 1 000 000 547 %64 258 %30 51 %6 856 %100

TOTAL 3.153 %55 2.167 %38 401 %7 5.721

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or
var�ants)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 195,7 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

GENETIC TEST(S) LOOKING FOR GENETIC CHANGES (ALSO CALLED MUTATIONS OR VARIANTS)

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

Yes 3.458 %58 2.038 %34 502 %8 5.998 %100

No 1.998 %45 2.097 %47 320 %7 4.415 %100

TOTAL 5.456 %52 4.135 %40 822 %8 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / Other test(s) such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI,
scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 36,2 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

OTHER TEST(S) SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC

YES NO DON'T KNOW/DON'T REMEMBER TOTAL

N % N % N % N %

Yes 5.513 %92 348 %6 137 %2 5.998 %100

No 3.906 %88 381 %9 128 %3 4.415 %100

TOTAL 9.419 %90 729 %7 265 %3 10.413

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / …you could not afford �t?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 100,9 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

…YOU COULD NOT AFFORD IT?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Yes 507 %8 4.292 %72 1.199 %20 5.998 %100

No 587 %13 2.780 %63 1.048 %24 4.415 %100

TOTAL 1.094 %11 7.072 %68 2.247 %22 10.413

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / …�t was not ava�lable �n your country?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 37,7 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

…IT WAS NOT AVAILABLE IN YOUR COUNTRY?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Yes 607 %10 4.045 %67 1.346 %22 5.998 %100

No 578 %13 2.738 %62 1.099 %25 4.415 %100

TOTAL 1.185 %11 6.783 %65 2.445 %23 10.413

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / …healthcare profess�onals were reluctant or not suff�c�ently �nformed?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 137,2 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

…HEALTHCARE PROFESSIONALS WERE RELUCTANT OR NOT SUFFICIENTLY INFORMED?

YES NO NOT RELEVANT TOTAL

N % N % N % N %

Yes 1.372 %23 3.451 %58 1.175 %20 5.998 %100

No 1.408 %32 2.064 %47 943 %21 4.415 %100

TOTAL 2.780 %27 5.515 %53 2.118 %20 10.413

Have you ever needed a genetic test but could not access it because…

Have you ever needed a genetic test but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / To your knowledge, the genet�c test(s) that were conducted targeted…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 9,5 ; dof= 6.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT WERE CONDUCTED TARGETED…

ONLY ONE GENE

SEVERAL GENES
AT THE SAME TIME

(GENE PANEL
SEQUENCING)

THE WHOLE DNA
(WHOLE GENOME

SEQUENCING)

ALL THE GENES
(WHOLE EXOME
SEQUENCING)

A TUMOUR
(GENETIC

PROFILING OF A
TUMOUR)

OTHER
(EPIGENOME, RNA,

ETC.) DON’T KNOW TOTAL

N % N % N % N % N % N % N % N %

Yes 945 %27 1.079 %31 562 %16 330 %10 84 %2 70 %2 960 %28 3.458

No 498 %25 648 %32 315 %16 231 %12 51 %3 47 %2 540 %27 1.998

TOTAL 1.443 %26 1.727 %32 877 %16 561 %10 135 %2 117 %2 1.500 %27 5.456

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / D�d you ever request a pr�vate company or laboratory to conduct genet�c
test�ng to d�agnose the d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 27,6 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

DID YOU EVER REQUEST A PRIVATE COMPANY OR LABORATORY TO CONDUCT GENETIC TESTING TO DIAGNOSE THE DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO, NEVER TOTAL

N % N % N % N %

Yes 325 %9 143 %4 2.990 %86 3.458 %100

No 258 %13 119 %6 1.621 %81 1.998 %100

TOTAL 583 %11 262 %5 4.611 %85 5.456



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / In general, how sat�sf�ed are you w�th how the results of the GENETIC
TESTS were g�ven to you?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 43,4 ; dof= 5.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

IN GENERAL, HOW SATISFIED ARE YOU WITH HOW THE RESULTS OF THE GENETIC TESTS WERE GIVEN TO YOU?

VERY DISSATISFIED DISSATISFIED
NEITHER SATISFIED
NOR DISSATISFIED SATISFIED VERY SATISFIED DON'T KNOW TOTAL

N % N % N % N % N % N % N %

Yes 351 %10 353 %10 690 %20 1.232 %36 656 %19 176 %5 3.458 %100

No 216 %11 269 %13 459 %23 685 %34 264 %13 105 %5 1.998 %100

TOTAL 567 %10 622 %11 1.149 %21 1.917 %35 920 %17 281 %5 5.456

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / After the tests were performed, were you offered genet�c counsell�ng (e.g.
g�ven �nformat�on about how your genet�c cond�t�on m�ght affect you and your fam�ly)?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 82,4 ; dof= 3.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

AFTER THE TESTS WERE PERFORMED, WERE YOU OFFERED GENETIC COUNSELLING (E.G. GIVEN INFORMATION ABOUT HOW YOUR GENETIC CONDITION MIGHT AFFECT YOU AND
YOUR FAMILY)?

YES, WITH A GENETIC
COUNSELLOR OR CLINICAL

GENETICIST
YES, BY A HEALTHCARE

PROFESSIONAL
NO, I WASN’T OFFERED GENETIC

COUNSELLING NOT SURE / DON’T REMEMBER TOTAL

N % N % N % N % N %

Yes 1.398 %40 827 %24 972 %28 261 %8 3.458 %100

No 733 %37 340 %17 785 %39 140 %7 1.998 %100

TOTAL 2.131 %39 1.167 %21 1.757 %32 401 %7 5.456



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …you could not afford �t? / D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 263,5 ; dof= 4.

…YOU COULD NOT AFFORD IT?

DID YOU EVER REQUEST A PRIVATE COMPANY OR LABORATORY TO CONDUCT GENETIC TESTING TO DIAGNOSE THE DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO, NEVER TOTAL

N % N % N % N %

Yes 136 %24 83 %15 353 %62 572 %100

No 398 %9 164 %4 3.750 %87 4.312 %100

Not relevant 56 %9 19 %3 531 %88 606 %100

TOTAL 590 %11 266 %5 4.634 %84 5.490

Cross: …�t was not ava�lable �n your country? / D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 288,4 ; dof= 4.

…IT WAS NOT AVAILABLE IN YOUR
COUNTRY?

DID YOU EVER REQUEST A PRIVATE COMPANY OR LABORATORY TO CONDUCT GENETIC TESTING TO DIAGNOSE THE DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO, NEVER TOTAL

N % N % N % N %

Yes 174 %24 95 %13 470 %64 739 %100

No 370 %9 153 %4 3.632 %87 4.155 %100

Not relevant 46 %8 18 %3 532 %89 596 %100

TOTAL 590 %11 266 %5 4.634 %84 5.490

Have you ever needed a genetic test
but could not access it because…

Have you ever needed a genetic test
but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …healthcare profess�onals were reluctant or not suff�c�ently �nformed? / D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 229,0 ; dof= 4.

…HEALTHCARE PROFESSIONALS WERE
RELUCTANT OR NOT SUFFICIENTLY

INFORMED?

DID YOU EVER REQUEST A PRIVATE COMPANY OR LABORATORY TO CONDUCT GENETIC TESTING TO DIAGNOSE THE DISEASE?

YES, ONE TIME YES, SEVERAL TIMES NO, NEVER TOTAL

N % N % N % N %

Yes 264 %17 150 %10 1.106 %73 1.520 %100

No 287 %8 101 %3 3.104 %89 3.492 %100

Not relevant 39 %8 15 %3 424 %89 478 %100

TOTAL 590 %11 266 %5 4.634 %84 5.490

Cross: To your knowledge, the genet�c test(s) that were conducted targeted… / After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven �nformat�on about how your genet�c
cond�t�on m�ght affect you and your fam�ly)?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 288,0 ; dof= 18.

TO YOUR KNOWLEDGE, THE GENETIC TEST(S) THAT
WERE CONDUCTED TARGETED…

AFTER THE TESTS WERE PERFORMED, WERE YOU OFFERED GENETIC COUNSELLING (E.G. GIVEN INFORMATION ABOUT HOW YOUR GENETIC CONDITION MIGHT
AFFECT YOU AND YOUR FAMILY)?

YES, WITH A GENETIC
COUNSELLOR OR CLINICAL

GENETICIST
YES, BY A HEALTHCARE

PROFESSIONAL
NO, I WASN’T OFFERED
GENETIC COUNSELLING NOT SURE / DON’T REMEMBER TOTAL

N % N % N % N % N %

Only one gene 590 %40 324 %22 471 %32 75 %5 1.460 %100

Several genes at the same t�me (gene panel sequenc�ng) 775 %45 359 %21 514 %30 83 %5 1.731 %100

The whole DNA (Whole Genome Sequenc�ng) 440 %50 173 %20 214 %24 53 %6 880 %100

All the genes (Whole Exome Sequenc�ng) 283 %50 99 %17 163 %29 22 %4 567 %100

A tumour (genet�c prof�l�ng of a tumour) 38 %28 25 %19 60 %44 12 %9 135 %100

Other (ep�genome, RNA, etc.) 37 %32 26 %22 42 %36 12 %10 117 %100

Don’t know 394 %26 352 %23 568 %38 197 %13 1.511 %100

TOTAL 2.137 %39 1.179 %21 1.770 %32 404 %7 5.490

Have you ever needed a genetic test
but could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease? / In general, how sat�sf�ed are you w�th how the results of the GENETIC TESTS were g�ven
to you?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 45,0 ; dof= 10.

DID YOU EVER REQUEST A PRIVATE COMPANY OR
LABORATORY TO CONDUCT GENETIC TESTING TO

DIAGNOSE THE DISEASE?

IN GENERAL, HOW SATISFIED ARE YOU WITH HOW THE RESULTS OF THE GENETIC TESTS WERE GIVEN TO YOU?

VERY DISSATISFIED DISSATISFIED
NEITHER SATISFIED
NOR DISSATISFIED SATISFIED VERY SATISFIED DON'T KNOW TOTAL

N % N % N % N % N % N % N %

YES, one t�me 63 %11 80 %14 149 %25 193 %33 85 %14 20 %3 590 %100

YES, several t�mes 44 %17 40 %15 68 %26 74 %28 32 %12 8 %3 266 %100

NO, never 465 %10 503 %11 942 %20 1.663 %36 806 %17 255 %6 4.634 %100

TOTAL 572 %10 623 %11 1.159 %21 1.930 %35 923 %17 283 %5 5.490

Cross: D�d you ever request a pr�vate company or laboratory to conduct genet�c test�ng to d�agnose the d�sease? / After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven
�nformat�on about how your genet�c cond�t�on m�ght affect you and your fam�ly)?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 32,0 ; dof= 6.

DID YOU EVER REQUEST A PRIVATE COMPANY OR
LABORATORY TO CONDUCT GENETIC TESTING TO

DIAGNOSE THE DISEASE?

AFTER THE TESTS WERE PERFORMED, WERE YOU OFFERED GENETIC COUNSELLING (E.G. GIVEN INFORMATION ABOUT HOW YOUR GENETIC CONDITION MIGHT
AFFECT YOU AND YOUR FAMILY)?

YES, WITH A GENETIC
COUNSELLOR OR CLINICAL

GENETICIST
YES, BY A HEALTHCARE

PROFESSIONAL
NO, I WASN’T OFFERED
GENETIC COUNSELLING NOT SURE / DON’T REMEMBER TOTAL

N % N % N % N % N %

YES, one t�me 211 %36 125 %21 224 %38 30 %5 590 %100

YES, several t�mes 85 %32 55 %21 114 %43 12 %5 266 %100

NO, never 1.841 %40 999 %22 1.432 %31 362 %8 4.634 %100

TOTAL 2.137 %39 1.179 %21 1.770 %32 404 %7 5.490



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Chapter 12.
Cross-border healthcare



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

D�d you access any of the follow�ng serv�ces �n another country?

 YES NO DON'T KNOW TOTAL

Genet�c tests 831 4.515 143 5.489

Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or

ur�ne tests…), etc.
1.403 7.908 170 9.481

Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually) 2.083 8.194 209 10.486

TOTAL 4.317 20.617 522 25.456

D�d you access any of the follow�ng serv�ces �n another country?

%15

%15

%20

%82

%83

%78

%3

%2

%2

Yes No Don't know

Genet�c tests

Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI,
 scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc.

Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease
 (�n person or v�rtually)



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; F�sher= 3,5.
Inter var�ance= 161,7. Intra var�ance= 46,8.

Genet�c tests

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE DISEASE),

IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 0,0 624 3,1 548 3,5 344 3,8 612 5,0 543

No 0,8 3.307 3,9 3.019 4,4 2.049 3,8 3.388 5,7 2.952

Don't know 1,2 91 3,5 87 3,7 57 2,6 95 4,6 69



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,3 ; F�sher= 1,2.
Inter var�ance= 52,0. Intra var�ance= 43,6.

Other d�agnost�c tests such as cl�n�cal
exam�nat�on(s), med�cal �mag�ng (MRI,
scans…), b�opsy, b�ochem�cal test(s)

(blood or ur�ne tests…), etc.

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 0,2 1.067 3,8 992 3,6 513 4,3 1.028 5,4 861

No 0,5 6.037 3,5 5.700 3,9 3.449 3,5 6.062 4,6 5.105

Don't know 0,6 101 2,6 103 2,8 65 1,5 106 2,5 88



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; F�sher= 6,1.
Inter var�ance= 279,8. Intra var�ance= 45,9.

Add�t�onal adv�ce from a healthcare
profess�onal spec�al�sed �n the rare

d�sease (�n person or v�rtually)

TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC

TREATMENT, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND FIRST REFERRAL TO A

CENTRE OF EXPERTISE, IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST

HEARING THE NAME OF THE
DISEASE), IN YEARS

TIME BETWEEN FIRST SYMPTOMS
AND CONFIRMED DIAGNOSIS, IN

YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

Yes 0,1 1.591 3,3 1.484 3,7 787 4,0 1.558 4,9 1.291

No 0,6 6.113 3,6 5.723 3,9 3.475 3,5 6.165 4,7 5.119

Don't know 2,1 116 3,4 115 3,2 73 3,4 120 3,5 97



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 52,1 ; dof= 4.

GENDER OF
THE PERSON
AFFECTED BY

THE RARE
DISEASE

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

Female 396 %13 2.628 %84 88 %3 3.112 %100

Male 320 %18 1.450 %81 31 %2 1.801 %100

Other 20 %32 37 %60 5 %8 62 %100

TOTAL 736 %15 4.115 %83 124 %2 4.975

Cross: Gender of the person affected by the rare d�sease / Other d�agnost�c tests such as cl�n�cal
exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…),

etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 14,2 ; dof= 4.

GENDER OF
THE PERSON
AFFECTED BY

THE RARE
DISEASE

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI,
SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

Female 853 %14 5.131 %84 111 %2 6.095 %100

Male 394 %16 2.074 %83 37 %1 2.505 %100

Other 20 %22 65 %73 4 %4 89 %100

TOTAL 1.267 %15 7.270 %84 152 %2 8.689

Cross: Gender of the person affected by the rare d�sease / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or
v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 39,9 ; dof= 4.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

Female 1.228 %18 5.298 %80 133 %2 6.659 %100

Male 643 %23 2.130 %76 37 %1 2.810 %100

Other 25 %25 70 %69 6 %6 101 %100

TOTAL 1.896 %20 7.498 %78 176 %2 9.570



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / Other d�agnost�c tests such as
cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne

tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 22,2 ; dof= 6.

HOW OLD WERE
YOU WHEN YOU
STOPPED FULL-

TIME EDUCATION?

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING
(MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

15 y.o. or under 65 %16 328 %81 13 %3 406 %100

between 16 and 19 y.o. 269 %12 1.931 %86 40 %2 2.240 %100

between 20 and 23 y.o. 415 %15 2.291 %83 43 %2 2.749 %100

24 y.o. or above 451 %16 2.358 %83 48 %2 2.857 %100

TOTAL 1.200 %15 6.908 %84 144 %2 8.252

Cross: How old were you when you stopped full-t�me educat�on? / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 18,4 ; dof= 6.

HOW OLD WERE YOU
WHEN YOU STOPPED

FULL-TIME
EDUCATION?

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

15 y.o. or under 52 %20 197 %76 10 %4 259 %100

between 16 and 19 y.o. 161 %13 1.021 %84 35 %3 1.217 %100

between 20 and 23 y.o. 218 %14 1.332 %84 34 %2 1.584 %100

24 y.o. or above 286 %17 1.396 %81 37 %2 1.719 %100

TOTAL 717 %15 3.946 %83 116 %2 4.779

Cross: How old were you when you stopped full-t�me educat�on? / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 22,4 ; dof= 6.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

15 y.o. or under 103 %23 338 %74 14 %3 455 %100

between 16 and 19 y.o. 430 %17 1.979 %80 55 %2 2.464 %100

between 20 and 23 y.o. 601 %20 2.376 %79 45 %1 3.022 %100

24 y.o. or above 659 %21 2.436 %77 50 %2 3.145 %100

TOTAL 1.793 %20 7.129 %78 164 %2 9.086



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / Other d�agnost�c tests such as cl�n�cal
exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne

tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 83,6 ; dof= 4.

HOW WOULD YOU BEST
DESCRIBE YOURSELF?

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IM
(MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…

YES NO DON'T KNOW TOTA

N % N % N % N

I belong to the ethn�c major�ty

�n the country where I l�ve
909 %14 5.471 %84 102 %2 6.482

I am part of an ethn�c m�nor�ty

�n the country where I l�ve
120 %29 295 %71 2 %0 417

Other, spec�fy... 56 %19 231 %77 12 %4 299

TOTAL 1.085 %15 5.997 %83 116 %2 7.198

Cross: How would you best descr�be yourself? / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 19,9 ; dof= 4.

HOW WOULD YOU
BEST DESCRIBE

YOURSELF?

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

I belong to the ethn�c

major�ty �n the country

where I l�ve

561 %15 3.055 %83 84 %2 3.700 %100

I am part of an ethn�c

m�nor�ty �n the country

where I l�ve

65 %24 201 %75 3 %1 269 %100

Other, spec�fy... 36 %21 129 %76 4 %2 169 %100

TOTAL 662 %16 3.385 %82 91 %2 4.138

Cross: How would you best descr�be yourself? / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 40,3 ; dof= 4.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 1.417 %20 5.598 %79 110 %2 7.125 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 132 %28 323 %69 10 %2 465 %100

Other, spec�fy... 69 %20 252 %75 16 %5 337 %100

TOTAL 1.618 %20 6.173 %78 136 %2 7.927



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / Other d�agnost�c tests such as cl�n�cal
exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…),

etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 203,6 ; dof= 4.

TYPOLOGY OF
COUNTRIES

BASED ON SIZE
AND WELFARE

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING
(MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

Group A ('Eastern

Europe')
387 %24 1.184 %73 60 %4 1.631 %100

Group B ('Western

Europe')
516 %11 4.042 %88 56 %1 4.614 %100

Group C ('Northern

Europe')
453 %15 2.449 %83 49 %2 2.951 %100

TOTAL 1.356 %15 7.675 %83 165 %2 9.196

Cross: Typology of countr�es based on s�ze and welfare / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 296,0 ; dof= 4.

TYPOLOGY OF
COUNTRIES BASED

ON SIZE AND
WELFARE

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

Group A ('Eastern

Europe')
341 %29 776 %67 41 %4 1.158 %100

Group B ('Western

Europe')
234 %9 2.419 %90 49 %2 2.702 %100

Group C ('Northern

Europe')
230 %16 1.190 %81 49 %3 1.469 %100

TOTAL 805 %15 4.385 %82 139 %3 5.329

Cross: Typology of countr�es based on s�ze and welfare / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 262,4 ; dof= 4.

TYPOLOGY OF COUNTRIES
BASED ON SIZE AND

WELFARE

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

Group A ('Eastern Europe') 576 %32 1.150 %64 68 %4 1.794 %100

Group B ('Western Europe') 848 %17 4.190 %82 67 %1 5.105 %100

Group C ('Northern Europe') 606 %19 2.602 %79 65 %2 3.273 %100

TOTAL 2.030 %20 7.942 %78 200 %2 10.172



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,4 ; Ch�2= 2.456,3 ; dof= 2.438.

ORPHACODE ASSOCIATED
NOMENCLATURE (ENGLISH)

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

Hered�tary hemorrhag�c telang�ectas�a 22 %6 339 %92 8 %2 369 %100

Hypermob�le Ehlers-Danlos syndrome 6 %6 88 %93 1 %1 95 %100

Sarco�dos�s 1 %10 8 %80 1 %10 10 %100

Class�cal Ehlers-Danlos syndrome 4 %6 58 %91 2 %3 64 %100

W�ll�ams syndrome 6 %5 121 %92 4 %3 131 %100

Cyst�c f�bros�s 14 %12 101 %83 6 %5 121 %100

Myasthen�a grav�s 3 %18 14 %82 0 %0 17 %100

System�c scleros�s 0 %0 4 %100 0 %0 4 %100

Tuberous scleros�s complex 16 %18 73 %82 0 %0 89 %100

Neurof�bromatos�s type 1 6 %10 54 %86 3 %5 63 %100

Interst�t�al cyst�t�s 0 %0 4 %100 0 %0 4 %100

Add�son d�sease 3 %38 5 %63 0 %0 8 %100

22q11.2 delet�on syndrome 4 %6 55 %87 4 %6 63 %100

Chron�c �nflammatory demyel�nat�ng

polyneuropathy
3 %19 13 %81 0 %0 16 %100

Per�neural cyst 0 %0 6 %100 0 %0 6 %100

Acute �nflammatory demyel�nat�ng

polyrad�culoneuropathy
0 %0 2 %67 1 %33 3 %100

Rett syndrome 8 %14 46 %82 2 %4 56 %100

Marfan syndrome 5 %12 37 %88 0 %0 42 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 3.368,8 ; dof= 3.164.

ORPHACODE ASSOCIATED
NOMENCLATURE (ENGLISH)

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

Hered�tary hemorrhag�c telang�ectas�a 32 %8 368 %90 8 %2 408 %100

Hypermob�le Ehlers-Danlos syndrome 46 %16 235 %83 2 %1 283 %100

Sarco�dos�s 14 %8 154 %91 1 %1 169 %100

Class�cal Ehlers-Danlos syndrome 14 %11 110 %89 0 %0 124 %100

W�ll�ams syndrome 5 %6 72 %90 3 %4 80 %100

Cyst�c f�bros�s 19 %17 89 %77 7 %6 115 %100

Myasthen�a grav�s 33 %28 83 %70 2 %2 118 %100

System�c scleros�s 6 %6 100 %94 0 %0 106 %100

Tuberous scleros�s complex 5 %5 91 %95 0 %0 96 %100

Neurof�bromatos�s type 1 14 %16 70 %81 2 %2 86 %100

Interst�t�al cyst�t�s 7 %10 65 %90 0 %0 72 %100

Add�son d�sease 9 %13 60 %83 3 %4 72 %100

22q11.2 delet�on syndrome 4 %8 46 %88 2 %4 52 %100

Chron�c �nflammatory demyel�nat�ng

polyneuropathy
12 %19 52 %81 0 %0 64 %100

Per�neural cyst 12 %20 48 %79 1 %2 61 %100

Acute �nflammatory demyel�nat�ng

polyrad�culoneuropathy
5 %8 55 %90 1 %2 61 %100

Rett syndrome 6 %12 41 %84 2 %4 49 %100

Marfan syndrome 4 %9 39 %91 0 %0 43 %100

Frag�le X syndrome 1 %3 32 %97 0 %0 33 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 3.696,6 ; dof= 3.350.

ORPHACODE ASSOCIATED
NOMENCLATURE (ENGLISH)

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

Hered�tary hemorrhag�c telang�ectas�a 59 %13 389 %85 10 %2 458 %100

Hypermob�le Ehlers-Danlos syndrome 59 %19 255 %80 3 %1 317 %100

Sarco�dos�s 14 %8 155 %91 1 %1 170 %100

Class�cal Ehlers-Danlos syndrome 17 %12 119 %87 1 %1 137 %100

W�ll�ams syndrome 18 %13 116 %85 2 %1 136 %100

Cyst�c f�bros�s 26 %20 92 %72 10 %8 128 %100

Myasthen�a grav�s 26 %22 93 %78 1 %1 120 %100

System�c scleros�s 8 %7 99 %93 0 %0 107 %100

Tuberous scleros�s complex 23 %23 75 %77 0 %0 98 %100

Neurof�bromatos�s type 1 15 %16 75 %82 2 %2 92 %100

Interst�t�al cyst�t�s 13 %18 61 %82 0 %0 74 %100

Add�son d�sease 12 %16 57 %78 4 %5 73 %100

22q11.2 delet�on syndrome 11 %16 56 %82 1 %1 68 %100

Chron�c �nflammatory demyel�nat�ng

polyneuropathy
13 %20 51 %78 1 %2 65 %100

Per�neural cyst 22 %35 40 %63 1 %2 63 %100

Acute �nflammatory demyel�nat�ng

polyrad�culoneuropathy
7 %11 53 %85 2 %3 62 %100

Rett syndrome 10 %17 48 %80 2 %3 60 %100

Marfan syndrome 10 %19 41 %79 1 %2 52 %100

Frag�le X syndrome 6 %12 40 %82 3 %6 49 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphanet class�f�cat�on of rare d�seases (one d�sease can be class�f�ed �n several categor�es) / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 201,0 ; dof= 68.

ORPHANET CLASSIFICATION OF RARE
DISEASES (ONE DISEASE CAN BE

CLASSIFIED IN SEVERAL CATEGORIES)

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

Abdom�nal surg�cal d�seases 7 %7 93 %89 5 %5 105 %100

Allerg�c d�seases 0 %0 1 %100 0 %0 1 %100

Bone d�seases 78 %14 482 %84 16 %3 576 %100

Card�ac d�seases 46 %15 247 %83 5 %2 298 %100

Card�ac malformat�ons 19 %7 223 %88 12 %5 254 %100

C�rculatory system d�seases 82 %9 823 %89 20 %2 925 %100

Cl�n�cal s�gn 0 %0 0 %0 0 %0 0 %100

Developmental anomal�es dur�ng

embryogenes�s
272 %12 1.942 %86 49 %2 2.263 %100

D�seases due to tox�c effects 0 %0 2 %100 0 %0 2 %100

Endocr�ne d�seases 70 %14 409 %83 15 %3 494 %100

Gastroenterolog�cal d�seases 30 %13 187 %83 9 %4 226 %100

Genet�c d�seases 584 %15 3.190 %83 88 %2 3.862 %100

Gynecolog�c/obstetr�c d�seases 31 %18 139 %79 6 %3 176 %100

Hematolog�cal d�seases 32 %15 181 %84 3 %1 216 %100

Hepat�c d�seases 66 %10 585 %87 21 %3 672 %100

Immunolog�cal d�seases 42 %21 158 %77 4 %2 204 %100

Inborn errors of metabol�sm 139 %22 469 %75 18 %3 626 %100

Infect�ous d�seases 0 %0 1 %100 0 %0 1 %100

Infert�l�ty 41 %13 250 %82 13 %4 304 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphanet class�f�cat�on of rare d�seases (one d�sease can be class�f�ed �n several categor�es) / Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy,
b�ochem�cal test(s) (blood or ur�ne tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 122,9 ; dof= 68.

ORPHANET CLASSIFICATION OF RARE
DISEASES (ONE DISEASE CAN BE

CLASSIFIED IN SEVERAL CATEGORIES)

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

Abdom�nal surg�cal d�seases 26 %12 191 %87 3 %1 220 %100

Allerg�c d�seases 0 %0 3 %100 0 %0 3 %100

Bone d�seases 90 %13 579 %86 7 %1 676 %100

Card�ac d�seases 65 %10 549 %89 6 %1 620 %100

Card�ac malformat�ons 20 %10 178 %86 9 %4 207 %100

C�rculatory system d�seases 128 %11 1.038 %87 21 %2 1.187 %100

Cl�n�cal s�gn 0 %0 0 %0 0 %0 0 %100

Developmental anomal�es dur�ng

embryogenes�s
373 %13 2.488 %86 37 %1 2.898 %100

D�seases due to tox�c effects 0 %0 3 %100 0 %0 3 %100

Endocr�ne d�seases 115 %13 778 %86 14 %2 907 %100

Gastroenterolog�cal d�seases 37 %13 230 %83 11 %4 278 %100

Genet�c d�seases 684 %14 4.025 %84 81 %2 4.790 %100

Gynecolog�c/obstetr�c d�seases 39 %15 210 %83 3 %1 252 %100

Hematolog�cal d�seases 64 %16 319 %81 10 %3 393 %100

Hepat�c d�seases 95 %12 697 %86 19 %2 811 %100

Immunolog�cal d�seases 41 %16 207 %81 8 %3 256 %100

Inborn errors of metabol�sm 136 %19 563 %78 19 %3 718 %100

Infect�ous d�seases 3 %18 14 %82 0 %0 17 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphanet class�f�cat�on of rare d�seases (one d�sease can be class�f�ed �n several categor�es) / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 173,2 ; dof= 68.

ORPHANET CLASSIFICATION OF RARE
DISEASES (ONE DISEASE CAN BE

CLASSIFIED IN SEVERAL CATEGORIES)

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

Abdom�nal surg�cal d�seases 43 %18 193 %81 3 %1 239 %100

Allerg�c d�seases 1 %33 2 %67 0 %0 3 %100

Bone d�seases 179 %22 606 %76 14 %2 799 %100

Card�ac d�seases 111 %17 542 %82 7 %1 660 %100

Card�ac malformat�ons 48 %16 238 %81 9 %3 295 %100

C�rculatory system d�seases 226 %17 1.104 %82 21 %2 1.351 %100

Cl�n�cal s�gn 0 %0 0 %0 0 %0 0 %100

Developmental anomal�es dur�ng

embryogenes�s
664 %20 2.626 %78 57 %2 3.347 %100

D�seases due to tox�c effects 1 %33 2 %67 0 %0 3 %100

Endocr�ne d�seases 197 %20 775 %78 23 %2 995 %100

Gastroenterolog�cal d�seases 55 %18 234 %77 16 %5 305 %100

Genet�c d�seases 1.135 %21 4.205 %77 107 %2 5.447 %100

Gynecolog�c/obstetr�c d�seases 65 %23 212 %75 7 %2 284 %100

Hematolog�cal d�seases 85 %21 317 %77 10 %2 412 %100

Hepat�c d�seases 133 %15 730 %82 28 %3 891 %100

Immunolog�cal d�seases 58 %20 221 %77 7 %2 286 %100

Inborn errors of metabol�sm 188 %24 560 %72 26 %3 774 %100

Infect�ous d�seases 3 %18 14 %82 0 %0 17 %100

I f t�l�t 87 %21 305 %74 18 %4 410 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the person you care for: / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,2 ; Ch�2= 11,2 ; dof= 8.

PLEASE SELECT THE SENTENCE THAT BEST DESCRIBES YOUR SITUATION OR THE SITUATION
OF THE PERSON YOU CARE FOR:

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

I know the NAME of the rare d�sease, syndrome or malformat�on and �t has been CONFIRMED by

appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests (e.g b�opsy, blood or ur�ne test)
726 %15 4.053 %83 122 %2 4.901 %100

I know the NAME of the rare d�sease, syndrome or malformat�on but �t has NOT yet been conf�rmed by

appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests
37 %16 191 %80 10 %4 238 %100

I only have PARTIAL �nformat�on on the name of the rare d�sease or the gene �nvolved or the type of d�sease 29 %18 130 %79 5 %3 164 %100

I know that the d�sease �s rare but the name or the cause have NOT BEEN IDENTIFIED 37 %20 138 %76 6 %3 181 %100

Other, spec�fy... 2 %40 3 %60 0 %0 5 %100

TOTAL 831 %15 4.515 %82 143 %3 5.489



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the person you care for: / Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI,
scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 53,3 ; dof= 8.

PLEASE SELECT THE SENTENCE THAT BEST DESCRIBES YOUR SITUATION OR THE SITUATION
OF THE PERSON YOU CARE FOR:

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY,
BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

I know the NAME of the rare d�sease, syndrome or malformat�on and �t has been CONFIRMED by

appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests (e.g b�opsy, blood or ur�ne test)
1.183 %14 6.942 %84 146 %2 8.271 %100

I know the NAME of the rare d�sease, syndrome or malformat�on but �t has NOT yet been conf�rmed by

appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests
96 %16 502 %83 9 %1 607 %100

I only have PARTIAL �nformat�on on the name of the rare d�sease or the gene �nvolved or the type of d�sease 62 %23 206 %76 4 %1 272 %100

I know that the d�sease �s rare but the name or the cause have NOT BEEN IDENTIFIED 54 %17 250 %80 8 %3 312 %100

Other, spec�fy... 8 %42 8 %42 3 %16 19 %100

TOTAL 1.403 %15 7.908 %83 170 %2 9.481



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the person you care for: / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare
d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 40,7 ; dof= 8.

PLEASE SELECT THE SENTENCE THAT BEST DESCRIBES YOUR SITUATION OR THE SITUATION
OF THE PERSON YOU CARE FOR:

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON
OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

I know the NAME of the rare d�sease, syndrome or malformat�on and �t has been CONFIRMED by

appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests (e.g b�opsy, blood or ur�ne test)
1.795 %20 7.079 %78 174 %2 9.048 %100

I know the NAME of the rare d�sease, syndrome or malformat�on but �t has NOT yet been conf�rmed by

appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests
141 %19 609 %80 10 %1 760 %100

I only have PARTIAL �nformat�on on the name of the rare d�sease or the gene �nvolved or the type of d�sease 73 %24 221 %72 12 %4 306 %100

I know that the d�sease �s rare but the name or the cause have NOT BEEN IDENTIFIED 68 %20 271 %78 9 %3 348 %100

Other, spec�fy... 6 %25 14 %58 4 %17 24 %100

TOTAL 2.083 %20 8.194 %78 209 %2 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Po�nt prevalence of the rare d�sease / Other d�agnost�c tests such as cl�n�cal exam�nat�on(s),
med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 22,6 ; dof= 6.

POINT
PREVALENCE
OF THE RARE

DISEASE

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI,
SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

1-5 / 10 000 243 %11 1.925 %87 34 %2 2.202 %100

1-9 / 100 000 263 %14 1.532 %84 37 %2 1.832 %100

1-9 / 1 000 000 74 %18 343 %81 5 %1 422 %100

<1 / 1 000 000 114 %15 625 %83 13 %2 752 %100

TOTAL 694 %13 4.425 %85 89 %2 5.208

Cross: Po�nt prevalence of the rare d�sease / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 36,1 ; dof= 6.

POINT
PREVALENCE OF

THE RARE
DISEASE

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

1-5 / 10 000 123 %10 1.039 %87 33 %3 1.195 %100

1-9 / 100 000 160 %14 924 %83 26 %2 1.110 %100

1-9 / 1 000 000 65 %22 227 %76 8 %3 300 %100

<1 / 1 000 000 98 %18 439 %80 10 %2 547 %100

TOTAL 446 %14 2.629 %83 77 %2 3.152

Cross: Po�nt prevalence of the rare d�sease / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 34,5 ; dof= 6.

POINT PREVALENCE OF
THE RARE DISEASE

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

1-5 / 10 000 375 %16 1.989 %83 43 %2 2.407 %100

1-9 / 100 000 392 %20 1.565 %78 42 %2 1.999 %100

1-9 / 1 000 000 104 %23 342 %75 13 %3 459 %100

<1 / 1 000 000 196 %23 645 %75 15 %2 856 %100

TOTAL 1.067 %19 4.541 %79 113 %2 5.721



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / Other
d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal

test(s) (blood or ur�ne tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 14,5 ; dof= 4.

…BEHAVIOURAL
DISORDERS THAT

CAUSE PROBLEMS
IN SCHOOL, AT

HOME OR IN
SOCIAL SITUATIONS

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING
(MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 424 %16 2.122 %82 51 %2 2.597 %100

No 915 %14 5.480 %84 107 %2 6.502 %100

Don't know 64 %17 306 %80 12 %3 382 %100

TOTAL 1.403 %15 7.908 %83 170 %2 9.481

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons /
Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,2 ; Ch�2= 5,4 ; dof= 4.

…BEHAVIOURAL
DISORDERS THAT

CAUSE PROBLEMS
IN SCHOOL, AT

HOME OR IN
SOCIAL

SITUATIONS

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 263 %15 1.453 %82 54 %3 1.770 %100

No 538 %15 2.892 %82 80 %2 3.510 %100

Don't know 30 %14 170 %81 9 %4 209 %100

TOTAL 831 %15 4.515 %82 143 %3 5.489

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 53,5 ; dof= 4.

…BEHAVIOURAL
DISORDERS THAT CAUSE

PROBLEMS IN SCHOOL, AT
HOME OR IN SOCIAL

SITUATIONS

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 712 %24 2.185 %74 60 %2 2.957 %100

No 1.304 %18 5.647 %80 134 %2 7.085 %100

Don't know 67 %15 362 %82 15 %3 444 %100

TOTAL 2.083 %20 8.194 %78 209 %2 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language,
th�nk�ng or judgement) / Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI,

scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 13,6 ; dof= 4.

…INTELLECTUAL
DISABILITIES OR

COGNITIVE
SYMPTOMS (I.E.

PROBLEMS WITH
MEMORY,

LANGUAGE,
THINKING OR
JUDGEMENT)

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING
(MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 424 %16 2.116 %82 47 %2 2.587 %100

No 932 %14 5.577 %84 114 %2 6.623 %100

Don't know 47 %17 215 %79 9 %3 271 %100

TOTAL 1.403 %15 7.908 %83 170 %2 9.481

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language,
th�nk�ng or judgement) / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,5 ; Ch�2= 3,7 ; dof= 4.

…INTELLECTUAL
DISABILITIES OR

COGNITIVE
SYMPTOMS (I.E.

PROBLEMS WITH
MEMORY, LANGUAGE,

THINKING OR
JUDGEMENT)

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 309 %16 1.528 %81 51 %3 1.888 %100

No 502 %14 2.875 %83 88 %3 3.465 %100

Don't know 20 %15 112 %82 4 %3 136 %100

TOTAL 831 %15 4.515 %82 143 %3 5.489

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n
person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 58,3 ; dof= 4.

…INTELLECTUAL DISABILITIES OR
COGNITIVE SYMPTOMS (I.E.
PROBLEMS WITH MEMORY,
LANGUAGE, THINKING OR

JUDGEMENT)

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 706 %24 2.175 %74 55 %2 2.936 %100

No 1.328 %18 5.769 %80 139 %2 7.236 %100

Don't know 49 %16 250 %80 15 %5 314 %100

TOTAL 2.083 %20 8.194 %78 209 %2 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …cl�n�cal s�gns or symptoms that come and go / Other d�agnost�c tests such as cl�n�cal
exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…),

etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 34,2 ; dof= 4.

…CLINICAL SIGNS
OR SYMPTOMS

THAT COME AND
GO

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING
(MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 844 %15 4.557 %83 86 %2 5.487 %100

No 484 %14 2.805 %84 55 %2 3.344 %100

Don't know 75 %12 546 %84 29 %4 650 %100

TOTAL 1.403 %15 7.908 %83 170 %2 9.481

Cross: …cl�n�cal s�gns or symptoms that come and go / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 7,5 ; dof= 4.

…CLINICAL SIGNS
OR SYMPTOMS

THAT COME AND
GO

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 421 %15 2.350 %83 67 %2 2.838 %100

No 362 %16 1.827 %81 61 %3 2.250 %100

Don't know 48 %12 338 %84 15 %4 401 %100

TOTAL 831 %15 4.515 %82 143 %3 5.489

Cross: …cl�n�cal s�gns or symptoms that come and go / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 30,7 ; dof= 4.

…CLINICAL SIGNS OR SYMPTOMS
THAT COME AND GO

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 1.205 %20 4.635 %78 100 %2 5.940 %100

No 757 %20 2.955 %78 76 %2 3.788 %100

Don't know 121 %16 604 %80 33 %4 758 %100

TOTAL 2.083 %20 8.194 %78 209 %2 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Other d�agnost�c tests
such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or

ur�ne tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,4 ; Ch�2= 4,3 ; dof= 4.

…INVISIBLE
SYMPTOMS SUCH

AS PAIN,
DIZZINESS,

HEADACHES,
FATIGUE, ETC.

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING
(MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 994 %15 5.412 %83 114 %2 6.520 %100

No 344 %14 2.110 %84 45 %2 2.499 %100

Don't know 65 %14 386 %84 11 %2 462 %100

TOTAL 1.403 %15 7.908 %83 170 %2 9.481

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,2 ; Ch�2= 5,5 ; dof= 4.

…INVISIBLE
SYMPTOMS SUCH

AS PAIN, DIZZINESS,
HEADACHES,
FATIGUE, ETC.

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 461 %15 2.587 %82 92 %3 3.140 %100

No 313 %16 1.592 %82 40 %2 1.945 %100

Don't know 57 %14 336 %83 11 %3 404 %100

TOTAL 831 %15 4.515 %82 143 %3 5.489

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,4 ; Ch�2= 4,2 ; dof= 4.

…INVISIBLE SYMPTOMS SUCH AS
PAIN, DIZZINESS, HEADACHES,

FATIGUE, ETC.

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 1.380 %20 5.505 %78 135 %2 7.020 %100

No 593 %20 2.266 %78 57 %2 2.916 %100

Don't know 110 %20 423 %77 17 %3 550 %100

TOTAL 2.083 %20 8.194 %78 209 %2 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …sudden onset symptoms requ�r�ng urgent care / Other d�agnost�c tests such as cl�n�cal
exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…),

etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 44,1 ; dof= 4.

…SUDDEN
ONSET

SYMPTOMS
REQUIRING

URGENT CARE

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING
(MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 732 %17 3.508 %81 73 %2 4.313 %100

No 610 %13 3.981 %85 77 %2 4.668 %100

Don't know 61 %12 419 %84 20 %4 500 %100

TOTAL 1.403 %15 7.908 %83 170 %2 9.481

Cross: …sudden onset symptoms requ�r�ng urgent care / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 33,3 ; dof= 4.

…SUDDEN ONSET
SYMPTOMS

REQUIRING URGENT
CARE

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 418 %17 1.907 %80 72 %3 2.397 %100

No 387 %14 2.372 %84 57 %2 2.816 %100

Don't know 26 %9 236 %86 14 %5 276 %100

TOTAL 831 %15 4.515 %82 143 %3 5.489

Cross: …sudden onset symptoms requ�r�ng urgent care / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 66,9 ; dof= 4.

…SUDDEN ONSET SYMPTOMS
REQUIRING URGENT CARE

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 1.052 %23 3.514 %76 82 %2 4.648 %100

No 932 %18 4.221 %80 98 %2 5.251 %100

Don't know 99 %17 459 %78 29 %5 587 %100

TOTAL 2.083 %20 8.194 %78 209 %2 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s? / Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI,
scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 108,5 ; dof= 8.

HOW MANY DIFFERENT HEALTHCARE
PROFESSIONALS DID YOU CONSULT (IN PERSON
OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE TESTS…),
ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

0-1 121 %11 939 %86 27 %2 1.087 %100

between 2 and 4 526 %13 3.535 %86 65 %2 4.126 %100

between 5 and 7 257 %14 1.582 %84 39 %2 1.878 %100

between 8 and 10 140 %19 579 %79 18 %2 737 %100

more than 10 359 %22 1.273 %77 21 %1 1.653 %100

TOTAL 1.403 %15 7.908 %83 170 %2 9.481

Cross: How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s? / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 77,9 ; dof= 8.

HOW MANY DIFFERENT HEALTHCARE
PROFESSIONALS DID YOU CONSULT (IN PERSON
OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

0-1 70 %9 664 %88 22 %3 756 %100

between 2 and 4 303 %13 1.935 %84 56 %2 2.294 %100

between 5 and 7 158 %15 870 %82 31 %3 1.059 %100

between 8 and 10 76 %19 312 %79 9 %2 397 %100

more than 10 224 %23 734 %75 25 %3 983 %100

TOTAL 831 %15 4.515 %82 143 %3 5.489



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s? / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the
rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 154,0 ; dof= 8.

HOW MANY DIFFERENT HEALTHCARE
PROFESSIONALS DID YOU CONSULT (IN PERSON
OR VIRTUALLY) WHILE SEEKING A DIAGNOSIS?

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

0-1 185 %14 1.083 %83 37 %3 1.305 %100

between 2 and 4 765 %17 3.728 %82 76 %2 4.569 %100

between 5 and 7 430 %21 1.560 %77 43 %2 2.033 %100

between 8 and 10 210 %27 563 %71 18 %2 791 %100

more than 10 493 %28 1.260 %70 35 %2 1.788 %100

TOTAL 2.083 %20 8.194 %78 209 %2 10.486

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / Genet�c tests

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 7,9 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE BEEN
REFERRED TO A HOSPITAL UNIT SPECIALISED IN

THE RARE DISEASE OR GROUP OF RARE
DISEASES

GENETIC TESTS

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 490 %14 2.871 %83 96 %3 3.457 %100

No 337 %17 1.615 %81 46 %2 1.998 %100

TOTAL 827 %15 4.486 %82 142 %3 5.455



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal
�mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 15,5 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE BEEN
REFERRED TO A HOSPITAL UNIT SPECIALISED IN

THE RARE DISEASE OR GROUP OF RARE
DISEASES

OTHER DIAGNOSTIC TESTS SUCH AS CLINICAL EXAMINATION(S), MEDICAL IMAGING (MRI, SCANS…), BIOPSY, BIOCHEMICAL TEST(S) (BLOOD OR URINE
TESTS…), ETC.

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 754 %14 4.652 %84 107 %2 5.513 %100

No 644 %16 3.199 %82 62 %2 3.905 %100

TOTAL 1.398 %15 7.851 %83 169 %2 9.418

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n
the rare d�sease (�n person or v�rtually)

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 5,8 ; dof= 2.

I, OR THE PERSON I CARE FOR, HAVE BEEN
REFERRED TO A HOSPITAL UNIT SPECIALISED IN

THE RARE DISEASE OR GROUP OF RARE
DISEASES

ADDITIONAL ADVICE FROM A HEALTHCARE PROFESSIONAL SPECIALISED IN THE RARE DISEASE (IN PERSON OR VIRTUALLY)

YES NO DON'T KNOW TOTAL

N % N % N % N %

Yes 1.150 %19 4.720 %79 128 %2 5.998 %100

No 920 %21 3.417 %77 78 %2 4.415 %100

TOTAL 2.070 %20 8.137 %78 206 %2 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Genet�c tests / After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven �nformat�on about how your genet�c cond�t�on m�ght affect you
and your fam�ly)?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 35,0 ; dof= 6.

GENETIC TESTS

AFTER THE TESTS WERE PERFORMED, WERE YOU OFFERED GENETIC COUNSELLING (E.G. GIVEN INFORMATION ABOUT HOW YOUR GENETIC CONDITION MIGHT
AFFECT YOU AND YOUR FAMILY)?

YES, WITH A GENETIC
COUNSELLOR OR CLINICAL

GENETICIST
YES, BY A HEALTHCARE

PROFESSIONAL
NO, I WASN’T OFFERED
GENETIC COUNSELLING

NOT SURE / DON’T
REMEMBER TOTAL

N % N % N % N % N %

Yes 338 %41 181 %22 268 %32 44 %5 831 %100

No 1.753 %39 974 %22 1.455 %32 333 %7 4.515 %100

Don't know 46 %32 23 %16 47 %33 27 %19 143 %100

TOTAL 2.137 %39 1.178 %21 1.770 %32 404 %7 5.489



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Chapter 13.
Support



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Dur�ng your search for a d�agnos�s, were you offered…

%9

%20

%13

%9

%4

%2

%9

%14

%12

%30

%16

%34

%43

%47

%38

YES and enough to meet my needs YES but �t �s/was not needed
YES but NOT enough to meet my needs NO but �t �s/was NOT needed
NO but �t �s/was needed

…psycholog�cal support

…care coord�nat�on support such as h…

…f�nanc�al support �nclud�ng soc�al
 secur�ty benef�ts

Dur�ng your search for a d�agnos�s, were you offered…

 

YES AND
ENOUGH
TO MEET

MY
NEEDS

YES BUT
IT IS/WAS

NOT
NEEDED

YES BUT
NOT

ENOUGH
TO MEET

MY
NEEDS

NO BUT
IT

IS/WAS
NOT

NEEDED

NO BUT
IT

IS/WAS
NEEDED TOTAL

…psycholog�cal support 922 955 952 3.165 4.492 10.486

…care coord�nat�on support

such as help to f�nd the

necessary �nformat�on on the

d�sease and the r�ght

profess�onals, arrang�ng

appo�ntments w�th d�fferent

health prov�ders, etc.

2.083 391 1.463 1.627 4.922 10.486

…f�nanc�al support �nclud�ng

soc�al secur�ty benef�ts
1.405 243 1.232 3.544 3.989 10.413 Dur�ng your search for a d�agnos�s, were you offered…

%48

%39

%50

%52

%61

%50

Needs met Needs unmet

…psycholog�cal support

…care coord�nat�on support such as h…

…f�nanc�al support �nclud�ng soc�al
 secur�ty benef�ts

Needs met: YES and enough to meet my needs + YES but it is/was not needed +
NO but it is/was NOT needed.

Needs unmet: YES but NOT enough to meet my needs + NO but it is/was needed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; F�sher= 3,5.
Inter var�ance= 159,1. Intra var�ance= 45,9.

…psycholog�cal support

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

MEDICAL CONTACT, IN YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT, IN
YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE DISEASE), IN

YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

YES and enough to meet my needs -0,3 685 2,1 670 2,0 471 2,0 695 2,5 584

YES but �t �s/was not needed 0,3 688 3,1 664 3,6 461 3,4 717 4,0 615

YES but NOT enough to meet my

needs
0,5 739 3,5 674 4,4 425 4,5 724 5,1 555

NO but �t �s/was NOT needed 0,8 2.255 3,9 2.166 3,9 1.280 3,1 2.330 4,9 1.965

NO but �t �s/was needed 0,5 3.453 3,6 3.148 4,3 1.698 4,1 3.377 5,2 2.788



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 1,0 ; F�sher= 0,1.
Inter var�ance= 3,4. Intra var�ance= 46,0.

…care coord�nat�on support such
as help to f�nd the necessary

�nformat�on on the d�sease and
the r�ght profess�onals, arrang�ng

appo�ntments w�th d�fferent
health prov�ders, etc.

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

MEDICAL CONTACT, IN YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT, IN
YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE DISEASE), IN

YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

YES and enough to meet my needs 0,4 1.551 2,3 1.535 2,4 1.117 1,7 1.619 2,8 1.425

YES but �t �s/was not needed 0,5 258 2,2 248 2,0 167 2,2 268 3,2 235

YES but NOT enough to meet my

needs
0,5 1.109 3,4 1.028 3,6 678 3,7 1.100 4,7 921

NO but �t �s/was NOT needed 0,5 1.109 3,5 1.068 3,7 646 2,7 1.149 4,4 978

NO but �t �s/was needed 0,5 3.793 4,2 3.443 5,2 1.727 4,8 3.707 5,9 2.948



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Mult�ple Cross

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,2 ; F�sher= 1,5.
Inter var�ance= 67,9. Intra var�ance= 46,2.

…f�nanc�al support �nclud�ng soc�al
secur�ty benef�ts

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

MEDICAL CONTACT, IN YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT, IN
YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE DISEASE),

IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED

DIAGNOSIS, IN YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

YES and enough to meet my needs 0,4 1.050 2,6 1.012 2,7 701 2,6 1.084 3,2 932

YES but �t �s/was not needed 0,7 162 2,2 171 3,0 113 1,8 166 2,9 152

YES but NOT enough to meet my needs 0,3 903 3,2 815 3,8 505 3,9 869 4,6 717

NO but �t �s/was NOT needed 0,3 2.686 3,6 2.589 3,5 1.576 2,9 2.756 4,5 2.375

NO but �t �s/was needed 0,7 2.966 4,0 2.684 4,9 1.440 4,7 2.915 5,8 2.293



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 60,8 ; dof= 8.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Female 536 %8 546 %8 639 %10 1.973 %30 2.965 %45 6.659 %100

Male 280 %10 301 %11 226 %8 921 %33 1.082 %39 2.810 %100

Other 7 %7 15 %15 9 %9 19 %19 51 %50 101 %100

TOTAL 823 %9 862 %9 874 %9 2.913 %30 4.098 %43 9.570

Cross: Gender of the person affected by the rare d�sease / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals,
arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 107,2 ; dof= 8.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS
WITH DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Female 1.165 %17 201 %3 902 %14 1.040 %16 3.351 %50 6.659 %100

Male 689 %25 127 %5 424 %15 427 %15 1.143 %41 2.810 %100

Other 19 %19 4 %4 10 %10 14 %14 54 %53 101 %100

TOTAL 1.873 %20 332 %3 1.336 %14 1.481 %15 4.548 %48 9.570



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 75,5 ; dof= 8.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Female 818 %12 120 %2 728 %11 2.302 %35 2.665 %40 6.633 %100

Male 421 %15 89 %3 368 %13 985 %35 935 %33 2.798 %100

Other 13 %13 5 %5 17 %17 18 %18 48 %48 101 %100

TOTAL 1.252 %13 214 %2 1.113 %12 3.305 %35 3.648 %38 9.532

Cross: How old were you when you stopped full-t�me educat�on? / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 25,4 ; dof= 12.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

15 y.o. or under 45 %10 46 %10 44 %10 130 %29 190 %42 455 %100

between 16 and 19 y.o. 228 %9 225 %9 202 %8 761 %31 1.048 %43 2.464 %100

between 20 and 23 y.o. 263 %9 275 %9 257 %9 977 %32 1.250 %41 3.022 %100

24 y.o. or above 247 %8 273 %9 325 %10 900 %29 1.400 %45 3.145 %100

TOTAL 783 %9 819 %9 828 %9 2.768 %30 3.888 %43 9.086



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals,
arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 29,7 ; dof= 12.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING
APPOINTMENTS WITH DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

15 y.o. or under 91 %20 20 %4 89 %20 57 %13 198 %44 455 %100

between 16 and 19 y.o. 498 %20 96 %4 333 %14 357 %14 1.180 %48 2.464 %100

between 20 and 23 y.o. 620 %21 96 %3 409 %14 497 %16 1.400 %46 3.022 %100

24 y.o. or above 574 %18 104 %3 442 %14 474 %15 1.551 %49 3.145 %100

TOTAL 1.783 %20 316 %3 1.273 %14 1.385 %15 4.329 %48 9.086

Cross: How old were you when you stopped full-t�me educat�on? / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 44,0 ; dof= 12.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

15 y.o. or under 63 %14 11 %2 81 %18 118 %26 178 %39 451 %100

between 16 and 19 y.o. 299 %12 43 %2 284 %12 831 %34 1.003 %41 2.460 %100

between 20 and 23 y.o. 398 %13 75 %2 349 %12 1.103 %37 1.079 %36 3.004 %100

24 y.o. or above 429 %14 76 %2 360 %11 1.077 %34 1.192 %38 3.134 %100

TOTAL 1.189 %13 205 %2 1.074 %12 3.129 %35 3.452 %38 9.049



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 22,0 ; dof= 8.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS
NOT NEEDED

YES BUT NOT ENOUGH
TO MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I

l�ve
587 %8 617 %9 658 %9 2.185 %31 3.078 %43 7.125 %100

I am part of an ethn�c m�nor�ty �n the country where I

l�ve
47 %10 55 %12 54 %12 123 %26 186 %40 465 %100

Other, spec�fy... 42 %12 27 %8 27 %8 90 %27 151 %45 337 %100

TOTAL 676 %9 699 %9 739 %9 2.398 %30 3.415 %43 7.927

Cross: How would you best descr�be yourself? / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng
appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 1,0 ; Ch�2= 2,1 ; dof= 8.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS,
ARRANGING APPOINTMENTS WITH DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS
NOT NEEDED

YES BUT NOT ENOUGH
TO MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I

l�ve
1.378 %19 239 %3 1.015 %14 1.049 %15 3.444 %48 7.125 %100

I am part of an ethn�c m�nor�ty �n the country where I

l�ve
96 %21 18 %4 68 %15 62 %13 221 %48 465 %100

Other, spec�fy... 65 %19 14 %4 49 %15 47 %14 162 %48 337 %100

TOTAL 1.539 %19 271 %3 1.132 %14 1.158 %15 3.827 %48 7.927



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 25,8 ; dof= 8.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS
NOT NEEDED

YES BUT NOT ENOUGH
TO MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I

l�ve
898 %13 155 %2 857 %12 2.494 %35 2.685 %38 7.089 %100

I am part of an ethn�c m�nor�ty �n the country where I

l�ve
60 %13 14 %3 68 %15 118 %25 204 %44 464 %100

Other, spec�fy... 45 %13 8 %2 42 %12 96 %28 146 %43 337 %100

TOTAL 1.003 %13 177 %2 967 %12 2.708 %34 3.035 %38 7.890

Cross: Typology of countr�es based on s�ze and welfare / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 91,2 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS
NOT NEEDED

YES BUT NOT ENOUGH
TO MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 170 %9 180 %10 144 %8 481 %27 819 %46 1.794 %100

Group B ('Western Europe') 399 %8 426 %8 429 %8 1.501 %29 2.350 %46 5.105 %100

Group C ('Northern Europe') 313 %10 306 %9 352 %11 1.097 %34 1.205 %37 3.273 %100

TOTAL 882 %9 912 %9 925 %9 3.079 %30 4.374 %43 10.172



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng
appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 36,2 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS,
ARRANGING APPOINTMENTS WITH DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS
NOT NEEDED

YES BUT NOT ENOUGH
TO MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 352 %20 88 %5 277 %15 234 %13 843 %47 1.794 %100

Group B ('Western Europe') 1.026 %20 160 %3 740 %14 763 %15 2.416 %47 5.105 %100

Group C ('Northern Europe') 633 %19 119 %4 416 %13 573 %18 1.532 %47 3.273 %100

TOTAL 2.011 %20 367 %4 1.433 %14 1.570 %15 4.791 %47 10.172

Cross: Typology of countr�es based on s�ze and welfare / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 287,3 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS
NOT NEEDED

YES BUT NOT ENOUGH
TO MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 237 %13 47 %3 326 %18 336 %19 847 %47 1.793 %100

Group B ('Western Europe') 627 %12 107 %2 526 %10 1.873 %37 1.937 %38 5.070 %100

Group C ('Northern Europe') 496 %15 81 %2 361 %11 1.228 %38 1.106 %34 3.272 %100

TOTAL 1.360 %13 235 %2 1.213 %12 3.437 %34 3.890 %38 10.135



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 7.481,1 ; dof= 6.700.

ORPHACODE ASSOCIATED NOMENCLATURE
(ENGLISH)

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH
TO MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

Hered�tary hemorrhag�c telang�ectas�a 20 %4 28 %6 20 %4 250 %55 140 %31 458 %100

Hypermob�le Ehlers-Danlos syndrome 28 %9 40 %13 52 %16 69 %22 128 %40 317 %100

Sarco�dos�s 11 %6 10 %6 5 %3 71 %42 73 %43 170 %100

Class�cal Ehlers-Danlos syndrome 7 %5 16 %12 21 %15 36 %26 57 %42 137 %100

W�ll�ams syndrome 15 %11 7 %5 13 %10 28 %21 73 %54 136 %100

Cyst�c f�bros�s 16 %13 21 %16 14 %11 25 %20 52 %41 128 %100

Myasthen�a grav�s 10 %8 3 %3 6 %5 40 %33 61 %51 120 %100

System�c scleros�s 6 %6 8 %7 7 %7 43 %40 43 %40 107 %100

Tuberous scleros�s complex 13 %13 9 %9 7 %7 26 %27 43 %44 98 %100

Neurof�bromatos�s type 1 9 %10 8 %9 9 %10 30 %33 36 %39 92 %100

Interst�t�al cyst�t�s 6 %8 6 %8 2 %3 15 %20 45 %61 74 %100

Add�son d�sease 3 %4 11 %15 1 %1 25 %34 33 %45 73 %100

22q11.2 delet�on syndrome 8 %12 3 %4 7 %10 14 %21 36 %53 68 %100

Chron�c �nflammatory demyel�nat�ng polyneuropathy 8 %12 8 %12 10 %15 21 %32 18 %28 65 %100

Per�neural cyst 7 %11 9 %14 5 %8 16 %25 26 %41 63 %100

Acute �nflammatory demyel�nat�ng

polyrad�culoneuropathy
6 %10 11 %18 6 %10 17 %27 22 %35 62 %100

Rett syndrome 4 %7 6 %10 4 %7 14 %23 32 %53 60 %100

Marfan syndrome 2 %4 4 %8 7 %13 16 %31 23 %44 52 %100

Frag�le X syndrome 4 %8 4 %8 6 %12 16 %33 19 %39 49 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th
d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 7.163,3 ; dof= 6.700.

ORPHACODE ASSOCIATED NOMENCLATURE
(ENGLISH)

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING
APPOINTMENTS WITH DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

Hered�tary hemorrhag�c telang�ectas�a 133 %29 10 %2 53 %12 117 %26 145 %32 458 %100

Hypermob�le Ehlers-Danlos syndrome 18 %6 3 %1 27 %9 32 %10 237 %75 317 %100

Sarco�dos�s 39 %23 9 %5 15 %9 30 %18 77 %45 170 %100

Class�cal Ehlers-Danlos syndrome 8 %6 4 %3 15 %11 22 %16 88 %64 137 %100

W�ll�ams syndrome 36 %26 5 %4 22 %16 13 %10 60 %44 136 %100

Cyst�c f�bros�s 50 %39 8 %6 17 %13 15 %12 38 %30 128 %100

Myasthen�a grav�s 18 %15 4 %3 20 %17 19 %16 59 %49 120 %100

System�c scleros�s 33 %31 9 %8 20 %19 8 %7 37 %35 107 %100

Tuberous scleros�s complex 30 %31 5 %5 18 %18 16 %16 29 %30 98 %100

Neurof�bromatos�s type 1 25 %27 6 %7 10 %11 18 %20 33 %36 92 %100

Interst�t�al cyst�t�s 18 %24 2 %3 10 %14 8 %11 36 %49 74 %100

Add�son d�sease 15 %21 3 %4 11 %15 8 %11 36 %49 73 %100

22q11.2 delet�on syndrome 13 %19 3 %4 18 %26 9 %13 25 %37 68 %100

Chron�c �nflammatory demyel�nat�ng polyneuropathy 16 %25 1 %2 7 %11 13 %20 28 %43 65 %100

Per�neural cyst 4 %6 4 %6 4 %6 5 %8 46 %73 63 %100

Acute �nflammatory demyel�nat�ng

polyrad�culoneuropathy
21 %34 0 %0 13 %21 12 %19 16 %26 62 %100

Rett syndrome 10 %17 2 %3 9 %15 8 %13 31 %52 60 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 7.793,7 ; dof= 6.688.

ORPHACODE ASSOCIATED NOMENCLATURE
(ENGLISH)

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

Hered�tary hemorrhag�c telang�ectas�a 69 %15 9 %2 19 %4 235 %52 123 %27 455 %100

Hypermob�le Ehlers-Danlos syndrome 23 %7 2 %1 42 %13 73 %23 176 %56 316 %100

Sarco�dos�s 11 %7 1 %1 7 %4 97 %57 53 %31 169 %100

Class�cal Ehlers-Danlos syndrome 8 %6 1 %1 20 %15 33 %24 73 %54 135 %100

W�ll�ams syndrome 28 %21 0 %0 17 %13 39 %29 52 %38 136 %100

Cyst�c f�bros�s 38 %30 3 %2 26 %20 20 %16 41 %32 128 %100

Myasthen�a grav�s 12 %10 1 %1 20 %17 34 %28 53 %44 120 %100

System�c scleros�s 13 %12 8 %7 7 %7 54 %50 25 %23 107 %100

Tuberous scleros�s complex 12 %12 3 %3 14 %14 38 %39 30 %31 97 %100

Neurof�bromatos�s type 1 12 %13 1 %1 9 %10 37 %40 33 %36 92 %100

Interst�t�al cyst�t�s 6 %8 0 %0 6 %8 18 %24 44 %59 74 %100

Add�son d�sease 4 %5 0 %0 8 %11 39 %53 22 %30 73 %100

22q11.2 delet�on syndrome 14 %21 3 %4 14 %21 12 %18 25 %37 68 %100

Chron�c �nflammatory demyel�nat�ng polyneuropathy 9 %14 1 %2 5 %8 26 %40 24 %37 65 %100

Per�neural cyst 6 %10 1 %2 9 %14 16 %25 31 %49 63 %100

Acute �nflammatory demyel�nat�ng

polyrad�culoneuropathy
7 %11 3 %5 6 %10 28 %45 18 %29 62 %100

Rett syndrome 9 %15 0 %0 13 %22 11 %18 27 %45 60 %100

Marfan syndrome 2 %4 2 %4 7 %15 18 %38 19 %40 48 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphanet class�f�cat�on of rare d�seases (one d�sease can be class�f�ed �n several categor�es) / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 478,4 ; dof= 136.

ORPHANET CLASSIFICATION OF RARE
DISEASES (ONE DISEASE CAN BE CLASSIFIED

IN SEVERAL CATEGORIES)

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

Abdom�nal surg�cal d�seases 25 %10 27 %11 35 %15 55 %23 97 %41 239 %100

Allerg�c d�seases 0 %0 0 %0 0 %0 1 %33 2 %67 3 %100

Bone d�seases 62 %8 66 %8 76 %10 231 %29 364 %46 799 %100

Card�ac d�seases 49 %7 57 %9 55 %8 229 %35 270 %41 660 %100

Card�ac malformat�ons 36 %12 17 %6 32 %11 64 %22 146 %49 295 %100

C�rculatory system d�seases 87 %6 89 %7 92 %7 533 %39 550 %41 1.351 %100

Cl�n�cal s�gn 0 %0 0 %0 0 %0 0 %0 0 %0 0 %100

Developmental anomal�es dur�ng embryogenes�s 250 %7 269 %8 318 %10 1.041 %31 1.469 %44 3.347 %100

D�seases due to tox�c effects 0 %0 0 %0 0 %0 1 %33 2 %67 3 %100

Endocr�ne d�seases 75 %8 89 %9 82 %8 303 %30 446 %45 995 %100

Gastroenterolog�cal d�seases 32 %10 44 %14 34 %11 67 %22 128 %42 305 %100

Genet�c d�seases 450 %8 498 %9 497 %9 1.637 %30 2.365 %43 5.447 %100

Gynecolog�c/obstetr�c d�seases 22 %8 33 %12 22 %8 70 %25 137 %48 284 %100

Hematolog�cal d�seases 40 %10 36 %9 48 %12 110 %27 178 %43 412 %100

Hepat�c d�seases 58 %7 78 %9 53 %6 408 %46 294 %33 891 %100

Immunolog�cal d�seases 28 %10 21 %7 27 %9 77 %27 133 %47 286 %100

Inborn errors of metabol�sm 79 %10 71 %9 69 %9 224 %29 331 %43 774 %100

Infect�ous d�seases 1 %6 2 %12 1 %6 4 %24 9 %53 17 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphanet class�f�cat�on of rare d�seases (one d�sease can be class�f�ed �n several categor�es) / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the
r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 611,4 ; dof= 136.

ORPHANET CLASSIFICATION OF RARE
DISEASES (ONE DISEASE CAN BE CLASSIFIED

IN SEVERAL CATEGORIES)

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING
APPOINTMENTS WITH DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

Abdom�nal surg�cal d�seases 43 %18 8 %3 30 %13 35 %15 123 %51 239 %100

Allerg�c d�seases 0 %0 0 %0 1 %33 2 %67 0 %0 3 %100

Bone d�seases 165 %21 30 %4 127 %16 114 %14 363 %45 799 %100

Card�ac d�seases 168 %25 31 %5 94 %14 103 %16 264 %40 660 %100

Card�ac malformat�ons 71 %24 11 %4 51 %17 37 %13 125 %42 295 %100

C�rculatory system d�seases 315 %23 44 %3 194 %14 256 %19 542 %40 1.351 %100

Cl�n�cal s�gn 0 %0 0 %0 0 %0 0 %0 0 %0 0 %100

Developmental anomal�es dur�ng embryogenes�s 642 %19 93 %3 461 %14 495 %15 1.656 %49 3.347 %100

D�seases due to tox�c effects 0 %0 1 %33 0 %0 1 %33 1 %33 3 %100

Endocr�ne d�seases 204 %21 36 %4 147 %15 150 %15 458 %46 995 %100

Gastroenterolog�cal d�seases 95 %31 14 %5 44 %14 37 %12 115 %38 305 %100

Genet�c d�seases 1.100 %20 192 %4 773 %14 811 %15 2.571 %47 5.447 %100

Gynecolog�c/obstetr�c d�seases 67 %24 11 %4 32 %11 39 %14 135 %48 284 %100

Hematolog�cal d�seases 93 %23 21 %5 51 %12 64 %16 183 %44 412 %100

Hepat�c d�seases 256 %29 33 %4 100 %11 204 %23 298 %33 891 %100

Immunolog�cal d�seases 55 %19 10 %3 57 %20 43 %15 121 %42 286 %100

Inborn errors of metabol�sm 197 %25 38 %5 110 %14 108 %14 321 %41 774 %100

Infect�ous d�seases 3 %18 0 %0 3 %18 2 %12 9 %53 17 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphanet class�f�cat�on of rare d�seases (one d�sease can be class�f�ed �n several categor�es) / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 578,9 ; dof= 136.

ORPHANET CLASSIFICATION OF RARE
DISEASES (ONE DISEASE CAN BE CLASSIFIED

IN SEVERAL CATEGORIES)

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED

NO BUT IT IS/WAS
NEEDED TOTAL

N % N % N % N % N % N %

Abdom�nal surg�cal d�seases 31 %13 6 %3 30 %13 68 %29 102 %43 237 %100

Allerg�c d�seases 1 %33 0 %0 0 %0 2 %67 0 %0 3 %100

Bone d�seases 128 %16 11 %1 104 %13 236 %30 313 %40 792 %100

Card�ac d�seases 89 %14 18 %3 50 %8 280 %42 222 %34 659 %100

Card�ac malformat�ons 64 %22 7 %2 41 %14 67 %23 116 %39 295 %100

C�rculatory system d�seases 179 %13 27 %2 113 %8 547 %41 474 %35 1.340 %100

Cl�n�cal s�gn 0 %0 0 %0 0 %0 0 %0 0 %0 0 %100

Developmental anomal�es dur�ng embryogenes�s 459 %14 64 %2 410 %12 1.027 %31 1.366 %41 3.326 %100

D�seases due to tox�c effects 0 %0 0 %0 0 %0 1 %33 2 %67 3 %100

Endocr�ne d�seases 128 %13 19 %2 113 %11 395 %40 331 %34 986 %100

Gastroenterolog�cal d�seases 59 %19 8 %3 52 %17 79 %26 107 %35 305 %100

Genet�c d�seases 771 %14 115 %2 688 %13 1.751 %32 2.093 %39 5.418 %100

Gynecolog�c/obstetr�c d�seases 47 %17 12 %4 32 %11 94 %34 94 %34 279 %100

Hematolog�cal d�seases 62 %15 9 %2 51 %12 140 %34 148 %36 410 %100

Hepat�c d�seases 153 %17 20 %2 73 %8 417 %47 225 %25 888 %100

Immunolog�cal d�seases 42 %15 7 %2 50 %18 68 %24 114 %41 281 %100

Inborn errors of metabol�sm 123 %16 25 %3 100 %13 250 %32 274 %35 772 %100

Infect�ous d�seases 1 %6 2 %12 2 %12 3 %18 9 %53 17 %100



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the person you care for: / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 75,7 ; dof= 16.

PLEASE SELECT THE SENTENCE THAT BEST DESCRIBES YOUR SITUATION OR
THE SITUATION OF THE PERSON YOU CARE FOR:

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH
TO MEET MY NEEDS

YES BUT IT IS/WAS
NOT NEEDED

YES BUT NOT
ENOUGH TO MEET

MY NEEDS
NO BUT IT IS/WAS

NOT NEEDED
NO BUT IT IS/WAS

NEEDED TOTAL

N % N % N % N % N % N %

I know the NAME of the rare d�sease, syndrome or malformat�on and �t has been

CONFIRMED by appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal

tests (e.g b�opsy, blood or ur�ne test)

790 %9 835 %9 773 %9 2.827 %31 3.823 %42 9.048 %100

I know the NAME of the rare d�sease, syndrome or malformat�on but �t has NOT yet been

conf�rmed by appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests
61 %8 66 %9 89 %12 185 %24 359 %47 760 %100

I only have PARTIAL �nformat�on on the name of the rare d�sease or the gene �nvolved or

the type of d�sease
25 %8 22 %7 54 %18 69 %23 136 %44 306 %100

I know that the d�sease �s rare but the name or the cause have NOT BEEN IDENTIFIED 44 %13 28 %8 35 %10 80 %23 161 %46 348 %100

Other, spec�fy... 2 %8 4 %17 1 %4 4 %17 13 %54 24 %100

TOTAL 922 %9 955 %9 952 %9 3.165 %30 4.492 %43 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the person you care for: / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease
and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 165,3 ; dof= 16.

PLEASE SELECT THE SENTENCE THAT BEST DESCRIBES YOUR SITUATION OR
THE SITUATION OF THE PERSON YOU CARE FOR:

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT
PROFESSIONALS, ARRANGING APPOINTMENTS WITH DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH
TO MEET MY NEEDS

YES BUT IT IS/WAS
NOT NEEDED

YES BUT NOT
ENOUGH TO MEET

MY NEEDS
NO BUT IT IS/WAS

NOT NEEDED
NO BUT IT IS/WAS

NEEDED TOTAL

N % N % N % N % N % N %

I know the NAME of the rare d�sease, syndrome or malformat�on and �t has been

CONFIRMED by appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal

tests (e.g b�opsy, blood or ur�ne test)

1.935 %21 348 %4 1.262 %14 1.439 %16 4.064 %45 9.048 %100

I know the NAME of the rare d�sease, syndrome or malformat�on but �t has NOT yet been

conf�rmed by appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests
62 %8 19 %3 97 %13 102 %13 480 %63 760 %100

I only have PARTIAL �nformat�on on the name of the rare d�sease or the gene �nvolved or

the type of d�sease
35 %11 15 %5 45 %15 31 %10 180 %59 306 %100

I know that the d�sease �s rare but the name or the cause have NOT BEEN IDENTIFIED 49 %14 8 %2 56 %16 48 %14 187 %54 348 %100

Other, spec�fy... 2 %8 1 %4 3 %13 7 %29 11 %46 24 %100

TOTAL 2.083 %20 391 %4 1.463 %14 1.627 %16 4.922 %47 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the person you care for: / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 140,5 ; dof= 16.

PLEASE SELECT THE SENTENCE THAT BEST DESCRIBES YOUR SITUATION OR
THE SITUATION OF THE PERSON YOU CARE FOR:

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH
TO MEET MY NEEDS

YES BUT IT IS/WAS
NOT NEEDED

YES BUT NOT
ENOUGH TO MEET

MY NEEDS
NO BUT IT IS/WAS

NOT NEEDED
NO BUT IT IS/WAS

NEEDED TOTAL

N % N % N % N % N % N %

I know the NAME of the rare d�sease, syndrome or malformat�on and �t has been

CONFIRMED by appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal

tests (e.g b�opsy, blood or ur�ne test)

1.257 %14 210 %2 1.032 %11 3.180 %35 3.311 %37 8.990 %100

I know the NAME of the rare d�sease, syndrome or malformat�on but �t has NOT yet been

conf�rmed by appropr�ate genet�c, cl�n�cal, med�cal �mag�ng, molecular or b�ochem�cal tests
67 %9 14 %2 75 %10 207 %28 388 %52 751 %100

I only have PARTIAL �nformat�on on the name of the rare d�sease or the gene �nvolved or

the type of d�sease
31 %10 9 %3 51 %17 66 %22 148 %49 305 %100

I know that the d�sease �s rare but the name or the cause have NOT BEEN IDENTIFIED 47 %14 9 %3 66 %19 86 %25 137 %40 345 %100

Other, spec�fy... 3 %14 1 %5 8 %36 5 %23 5 %23 22 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Po�nt prevalence of the rare d�sease / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 31,3 ; dof= 12.

POINT PREVALENCE OF THE RARE DISEASE

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH
TO MEET MY NEEDS

YES BUT IT IS/WAS
NOT NEEDED

YES BUT NOT
ENOUGH TO MEET

MY NEEDS
NO BUT IT IS/WAS

NOT NEEDED
NO BUT IT IS/WAS

NEEDED TOTAL

N % N % N % N % N % N %

1-5 / 10 000 194 %8 199 %8 192 %8 823 %34 999 %42 2.407 %100

1-9 / 100 000 157 %8 215 %11 174 %9 609 %30 844 %42 1.999 %100

1-9 / 1 000 000 38 %8 51 %11 36 %8 132 %29 202 %44 459 %100

<1 / 1 000 000 81 %9 62 %7 96 %11 256 %30 361 %42 856 %100

TOTAL 470 %8 527 %9 498 %9 1.820 %32 2.406 %42 5.721

Cross: Po�nt prevalence of the rare d�sease / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent
health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 1,0 ; Ch�2= 5,2 ; dof= 12.

POINT PREVALENCE OF THE RARE DISEASE

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT
PROFESSIONALS, ARRANGING APPOINTMENTS WITH DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH
TO MEET MY NEEDS

YES BUT IT IS/WAS
NOT NEEDED

YES BUT NOT
ENOUGH TO MEET

MY NEEDS
NO BUT IT IS/WAS

NOT NEEDED
NO BUT IT IS/WAS

NEEDED TOTAL

N % N % N % N % N % N %

1-5 / 10 000 525 %22 85 %4 328 %14 379 %16 1.090 %45 2.407 %100

1-9 / 100 000 422 %21 82 %4 276 %14 325 %16 894 %45 1.999 %100

1-9 / 1 000 000 98 %21 14 %3 67 %15 66 %14 214 %47 459 %100

<1 / 1 000 000 170 %20 32 %4 126 %15 129 %15 399 %47 856 %100

TOTAL 1.215 %21 213 %4 797 %14 899 %16 2.597 %45 5.721



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Po�nt prevalence of the rare d�sease / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 32,9 ; dof= 12.

POINT PREVALENCE OF THE RARE DISEASE

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH
TO MEET MY NEEDS

YES BUT IT IS/WAS
NOT NEEDED

YES BUT NOT
ENOUGH TO MEET

MY NEEDS
NO BUT IT IS/WAS

NOT NEEDED
NO BUT IT IS/WAS

NEEDED TOTAL

N % N % N % N % N % N %

1-5 / 10 000 295 %12 56 %2 249 %10 940 %39 858 %36 2.398 %100

1-9 / 100 000 273 %14 47 %2 218 %11 694 %35 760 %38 1.992 %100

1-9 / 1 000 000 77 %17 13 %3 49 %11 142 %31 172 %38 453 %100

<1 / 1 000 000 117 %14 12 %1 121 %14 282 %33 319 %37 851 %100

TOTAL 762 %13 128 %2 637 %11 2.058 %36 2.109 %37 5.694

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 129,6 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER

OF AFFECTED BODY PARTS.

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

1-3 body parts 544 %9 599 %10 458 %8 2.009 %33 2.493 %41 6.103 %100

4-7 body parts 281 %9 242 %8 317 %10 864 %28 1.377 %45 3.081 %100

8-11 body parts 66 %7 80 %8 129 %14 226 %24 450 %47 951 %100

12-15 body parts 24 %8 26 %9 38 %13 56 %20 142 %50 286 %100

16 body parts or more 7 %11 8 %12 10 %15 10 %15 30 %46 65 %100

TOTAL 922 %9 955 %9 952 %9 3.165 %30 4.492 %43 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the
r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 245,7 ; dof= 16.

DISEASE COMPLEXITY
CLASSIFIED INTO FIVE
GROUPS, BASED ON

THE NUMBER OF
AFFECTED BODY

PARTS.

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS WITH DIFFERENT
HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO MEET
MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

1-3 body parts 1.316 %22 266 %4 764 %13 1.113 %18 2.644 %43 6.103 %100

4-7 body parts 597 %19 97 %3 486 %16 387 %13 1.514 %49 3.081 %100

8-11 body parts 136 %14 20 %2 156 %16 115 %12 524 %55 951 %100

12-15 body parts 30 %10 4 %1 41 %14 12 %4 199 %70 286 %100

16 body parts or more 4 %6 4 %6 16 %25 0 %0 41 %63 65 %100

TOTAL 2.083 %20 391 %4 1.463 %14 1.627 %16 4.922 %47 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 363,7 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO
FIVE GROUPS, BASED ON THE NUMBER

OF AFFECTED BODY PARTS.

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

1-3 body parts 855 %14 169 %3 630 %10 2.368 %39 2.037 %34 6.059 %100

4-7 body parts 428 %14 55 %2 408 %13 931 %30 1.237 %40 3.059 %100

8-11 body parts 98 %10 16 %2 140 %15 201 %21 491 %52 946 %100

12-15 body parts 23 %8 1 %0 40 %14 40 %14 181 %64 285 %100

16 body parts or more 1 %2 2 %3 14 %22 4 %6 43 %67 64 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 255,9 ; dof= 8.

…BEHAVIOURAL DISORDERS THAT
CAUSE PROBLEMS IN SCHOOL, AT HOME

OR IN SOCIAL SITUATIONS

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 293 %10 226 %8 386 %13 608 %21 1.444 %49 2.957 %100

No 597 %8 689 %10 523 %7 2.425 %34 2.851 %40 7.085 %100

Don't know 32 %7 40 %9 43 %10 132 %30 197 %44 444 %100

TOTAL 922 %9 955 %9 952 %9 3.165 %30 4.492 %43 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght
profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 108,0 ; dof= 8.

…BEHAVIOURAL DISORDERS THAT
CAUSE PROBLEMS IN SCHOOL, AT HOME

OR IN SOCIAL SITUATIONS

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS
WITH DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 551 %19 92 %3 488 %17 321 %11 1.505 %51 2.957 %100

No 1.464 %21 280 %4 913 %13 1.236 %17 3.192 %45 7.085 %100

Don't know 68 %15 19 %4 62 %14 70 %16 225 %51 444 %100

TOTAL 2.083 %20 391 %4 1.463 %14 1.627 %16 4.922 %47 10.486

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 275,3 ; dof= 8.

…BEHAVIOURAL DISORDERS THAT
CAUSE PROBLEMS IN SCHOOL, AT HOME

OR IN SOCIAL SITUATIONS

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 412 %14 53 %2 470 %16 696 %24 1.297 %44 2.928 %100

No 958 %14 182 %3 708 %10 2.719 %39 2.476 %35 7.043 %100

Don't know 35 %8 8 %2 54 %12 129 %29 216 %49 442 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 210,3 ; dof= 8.

…INTELLECTUAL DISABILITIES OR
COGNITIVE SYMPTOMS (I.E. PROBLEMS

WITH MEMORY, LANGUAGE, THINKING OR
JUDGEMENT)

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 292 %10 231 %8 375 %13 626 %21 1.412 %48 2.936 %100

No 604 %8 696 %10 548 %8 2.446 %34 2.942 %41 7.236 %100

Don't know 26 %8 28 %9 29 %9 93 %30 138 %44 314 %100

TOTAL 922 %9 955 %9 952 %9 3.165 %30 4.492 %43 10.486

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the
d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 186,1 ; dof= 8.

…INTELLECTUAL DISABILITIES OR
COGNITIVE SYMPTOMS (I.E. PROBLEMS

WITH MEMORY, LANGUAGE, THINKING OR
JUDGEMENT)

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS WITH
DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 502 %17 84 %3 501 %17 281 %10 1.568 %53 2.936 %100

No 1.517 %21 297 %4 918 %13 1.301 %18 3.203 %44 7.236 %100

Don't know 64 %20 10 %3 44 %14 45 %14 151 %48 314 %100

TOTAL 2.083 %20 391 %4 1.463 %14 1.627 %16 4.922 %47 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 363,5 ; dof= 8.

…INTELLECTUAL DISABILITIES OR
COGNITIVE SYMPTOMS (I.E. PROBLEMS

WITH MEMORY, LANGUAGE, THINKING OR
JUDGEMENT)

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 430 %15 50 %2 503 %17 626 %21 1.304 %45 2.913 %100

No 943 %13 182 %3 681 %9 2.822 %39 2.559 %36 7.187 %100

Don't know 32 %10 11 %4 48 %15 96 %31 126 %40 313 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413

Cross: …cl�n�cal s�gns or symptoms that come and go / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 76,5 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT
COME AND GO

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 494 %8 501 %8 588 %10 1.661 %28 2.696 %45 5.940 %100

No 372 %10 391 %10 293 %8 1.265 %33 1.467 %39 3.788 %100

Don't know 56 %7 63 %8 71 %9 239 %32 329 %43 758 %100

TOTAL 922 %9 955 %9 952 %9 3.165 %30 4.492 %43 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …cl�n�cal s�gns or symptoms that come and go / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th
d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 152,2 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT
COME AND GO

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS WITH
DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 1.048 %18 184 %3 862 %15 812 %14 3.034 %51 5.940 %100

No 864 %23 174 %5 487 %13 718 %19 1.545 %41 3.788 %100

Don't know 171 %23 33 %4 114 %15 97 %13 343 %45 758 %100

TOTAL 2.083 %20 391 %4 1.463 %14 1.627 %16 4.922 %47 10.486

Cross: …cl�n�cal s�gns or symptoms that come and go / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 77,4 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT
COME AND GO

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 705 %12 111 %2 721 %12 1.941 %33 2.419 %41 5.897 %100

No 584 %16 107 %3 408 %11 1.363 %36 1.298 %35 3.760 %100

Don't know 116 %15 25 %3 103 %14 240 %32 272 %36 756 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals,
arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 132,7 ; dof= 8.

…INVISIBLE SYMPTOMS SUCH AS PAIN,
DIZZINESS, HEADACHES, FATIGUE, ETC.

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS WITH
DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 1.257 %18 234 %3 982 %14 1.009 %14 3.538 %50 7.020 %100

No 702 %24 135 %5 396 %14 541 %19 1.142 %39 2.916 %100

Don't know 124 %23 22 %4 85 %15 77 %14 242 %44 550 %100

TOTAL 2.083 %20 391 %4 1.463 %14 1.627 %16 4.922 %47 10.486

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 83,5 ; dof= 8.

…INVISIBLE SYMPTOMS SUCH AS PAIN,
DIZZINESS, HEADACHES, FATIGUE, ETC.

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 625 %9 622 %9 710 %10 1.968 %28 3.095 %44 7.020 %100

No 245 %8 284 %10 191 %7 1.043 %36 1.153 %40 2.916 %100

Don't know 52 %9 49 %9 51 %9 154 %28 244 %44 550 %100

TOTAL 922 %9 955 %9 952 %9 3.165 %30 4.492 %43 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 143,7 ; dof= 8.

…INVISIBLE SYMPTOMS SUCH AS PAIN,
DIZZINESS, HEADACHES, FATIGUE, ETC.

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 838 %12 146 %2 794 %11 2.295 %33 2.892 %42 6.965 %100

No 466 %16 80 %3 340 %12 1.106 %38 906 %31 2.898 %100

Don't know 101 %18 17 %3 98 %18 143 %26 191 %35 550 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413

Cross: …sudden onset symptoms requ�r�ng urgent care / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 112,6 ; dof= 8.

…SUDDEN ONSET SYMPTOMS REQUIRING
URGENT CARE

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 451 %10 403 %9 487 %10 1.202 %26 2.105 %45 4.648 %100

No 422 %8 507 %10 390 %7 1.786 %34 2.146 %41 5.251 %100

Don't know 49 %8 45 %8 75 %13 177 %30 241 %41 587 %100

TOTAL 922 %9 955 %9 952 %9 3.165 %30 4.492 %43 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …sudden onset symptoms requ�r�ng urgent care / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments
w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 82,6 ; dof= 8.

…SUDDEN ONSET SYMPTOMS REQUIRING
URGENT CARE

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS WITH
DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 907 %20 148 %3 691 %15 592 %13 2.310 %50 4.648 %100

No 1.067 %20 218 %4 673 %13 956 %18 2.337 %45 5.251 %100

Don't know 109 %19 25 %4 99 %17 79 %13 275 %47 587 %100

TOTAL 2.083 %20 391 %4 1.463 %14 1.627 %16 4.922 %47 10.486

Cross: …sudden onset symptoms requ�r�ng urgent care / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 131,7 ; dof= 8.

…SUDDEN ONSET SYMPTOMS REQUIRING
URGENT CARE

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 567 %12 95 %2 605 %13 1.386 %30 1.953 %42 4.606 %100

No 760 %15 134 %3 533 %10 1.992 %38 1.802 %35 5.221 %100

Don't know 78 %13 14 %2 94 %16 166 %28 234 %40 586 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s? / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 385,8 ; dof= 16.

HOW MANY DIFFERENT HEALTHCARE
PROFESSIONALS DID YOU CONSULT (IN

PERSON OR VIRTUALLY) WHILE SEEKING
A DIAGNOSIS?

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

0-1 125 %10 146 %11 66 %5 538 %41 430 %33 1.305 %100

between 2 and 4 429 %9 413 %9 319 %7 1.572 %34 1.836 %40 4.569 %100

between 5 and 7 173 %9 184 %9 220 %11 532 %26 924 %45 2.033 %100

between 8 and 10 59 %7 62 %8 84 %11 182 %23 404 %51 791 %100

more than 10 136 %8 150 %8 263 %15 341 %19 898 %50 1.788 %100

TOTAL 922 %9 955 %9 952 %9 3.165 %30 4.492 %43 10.486

Cross: How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s? / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the
d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 767,9 ; dof= 16.

HOW MANY DIFFERENT HEALTHCARE
PROFESSIONALS DID YOU CONSULT (IN

PERSON OR VIRTUALLY) WHILE SEEKING
A DIAGNOSIS?

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS WITH
DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

0-1 355 %27 67 %5 144 %11 318 %24 421 %32 1.305 %100

between 2 and 4 1.114 %24 213 %5 604 %13 839 %18 1.799 %39 4.569 %100

between 5 and 7 354 %17 65 %3 329 %16 242 %12 1.043 %51 2.033 %100

between 8 and 10 109 %14 14 %2 123 %16 85 %11 460 %58 791 %100

more than 10 151 %8 32 %2 263 %15 143 %8 1.199 %67 1.788 %100

TOTAL 2.083 %20 391 %4 1.463 %14 1.627 %16 4.922 %47 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How many d�fferent healthcare profess�onals d�d you consult (�n person or v�rtually) wh�le seek�ng a d�agnos�s? / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 585,4 ; dof= 16.

HOW MANY DIFFERENT HEALTHCARE
PROFESSIONALS DID YOU CONSULT (IN

PERSON OR VIRTUALLY) WHILE SEEKING
A DIAGNOSIS?

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

0-1 219 %17 47 %4 96 %7 553 %43 384 %30 1.299 %100

between 2 and 4 691 %15 127 %3 458 %10 1.815 %40 1.452 %32 4.543 %100

between 5 and 7 243 %12 44 %2 281 %14 626 %31 824 %41 2.018 %100

between 8 and 10 89 %11 12 %2 93 %12 213 %27 373 %48 780 %100

more than 10 163 %9 13 %1 304 %17 337 %19 956 %54 1.773 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 159,2 ; dof= 4.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 643 %11 653 %11 567 %9 1.812 %30 2.323 %39 5.998 %100

No 276 %6 300 %7 376 %9 1.338 %30 2.125 %48 4.415 %100

TOTAL 919 %9 953 %9 943 %9 3.150 %30 4.448 %43 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / …care coord�nat�on support such as help to f�nd the necessary �nformat�on
on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 421,9 ; dof= 4.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS WITH
DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 1.519 %25 268 %4 902 %15 951 %16 2.358 %39 5.998 %100

No 550 %12 120 %3 547 %12 668 %15 2.530 %57 4.415 %100

TOTAL 2.069 %20 388 %4 1.449 %14 1.619 %16 4.888 %47 10.413

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 151,1 ; dof= 4.

I, OR THE PERSON I CARE FOR, HAVE
BEEN REFERRED TO A HOSPITAL UNIT

SPECIALISED IN THE RARE DISEASE OR
GROUP OF RARE DISEASES

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

Yes 974 %16 168 %3 727 %12 2.067 %34 2.062 %34 5.998 %100

No 431 %10 75 %2 505 %11 1.477 %33 1.927 %44 4.415 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …wrongly attr�buted to another phys�cal d�sease? / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 314,6 ; dof= 8.

…WRONGLY ATTRIBUTED TO ANOTHER
PHYSICAL DISEASE?

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

YES, one t�me 168 %9 183 %9 157 %8 601 %31 841 %43 1.950 %100

YES, several t�mes 321 %7 329 %7 533 %12 1.117 %25 2.220 %49 4.520 %100

NO 433 %11 443 %11 262 %7 1.447 %36 1.431 %36 4.016 %100

TOTAL 922 %9 955 %9 952 %9 3.165 %30 4.492 %43 10.486

Cross: …wrongly attr�buted to another phys�cal d�sease? / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments
w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 758,6 ; dof= 8.

…WRONGLY ATTRIBUTED TO ANOTHER
PHYSICAL DISEASE?

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS WITH
DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

YES, one t�me 446 %23 90 %5 296 %15 289 %15 829 %43 1.950 %100

YES, several t�mes 559 %12 104 %2 667 %15 478 %11 2.712 %60 4.520 %100

NO 1.078 %27 197 %5 500 %12 860 %21 1.381 %34 4.016 %100

TOTAL 2.083 %20 391 %4 1.463 %14 1.627 %16 4.922 %47 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …wrongly attr�buted to another phys�cal d�sease? / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 400,0 ; dof= 8.

…WRONGLY ATTRIBUTED TO ANOTHER
PHYSICAL DISEASE?

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

YES, one t�me 269 %14 48 %2 220 %11 699 %36 696 %36 1.932 %100

YES, several t�mes 448 %10 63 %1 582 %13 1.259 %28 2.129 %48 4.481 %100

NO 688 %17 132 %3 430 %11 1.586 %40 1.164 %29 4.000 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413

Cross: …neglected, not taken ser�ously and/or cons�dered as psycholog�cal? / …psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 512,9 ; dof= 8.

…NEGLECTED, NOT TAKEN SERIOUSLY
AND/OR CONSIDERED AS

PSYCHOLOGICAL?

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

YES, one t�me 113 %9 114 %9 128 %10 384 %31 507 %41 1.246 %100

YES, several t�mes 338 %7 356 %7 565 %11 1.135 %23 2.540 %51 4.934 %100

NO 471 %11 485 %11 259 %6 1.646 %38 1.445 %34 4.306 %100

TOTAL 922 %9 955 %9 952 %9 3.165 %30 4.492 %43 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …neglected, not taken ser�ously and/or cons�dered as psycholog�cal? / …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals,
arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 1.105,3 ; dof= 8.

…NEGLECTED, NOT TAKEN SERIOUSLY
AND/OR CONSIDERED AS

PSYCHOLOGICAL?

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS WITH
DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

YES, one t�me 253 %20 48 %4 203 %16 212 %17 530 %43 1.246 %100

YES, several t�mes 567 %11 108 %2 693 %14 503 %10 3.063 %62 4.934 %100

NO 1.263 %29 235 %5 567 %13 912 %21 1.329 %31 4.306 %100

TOTAL 2.083 %20 391 %4 1.463 %14 1.627 %16 4.922 %47 10.486

Cross: …neglected, not taken ser�ously and/or cons�dered as psycholog�cal? / …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 600,7 ; dof= 8.

…NEGLECTED, NOT TAKEN SERIOUSLY
AND/OR CONSIDERED AS

PSYCHOLOGICAL?

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

YES, one t�me 175 %14 32 %3 141 %11 444 %36 440 %36 1.232 %100

YES, several t�mes 433 %9 67 %1 618 %13 1.381 %28 2.401 %49 4.900 %100

NO 797 %19 144 %3 473 %11 1.719 %40 1.148 %27 4.281 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed. / …
psycholog�cal support

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 416,1 ; dof= 8.

HAS THE PERSON AFFECTED BY THE
RARE DISEASE ALREADY BEEN

MISDIAGNOSED? CALCULATED VARIABLE
THAT COMPUTES THE NUMBER OF TIMES

THE PERSON AFFECTED BY THE RARE
DISEASE WAS MISDIAGNOSED.

…PSYCHOLOGICAL SUPPORT

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

YES, one t�me 232 %9 237 %9 205 %8 802 %30 1.207 %45 2.683 %100

YES, several t�mes 358 %7 376 %7 586 %12 1.271 %25 2.427 %48 5.018 %100

NO 332 %12 342 %12 161 %6 1.092 %39 858 %31 2.785 %100

TOTAL 922 %9 955 %9 952 %9 3.165 %30 4.492 %43 10.486

Cross: Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed. / …care
coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc.

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 866,1 ; dof= 8.

HAS THE PERSON AFFECTED BY THE
RARE DISEASE ALREADY BEEN

MISDIAGNOSED? CALCULATED VARIABLE
THAT COMPUTES THE NUMBER OF TIMES

THE PERSON AFFECTED BY THE RARE
DISEASE WAS MISDIAGNOSED.

…CARE COORDINATION SUPPORT SUCH AS HELP TO FIND THE NECESSARY INFORMATION ON THE DISEASE AND THE RIGHT PROFESSIONALS, ARRANGING APPOINTMENTS WITH
DIFFERENT HEALTH PROVIDERS, ETC.

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

YES, one t�me 525 %20 106 %4 395 %15 423 %16 1.234 %46 2.683 %100

YES, several t�mes 682 %14 127 %3 744 %15 556 %11 2.909 %58 5.018 %100

NO 876 %31 158 %6 324 %12 648 %23 779 %28 2.785 %100

TOTAL 2.083 %20 391 %4 1.463 %14 1.627 %16 4.922 %47 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed. / …
f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 436,6 ; dof= 8.

HAS THE PERSON AFFECTED BY THE
RARE DISEASE ALREADY BEEN

MISDIAGNOSED? CALCULATED VARIABLE
THAT COMPUTES THE NUMBER OF TIMES

THE PERSON AFFECTED BY THE RARE
DISEASE WAS MISDIAGNOSED.

…FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS

YES AND ENOUGH TO
MEET MY NEEDS

YES BUT IT IS/WAS NOT
NEEDED

YES BUT NOT ENOUGH TO
MEET MY NEEDS

NO BUT IT IS/WAS NOT
NEEDED NO BUT IT IS/WAS NEEDED TOTAL

N % N % N % N % N % N %

YES, one t�me 339 %13 61 %2 306 %11 958 %36 1.005 %38 2.669 %100

YES, several t�mes 526 %11 79 %2 633 %13 1.443 %29 2.291 %46 4.972 %100

NO 540 %19 103 %4 293 %11 1.143 %41 693 %25 2.772 %100

TOTAL 1.405 %13 243 %2 1.232 %12 3.544 %34 3.989 %38 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Chapter 13.
Support



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare
d�sease or w�th an und�agnosed rare d�sease?

%51

%48

%4

%2

%12

%5

%5

YES, through a pat�ent organ�sat�on

YES, through onl�ne commun�t�es

YES, through local networks (e.g.
 schools)

NO, because of access�b�l�ty �ssues
 (e.g. language or techn�cal barr�ers)

NO, because I have not been able
 to f�nd other people w�th the same

 d�sease

NO, because I don’t want to

Other, spec�fy...

Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare
d�sease or w�th an und�agnosed rare d�sease?

 N

YES, through a pat�ent organ�sat�on 5.326

YES, through onl�ne commun�t�es 4.992

YES, through local networks (e.g. schools) 436

NO, because of access�b�l�ty �ssues (e.g. language or techn�cal barr�ers) 190

NO, because I have not been able to f�nd other people w�th the same d�sease 1.310

NO, because I don’t want to 547

Other, spec�fy... 514

TOTAL 10.486

Respondents could choose several items



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,6 ; F�sher= 0,8.
Inter var�ance= 38,6. Intra var�ance= 48,2.

Are you, or the person you care for, �n touch w�th other people
l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare

d�sease?

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE

DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN
YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

YES, through a pat�ent organ�sat�on 0,5 4.097 3,7 3.923 4,1 2.416 3,6 4.165 5,0 3.558

YES, through onl�ne commun�t�es 0,3 3.852 3,9 3.657 4,0 2.100 4,0 3.887 4,9 3.213

YES, through local networks (e.g. schools) 0,1 321 4,4 298 4,8 175 4,7 334 5,3 274

NO, because of access�b�l�ty �ssues (e.g. language or techn�cal barr�ers) 0,3 126 3,0 114 5,5 72 5,7 124 7,6 96

NO, because I have not been able to f�nd other people w�th the same

d�sease
0,6 923 2,6 811 3,1 468 3,9 848 4,4 664

NO, because I don’t want to 1,0 368 2,9 339 2,9 222 2,4 361 3,9 299

Other, spec�fy... 0,5 372 3,8 340 4,8 210 3,3 371 5,3 328



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Are you a... / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 208,5 ; dof= 42.

ARE YOU A...

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I
HAVE NOT BEEN

ABLE TO FIND
OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Pat�ent 3.481 %51 3.358 %50 240 %4 96 %1 791 %12 356 %5 338 %5 6.772

Former or recover�ng pat�ent (e.g. cancer

surv�vor)
108 %44 94 %38 13 %5 5 %2 39 %16 35 %14 11 %4 247

Parent of a person l�v�ng w�th a rare d�sease 1.560 %51 1.416 %46 160 %5 74 %2 410 %13 121 %4 136 %4 3.078

Grandparent of a person l�v�ng w�th a rare

d�sease
22 %55 18 %45 5 %13 1 %3 5 %13 3 %8 0 %0 40

Spouse of a person l�v�ng w�th a rare d�sease 81 %44 56 %30 9 %5 8 %4 37 %20 16 %9 11 %6 186

Uncle/aunt of a person l�v�ng w�th a rare

d�sease
15 %65 7 %30 3 %13 0 %0 3 %13 1 %4 0 %0 23

S�bl�ng of a person l�v�ng w�th a rare d�sease 25 %52 16 %33 1 %2 2 %4 2 %4 6 %13 5 %10 48

Other, spec�fy... 34 %37 27 %29 5 %5 4 %4 23 %25 9 %10 13 %14 92

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486

Respondents can be:

- pat�ents themselves (d�rectly affected by the rare d�sease, or recover�ng from the rare d�sease).

- or fam�ly members of pat�ents (parents, grand-parents, spouses, uncles/aunts, s�bl�ngs or other fam�ly member).



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Age of the person affected by the rare d�sease when the f�rst symptoms were not�ced (calculated var�able) / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare
d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 109,4 ; dof= 30.

AGE OF THE PERSON AFFECTED
BY THE RARE DISEASE WHEN THE
FIRST SYMPTOMS WERE NOTICED

(CALCULATED VARIABLE)

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I
HAVE NOT BEEN

ABLE TO FIND
OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Less than 2 years old 1.135 %56 998 %49 113 %6 41 %2 235 %11 65 %3 84 %4 2.045

2 to less that 10 years old 478 %52 419 %45 45 %5 30 %3 121 %13 45 %5 50 %5 925

10 to less than 20 years old 477 %50 515 %54 52 %5 11 %1 104 %11 49 %5 48 %5 952

20 to less than 30 years old 471 %48 505 %52 36 %4 7 %1 116 %12 66 %7 48 %5 978

30 to less than 50 years old 1.228 %52 1.167 %50 76 %3 30 %1 270 %11 101 %4 115 %5 2.353

50 years old or more 547 %49 487 %44 31 %3 15 %1 149 %13 66 %6 68 %6 1.107

TOTAL 4.336 %52 4.091 %49 353 %4 134 %2 995 %12 392 %5 413 %5 8.360



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 67,3 ; dof= 24.

HOW OLD WERE YOU WHEN YOU
STOPPED FULL-TIME EDUCATION?

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I
HAVE NOT BEEN

ABLE TO FIND
OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

15 y.o. or under 185 %47 166 %42 17 %4 12 %3 58 %15 19 %5 21 %5 391

between 16 and 19 y.o. 1.139 %47 1.128 %47 100 %4 46 %2 322 %13 121 %5 129 %5 2.420

between 20 and 23 y.o. 1.588 %54 1.367 %46 121 %4 51 %2 364 %12 144 %5 138 %5 2.955

24 y.o. or above 1.547 %55 1.429 %51 121 %4 36 %1 311 %11 127 %4 153 %5 2.827

st�ll study�ng 220 %45 252 %51 29 %6 13 %3 65 %13 39 %8 24 %5 494

TOTAL 4.679 %51 4.342 %48 388 %4 158 %2 1.120 %12 450 %5 465 %5 9.087



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Are you: / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 86,4 ; dof= 12.

ARE YOU:

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION
YES, THROUGH

ONLINE COMMUNITIES

YES, THROUGH LOCAL
NETWORKS (E.G.

SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY ISSUES

(E.G. LANGUAGE OR
TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I DON’T

WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Female 3.891 %49 3.952 %50 317 %4 137 %2 985 %12 381 %5 390 %5 7.930

Male 1.111 %61 725 %40 92 %5 33 %2 207 %11 112 %6 86 %5 1.807

Other 28 %50 29 %52 2 %4 1 %2 6 %11 3 %5 5 %9 56

TOTAL 5.030 %51 4.706 %48 411 %4 171 %2 1.198 %12 496 %5 481 %5 9.793

Cross: How old were you when you stopped full-t�me educat�on? / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 47,4 ; dof= 18.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

15 y.o. or under 211 %46 201 %44 19 %4 14 %3 63 %14 25 %5 26 %6 455

between 16 and 19 y.o. 1.154 %47 1.144 %46 102 %4 47 %2 333 %14 127 %5 130 %5 2.464

between 20 and 23 y.o. 1.614 %53 1.399 %46 125 %4 54 %2 373 %12 153 %5 141 %5 3.022

24 y.o. or above 1.700 %54 1.598 %51 142 %5 43 %1 350 %11 145 %5 168 %5 3.145

TOTAL 4.679 %51 4.342 %48 388 %4 158 %2 1.119 %12 450 %5 465 %5 9.086



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 79,7 ; dof= 12.

HOW WOULD YOU BEST DESCRIBE
YOURSELF?

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I
HAVE NOT BEEN

ABLE TO FIND
OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the

country where I l�ve
3.714 %52 3.533 %50 307 %4 111 %2 825 %12 316 %4 352 %5 7.125

I am part of an ethn�c m�nor�ty �n the

country where I l�ve
179 %38 214 %46 23 %5 16 %3 87 %19 26 %6 22 %5 465

Other, spec�fy... 139 %41 140 %42 12 %4 8 %2 58 %17 24 %7 30 %9 337

TOTAL 4.032 %51 3.887 %49 342 %4 135 %2 970 %12 366 %5 404 %5 7.927



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: In wh�ch country do you l�ve? / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 1.071,6 ; dof= 192.

IN WHICH COUNTRY DO YOU LIVE?

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I
HAVE NOT BEEN

ABLE TO FIND
OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Austr�a 52 %55 53 %56 5 %5 2 %2 10 %11 3 %3 3 %3 94

Belg�um 431 %49 334 %38 32 %4 20 %2 157 %18 53 %6 63 %7 882

Bosn�a and Herzegov�na 8 %28 13 %45 3 %10 2 %7 10 %34 0 %0 0 %0 29

Bulgar�a 61 %59 63 %61 2 %2 1 %1 10 %10 1 %1 4 %4 104

Croat�a 64 %30 113 %54 7 %3 5 %2 46 %22 2 %1 4 %2 210

Cyprus 25 %35 31 %44 2 %3 4 %6 23 %32 5 %7 1 %1 71

Czech Republ�c 64 %32 103 %52 4 %2 11 %6 38 %19 11 %6 7 %4 199

Denmark 189 %53 189 %53 20 %6 3 %1 43 %12 17 %5 24 %7 356

F�nland 235 %49 326 %68 13 %3 7 %1 49 %10 14 %3 23 %5 482

France 544 %60 331 %37 33 %4 15 %2 113 %12 63 %7 51 %6 906

Germany 702 %60 569 %49 66 %6 15 %1 94 %8 51 %4 57 %5 1.168

Greece 83 %45 96 %52 5 %3 9 %5 24 %13 6 %3 8 %4 183

Hungary 75 %46 94 %58 3 %2 3 %2 10 %6 8 %5 3 %2 162

Ireland 32 %30 75 %71 2 %2 1 %1 13 %12 5 %5 1 %1 105

Italy 570 %53 460 %43 21 %2 9 %1 121 %11 53 %5 52 %5 1.080

Latv�a 13 %19 25 %36 4 %6 7 %10 26 %37 4 %6 6 %9 70

Luxembourg 45 %36 48 %39 6 %5 1 %1 36 %29 8 %6 5 %4 124



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 222,1 ; dof= 12.

TYPOLOGY OF
COUNTRIES

BASED ON SIZE
AND WELFARE

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION
YES, THROUGH

ONLINE COMMUNITIES

YES, THROUGH LOCAL
NETWORKS (E.G.

SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I DON’T

WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Group A ('Eastern

Europe')
698 %39 947 %53 63 %4 64 %4 292 %16 92 %5 53 %3 1.794

Group B ('Western

Europe')
2.857 %56 2.217 %43 230 %5 70 %1 550 %11 253 %5 235 %5 5.105

Group C ('Northern

Europe')
1.632 %50 1.704 %52 130 %4 50 %2 422 %13 177 %5 206 %6 3.273

TOTAL 5.187 %51 4.868 %48 423 %4 184 %2 1.264 %12 522 %5 494 %5 10.172



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Orphacode assoc�ated nomenclature (engl�sh) / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 1.385,7 ; dof= 888.

ORPHACODE ASSOCIATED
NOMENCLATURE (ENGLISH)

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I
HAVE NOT BEEN

ABLE TO FIND
OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Hered�tary hemorrhag�c telang�ectas�a 278 %61 174 %38 10 %2 1 %0 32 %7 30 %7 50 %11 458

Hypermob�le Ehlers-Danlos syndrome 169 %53 233 %74 23 %7 7 %2 6 %2 16 %5 17 %5 317

Sarco�dos�s 72 %42 78 %46 6 %4 2 %1 24 %14 13 %8 8 %5 170

Class�cal Ehlers-Danlos syndrome 62 %45 88 %64 9 %7 2 %1 8 %6 10 %7 7 %5 137

W�ll�ams syndrome 93 %68 63 %46 9 %7 1 %1 3 %2 2 %1 4 %3 136

Cyst�c f�bros�s 80 %63 78 %61 10 %8 1 %1 2 %2 10 %8 4 %3 128

Myasthen�a grav�s 63 %53 79 %66 2 %2 2 %2 8 %7 1 %1 3 %3 120

System�c scleros�s 60 %56 68 %64 3 %3 1 %1 8 %7 5 %5 5 %5 107

Tuberous scleros�s complex 50 %51 37 %38 3 %3 2 %2 12 %12 7 %7 3 %3 98

Neurof�bromatos�s type 1 46 %50 49 %53 7 %8 0 %0 8 %9 8 %9 6 %7 92

Interst�t�al cyst�t�s 48 %65 22 %30 2 %3 1 %1 8 %11 3 %4 6 %8 74

Add�son d�sease 35 %48 43 %59 2 %3 2 %3 6 %8 3 %4 4 %5 73

22q11.2 delet�on syndrome 47 %69 26 %38 2 %3 3 %4 5 %7 1 %1 3 %4 68

Chron�c �nflammatory demyel�nat�ng

polyneuropathy
33 %51 31 %48 4 %6 0 %0 8 %12 6 %9 4 %6 65

Per�neural cyst 41 %65 41 %65 1 %2 0 %0 5 %8 0 %0 1 %2 63

Acute �nflammatory demyel�nat�ng

polyrad�culoneuropathy
19 %31 28 %45 2 %3 0 %0 8 %13 13 %21 3 %5 62



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Please select the sentence that best descr�bes your s�tuat�on or the s�tuat�on of the person you care for: / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare
d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 416,1 ; dof= 24.

PLEASE SELECT THE SENTENCE THAT BEST DESCRIBES
YOUR SITUATION OR THE SITUATION OF THE PERSON YOU

CARE FOR:

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEAS

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I
HAVE NOT BEEN

ABLE TO FIND
OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOT

N % N % N % N % N % N % N % N

I know the NAME of the rare d�sease, syndrome or malformat�on

and �t has been CONFIRMED by appropr�ate genet�c, cl�n�cal,

med�cal �mag�ng, molecular or b�ochem�cal tests (e.g b�opsy, blood

or ur�ne test)

4.770 %53 4.356 %48 383 %4 144 %2 991 %11 470 %5 441 %5 9.048

I know the NAME of the rare d�sease, syndrome or malformat�on

but �t has NOT yet been conf�rmed by appropr�ate genet�c, cl�n�cal,

med�cal �mag�ng, molecular or b�ochem�cal tests

356 %47 399 %53 31 %4 17 %2 93 %12 33 %4 37 %5 760

I only have PARTIAL �nformat�on on the name of the rare d�sease

or the gene �nvolved or the type of d�sease
96 %31 118 %39 10 %3 16 %5 89 %29 21 %7 15 %5 306

I know that the d�sease �s rare but the name or the cause have

NOT BEEN IDENTIFIED
98 %28 111 %32 11 %3 12 %3 133 %38 20 %6 16 %5 348

Other, spec�fy... 6 %25 8 %33 1 %4 1 %4 4 %17 3 %13 5 %21 24

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Genet�c d�seases / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 50,7 ; dof= 6.

GENETIC DISEASES

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Genet�c d�seases 2.991 %55 2.660 %49 261 %5 98 %2 545 %10 244 %4 301 %6 5.447

Non Genet�c d�seases 1.290 %49 1.274 %48 81 %3 40 %2 327 %12 158 %6 105 %4 2.627

TOTAL 4.281 %53 3.934 %49 342 %4 138 %2 872 %11 402 %5 406 %5 8.074



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Po�nt prevalence of the rare d�sease / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 79,0 ; dof= 18.

POINT PREVALENCE OF THE
RARE DISEASE

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

1-5 / 10 000 1.376 %57 1.196 %50 108 %4 27 %1 186 %8 124 %5 150 %6 2.407

1-9 / 100 000 1.081 %54 1.029 %51 91 %5 29 %1 181 %9 100 %5 98 %5 1.999

1-9 / 1 000 000 246 %54 228 %50 17 %4 11 %2 51 %11 20 %4 23 %5 459

<1 / 1 000 000 397 %46 395 %46 33 %4 21 %2 136 %16 39 %5 40 %5 856

TOTAL 3.100 %54 2.848 %50 249 %4 88 %2 554 %10 283 %5 311 %5 5.721



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th
an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 166,3 ; dof= 24.

DISEASE COMPLEXITY
CLASSIFIED INTO FIVE

GROUPS, BASED ON THE
NUMBER OF AFFECTED

BODY PARTS.

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

1-3 body parts 3.045 %50 2.656 %44 225 %4 94 %2 836 %14 375 %6 306 %5 6.103

4-7 body parts 1.639 %53 1.517 %49 142 %5 66 %2 349 %11 128 %4 141 %5 3.081

8-11 body parts 476 %50 581 %61 45 %5 23 %2 97 %10 30 %3 43 %5 951

12-15 body parts 135 %47 194 %68 18 %6 5 %2 22 %8 9 %3 20 %7 286

16 body parts or more 31 %48 44 %68 6 %9 2 %3 6 %9 5 %8 4 %6 65

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an
und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 71,7 ; dof= 12.

…BEHAVIOURAL
DISORDERS THAT CAUSE

PROBLEMS IN SCHOOL, AT
HOME OR IN SOCIAL

SITUATIONS

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 1.546 %52 1.329 %45 156 %5 81 %3 350 %12 124 %4 160 %5 2.957

No 3.588 %51 3.436 %48 262 %4 96 %1 889 %13 399 %6 323 %5 7.085

Don't know 192 %43 227 %51 18 %4 13 %3 71 %16 24 %5 31 %7 444

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same
rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 84,3 ; dof= 12.

…INTELLECTUAL
DISABILITIES OR COGNITIVE
SYMPTOMS (I.E. PROBLEMS
WITH MEMORY, LANGUAGE,
THINKING OR JUDGEMENT)

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 1.489 %51 1.418 %48 149 %5 82 %3 379 %13 108 %4 141 %5 2.936

No 3.694 %51 3.431 %47 277 %4 93 %1 874 %12 428 %6 358 %5 7.236

Don't know 143 %46 143 %46 10 %3 15 %5 57 %18 11 %4 15 %5 314

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …cl�n�cal s�gns or symptoms that come and go / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 85,1 ; dof= 12.

…CLINICAL SIGNS OR
SYMPTOMS THAT COME AND

GO

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 3.063 %52 3.046 %51 255 %4 115 %2 667 %11 270 %5 272 %5 5.940

No 1.919 %51 1.620 %43 154 %4 62 %2 524 %14 240 %6 193 %5 3.788

Don't know 344 %45 326 %43 27 %4 13 %2 119 %16 37 %5 49 %6 758

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare
d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 53,0 ; dof= 12.

…INVISIBLE SYMPTOMS
SUCH AS PAIN, DIZZINESS,

HEADACHES, FATIGUE, ETC.

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 3.518 %50 3.489 %50 286 %4 124 %2 869 %12 355 %5 338 %5 7.020

No 1.558 %53 1.238 %42 119 %4 46 %2 353 %12 167 %6 148 %5 2.916

Don't know 250 %45 265 %48 31 %6 20 %4 88 %16 25 %5 28 %5 550

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …sudden onset symptoms requ�r�ng urgent care / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 37,2 ; dof= 12.

…SUDDEN ONSET
SYMPTOMS REQUIRING

URGENT CARE

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 2.391 %51 2.272 %49 199 %4 77 %2 600 %13 207 %4 207 %4 4.648

No 2.673 %51 2.442 %47 210 %4 95 %2 617 %12 313 %6 278 %5 5.251

Don't know 262 %45 278 %47 27 %5 18 %3 93 %16 27 %5 29 %5 587

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed before b�rth / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,2 ; Ch�2= 8,1 ; dof= 6.

THE RARE DISEASE WAS
DIAGNOSED BEFORE BIRTH

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 131 %59 95 %43 6 %3 2 %1 23 %10 15 %7 7 %3 222

No 4.953 %52 4.623 %49 406 %4 155 %2 1.052 %11 485 %5 464 %5 9.509

TOTAL 5.084 %52 4.718 %48 412 %4 157 %2 1.075 %11 500 %5 471 %5 9.731

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed
rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 14,1 ; dof= 6.

THE RARE DISEASE WAS
DIAGNOSED THROUGH

STANDARD TESTS CARRIED
OUT AT BIRTH

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 243 %61 166 %42 18 %5 5 %1 33 %8 19 %5 16 %4 396

No 4.736 %52 4.473 %49 383 %4 148 %2 1.013 %11 469 %5 445 %5 9.139

TOTAL 4.979 %52 4.639 %49 401 %4 153 %2 1.046 %11 488 %5 461 %5 9.535

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare
d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 79,4 ; dof= 6.

FAMILY MEMBERS WERE
PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 751 %57 576 %44 64 %5 14 %1 112 %9 71 %5 117 %9 1.309

No 4.333 %51 4.142 %49 348 %4 143 %2 963 %11 429 %5 354 %4 8.422

TOTAL 5.084 %52 4.718 %48 412 %4 157 %2 1.075 %11 500 %5 471 %5 9.731

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: I, or the person I care for, have been referred to a hosp�tal un�t spec�al�sed �n the rare d�sease or group of rare d�seases / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th
the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 48,1 ; dof= 6.

I, OR THE PERSON I CARE
FOR, HAVE BEEN REFERRED

TO A HOSPITAL UNIT
SPECIALISED IN THE RARE

DISEASE OR GROUP OF
RARE DISEASES

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 3.221 %54 2.810 %47 261 %4 103 %2 689 %11 348 %6 296 %5 5.998

No 2.071 %47 2.150 %49 170 %4 86 %2 615 %14 197 %4 215 %5 4.415

TOTAL 5.292 %51 4.960 %48 431 %4 189 %2 1.304 %13 545 %5 511 %5 10.413



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …wrongly attr�buted to another phys�cal d�sease? / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 92,8 ; dof= 12.

…WRONGLY ATTRIBUTED TO
ANOTHER PHYSICAL

DISEASE?

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

YES, one t�me 1.019 %52 885 %45 74 %4 27 %1 248 %13 97 %5 80 %4 1.950

YES, several t�mes 2.209 %49 2.385 %53 201 %4 96 %2 567 %13 184 %4 209 %5 4.520

NO 2.098 %52 1.722 %43 161 %4 67 %2 495 %12 266 %7 225 %6 4.016

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …neglected, not taken ser�ously and/or cons�dered as psycholog�cal? / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare
d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 98,4 ; dof= 12.

…NEGLECTED, NOT TAKEN
SERIOUSLY AND/OR

CONSIDERED AS
PSYCHOLOGICAL?

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

YES, one t�me 635 %51 582 %47 54 %4 18 %1 166 %13 69 %6 59 %5 1.246

YES, several t�mes 2.419 %49 2.608 %53 223 %5 100 %2 599 %12 202 %4 230 %5 4.934

NO 2.272 %53 1.802 %42 159 %4 72 %2 545 %13 276 %6 225 %5 4.306

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Has the person affected by the rare d�sease already been m�sd�agnosed? Calculated var�able that computes the number of t�mes the person affected by the rare d�sease was m�sd�agnosed. / Are
you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 84,3 ; dof= 12.

HAS THE PERSON
AFFECTED BY THE RARE
DISEASE ALREADY BEEN

MISDIAGNOSED?
CALCULATED VARIABLE

THAT COMPUTES THE
NUMBER OF TIMES THE

PERSON AFFECTED BY THE
RARE DISEASE WAS

MISDIAGNOSED.

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

YES, one t�me 1.389 %52 1.264 %47 103 %4 42 %2 325 %12 142 %5 128 %5 2.683

YES, several t�mes 2.465 %49 2.602 %52 224 %4 100 %2 634 %13 215 %4 233 %5 5.018

NO 1.472 %53 1.126 %40 109 %4 48 %2 351 %13 190 %7 153 %5 2.785

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Genet�c test(s) look�ng for genet�c changes (also called mutat�ons or var�ants) / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an
und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 80,3 ; dof= 12.

GENETIC TEST(S) LOOKING
FOR GENETIC CHANGES

(ALSO CALLED MUTATIONS
OR VARIANTS)

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 2.898 %53 2.576 %47 254 %5 122 %2 704 %13 235 %4 278 %5 5.490

No 2.063 %49 2.076 %50 155 %4 54 %1 475 %11 250 %6 187 %4 4.171

Don't know/don't remember 365 %44 340 %41 27 %3 14 %2 131 %16 62 %8 49 %6 825

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …healthcare profess�onals were reluctant or not suff�c�ently �nformed? / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed
rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 105,1 ; dof= 12.

…HEALTHCARE
PROFESSIONALS WERE

RELUCTANT OR NOT
SUFFICIENTLY INFORMED?

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 1.325 %47 1.494 %53 132 %5 70 %2 399 %14 87 %3 119 %4 2.805

No 2.930 %53 2.502 %45 237 %4 81 %1 661 %12 322 %6 274 %5 5.556

Not relevant 1.071 %50 996 %47 67 %3 39 %2 250 %12 138 %6 121 %6 2.125

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486

Have you ever
needed a genetic
test but could not
access it because…

Have you ever
needed a genetic
test but could not
access it because…

Have you ever needed a genetic test but
could not access it because…



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: To your knowledge, the genet�c test(s) that were conducted targeted… / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare
d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 159,5 ; dof= 36.

TO YOUR KNOWLEDGE, THE
GENETIC TEST(S) THAT

WERE CONDUCTED
TARGETED…

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Only one gene 860 %59 681 %47 67 %5 20 %1 154 %11 55 %4 75 %5 1.460

Several genes at the same t�me

(gene panel sequenc�ng)
942 %54 858 %50 91 %5 39 %2 235 %14 44 %3 82 %5 1.731

The whole DNA (Whole Genome

Sequenc�ng)
418 %48 411 %47 47 %5 20 %2 159 %18 30 %3 35 %4 880

All the genes (Whole Exome

Sequenc�ng)
247 %44 293 %52 27 %5 12 %2 111 %20 16 %3 24 %4 567

A tumour (genet�c prof�l�ng of a

tumour)
67 %50 63 %47 5 %4 4 %3 20 %15 8 %6 10 %7 135

Other (ep�genome, RNA, etc.) 59 %50 61 %52 8 %7 4 %3 22 %19 6 %5 3 %3 117

Don’t know 730 %48 670 %44 56 %4 47 %3 184 %12 103 %7 96 %6 1.511

TOTAL 2.898 %53 2.576 %47 254 %5 122 %2 704 %13 235 %4 278 %5 5.490



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: After the tests were performed, were you offered genet�c counsell�ng (e.g. g�ven �nformat�on about how your genet�c cond�t�on m�ght affect you and your fam�ly)? / Are you, or the person you care
for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 68,0 ; dof= 18.

AFTER THE TESTS WERE
PERFORMED, WERE YOU

OFFERED GENETIC
COUNSELLING (E.G. GIVEN
INFORMATION ABOUT HOW
YOUR GENETIC CONDITION

MIGHT AFFECT YOU AND
YOUR FAMILY)?

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

YES, w�th a genet�c counsellor

or cl�n�cal genet�c�st
1.161 %54 1.014 %47 100 %5 44 %2 271 %13 89 %4 109 %5 2.137

YES, by a healthcare

profess�onal
697 %59 490 %42 61 %5 23 %2 116 %10 57 %5 52 %4 1.179

NO, I wasn’t offered genet�c

counsell�ng
836 %47 891 %50 78 %4 48 %3 265 %15 60 %3 89 %5 1.770

Not sure / Don’t remember 204 %50 181 %45 15 %4 7 %2 52 %13 29 %7 28 %7 404

TOTAL 2.898 %53 2.576 %47 254 %5 122 %2 704 %13 235 %4 278 %5 5.490



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Genet�c tests / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 27,3 ; dof= 12.

GENETIC TESTS

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 399 %48 414 %50 48 %6 27 %3 125 %15 32 %4 33 %4 831

No 2.434 %54 2.094 %46 202 %4 93 %2 555 %12 195 %4 240 %5 4.515

Don't know 65 %45 68 %48 4 %3 2 %1 24 %17 8 %6 4 %3 143

TOTAL 2.898 %53 2.576 %47 254 %5 122 %2 704 %13 235 %4 277 %5 5.489



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Other d�agnost�c tests such as cl�n�cal exam�nat�on(s), med�cal �mag�ng (MRI, scans…), b�opsy, b�ochem�cal test(s) (blood or ur�ne tests…), etc. / Are you, or the person you care for, �n
touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 33,2 ; dof= 12.

OTHER DIAGNOSTIC TESTS
SUCH AS CLINICAL

EXAMINATION(S), MEDICAL
IMAGING (MRI, SCANS…),

BIOPSY, BIOCHEMICAL TEST(S)
(BLOOD OR URINE TESTS…),

ETC.

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I
HAVE NOT BEEN

ABLE TO FIND
OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 698 %50 696 %50 80 %6 32 %2 215 %15 63 %4 62 %4 1.403

No 4.029 %51 3.789 %48 320 %4 127 %2 962 %12 414 %5 390 %5 7.908

Don't know 77 %45 77 %45 2 %1 5 %3 23 %14 13 %8 5 %3 170

TOTAL 4.804 %51 4.562 %48 402 %4 164 %2 1.200 %13 490 %5 457 %5 9.481



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Add�t�onal adv�ce from a healthcare profess�onal spec�al�sed �n the rare d�sease (�n person or v�rtually) / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare
d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 72,0 ; dof= 12.

ADDITIONAL ADVICE FROM A
HEALTHCARE PROFESSIONAL

SPECIALISED IN THE RARE
DISEASE (IN PERSON OR

VIRTUALLY)

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I
HAVE NOT BEEN

ABLE TO FIND
OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

Yes 1.136 %55 1.099 %53 105 %5 51 %2 245 %12 76 %4 76 %4 2.083

No 4.096 %50 3.799 %46 326 %4 130 %2 1.029 %13 453 %6 428 %5 8.194

Don't know 94 %45 94 %45 5 %2 9 %4 36 %17 18 %9 10 %5 209

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …psycholog�cal support / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 78,6 ; dof= 24.

…PSYCHOLOGICAL SUPPORT

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

YES and enough to meet my needs 512 %56 435 %47 49 %5 15 %2 104 %11 47 %5 52 %6 922

YES but �t �s/was not needed 511 %54 428 %45 45 %5 14 %1 108 %11 65 %7 48 %5 955

YES but NOT enough to meet my

needs
471 %49 471 %49 41 %4 25 %3 123 %13 40 %4 45 %5 952

NO but �t �s/was NOT needed 1.625 %51 1.427 %45 109 %3 49 %2 377 %12 218 %7 165 %5 3.165

NO but �t �s/was needed 2.207 %49 2.231 %50 192 %4 87 %2 598 %13 177 %4 204 %5 4.492

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc. / Are you, or the
person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 206,7 ; dof= 24.

…CARE COORDINATION
SUPPORT SUCH AS HELP TO

FIND THE NECESSARY
INFORMATION ON THE

DISEASE AND THE RIGHT
PROFESSIONALS, ARRANGING

APPOINTMENTS WITH
DIFFERENT HEALTH

PROVIDERS, ETC.

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I HAVE
NOT BEEN ABLE TO

FIND OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

N % N % N % N % N % N % N % N %

YES and enough to meet my needs 1.215 %58 870 %42 99 %5 29 %1 216 %10 135 %6 97 %5 2.083

YES but �t �s/was not needed 200 %51 171 %44 16 %4 5 %1 45 %12 32 %8 16 %4 391

YES but NOT enough to meet my

needs
788 %54 680 %46 63 %4 32 %2 183 %13 62 %4 73 %5 1.463

NO but �t �s/was NOT needed 770 %47 714 %44 51 %3 18 %1 204 %13 148 %9 100 %6 1.627

NO but �t �s/was needed 2.353 %48 2.557 %52 207 %4 106 %2 662 %13 170 %3 228 %5 4.922

TOTAL 5.326 %51 4.992 %48 436 %4 190 %2 1.310 %12 547 %5 514 %5 10.486



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts / Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare
d�sease?

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 148,2 ; dof= 24.

…FINANCIAL SUPPORT
INCLUDING SOCIAL SECURITY

BENEFITS

ARE YOU, OR THE PERSON YOU CARE FOR, IN TOUCH WITH OTHER PEOPLE LIVING WITH THE SAME RARE DISEASE OR WITH AN UNDIAGNOSED RARE DISEASE?

YES, THROUGH A
PATIENT

ORGANISATION

YES, THROUGH
ONLINE

COMMUNITIES

YES, THROUGH
LOCAL NETWORKS

(E.G. SCHOOLS)

NO, BECAUSE OF
ACCESSIBILITY

ISSUES (E.G.
LANGUAGE OR

TECHNICAL
BARRIERS)

NO, BECAUSE I
HAVE NOT BEEN

ABLE TO FIND
OTHER PEOPLE
WITH THE SAME

DISEASE
NO, BECAUSE I
DON’T WANT TO OTHER, SPECIFY... TOTAL

YES and enough to meet my needs %56 %44 %4 %2 %13 %6 %4

YES but �t �s/was not needed %58 %40 %5 %1 %12 %7 %5

YES but NOT enough to meet my

needs
%49 %48 %5 %4 %14 %4 %5

NO but �t �s/was NOT needed %53 %45 %3 %1 %11 %6 %5

NO but �t �s/was needed %47 %51 %5 %2 %13 %4 %5

TOTAL %51 %48 %4 %2 %13 %5 %5



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Chapter 15.
Consequence of be�ng
d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

S�nce rece�v�ng a d�agnos�s for the rare d�sease, how have the follow�ng aspects changed for you?

 

…HAS
GOTTEN
WORSE

…HAS
IMPROVED

…HAS
REMAINED
THE SAME

DON'T
KNOW

NOT
RELEVANT TOTAL

Access to the most adapted

care, treatments or surgery…
889 4.020 3.316 457 342 9.024

Understand�ng how the

d�sease w�ll progress…
694 4.999 2.644 494 175 9.006

F�nanc�al support �nclud�ng

soc�al secur�ty benef�ts…
928 1.056 2.345 532 1.126 5.987

Integrat�on at school… 746 960 2.030 613 4.675 9.024

Integrat�on at work… 2.411 818 2.587 551 2.638 9.005

Access to soc�al serv�ces

(e.g. soc�al worker support,

household chores support)…

1.134 1.011 2.906 1.066 2.887 9.004

Access to cl�n�cal tr�als… 637 2.197 3.173 1.564 1.452 9.023

Access to f�nanc�al products,

such as loans, mortgages,

�nsurance…

1.715 200 2.345 1.648 3.114 9.022

Your soc�al l�fe… 4.571 708 3.064 183 478 9.004

S�nce rece�v�ng a d�agnos�s for the rare d�sease, how have the follow�ng aspects changed for you?

%10

%8

%16

%8

%27

%13

%7

%19

%51

%45

%56

%18

%11

%9

%11

%24

%2

%8

%37

%29

%39

%22

%29

%32

%35

%26

%34

%5

%5

%9

%7

%6

%12

%17

%18

%2

%4

%2

%19

%52

%29

%32

%16

%35

%5

…has gotten worse …has �mproved …has rema�ned the same Don't know
Not relevant

Access to the most adapted care,
 treatments or surgery…

Understand�ng how the d�sease w�ll
 progress…

F�nanc�al support �nclud�ng soc�al
 secur�ty benef�ts…

Integrat�on at school…

Integrat�on at work…

Access to soc�al serv�ces (e.g. soc�al
 worker support, household chores

 support)…
Access to cl�n�cal tr�als…

Access to f�nanc�al products, such as
 loans, mortgages, �nsurance…

Your soc�al l�fe…

9. Consequences of d�agnos�s
Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,4 ; F�sher= 0,9.
Inter var�ance= 41,0. Intra var�ance= 44,2.

Access to the most adapted care, treatments or surgery…

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE

DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN
YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

…has gotten worse 0,4 647 3,8 569 3,3 328 3,6 679 4,8 535

…has �mproved 0,4 3.169 3,9 3.210 4,3 1.897 3,8 3.347 5,2 2.918

…has rema�ned the same 0,5 2.526 3,1 2.293 3,4 1.353 3,3 2.659 4,4 2.285

Don't know 1,2 299 2,4 257 2,3 143 2,7 315 3,0 244

Not relevant 0,3 239 2,6 184 2,5 110 2,8 251 4,4 195

S�nce rece�v�ng a d�agnos�s for the rare d�sease, how have the follow�ng aspects changed for you?

Quest�ons asked only to respondents who are d�agnosed



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,4 ; F�sher= 1,0.
Inter var�ance= 44,6. Intra var�ance= 44,3.

Understand�ng how the d�sease w�ll progress…

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE

DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN
YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

…has gotten worse 0,3 494 3,0 447 3,0 238 3,0 533 4,2 415

…has �mproved 0,4 3.948 3,7 3.847 4,0 2.305 3,7 4.177 4,9 3.616

…has rema�ned the same 0,7 1.979 3,4 1.825 3,6 1.063 3,3 2.052 4,8 1.764

Don't know 0,6 331 3,4 286 3,0 158 3,5 356 4,6 283

Not relevant -0,1 118 1,0 97 1,7 61 2,8 121 2,8 91

Quest�ons asked only to respondents who are d�agnosed

S�nce rece�v�ng a d�agnos�s for the rare d�sease, how have the follow�ng aspects changed for you?



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,8 ; F�sher= 0,4.
Inter var�ance= 27,2. Intra var�ance= 60,8.

F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE

DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN
YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

…has gotten worse 0,4 683 4,2 644 5,2 347 4,6 707 5,8 551

…has �mproved 0,8 845 5,2 827 5,6 488 5,2 862 6,8 761

…has rema�ned the same 0,7 1.817 4,6 1.731 5,1 999 4,7 1.886 6,3 1.610

Don't know 0,7 381 3,8 364 4,3 215 3,1 398 4,4 310

Not relevant 0,4 816 3,7 800 3,9 448 3,2 878 4,8 746

Quest�ons asked only to respondents who are d�agnosed

S�nce rece�v�ng a d�agnos�s for the rare d�sease, how have the follow�ng aspects changed for you?



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,3 ; F�sher= 1,3.
Inter var�ance= 57,0. Intra var�ance= 44,2.

Integrat�on at school…

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE

DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN
YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

…has gotten worse 0,1 579 2,8 534 3,1 302 2,8 602 3,9 508

…has �mproved 0,1 728 2,8 702 2,6 418 2,8 795 3,7 671

…has rema�ned the same 0,5 1.558 3,1 1.421 3,1 871 3,5 1.624 4,8 1.410

Don't know 0,8 428 2,7 394 2,6 247 2,0 460 3,4 376

Not relevant 0,5 3.587 4,0 3.462 4,5 1.993 4,1 3.770 5,2 3.212

Quest�ons asked only to respondents who are d�agnosed

S�nce rece�v�ng a d�agnos�s for the rare d�sease, how have the follow�ng aspects changed for you?



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,5 ; F�sher= 0,9.
Inter var�ance= 37,7. Intra var�ance= 44,3.

Integrat�on at work…

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE

DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN
YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

…has gotten worse 0,2 1.901 3,5 1.793 3,6 1.004 3,4 1.989 4,5 1.642

…has �mproved 0,5 663 3,9 639 4,2 370 4,5 683 5,5 593

…has rema�ned the same 0,6 2.006 3,5 1.858 3,4 1.122 3,6 2.091 4,9 1.840

Don't know 0,5 355 2,7 338 3,2 204 2,1 398 3,4 323

Not relevant 0,5 1.945 3,5 1.874 4,3 1.125 3,6 2.078 4,7 1.771

Quest�ons asked only to respondents who are d�agnosed

S�nce rece�v�ng a d�agnos�s for the rare d�sease, how have the follow�ng aspects changed for you?



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,2 ; F�sher= 1,4.
Inter var�ance= 61,4. Intra var�ance= 44,3.

Access to soc�al serv�ces (e.g. soc�al worker support, household
chores support)…

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE

DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN
YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

…has gotten worse 0,2 846 3,1 772 3,7 426 3,5 867 4,5 716

…has �mproved 0,1 795 3,7 781 3,6 483 3,7 856 4,6 755

…has rema�ned the same 0,6 2.281 3,6 2.105 3,9 1.211 4,2 2.392 5,4 2.051

Don't know 0,6 785 3,4 743 4,1 444 2,7 828 4,2 667

Not relevant 0,5 2.162 3,6 2.100 3,6 1.261 3,1 2.295 4,4 1.979

Quest�ons asked only to respondents who are d�agnosed

S�nce rece�v�ng a d�agnos�s for the rare d�sease, how have the follow�ng aspects changed for you?



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; F�sher= 4,4.
Inter var�ance= 193,2. Intra var�ance= 44,1.

Access to cl�n�cal tr�als…

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE

DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN
YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

…has gotten worse 0,0 456 3,3 398 2,9 212 2,9 487 4,7 384

…has �mproved 0,1 1.727 4,0 1.692 4,2 1.047 3,8 1.834 5,6 1.599

…has rema�ned the same 0,6 2.474 3,5 2.327 3,7 1.315 3,7 2.577 4,7 2.234

Don't know 0,4 1.157 3,2 1.077 3,2 619 3,4 1.214 4,0 1.007

Not relevant 1,1 1.065 3,1 1.018 3,9 638 3,3 1.138 4,3 952

Quest�ons asked only to respondents who are d�agnosed

S�nce rece�v�ng a d�agnos�s for the rare d�sease, how have the follow�ng aspects changed for you?



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,8 ; F�sher= 0,4.
Inter var�ance= 15,9. Intra var�ance= 44,3.

Access to f�nanc�al products, such as loans, mortgages,
�nsurance…

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE

DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN
YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

…has gotten worse 0,4 1.317 4,0 1.261 4,7 725 4,1 1.377 5,7 1.179

…has �mproved 0,1 157 2,3 150 3,6 89 2,7 161 3,6 144

…has rema�ned the same 0,6 1.844 3,7 1.701 4,1 967 4,0 1.910 5,3 1.625

Don't know 0,5 1.239 3,2 1.152 3,2 723 3,0 1.316 4,0 1.102

Not relevant 0,4 2.322 3,3 2.248 3,3 1.327 3,3 2.486 4,2 2.126

Quest�ons asked only to respondents who are d�agnosed

S�nce rece�v�ng a d�agnos�s for the rare d�sease, how have the follow�ng aspects changed for you?



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; F�sher= 2,3.
Inter var�ance= 101,9. Intra var�ance= 44,3.

Your soc�al l�fe…

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC TREATMENT,
IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING
THE NAME OF THE

DISEASE), IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN
YEARS

MEAN N MEAN N MEAN N MEAN N MEAN N

…has gotten worse 0,4 3.556 3,4 3.342 3,4 1.898 3,2 3.728 4,1 3.126

…has �mproved 0,2 555 4,7 543 5,2 325 5,0 575 6,6 490

…has rema�ned the same 0,7 2.320 3,7 2.209 4,2 1.350 4,0 2.454 5,5 2.156

Don't know 0,7 117 2,1 110 3,8 66 3,2 127 4,0 108

Not relevant -0,4 321 1,7 297 1,9 186 1,9 354 3,0 288

Quest�ons asked only to respondents who are d�agnosed

S�nce rece�v�ng a d�agnos�s for the rare d�sease, how have the follow�ng aspects changed for you?



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 14,5 ; dof= 8.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Female 603 %10 2.638 %44 2.267 %38 299 %5 216 %4 6.023 %100

Male 250 %10 1.220 %46 917 %35 130 %5 107 %4 2.624 %100

Other 11 %13 29 %35 30 %37 6 %7 6 %7 82 %100

TOTAL 864 %10 3.887 %45 3.214 %37 435 %5 329 %4 8.729

Cross: Gender of the person affected by the rare d�sease / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 41,4 ; dof= 8.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Female 474 %8 3.250 %54 1.850 %31 346 %6 103 %2 6.023 %100

Male 189 %7 1.572 %60 682 %26 124 %5 57 %2 2.624 %100

Other 7 %9 35 %43 32 %39 4 %5 4 %5 82 %100

TOTAL 670 %8 4.857 %56 2.564 %29 474 %5 164 %2 8.729



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 23,1 ; dof= 8.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Female 748 %16 828 %18 1.846 %39 438 %9 839 %18 4.699 %100

Male 165 %14 213 %18 461 %38 85 %7 275 %23 1.199 %100

Other 7 %21 4 %12 13 %38 4 %12 6 %18 34 %100

TOTAL 920 %16 1.045 %18 2.320 %39 527 %9 1.120 %19 5.932

Cross: Gender of the person affected by the rare d�sease / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 168,2 ; dof= 8.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Female 475 %8 497 %8 1.241 %21 416 %7 3.394 %56 6.023 %100

Male 229 %9 387 %15 677 %26 159 %6 1.172 %45 2.624 %100

Other 14 %17 13 %16 24 %29 6 %7 25 %30 82 %100

TOTAL 718 %8 897 %10 1.942 %22 581 %7 4.591 %53 8.729



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 39,9 ; dof= 8.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Female 1.711 %28 552 %9 1.691 %28 332 %6 1.737 %29 6.023 %100

Male 611 %23 239 %9 804 %31 170 %6 799 %30 2.623 %100

Other 20 %24 4 %5 20 %24 12 %15 26 %32 82 %100

TOTAL 2.342 %27 795 %9 2.515 %29 514 %6 2.562 %29 8.728

Cross: Gender of the person affected by the rare d�sease / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 34,0 ; dof= 8.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Female 777 %13 619 %10 1.946 %32 749 %12 1.932 %32 6.023 %100

Male 299 %11 350 %13 837 %32 260 %10 877 %33 2.623 %100

Other 15 %18 8 %10 29 %35 10 %12 20 %24 82 %100

TOTAL 1.091 %13 977 %11 2.812 %32 1.019 %12 2.829 %32 8.728



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 28,8 ; dof= 8.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Female 449 %7 1.397 %23 2.106 %35 1.108 %18 963 %16 6.023 %100

Male 167 %6 707 %27 930 %35 389 %15 431 %16 2.624 %100

Other 4 %5 18 %22 30 %37 17 %21 13 %16 82 %100

TOTAL 620 %7 2.122 %24 3.066 %35 1.514 %17 1.407 %16 8.729

Cross: Gender of the person affected by the rare d�sease / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 53,9 ; dof= 8.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Female 1.207 %20 108 %2 1.541 %26 1.113 %18 2.054 %34 6.023 %100

Male 438 %17 81 %3 722 %28 435 %17 947 %36 2.623 %100

Other 22 %27 0 %0 12 %15 27 %33 21 %26 82 %100

TOTAL 1.667 %19 189 %2 2.275 %26 1.575 %18 3.022 %35 8.728



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Gender of the person affected by the rare d�sease / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 61,6 ; dof= 8.

GENDER OF THE PERSON
AFFECTED BY THE RARE

DISEASE

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Female 3.194 %53 444 %7 2.004 %33 110 %2 271 %4 6.023 %100

Male 1.200 %46 238 %9 942 %36 59 %2 184 %7 2.623 %100

Other 43 %52 3 %4 24 %29 3 %4 9 %11 82 %100

TOTAL 4.437 %51 685 %8 2.970 %34 172 %2 464 %5 8.728

Cross: How old were you when you stopped full-t�me educat�on? / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 45,4 ; dof= 12.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

15 y.o. or under 59 %14 183 %44 130 %31 25 %6 16 %4 413 %100

between 16 and 19 y.o. 260 %11 961 %42 840 %37 147 %6 75 %3 2.283 %100

between 20 and 23 y.o. 257 %9 1.271 %45 1.070 %38 109 %4 117 %4 2.824 %100

24 y.o. or above 261 %9 1.314 %45 1.072 %37 140 %5 116 %4 2.903 %100

TOTAL 837 %10 3.729 %44 3.112 %37 421 %5 324 %4 8.423



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 52,6 ; dof= 12.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

15 y.o. or under 40 %10 205 %50 130 %31 24 %6 14 %3 413 %100

between 16 and 19 y.o. 216 %9 1.179 %52 710 %31 140 %6 38 %2 2.283 %100

between 20 and 23 y.o. 203 %7 1.570 %56 844 %30 152 %5 55 %2 2.824 %100

24 y.o. or above 189 %7 1.731 %60 780 %27 149 %5 54 %2 2.903 %100

TOTAL 648 %8 4.685 %56 2.464 %29 465 %6 161 %2 8.423

Cross: How old were you when you stopped full-t�me educat�on? / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 23,6 ; dof= 12.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

15 y.o. or under 44 %20 31 %14 87 %40 22 %10 35 %16 219 %100

between 16 and 19 y.o. 275 %17 269 %16 600 %37 170 %10 321 %20 1.635 %100

between 20 and 23 y.o. 274 %15 326 %17 762 %40 158 %8 367 %19 1.887 %100

24 y.o. or above 278 %15 364 %19 743 %39 155 %8 349 %18 1.889 %100

TOTAL 871 %15 990 %18 2.192 %39 505 %9 1.072 %19 5.630



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 109,2 ; dof= 12.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

15 y.o. or under 54 %13 62 %15 91 %22 40 %10 166 %40 413 %100

between 16 and 19 y.o. 174 %8 200 %9 435 %19 197 %9 1.277 %56 2.283 %100

between 20 and 23 y.o. 226 %8 283 %10 628 %22 161 %6 1.526 %54 2.824 %100

24 y.o. or above 250 %9 339 %12 735 %25 159 %5 1.420 %49 2.903 %100

TOTAL 704 %8 884 %10 1.889 %22 557 %7 4.389 %52 8.423

Cross: How old were you when you stopped full-t�me educat�on? / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 69,7 ; dof= 12.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

15 y.o. or under 117 %28 22 %5 98 %24 37 %9 139 %34 413 %100

between 16 and 19 y.o. 673 %29 185 %8 598 %26 153 %7 674 %30 2.283 %100

between 20 and 23 y.o. 696 %25 262 %9 833 %29 141 %5 892 %32 2.824 %100

24 y.o. or above 763 %26 300 %10 905 %31 169 %6 766 %26 2.903 %100

TOTAL 2.249 %27 769 %9 2.434 %29 500 %6 2.471 %29 8.423



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 63,1 ; dof= 12.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

15 y.o. or under 65 %16 53 %13 133 %32 46 %11 116 %28 413 %100

between 16 and 19 y.o. 341 %15 221 %10 690 %30 315 %14 716 %31 2.283 %100

between 20 and 23 y.o. 316 %11 299 %11 929 %33 289 %10 991 %35 2.824 %100

24 y.o. or above 331 %11 370 %13 967 %33 331 %11 904 %31 2.903 %100

TOTAL 1.053 %13 943 %11 2.719 %32 981 %12 2.727 %32 8.423

Cross: How old were you when you stopped full-t�me educat�on? / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 58,4 ; dof= 12.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

15 y.o. or under 32 %8 112 %27 132 %32 73 %18 64 %15 413 %100

between 16 and 19 y.o. 196 %9 520 %23 768 %34 449 %20 350 %15 2.283 %100

between 20 and 23 y.o. 158 %6 653 %23 1.029 %36 454 %16 530 %19 2.824 %100

24 y.o. or above 210 %7 759 %26 1.023 %35 495 %17 416 %14 2.903 %100

TOTAL 596 %7 2.044 %24 2.952 %35 1.471 %17 1.360 %16 8.423



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How old were you when you stopped full-t�me educat�on? / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 33,1 ; dof= 12.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

15 y.o. or under 79 %19 11 %3 104 %25 80 %19 139 %34 413 %100

between 16 and 19 y.o. 411 %18 41 %2 549 %24 472 %21 810 %35 2.283 %100

between 20 and 23 y.o. 556 %20 56 %2 742 %26 454 %16 1.016 %36 2.824 %100

24 y.o. or above 554 %19 73 %3 807 %28 517 %18 952 %33 2.903 %100

TOTAL 1.600 %19 181 %2 2.202 %26 1.523 %18 2.917 %35 8.423

Cross: How old were you when you stopped full-t�me educat�on? / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 39,8 ; dof= 12.

HOW OLD WERE YOU WHEN
YOU STOPPED FULL-TIME

EDUCATION?

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED …HAS REMAINED THE SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

15 y.o. or under 228 %55 29 %7 122 %30 7 %2 27 %7 413 %100

between 16 and 19 y.o. 1.235 %54 164 %7 736 %32 46 %2 102 %4 2.283 %100

between 20 and 23 y.o. 1.369 %48 210 %7 1.024 %36 44 %2 177 %6 2.824 %100

24 y.o. or above 1.431 %49 254 %9 995 %34 72 %2 151 %5 2.903 %100

TOTAL 4.263 %51 657 %8 2.877 %34 169 %2 457 %5 8.423



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 30,6 ; dof= 8.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 649 %10 2.955 %45 2.456 %37 325 %5 249 %4 6.634 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 56 %13 154 %37 159 %38 28 %7 23 %5 420 %100

Other, spec�fy... 40 %14 121 %41 93 %32 22 %7 19 %6 295 %100

TOTAL 745 %10 3.230 %44 2.708 %37 375 %5 291 %4 7.349

Cross: How would you best descr�be yourself? / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 55,6 ; dof= 8.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 482 %7 3.757 %57 1.921 %29 352 %5 122 %2 6.634 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 52 %12 200 %48 123 %29 34 %8 11 %3 420 %100

Other, spec�fy... 40 %14 142 %48 76 %26 31 %11 6 %2 295 %100

TOTAL 574 %8 4.099 %56 2.120 %29 417 %6 139 %2 7.349



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 32,9 ; dof= 8.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 664 %15 775 %18 1.718 %39 392 %9 839 %19 4.388 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 68 %25 45 %16 89 %32 31 %11 44 %16 277 %100

Other, spec�fy... 36 %17 24 %11 77 %36 30 %14 47 %22 214 %100

TOTAL 768 %16 844 %17 1.884 %39 453 %9 930 %19 4.879

Cross: How would you best descr�be yourself? / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 45,8 ; dof= 8.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 548 %8 701 %11 1.543 %23 436 %7 3.406 %51 6.634 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 57 %14 54 %13 89 %21 45 %11 175 %42 420 %100

Other, spec�fy... 23 %8 29 %10 47 %16 30 %10 166 %56 295 %100

TOTAL 628 %9 784 %11 1.679 %23 511 %7 3.747 %51 7.349



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 29,5 ; dof= 8.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 1.749 %26 630 %9 1.963 %30 395 %6 1.897 %29 6.634 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 124 %30 33 %8 113 %27 35 %8 115 %27 420 %100

Other, spec�fy... 95 %32 25 %8 53 %18 27 %9 95 %32 295 %100

TOTAL 1.968 %27 688 %9 2.129 %29 457 %6 2.107 %29 7.349

Cross: How would you best descr�be yourself? / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 20,7 ; dof= 8.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I

l�ve
819 %12 758 %11 2.225 %34 773 %12 2.059 %31 6.634 %100

I am part of an ethn�c m�nor�ty �n the country where I

l�ve
72 %17 52 %12 136 %32 55 %13 105 %25 420 %100

Other, spec�fy... 47 %16 34 %12 78 %26 40 %14 96 %33 295 %100

TOTAL 938 %13 844 %11 2.439 %33 868 %12 2.260 %31 7.349



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 51,0 ; dof= 8.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 482 %7 1.727 %26 2.437 %37 1.154 %17 834 %13 6.634 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 43 %10 85 %20 144 %34 83 %20 65 %15 420 %100

Other, spec�fy... 19 %6 59 %20 81 %27 70 %24 66 %22 295 %100

TOTAL 544 %7 1.871 %25 2.662 %36 1.307 %18 965 %13 7.349

Cross: How would you best descr�be yourself? / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 32,4 ; dof= 8.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 1.195 %18 152 %2 1.838 %28 1.237 %19 2.212 %33 6.634 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 100 %24 13 %3 115 %27 76 %18 116 %28 420 %100

Other, spec�fy... 52 %18 1 %0 56 %19 68 %23 118 %40 295 %100

TOTAL 1.347 %18 166 %2 2.009 %27 1.381 %19 2.446 %33 7.349



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: How would you best descr�be yourself? / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 23,5 ; dof= 8.

HOW WOULD YOU BEST DESCRIBE YOURSELF?

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

I belong to the ethn�c major�ty �n the country where I l�ve 3.337 %50 528 %8 2.278 %34 134 %2 357 %5 6.634 %100

I am part of an ethn�c m�nor�ty �n the country where I l�ve 250 %60 28 %7 115 %27 11 %3 16 %4 420 %100

Other, spec�fy... 163 %55 17 %6 86 %29 6 %2 23 %8 295 %100

TOTAL 3.750 %51 573 %8 2.479 %34 151 %2 396 %5 7.349

Cross: Typology of countr�es based on s�ze and welfare / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 28,6 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 173 %12 618 %42 547 %37 79 %5 51 %3 1.468 %100

Group B ('Western Europe') 454 %10 2.100 %46 1.701 %37 195 %4 165 %4 4.615 %100

Group C ('Northern Europe') 259 %9 1.247 %44 1.044 %37 179 %6 123 %4 2.852 %100

TOTAL 886 %10 3.965 %44 3.292 %37 453 %5 339 %4 8.935



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 177,0 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 207 %14 666 %46 435 %30 120 %8 34 %2 1.462 %100

Group B ('Western Europe') 302 %7 2.732 %59 1.307 %28 206 %4 66 %1 4.613 %100

Group C ('Northern Europe') 179 %6 1.557 %55 879 %31 163 %6 71 %2 2.849 %100

TOTAL 688 %8 4.955 %56 2.621 %29 489 %5 171 %2 8.924

Cross: Typology of countr�es based on s�ze and welfare / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 91,3 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 146 %22 110 %16 307 %46 49 %7 62 %9 674 %100

Group B ('Western Europe') 464 %15 611 %19 1.227 %39 254 %8 617 %19 3.173 %100

Group C ('Northern Europe') 314 %15 322 %15 783 %38 227 %11 439 %21 2.085 %100

TOTAL 924 %16 1.043 %18 2.317 %39 530 %9 1.118 %19 5.932



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 263,3 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 175 %12 224 %15 422 %29 137 %9 510 %35 1.468 %100

Group B ('Western Europe') 389 %8 470 %10 1.072 %23 279 %6 2.405 %52 4.615 %100

Group C ('Northern Europe') 176 %6 254 %9 522 %18 190 %7 1.710 %60 2.852 %100

TOTAL 740 %8 948 %11 2.016 %23 606 %7 4.625 %52 8.935

Cross: Typology of countr�es based on s�ze and welfare / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 352,0 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 433 %30 118 %8 456 %31 151 %10 304 %21 1.462 %100

Group B ('Western Europe') 1.386 %30 440 %10 1.423 %31 216 %5 1.148 %25 4.613 %100

Group C ('Northern Europe') 569 %20 256 %9 690 %24 180 %6 1.153 %40 2.848 %100

TOTAL 2.388 %27 814 %9 2.569 %29 547 %6 2.605 %29 8.923



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 159,2 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 243 %17 145 %10 590 %40 175 %12 308 %21 1.461 %100

Group B ('Western Europe') 566 %12 505 %11 1.509 %33 519 %11 1.514 %33 4.613 %100

Group C ('Northern Europe') 315 %11 349 %12 777 %27 367 %13 1.040 %37 2.848 %100

TOTAL 1.124 %13 999 %11 2.876 %32 1.061 %12 2.862 %32 8.922

Cross: Typology of countr�es based on s�ze and welfare / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 141,4 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 146 %10 315 %21 643 %44 206 %14 157 %11 1.467 %100

Group B ('Western Europe') 299 %6 1.165 %25 1.511 %33 775 %17 865 %19 4.615 %100

Group C ('Northern Europe') 187 %7 701 %25 988 %35 571 %20 405 %14 2.852 %100

TOTAL 632 %7 2.181 %24 3.142 %35 1.552 %17 1.427 %16 8.934



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Typology of countr�es based on s�ze and welfare / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 172,2 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 295 %20 46 %3 521 %36 271 %18 334 %23 1.467 %100

Group B ('Western Europe') 816 %18 92 %2 1.221 %26 835 %18 1.651 %36 4.615 %100

Group C ('Northern Europe') 576 %20 58 %2 587 %21 531 %19 1.099 %39 2.851 %100

TOTAL 1.687 %19 196 %2 2.329 %26 1.637 %18 3.084 %35 8.933

Cross: Typology of countr�es based on s�ze and welfare / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 40,7 ; dof= 8.

TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Group A ('Eastern Europe') 796 %54 109 %7 464 %32 28 %2 64 %4 1.461 %100

Group B ('Western Europe') 2.309 %50 394 %9 1.615 %35 82 %2 213 %5 4.613 %100

Group C ('Northern Europe') 1.420 %50 197 %7 961 %34 72 %3 198 %7 2.848 %100

TOTAL 4.525 %51 700 %8 3.040 %34 182 %2 475 %5 8.922



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Genet�c d�seases / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,3 ; Ch�2= 5,0 ; dof= 4.

GENETIC DISEASES

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Genet�c d�seases 517 %10 2.337 %45 1.918 %37 250 %5 210 %4 5.232 %100

Non Genet�c d�seases 232 %9 1.188 %47 901 %36 126 %5 87 %3 2.534 %100

TOTAL 749 %10 3.525 %45 2.819 %36 376 %5 297 %4 7.766

Cross: Genet�c d�seases / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 17,6 ; dof= 4.

GENETIC DISEASES

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Genet�c d�seases 387 %7 3.015 %58 1.453 %28 248 %5 116 %2 5.219 %100

Non Genet�c d�seases 193 %8 1.374 %54 783 %31 145 %6 37 %1 2.532 %100

TOTAL 580 %7 4.389 %57 2.236 %29 393 %5 153 %2 7.751



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Genet�c d�seases / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 22,1 ; dof= 4.

GENETIC DISEASES

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Genet�c d�seases 458 %16 560 %19 1.139 %39 243 %8 501 %17 2.901 %100

Non Genet�c d�seases 315 %15 351 %16 823 %38 202 %9 469 %22 2.160 %100

TOTAL 773 %15 911 %18 1.962 %39 445 %9 970 %19 5.061

Cross: Genet�c d�seases / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 509,4 ; dof= 4.

GENETIC DISEASES

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Genet�c d�seases 474 %9 722 %14 1.434 %27 342 %7 2.260 %43 5.232 %100

Non Genet�c d�seases 175 %7 127 %5 327 %13 156 %6 1.749 %69 2.534 %100

TOTAL 649 %8 849 %11 1.761 %23 498 %6 4.009 %52 7.766



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Genet�c d�seases / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 57,4 ; dof= 4.

GENETIC DISEASES

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Genet�c d�seases 1.282 %25 484 %9 1.606 %31 328 %6 1.518 %29 5.218 %100

Non Genet�c d�seases 788 %31 225 %9 619 %24 127 %5 773 %31 2.532 %100

TOTAL 2.070 %27 709 %9 2.225 %29 455 %6 2.291 %30 7.750

Cross: Genet�c d�seases / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 125,8 ; dof= 4.

GENETIC DISEASES

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Genet�c d�seases 628 %12 691 %13 1.795 %34 577 %11 1.527 %29 5.218 %100

Non Genet�c d�seases 334 %13 190 %8 705 %28 318 %13 984 %39 2.531 %100

TOTAL 962 %12 881 %11 2.500 %32 895 %12 2.511 %32 7.749



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Genet�c d�seases / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 16,5 ; dof= 4.

GENETIC DISEASES

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Genet�c d�seases 360 %7 1.367 %26 1.863 %36 853 %16 789 %15 5.232 %100

Non Genet�c d�seases 173 %7 576 %23 889 %35 453 %18 442 %17 2.533 %100

TOTAL 533 %7 1.943 %25 2.752 %35 1.306 %17 1.231 %16 7.765

Cross: Genet�c d�seases / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 80,1 ; dof= 4.

GENETIC DISEASES

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Genet�c d�seases 989 %19 138 %3 1.486 %28 942 %18 1.676 %32 5.231 %100

Non Genet�c d�seases 485 %19 38 %2 538 %21 442 %17 1.030 %41 2.533 %100

TOTAL 1.474 %19 176 %2 2.024 %26 1.384 %18 2.706 %35 7.764



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Genet�c d�seases / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 101,4 ; dof= 4.

GENETIC DISEASES

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Genet�c d�seases 2.429 %47 452 %9 1.915 %37 109 %2 313 %6 5.218 %100

Non Genet�c d�seases 1.481 %59 159 %6 747 %30 46 %2 98 %4 2.531 %100

TOTAL 3.910 %50 611 %8 2.662 %34 155 %2 411 %5 7.749

Cross: Po�nt prevalence of the rare d�sease / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 35,8 ; dof= 12.

POINT PREVALENCE OF THE RARE DISEASE

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-5 / 10 000 228 %10 1.125 %48 801 %34 124 %5 75 %3 2.353 %100

1-9 / 100 000 196 %10 825 %42 757 %39 86 %4 86 %4 1.950 %100

1-9 / 1 000 000 50 %11 207 %46 156 %35 17 %4 19 %4 449 %100

<1 / 1 000 000 85 %11 311 %39 328 %41 34 %4 39 %5 797 %100

TOTAL 559 %10 2.468 %44 2.042 %37 261 %5 219 %4 5.549



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Po�nt prevalence of the rare d�sease / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 33,6 ; dof= 12.

POINT PREVALENCE OF THE RARE DISEASE

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-5 / 10 000 154 %7 1.400 %60 645 %27 115 %5 36 %2 2.350 %100

1-9 / 100 000 147 %8 1.081 %55 570 %29 102 %5 49 %3 1.949 %100

1-9 / 1 000 000 30 %7 247 %55 140 %31 23 %5 9 %2 449 %100

<1 / 1 000 000 80 %10 395 %50 256 %32 43 %5 21 %3 795 %100

TOTAL 411 %7 3.123 %56 1.611 %29 283 %5 115 %2 5.543

Cross: Po�nt prevalence of the rare d�sease / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,7 ; Ch�2= 9,5 ; dof= 12.

POINT PREVALENCE OF THE RARE DISEASE

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-5 / 10 000 244 %14 323 %18 680 %39 169 %10 332 %19 1.748 %100

1-9 / 100 000 205 %16 245 %19 496 %38 110 %8 250 %19 1.306 %100

1-9 / 1 000 000 47 %18 48 %19 95 %37 25 %10 42 %16 257 %100

<1 / 1 000 000 76 %16 83 %18 185 %40 32 %7 86 %19 462 %100

TOTAL 572 %15 699 %19 1.456 %39 336 %9 710 %19 3.773



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Po�nt prevalence of the rare d�sease / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 48,0 ; dof= 12.

POINT PREVALENCE OF THE RARE DISEASE

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-5 / 10 000 190 %8 227 %10 472 %20 166 %7 1.298 %55 2.353 %100

1-9 / 100 000 141 %7 184 %9 443 %23 112 %6 1.070 %55 1.950 %100

1-9 / 1 000 000 47 %10 65 %14 106 %24 26 %6 205 %46 449 %100

<1 / 1 000 000 68 %9 89 %11 218 %27 51 %6 371 %47 797 %100

TOTAL 446 %8 565 %10 1.239 %22 355 %6 2.944 %53 5.549

Cross: Po�nt prevalence of the rare d�sease / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,4 ; Ch�2= 12,6 ; dof= 12.

POINT PREVALENCE OF THE RARE DISEASE

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-5 / 10 000 602 %26 216 %9 685 %29 135 %6 712 %30 2.350 %100

1-9 / 100 000 503 %26 178 %9 559 %29 118 %6 590 %30 1.948 %100

1-9 / 1 000 000 114 %25 42 %9 139 %31 29 %6 125 %28 449 %100

<1 / 1 000 000 204 %26 58 %7 211 %27 42 %5 280 %35 795 %100

TOTAL 1.423 %26 494 %9 1.594 %29 324 %6 1.707 %31 5.542



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Po�nt prevalence of the rare d�sease / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 48,1 ; dof= 12.

POINT PREVALENCE OF THE RARE DISEASE

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-5 / 10 000 260 %11 214 %9 709 %30 302 %13 865 %37 2.350 %100

1-9 / 100 000 269 %14 235 %12 625 %32 198 %10 621 %32 1.948 %100

1-9 / 1 000 000 49 %11 63 %14 132 %29 48 %11 157 %35 449 %100

<1 / 1 000 000 108 %14 99 %12 269 %34 90 %11 229 %29 795 %100

TOTAL 686 %12 611 %11 1.735 %31 638 %12 1.872 %34 5.542

Cross: Po�nt prevalence of the rare d�sease / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,2 ; Ch�2= 15,0 ; dof= 12.

POINT PREVALENCE OF THE RARE DISEASE

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-5 / 10 000 142 %6 596 %25 822 %35 425 %18 368 %16 2.353 %100

1-9 / 100 000 141 %7 466 %24 716 %37 318 %16 309 %16 1.950 %100

1-9 / 1 000 000 29 %6 128 %29 148 %33 81 %18 63 %14 449 %100

<1 / 1 000 000 59 %7 195 %24 298 %37 116 %15 129 %16 797 %100

TOTAL 371 %7 1.385 %25 1.984 %36 940 %17 869 %16 5.549



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Po�nt prevalence of the rare d�sease / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 21,5 ; dof= 12.

POINT PREVALENCE OF THE RARE DISEASE

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-5 / 10 000 437 %19 39 %2 608 %26 441 %19 828 %35 2.353 %100

1-9 / 100 000 398 %20 35 %2 510 %26 313 %16 693 %36 1.949 %100

1-9 / 1 000 000 86 %19 15 %3 110 %24 86 %19 152 %34 449 %100

<1 / 1 000 000 139 %17 25 %3 225 %28 133 %17 275 %35 797 %100

TOTAL 1.060 %19 114 %2 1.453 %26 973 %18 1.948 %35 5.548

Cross: Po�nt prevalence of the rare d�sease / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 18,8 ; dof= 12.

POINT PREVALENCE OF THE RARE DISEASE

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-5 / 10 000 1.142 %49 206 %9 839 %36 50 %2 113 %5 2.350 %100

1-9 / 100 000 1.017 %52 140 %7 653 %34 35 %2 103 %5 1.948 %100

1-9 / 1 000 000 228 %51 38 %8 136 %30 13 %3 34 %8 449 %100

<1 / 1 000 000 392 %49 60 %8 281 %35 20 %3 42 %5 795 %100

TOTAL 2.779 %50 444 %8 1.909 %34 118 %2 292 %5 5.542



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 146,8 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO FIVE
GROUPS, BASED ON THE NUMBER OF AFFECTED

BODY PARTS.

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-3 body parts 433 %8 2.340 %44 1.962 %37 291 %6 234 %4 5.260 %100

4-7 body parts 269 %10 1.199 %45 990 %37 115 %4 82 %3 2.655 %100

8-11 body parts 113 %14 376 %46 269 %33 40 %5 21 %3 819 %100

12-15 body parts 53 %23 90 %38 80 %34 7 %3 5 %2 235 %100

16 body parts or more 21 %38 15 %27 15 %27 4 %7 0 %0 55 %100

TOTAL 889 %10 4.020 %45 3.316 %37 457 %5 342 %4 9.024

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 39,6 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO FIVE
GROUPS, BASED ON THE NUMBER OF AFFECTED

BODY PARTS.

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-3 body parts 359 %7 2.899 %55 1.575 %30 310 %6 106 %2 5.249 %100

4-7 body parts 213 %8 1.503 %57 752 %28 129 %5 52 %2 2.649 %100

8-11 body parts 87 %11 450 %55 235 %29 36 %4 11 %1 819 %100

12-15 body parts 24 %10 122 %52 68 %29 16 %7 5 %2 235 %100

16 body parts or more 11 %20 25 %46 14 %26 3 %6 1 %2 54 %100

TOTAL 694 %8 4.999 %56 2.644 %29 494 %5 175 %2 9.006



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 167,0 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO FIVE
GROUPS, BASED ON THE NUMBER OF AFFECTED

BODY PARTS.

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-3 body parts 438 %13 583 %17 1.353 %39 314 %9 785 %23 3.473 %100

4-7 body parts 284 %17 305 %18 681 %40 157 %9 270 %16 1.697 %100

8-11 body parts 142 %24 121 %20 224 %38 52 %9 58 %10 597 %100

12-15 body parts 51 %28 39 %22 69 %39 9 %5 11 %6 179 %100

16 body parts or more 13 %32 8 %20 18 %44 0 %0 2 %5 41 %100

TOTAL 928 %16 1.056 %18 2.345 %39 532 %9 1.126 %19 5.987

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 39,0 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO FIVE
GROUPS, BASED ON THE NUMBER OF AFFECTED

BODY PARTS.

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-3 body parts 379 %7 549 %10 1.188 %23 352 %7 2.792 %53 5.260 %100

4-7 body parts 243 %9 293 %11 618 %23 186 %7 1.315 %50 2.655 %100

8-11 body parts 83 %10 88 %11 171 %21 59 %7 418 %51 819 %100

12-15 body parts 30 %13 25 %11 42 %18 14 %6 124 %53 235 %100

16 body parts or more 11 %20 5 %9 11 %20 2 %4 26 %47 55 %100

TOTAL 746 %8 960 %11 2.030 %22 613 %7 4.675 %52 9.024



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 115,0 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO FIVE
GROUPS, BASED ON THE NUMBER OF AFFECTED

BODY PARTS.

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-3 body parts 1.224 %23 466 %9 1.612 %31 346 %7 1.600 %30 5.248 %100

4-7 body parts 795 %30 254 %10 710 %27 151 %6 739 %28 2.649 %100

8-11 body parts 269 %33 82 %10 209 %26 41 %5 218 %27 819 %100

12-15 body parts 101 %43 10 %4 48 %20 10 %4 66 %28 235 %100

16 body parts or more 22 %41 6 %11 8 %15 3 %6 15 %28 54 %100

TOTAL 2.411 %27 818 %9 2.587 %29 551 %6 2.638 %29 9.005

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 213,4 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO FIVE
GROUPS, BASED ON THE NUMBER OF AFFECTED

BODY PARTS.

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-3 body parts 572 %11 503 %10 1.614 %31 638 %12 1.920 %37 5.247 %100

4-7 body parts 342 %13 347 %13 909 %34 307 %12 744 %28 2.649 %100

8-11 body parts 154 %19 109 %13 276 %34 96 %12 184 %22 819 %100

12-15 body parts 52 %22 40 %17 90 %38 20 %9 33 %14 235 %100

16 body parts or more 14 %26 12 %22 17 %31 5 %9 6 %11 54 %100

TOTAL 1.134 %13 1.011 %11 2.906 %32 1.066 %12 2.887 %32 9.004



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 137,3 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO FIVE
GROUPS, BASED ON THE NUMBER OF AFFECTED

BODY PARTS.

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-3 body parts 310 %6 1.266 %24 1.815 %35 921 %18 947 %18 5.259 %100

4-7 body parts 181 %7 660 %25 977 %37 436 %16 401 %15 2.655 %100

8-11 body parts 96 %12 213 %26 284 %35 147 %18 79 %10 819 %100

12-15 body parts 41 %17 47 %20 84 %36 45 %19 18 %8 235 %100

16 body parts or more 9 %16 11 %20 13 %24 15 %27 7 %13 55 %100

TOTAL 637 %7 2.197 %24 3.173 %35 1.564 %17 1.452 %16 9.023

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 171,4 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO FIVE
GROUPS, BASED ON THE NUMBER OF AFFECTED

BODY PARTS.

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-3 body parts 863 %16 116 %2 1.337 %25 938 %18 2.004 %38 5.258 %100

4-7 body parts 528 %20 54 %2 749 %28 499 %19 825 %31 2.655 %100

8-11 body parts 214 %26 21 %3 193 %24 162 %20 229 %28 819 %100

12-15 body parts 86 %37 6 %3 56 %24 39 %17 48 %20 235 %100

16 body parts or more 24 %44 3 %5 10 %18 10 %18 8 %15 55 %100

TOTAL 1.715 %19 200 %2 2.345 %26 1.648 %18 3.114 %35 9.022



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 169,6 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO FIVE
GROUPS, BASED ON THE NUMBER OF AFFECTED

BODY PARTS.

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-3 body parts 2.396 %46 432 %8 2.003 %38 112 %2 304 %6 5.247 %100

4-7 body parts 1.479 %56 185 %7 791 %30 53 %2 141 %5 2.649 %100

8-11 body parts 504 %62 61 %7 211 %26 14 %2 29 %4 819 %100

12-15 body parts 155 %66 26 %11 47 %20 4 %2 3 %1 235 %100

16 body parts or more 37 %69 4 %7 12 %22 0 %0 1 %2 54 %100

TOTAL 4.571 %51 708 %8 3.064 %34 183 %2 478 %5 9.004

Cross: D�sease complex�ty class�f�ed �nto f�ve groups, based on the number of affected body parts. / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 171,4 ; dof= 16.

DISEASE COMPLEXITY CLASSIFIED INTO FIVE
GROUPS, BASED ON THE NUMBER OF AFFECTED

BODY PARTS.

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

1-3 body parts 863 %16 116 %2 1.337 %25 938 %18 2.004 %38 5.258 %100

4-7 body parts 528 %20 54 %2 749 %28 499 %19 825 %31 2.655 %100

8-11 body parts 214 %26 21 %3 193 %24 162 %20 229 %28 819 %100

12-15 body parts 86 %37 6 %3 56 %24 39 %17 48 %20 235 %100

16 body parts or more 24 %44 3 %5 10 %18 10 %18 8 %15 55 %100

TOTAL 1.715 %19 200 %2 2.345 %26 1.648 %18 3.114 %35 9.022



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 107,0 ; dof= 8.

…BEHAVIOURAL DISORDERS THAT CAUSE
PROBLEMS IN SCHOOL, AT HOME OR IN SOCIAL

SITUATIONS

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 317 %13 1.163 %46 854 %34 127 %5 73 %3 2.534 %100

No 516 %8 2.733 %45 2.333 %38 286 %5 249 %4 6.117 %100

Don't know 56 %15 124 %33 129 %35 44 %12 20 %5 373 %100

TOTAL 889 %10 4.020 %45 3.316 %37 457 %5 342 %4 9.024

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 72,0 ; dof= 8.

…BEHAVIOURAL DISORDERS THAT CAUSE
PROBLEMS IN SCHOOL, AT HOME OR IN SOCIAL

SITUATIONS

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 259 %10 1.386 %55 690 %27 153 %6 40 %2 2.528 %100

No 398 %7 3.447 %56 1.832 %30 303 %5 127 %2 6.107 %100

Don't know 37 %10 166 %45 122 %33 38 %10 8 %2 371 %100

TOTAL 694 %8 4.999 %56 2.644 %29 494 %5 175 %2 9.006



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 128,0 ; dof= 8.

…BEHAVIOURAL DISORDERS THAT CAUSE
PROBLEMS IN SCHOOL, AT HOME OR IN SOCIAL

SITUATIONS

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 305 %23 249 %19 496 %38 96 %7 166 %13 1.312 %100

No 565 %13 766 %17 1.741 %40 401 %9 921 %21 4.394 %100

Don't know 58 %21 41 %15 108 %38 35 %12 39 %14 281 %100

TOTAL 928 %16 1.056 %18 2.345 %39 532 %9 1.126 %19 5.987

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 392,9 ; dof= 8.

…BEHAVIOURAL DISORDERS THAT CAUSE
PROBLEMS IN SCHOOL, AT HOME OR IN SOCIAL

SITUATIONS

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 327 %13 422 %17 653 %26 183 %7 949 %37 2.534 %100

No 389 %6 514 %8 1.309 %21 384 %6 3.521 %58 6.117 %100

Don't know 30 %8 24 %6 68 %18 46 %12 205 %55 373 %100

TOTAL 746 %8 960 %11 2.030 %22 613 %7 4.675 %52 9.024



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 84,8 ; dof= 8.

…BEHAVIOURAL DISORDERS THAT CAUSE
PROBLEMS IN SCHOOL, AT HOME OR IN SOCIAL

SITUATIONS

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 788 %31 244 %10 721 %29 171 %7 604 %24 2.528 %100

No 1.515 %25 545 %9 1.774 %29 341 %6 1.931 %32 6.106 %100

Don't know 108 %29 29 %8 92 %25 39 %11 103 %28 371 %100

TOTAL 2.411 %27 818 %9 2.587 %29 551 %6 2.638 %29 9.005

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 259,5 ; dof= 8.

…BEHAVIOURAL DISORDERS THAT CAUSE
PROBLEMS IN SCHOOL, AT HOME OR IN SOCIAL

SITUATIONS

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 431 %17 364 %14 924 %37 268 %11 541 %21 2.528 %100

No 644 %11 611 %10 1.866 %31 738 %12 2.246 %37 6.105 %100

Don't know 59 %16 36 %10 116 %31 60 %16 100 %27 371 %100

TOTAL 1.134 %13 1.011 %11 2.906 %32 1.066 %12 2.887 %32 9.004



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 63,2 ; dof= 8.

…BEHAVIOURAL DISORDERS THAT CAUSE
PROBLEMS IN SCHOOL, AT HOME OR IN SOCIAL

SITUATIONS

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 230 %9 623 %25 919 %36 413 %16 349 %14 2.534 %100

No 375 %6 1.509 %25 2.138 %35 1.054 %17 1.040 %17 6.116 %100

Don't know 32 %9 65 %17 116 %31 97 %26 63 %17 373 %100

TOTAL 637 %7 2.197 %24 3.173 %35 1.564 %17 1.452 %16 9.023

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 97,6 ; dof= 8.

…BEHAVIOURAL DISORDERS THAT CAUSE
PROBLEMS IN SCHOOL, AT HOME OR IN SOCIAL

SITUATIONS

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 514 %20 74 %3 731 %29 507 %20 708 %28 2.534 %100

No 1.126 %18 125 %2 1.531 %25 1.044 %17 2.289 %37 6.115 %100

Don't know 75 %20 1 %0 83 %22 97 %26 117 %31 373 %100

TOTAL 1.715 %19 200 %2 2.345 %26 1.648 %18 3.114 %35 9.022



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …behav�oural d�sorders that cause problems �n school, at home or �n soc�al s�tuat�ons / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 157,7 ; dof= 8.

…BEHAVIOURAL DISORDERS THAT CAUSE
PROBLEMS IN SCHOOL, AT HOME OR IN SOCIAL

SITUATIONS

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 1.448 %57 241 %10 702 %28 50 %2 87 %3 2.528 %100

No 2.915 %48 454 %7 2.256 %37 110 %2 370 %6 6.105 %100

Don't know 208 %56 13 %4 106 %29 23 %6 21 %6 371 %100

TOTAL 4.571 %51 708 %8 3.064 %34 183 %2 478 %5 9.004

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 61,6 ; dof= 8.

…INTELLECTUAL DISABILITIES OR COGNITIVE
SYMPTOMS (I.E. PROBLEMS WITH MEMORY,

LANGUAGE, THINKING OR JUDGEMENT)

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 323 %13 1.053 %42 935 %37 120 %5 87 %3 2.518 %100

No 535 %9 2.879 %46 2.289 %37 312 %5 243 %4 6.258 %100

Don't know 31 %13 88 %35 92 %37 25 %10 12 %5 248 %100

TOTAL 889 %10 4.020 %45 3.316 %37 457 %5 342 %4 9.024



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 64,9 ; dof= 8.

…INTELLECTUAL DISABILITIES OR COGNITIVE
SYMPTOMS (I.E. PROBLEMS WITH MEMORY,

LANGUAGE, THINKING OR JUDGEMENT)

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 235 %9 1.368 %55 714 %28 151 %6 41 %2 2.509 %100

No 427 %7 3.530 %56 1.851 %30 312 %5 130 %2 6.250 %100

Don't know 32 %13 101 %41 79 %32 31 %13 4 %2 247 %100

TOTAL 694 %8 4.999 %56 2.644 %29 494 %5 175 %2 9.006

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 141,6 ; dof= 8.

…INTELLECTUAL DISABILITIES OR COGNITIVE
SYMPTOMS (I.E. PROBLEMS WITH MEMORY,

LANGUAGE, THINKING OR JUDGEMENT)

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 281 %25 217 %19 430 %38 83 %7 130 %11 1.141 %100

No 604 %13 814 %17 1.848 %40 425 %9 965 %21 4.656 %100

Don't know 43 %23 25 %13 67 %35 24 %13 31 %16 190 %100

TOTAL 928 %16 1.056 %18 2.345 %39 532 %9 1.126 %19 5.987



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …cl�n�cal s�gns or symptoms that come and go / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 41,9 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 707 %14 553 %11 1.653 %32 601 %12 1.579 %31 5.093 %100

No 348 %11 391 %12 1.041 %32 367 %11 1.137 %35 3.284 %100

Don't know 79 %13 67 %11 212 %34 98 %16 171 %27 627 %100

TOTAL 1.134 %13 1.011 %11 2.906 %32 1.066 %12 2.887 %32 9.004

Cross: …cl�n�cal s�gns or symptoms that come and go / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 112,0 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 404 %8 1.314 %26 1.818 %36 865 %17 697 %14 5.098 %100

No 188 %6 753 %23 1.136 %34 541 %16 675 %20 3.293 %100

Don't know 45 %7 130 %21 219 %35 158 %25 80 %13 632 %100

TOTAL 637 %7 2.197 %24 3.173 %35 1.564 %17 1.452 %16 9.023



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …cl�n�cal s�gns or symptoms that come and go / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 85,9 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 1.080 %21 98 %2 1.345 %26 902 %18 1.673 %33 5.098 %100

No 529 %16 87 %3 854 %26 573 %17 1.249 %38 3.292 %100

Don't know 106 %17 15 %2 146 %23 173 %27 192 %30 632 %100

TOTAL 1.715 %19 200 %2 2.345 %26 1.648 %18 3.114 %35 9.022

Cross: …cl�n�cal s�gns or symptoms that come and go / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 141,1 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 2.794 %55 392 %8 1.633 %32 85 %2 189 %4 5.093 %100

No 1.468 %45 269 %8 1.229 %37 69 %2 249 %8 3.284 %100

Don't know 309 %49 47 %7 202 %32 29 %5 40 %6 627 %100

TOTAL 4.571 %51 708 %8 3.064 %34 183 %2 478 %5 9.004



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 80,8 ; dof= 8.

…INTELLECTUAL DISABILITIES OR COGNITIVE
SYMPTOMS (I.E. PROBLEMS WITH MEMORY,

LANGUAGE, THINKING OR JUDGEMENT)

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 527 %21 84 %3 687 %27 494 %20 726 %29 2.518 %100

No 1.138 %18 114 %2 1.601 %26 1.089 %17 2.314 %37 6.256 %100

Don't know 50 %20 2 %1 57 %23 65 %26 74 %30 248 %100

TOTAL 1.715 %19 200 %2 2.345 %26 1.648 %18 3.114 %35 9.022

Cross: …�ntellectual d�sab�l�t�es or cogn�t�ve symptoms (�.e. problems w�th memory, language, th�nk�ng or judgement) / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 173,7 ; dof= 8.

…INTELLECTUAL DISABILITIES OR COGNITIVE
SYMPTOMS (I.E. PROBLEMS WITH MEMORY,

LANGUAGE, THINKING OR JUDGEMENT)

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 1.506 %60 190 %8 676 %27 49 %2 88 %4 2.509 %100

No 2.914 %47 506 %8 2.333 %37 121 %2 374 %6 6.248 %100

Don't know 151 %61 12 %5 55 %22 13 %5 16 %6 247 %100

TOTAL 4.571 %51 708 %8 3.064 %34 183 %2 478 %5 9.004



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …cl�n�cal s�gns or symptoms that come and go / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 73,8 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 427 %8 2.871 %56 1.474 %29 248 %5 74 %1 5.094 %100

No 217 %7 1.810 %55 992 %30 175 %5 91 %3 3.285 %100

Don't know 50 %8 318 %51 178 %28 71 %11 10 %2 627 %100

TOTAL 694 %8 4.999 %56 2.644 %29 494 %5 175 %2 9.006

Cross: …cl�n�cal s�gns or symptoms that come and go / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 91,6 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 528 %10 2.365 %46 1.830 %36 219 %4 157 %3 5.099 %100

No 302 %9 1.411 %43 1.265 %38 166 %5 149 %5 3.293 %100

Don't know 59 %9 244 %39 221 %35 72 %11 36 %6 632 %100

TOTAL 889 %10 4.020 %45 3.316 %37 457 %5 342 %4 9.024



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …cl�n�cal s�gns or symptoms that come and go / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 105,0 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 470 %9 521 %10 1.036 %20 308 %6 2.764 %54 5.099 %100

No 220 %7 380 %12 839 %25 221 %7 1.633 %50 3.293 %100

Don't know 56 %9 59 %9 155 %25 84 %13 278 %44 632 %100

TOTAL 746 %8 960 %11 2.030 %22 613 %7 4.675 %52 9.024

Cross: …cl�n�cal s�gns or symptoms that come and go / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 72,1 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 619 %17 655 %18 1.461 %40 307 %8 627 %17 3.669 %100

No 248 %13 352 %18 733 %38 159 %8 435 %23 1.927 %100

Don't know 61 %16 49 %13 151 %39 66 %17 64 %16 391 %100

TOTAL 928 %16 1.056 %18 2.345 %39 532 %9 1.126 %19 5.987



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …cl�n�cal s�gns or symptoms that come and go / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 41,9 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 707 %14 553 %11 1.653 %32 601 %12 1.579 %31 5.093 %100

No 348 %11 391 %12 1.041 %32 367 %11 1.137 %35 3.284 %100

Don't know 79 %13 67 %11 212 %34 98 %16 171 %27 627 %100

TOTAL 1.134 %13 1.011 %11 2.906 %32 1.066 %12 2.887 %32 9.004

Cross: …cl�n�cal s�gns or symptoms that come and go / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 111,6 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 1.513 %30 506 %10 1.415 %28 259 %5 1.401 %28 5.094 %100

No 750 %23 271 %8 985 %30 218 %7 1.060 %32 3.284 %100

Don't know 148 %24 41 %7 187 %30 74 %12 177 %28 627 %100

TOTAL 2.411 %27 818 %9 2.587 %29 551 %6 2.638 %29 9.005



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …cl�n�cal s�gns or symptoms that come and go / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 85,9 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 1.080 %21 98 %2 1.345 %26 902 %18 1.673 %33 5.098 %100

No 529 %16 87 %3 854 %26 573 %17 1.249 %38 3.292 %100

Don't know 106 %17 15 %2 146 %23 173 %27 192 %30 632 %100

TOTAL 1.715 %19 200 %2 2.345 %26 1.648 %18 3.114 %35 9.022

Cross: …cl�n�cal s�gns or symptoms that come and go / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 112,0 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 404 %8 1.314 %26 1.818 %36 865 %17 697 %14 5.098 %100

No 188 %6 753 %23 1.136 %34 541 %16 675 %20 3.293 %100

Don't know 45 %7 130 %21 219 %35 158 %25 80 %13 632 %100

TOTAL 637 %7 2.197 %24 3.173 %35 1.564 %17 1.452 %16 9.023



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …cl�n�cal s�gns or symptoms that come and go / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 141,1 ; dof= 8.

…CLINICAL SIGNS OR SYMPTOMS THAT COME AND
GO

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 2.794 %55 392 %8 1.633 %32 85 %2 189 %4 5.093 %100

No 1.468 %45 269 %8 1.229 %37 69 %2 249 %8 3.284 %100

Don't know 309 %49 47 %7 202 %32 29 %5 40 %6 627 %100

TOTAL 4.571 %51 708 %8 3.064 %34 183 %2 478 %5 9.004

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 58,2 ; dof= 8.

…INVISIBLE SYMPTOMS SUCH AS PAIN, DIZZINESS,
HEADACHES, FATIGUE, ETC.

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 648 %11 2.719 %45 2.144 %36 277 %5 193 %3 5.981 %100

No 205 %8 1.111 %43 993 %39 137 %5 125 %5 2.571 %100

Don't know 36 %8 190 %40 179 %38 43 %9 24 %5 472 %100

TOTAL 889 %10 4.020 %45 3.316 %37 457 %5 342 %4 9.024



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 65,6 ; dof= 8.

…INVISIBLE SYMPTOMS SUCH AS PAIN, DIZZINESS,
HEADACHES, FATIGUE, ETC.

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 515 %9 3.265 %55 1.793 %30 315 %5 85 %1 5.973 %100

No 142 %6 1.481 %58 727 %28 136 %5 77 %3 2.563 %100

Don't know 37 %8 253 %54 124 %26 43 %9 13 %3 470 %100

TOTAL 694 %8 4.999 %56 2.644 %29 494 %5 175 %2 9.006

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 92,8 ; dof= 8.

…INVISIBLE SYMPTOMS SUCH AS PAIN, DIZZINESS,
HEADACHES, FATIGUE, ETC.

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 788 %17 823 %18 1.830 %40 400 %9 780 %17 4.621 %100

No 121 %10 219 %18 470 %38 107 %9 311 %25 1.228 %100

Don't know 19 %14 14 %10 45 %33 25 %18 35 %25 138 %100

TOTAL 928 %16 1.056 %18 2.345 %39 532 %9 1.126 %19 5.987



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 251,3 ; dof= 8.

…INVISIBLE SYMPTOMS SUCH AS PAIN, DIZZINESS,
HEADACHES, FATIGUE, ETC.

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 514 %9 520 %9 1.146 %19 395 %7 3.406 %57 5.981 %100

No 191 %7 366 %14 755 %29 174 %7 1.085 %42 2.571 %100

Don't know 41 %9 74 %16 129 %27 44 %9 184 %39 472 %100

TOTAL 746 %8 960 %11 2.030 %22 613 %7 4.675 %52 9.024

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 187,7 ; dof= 8.

…INVISIBLE SYMPTOMS SUCH AS PAIN, DIZZINESS,
HEADACHES, FATIGUE, ETC.

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 1.841 %31 556 %9 1.607 %27 302 %5 1.667 %28 5.973 %100

No 485 %19 219 %9 851 %33 197 %8 810 %32 2.562 %100

Don't know 85 %18 43 %9 129 %27 52 %11 161 %34 470 %100

TOTAL 2.411 %27 818 %9 2.587 %29 551 %6 2.638 %29 9.005



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 66,9 ; dof= 8.

…INVISIBLE SYMPTOMS SUCH AS PAIN, DIZZINESS,
HEADACHES, FATIGUE, ETC.

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 846 %14 614 %10 1.873 %31 718 %12 1.922 %32 5.973 %100

No 235 %9 333 %13 859 %34 286 %11 848 %33 2.561 %100

Don't know 53 %11 64 %14 174 %37 62 %13 117 %25 470 %100

TOTAL 1.134 %13 1.011 %11 2.906 %32 1.066 %12 2.887 %32 9.004

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 49,5 ; dof= 8.

…INVISIBLE SYMPTOMS SUCH AS PAIN, DIZZINESS,
HEADACHES, FATIGUE, ETC.

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 475 %8 1.408 %24 2.105 %35 1.046 %17 947 %16 5.981 %100

No 142 %6 687 %27 895 %35 405 %16 441 %17 2.570 %100

Don't know 20 %4 102 %22 173 %37 113 %24 64 %14 472 %100

TOTAL 637 %7 2.197 %24 3.173 %35 1.564 %17 1.452 %16 9.023



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 118,2 ; dof= 8.

…INVISIBLE SYMPTOMS SUCH AS PAIN, DIZZINESS,
HEADACHES, FATIGUE, ETC.

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 1.316 %22 114 %2 1.468 %25 1.079 %18 2.004 %34 5.981 %100

No 341 %13 74 %3 744 %29 461 %18 949 %37 2.569 %100

Don't know 58 %12 12 %3 133 %28 108 %23 161 %34 472 %100

TOTAL 1.715 %19 200 %2 2.345 %26 1.648 %18 3.114 %35 9.022

Cross: …�nv�s�ble symptoms such as pa�n, d�zz�ness, headaches, fat�gue, etc. / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 258,9 ; dof= 8.

…INVISIBLE SYMPTOMS SUCH AS PAIN, DIZZINESS,
HEADACHES, FATIGUE, ETC.

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 3.337 %56 468 %8 1.835 %31 105 %2 228 %4 5.973 %100

No 1.007 %39 219 %9 1.065 %42 57 %2 213 %8 2.561 %100

Don't know 227 %48 21 %4 164 %35 21 %4 37 %8 470 %100

TOTAL 4.571 %51 708 %8 3.064 %34 183 %2 478 %5 9.004



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …sudden onset symptoms requ�r�ng urgent care / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 106,2 ; dof= 8.

…SUDDEN ONSET SYMPTOMS REQUIRING URGENT
CARE

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 438 %11 1.930 %48 1.369 %34 169 %4 120 %3 4.026 %100

No 395 %9 1.915 %42 1.769 %39 233 %5 202 %4 4.514 %100

Don't know 56 %12 175 %36 178 %37 55 %11 20 %4 484 %100

TOTAL 889 %10 4.020 %45 3.316 %37 457 %5 342 %4 9.024

Cross: …sudden onset symptoms requ�r�ng urgent care / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 75,6 ; dof= 8.

…SUDDEN ONSET SYMPTOMS REQUIRING URGENT
CARE

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 359 %9 2.268 %56 1.133 %28 197 %5 61 %2 4.018 %100

No 284 %6 2.512 %56 1.363 %30 243 %5 104 %2 4.506 %100

Don't know 51 %11 219 %45 148 %31 54 %11 10 %2 482 %100

TOTAL 694 %8 4.999 %56 2.644 %29 494 %5 175 %2 9.006



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …sudden onset symptoms requ�r�ng urgent care / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 92,8 ; dof= 8.

…SUDDEN ONSET SYMPTOMS REQUIRING URGENT
CARE

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 524 %19 488 %18 1.042 %39 204 %8 435 %16 2.693 %100

No 351 %12 523 %18 1.173 %40 281 %9 630 %21 2.958 %100

Don't know 53 %16 45 %13 130 %39 47 %14 61 %18 336 %100

TOTAL 928 %16 1.056 %18 2.345 %39 532 %9 1.126 %19 5.987

Cross: …sudden onset symptoms requ�r�ng urgent care / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 45,2 ; dof= 8.

…SUDDEN ONSET SYMPTOMS REQUIRING URGENT
CARE

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 391 %10 433 %11 879 %22 275 %7 2.048 %51 4.026 %100

No 311 %7 482 %11 1.043 %23 282 %6 2.396 %53 4.514 %100

Don't know 44 %9 45 %9 108 %22 56 %12 231 %48 484 %100

TOTAL 746 %8 960 %11 2.030 %22 613 %7 4.675 %52 9.024



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …sudden onset symptoms requ�r�ng urgent care / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 127,4 ; dof= 8.

…SUDDEN ONSET SYMPTOMS REQUIRING URGENT
CARE

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 1.282 %32 379 %9 1.056 %26 228 %6 1.073 %27 4.018 %100

No 990 %22 397 %9 1.394 %31 280 %6 1.444 %32 4.505 %100

Don't know 139 %29 42 %9 137 %28 43 %9 121 %25 482 %100

TOTAL 2.411 %27 818 %9 2.587 %29 551 %6 2.638 %29 9.005

Cross: …sudden onset symptoms requ�r�ng urgent care / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 137,0 ; dof= 8.

…SUDDEN ONSET SYMPTOMS REQUIRING URGENT
CARE

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 621 %15 467 %12 1.322 %33 486 %12 1.121 %28 4.017 %100

No 431 %10 499 %11 1.429 %32 501 %11 1.645 %37 4.505 %100

Don't know 82 %17 45 %9 155 %32 79 %16 121 %25 482 %100

TOTAL 1.134 %13 1.011 %11 2.906 %32 1.066 %12 2.887 %32 9.004



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …sudden onset symptoms requ�r�ng urgent care / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 119,4 ; dof= 8.

…SUDDEN ONSET SYMPTOMS REQUIRING URGENT
CARE

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 937 %23 86 %2 1.003 %25 709 %18 1.290 %32 4.025 %100

No 690 %15 109 %2 1.226 %27 810 %18 1.678 %37 4.513 %100

Don't know 88 %18 5 %1 116 %24 129 %27 146 %30 484 %100

TOTAL 1.715 %19 200 %2 2.345 %26 1.648 %18 3.114 %35 9.022

Cross: …sudden onset symptoms requ�r�ng urgent care / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 92,4 ; dof= 8.

…SUDDEN ONSET SYMPTOMS REQUIRING URGENT
CARE

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 328 %8 1.085 %27 1.390 %35 627 %16 595 %15 4.025 %100

No 261 %6 1.015 %22 1.623 %36 813 %18 802 %18 4.514 %100

Don't know 48 %10 97 %20 160 %33 124 %26 55 %11 484 %100

TOTAL 637 %7 2.197 %24 3.173 %35 1.564 %17 1.452 %16 9.023



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …sudden onset symptoms requ�r�ng urgent care / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 129,8 ; dof= 8.

…SUDDEN ONSET SYMPTOMS REQUIRING URGENT
CARE

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 2.240 %56 343 %9 1.194 %30 69 %2 171 %4 4.017 %100

No 2.074 %46 344 %8 1.715 %38 91 %2 281 %6 4.505 %100

Don't know 257 %53 21 %4 155 %32 23 %5 26 %5 482 %100

TOTAL 4.571 %51 708 %8 3.064 %34 183 %2 478 %5 9.004

Cross: The rare d�sease was d�agnosed before b�rth / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 9,8 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED BEFORE
BIRTH

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 22 %11 84 %41 75 %36 9 %4 16 %8 206 %100

No 865 %10 3.933 %45 3.241 %37 447 %5 326 %4 8.812 %100

TOTAL 887 %10 4.017 %45 3.316 %37 456 %5 342 %4 9.018

Only respondents l�v�ng w�th a d�agnosed
rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed before b�rth / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 15,8 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED BEFORE
BIRTH

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 18 %9 100 %49 57 %28 20 %10 9 %4 204 %100

No 676 %8 4.896 %56 2.586 %29 472 %5 166 %2 8.796 %100

TOTAL 694 %8 4.996 %56 2.643 %29 492 %5 175 %2 9.000

Cross: The rare d�sease was d�agnosed before b�rth / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 11,1 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED BEFORE
BIRTH

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 27 %25 17 %16 44 %41 5 %5 14 %13 107 %100

No 899 %15 1.038 %18 2.299 %39 527 %9 1.112 %19 5.875 %100

TOTAL 926 %15 1.055 %18 2.343 %39 532 %9 1.126 %19 5.982

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed before b�rth / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 18,3 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED BEFORE
BIRTH

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 16 %8 26 %13 68 %33 16 %8 80 %39 206 %100

No 730 %8 933 %11 1.961 %22 597 %7 4.591 %52 8.812 %100

TOTAL 746 %8 959 %11 2.029 %22 613 %7 4.671 %52 9.018

Cross: The rare d�sease was d�agnosed before b�rth / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 9,0 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED BEFORE
BIRTH

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 42 %21 22 %11 71 %35 17 %8 52 %25 204 %100

No 2.367 %27 796 %9 2.515 %29 534 %6 2.583 %29 8.795 %100

TOTAL 2.409 %27 818 %9 2.586 %29 551 %6 2.635 %29 8.999

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed before b�rth / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,5 ; Ch�2= 3,2 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED BEFORE
BIRTH

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 32 %16 24 %12 66 %32 26 %13 56 %27 204 %100

No 1.101 %13 987 %11 2.838 %32 1.040 %12 2.828 %32 8.794 %100

TOTAL 1.133 %13 1.011 %11 2.904 %32 1.066 %12 2.884 %32 8.998

Cross: The rare d�sease was d�agnosed before b�rth / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,3 ; Ch�2= 4,9 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED BEFORE
BIRTH

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 21 %10 50 %24 66 %32 31 %15 38 %18 206 %100

No 614 %7 2.146 %24 3.105 %35 1.532 %17 1.414 %16 8.811 %100

TOTAL 635 %7 2.196 %24 3.171 %35 1.563 %17 1.452 %16 9.017

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed before b�rth / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,3 ; Ch�2= 4,5 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED BEFORE
BIRTH

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 37 %18 2 %1 65 %32 35 %17 67 %33 206 %100

No 1.677 %19 198 %2 2.279 %26 1.611 %18 3.045 %35 8.810 %100

TOTAL 1.714 %19 200 %2 2.344 %26 1.646 %18 3.112 %35 9.016

Cross: The rare d�sease was d�agnosed before b�rth / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 11,4 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED BEFORE
BIRTH

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 80 %39 20 %10 84 %41 5 %2 15 %7 204 %100

No 4.487 %51 688 %8 2.979 %34 178 %2 462 %5 8.794 %100

TOTAL 4.567 %51 708 %8 3.063 %34 183 %2 477 %5 8.998

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s s�gn�f�cant. p-value= 0,0 ; Ch�2= 12,6 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED THROUGH
STANDARD TESTS CARRIED OUT AT BIRTH

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 55 %10 231 %42 194 %35 36 %7 34 %6 550 %100

No 832 %10 3.786 %45 3.122 %37 420 %5 308 %4 8.468 %100

TOTAL 887 %10 4.017 %45 3.316 %37 456 %5 342 %4 9.018

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 23,3 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED THROUGH
STANDARD TESTS CARRIED OUT AT BIRTH

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 24 %7 202 %56 95 %26 22 %6 19 %5 362 %100

No 653 %8 4.708 %56 2.483 %29 457 %5 152 %2 8.453 %100

TOTAL 677 %8 4.910 %56 2.578 %29 479 %5 171 %2 8.815

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 13,4 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED THROUGH
STANDARD TESTS CARRIED OUT AT BIRTH

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 42 %24 28 %16 55 %31 21 %12 31 %18 177 %100

No 884 %15 1.027 %18 2.288 %39 511 %9 1.095 %19 5.805 %100

TOTAL 926 %15 1.055 %18 2.343 %39 532 %9 1.126 %19 5.982

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 124,8 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED THROUGH
STANDARD TESTS CARRIED OUT AT BIRTH

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 33 %9 70 %19 127 %35 43 %12 90 %25 363 %100

No 696 %8 860 %10 1.837 %22 552 %7 4.525 %53 8.470 %100

TOTAL 729 %8 930 %11 1.964 %22 595 %7 4.615 %52 8.833

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 56,4 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED THROUGH
STANDARD TESTS CARRIED OUT AT BIRTH

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 109 %20 66 %12 165 %30 68 %12 141 %26 549 %100

No 2.300 %27 752 %9 2.421 %29 483 %6 2.494 %30 8.450 %100

TOTAL 2.409 %27 818 %9 2.586 %29 551 %6 2.635 %29 8.999

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 28,1 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED THROUGH
STANDARD TESTS CARRIED OUT AT BIRTH

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 54 %15 61 %17 106 %29 56 %16 84 %23 361 %100

No 1.051 %12 921 %11 2.740 %32 977 %12 2.763 %33 8.452 %100

TOTAL 1.105 %13 982 %11 2.846 %32 1.033 %12 2.847 %32 8.813

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s not s�gn�f�cant. p-value= 0,8 ; Ch�2= 1,5 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED THROUGH
STANDARD TESTS CARRIED OUT AT BIRTH

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 37 %7 135 %25 188 %34 105 %19 84 %15 549 %100

No 598 %7 2.061 %24 2.983 %35 1.458 %17 1.368 %16 8.468 %100

TOTAL 635 %7 2.196 %24 3.171 %35 1.563 %17 1.452 %16 9.017

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 46,6 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED THROUGH
STANDARD TESTS CARRIED OUT AT BIRTH

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 37 %10 14 %4 88 %24 106 %29 117 %32 362 %100

No 1.643 %19 179 %2 2.201 %26 1.503 %18 2.943 %35 8.469 %100

TOTAL 1.680 %19 193 %2 2.289 %26 1.609 %18 3.060 %35 8.831

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: The rare d�sease was d�agnosed through standard tests carr�ed out at b�rth / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 48,6 ; dof= 4.

THE RARE DISEASE WAS DIAGNOSED THROUGH
STANDARD TESTS CARRIED OUT AT BIRTH

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 141 %39 54 %15 124 %34 16 %4 26 %7 361 %100

No 4.352 %51 634 %8 2.864 %34 162 %2 440 %5 8.452 %100

TOTAL 4.493 %51 688 %8 2.988 %34 178 %2 466 %5 8.813

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 7,7 ; dof= 4.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 131 %11 520 %43 420 %35 74 %6 52 %4 1.197 %100

No 756 %10 3.497 %45 2.896 %37 382 %5 290 %4 7.821 %100

TOTAL 887 %10 4.017 %45 3.316 %37 456 %5 342 %4 9.018

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 18,9 ; dof= 4.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 101 %8 654 %55 384 %32 39 %3 17 %1 1.195 %100

No 593 %8 4.342 %56 2.259 %29 453 %6 158 %2 7.805 %100

TOTAL 694 %8 4.996 %56 2.643 %29 492 %5 175 %2 9.000

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 20,8 ; dof= 4.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 127 %13 141 %14 400 %41 109 %11 200 %20 977 %100

No 799 %16 914 %18 1.943 %39 423 %8 926 %19 5.005 %100

TOTAL 926 %15 1.055 %18 2.343 %39 532 %9 1.126 %19 5.982

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 37,7 ; dof= 4.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 68 %6 81 %7 291 %24 87 %7 670 %56 1.197 %100

No 678 %9 878 %11 1.738 %22 526 %7 4.001 %51 7.821 %100

TOTAL 746 %8 959 %11 2.029 %22 613 %7 4.671 %52 9.018

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 14,5 ; dof= 4.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 277 %23 95 %8 369 %31 86 %7 368 %31 1.195 %100

No 2.132 %27 723 %9 2.217 %28 465 %6 2.267 %29 7.804 %100

TOTAL 2.409 %27 818 %9 2.586 %29 551 %6 2.635 %29 8.999

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 30,8 ; dof= 4.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 134 %11 113 %9 340 %28 147 %12 461 %39 1.195 %100

No 999 %13 898 %12 2.564 %33 919 %12 2.423 %31 7.803 %100

TOTAL 1.133 %13 1.011 %11 2.904 %32 1.066 %12 2.884 %32 8.998

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 15,5 ; dof= 4.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 85 %7 345 %29 393 %33 192 %16 182 %15 1.197 %100

No 550 %7 1.851 %24 2.778 %36 1.371 %18 1.270 %16 7.820 %100

TOTAL 635 %7 2.196 %24 3.171 %35 1.563 %17 1.452 %16 9.017

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s weakly s�gn�f�cant. p-value= 0,1 ; Ch�2= 7,8 ; dof= 4.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 262 %22 26 %2 306 %26 213 %18 390 %33 1.197 %100

No 1.452 %19 174 %2 2.038 %26 1.433 %18 2.722 %35 7.819 %100

TOTAL 1.714 %19 200 %2 2.344 %26 1.646 %18 3.112 %35 9.016

Cross: Fam�ly members were prev�ously d�agnosed w�th the same d�sease / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 32,7 ; dof= 4.

FAMILY MEMBERS WERE PREVIOUSLY DIAGNOSED
WITH THE SAME DISEASE

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

Yes 521 %44 95 %8 465 %39 31 %3 83 %7 1.195 %100

No 4.046 %52 613 %8 2.598 %33 152 %2 394 %5 7.803 %100

TOTAL 4.567 %51 708 %8 3.063 %34 183 %2 477 %5 8.998

Only respondents l�v�ng w�th a d�agnosed rare d�sease



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …psycholog�cal support / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 71,4 ; dof= 16.

…PSYCHOLOGICAL SUPPORT

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 66 %9 384 %50 261 %34 41 %5 20 %3 772 %100

YES but �t �s/was not needed 62 %8 381 %46 306 %37 30 %4 43 %5 822 %100

YES but NOT enough to meet my needs 104 %13 348 %44 278 %35 44 %6 23 %3 797 %100

NO but �t �s/was NOT needed 217 %8 1.232 %45 1.035 %37 142 %5 136 %5 2.762 %100

NO but �t �s/was needed 440 %11 1.675 %43 1.436 %37 200 %5 120 %3 3.871 %100

TOTAL 889 %10 4.020 %45 3.316 %37 457 %5 342 %4 9.024

Cross: …psycholog�cal support / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 77,2 ; dof= 16.

…PSYCHOLOGICAL SUPPORT

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 63 %8 466 %61 204 %26 24 %3 13 %2 770 %100

YES but �t �s/was not needed 48 %6 466 %57 247 %30 42 %5 17 %2 820 %100

YES but NOT enough to meet my needs 75 %9 409 %51 241 %30 52 %7 19 %2 796 %100

NO but �t �s/was NOT needed 146 %5 1.545 %56 850 %31 147 %5 71 %3 2.759 %100

NO but �t �s/was needed 362 %9 2.113 %55 1.102 %29 229 %6 55 %1 3.861 %100

TOTAL 694 %8 4.999 %56 2.644 %29 494 %5 175 %2 9.006



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …psycholog�cal support / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 209,4 ; dof= 16.

…PSYCHOLOGICAL SUPPORT

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 63 %14 95 %22 176 %40 22 %5 84 %19 440 %100

YES but �t �s/was not needed 72 %13 99 %18 218 %40 51 %9 107 %20 547 %100

YES but NOT enough to meet my needs 113 %25 78 %17 185 %40 26 %6 57 %12 459 %100

NO but �t �s/was NOT needed 215 %10 325 %16 795 %38 217 %10 539 %26 2.091 %100

NO but �t �s/was needed 465 %19 459 %19 971 %40 216 %9 339 %14 2.450 %100

TOTAL 928 %16 1.056 %18 2.345 %39 532 %9 1.126 %19 5.987

Cross: …psycholog�cal support / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 198,3 ; dof= 16.

…PSYCHOLOGICAL SUPPORT

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 51 %7 130 %17 156 %20 45 %6 390 %51 772 %100

YES but �t �s/was not needed 52 %6 85 %10 171 %21 56 %7 458 %56 822 %100

YES but NOT enough to meet my needs 110 %14 106 %13 161 %20 51 %6 369 %46 797 %100

NO but �t �s/was NOT needed 133 %5 216 %8 614 %22 200 %7 1.599 %58 2.762 %100

NO but �t �s/was needed 400 %10 423 %11 928 %24 261 %7 1.859 %48 3.871 %100

TOTAL 746 %8 960 %11 2.030 %22 613 %7 4.675 %52 9.024



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …psycholog�cal support / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 213,3 ; dof= 16.

…PSYCHOLOGICAL SUPPORT

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 199 %26 80 %10 207 %27 33 %4 251 %33 770 %100

YES but �t �s/was not needed 190 %23 89 %11 223 %27 49 %6 269 %33 820 %100

YES but NOT enough to meet my needs 257 %32 81 %10 178 %22 56 %7 224 %28 796 %100

NO but �t �s/was NOT needed 538 %20 223 %8 845 %31 181 %7 971 %35 2.758 %100

NO but �t �s/was needed 1.227 %32 345 %9 1.134 %29 232 %6 923 %24 3.861 %100

TOTAL 2.411 %27 818 %9 2.587 %29 551 %6 2.638 %29 9.005

Cross: …psycholog�cal support / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 557,1 ; dof= 16.

…PSYCHOLOGICAL SUPPORT

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 78 %10 160 %21 236 %31 76 %10 220 %29 770 %100

YES but �t �s/was not needed 59 %7 115 %14 260 %32 95 %12 291 %35 820 %100

YES but NOT enough to meet my needs 149 %19 124 %16 264 %33 91 %11 168 %21 796 %100

NO but �t �s/was NOT needed 203 %7 228 %8 752 %27 327 %12 1.247 %45 2.757 %100

NO but �t �s/was needed 645 %17 384 %10 1.394 %36 477 %12 961 %25 3.861 %100

TOTAL 1.134 %13 1.011 %11 2.906 %32 1.066 %12 2.887 %32 9.004



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …psycholog�cal support / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 108,8 ; dof= 16.

…PSYCHOLOGICAL SUPPORT

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 38 %5 228 %30 243 %31 131 %17 132 %17 772 %100

YES but �t �s/was not needed 40 %5 200 %24 301 %37 126 %15 155 %19 822 %100

YES but NOT enough to meet my needs 88 %11 187 %23 269 %34 140 %18 113 %14 797 %100

NO but �t �s/was NOT needed 140 %5 693 %25 945 %34 467 %17 516 %19 2.761 %100

NO but �t �s/was needed 331 %9 889 %23 1.415 %37 700 %18 536 %14 3.871 %100

TOTAL 637 %7 2.197 %24 3.173 %35 1.564 %17 1.452 %16 9.023

Cross: …psycholog�cal support / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 207,9 ; dof= 16.

…PSYCHOLOGICAL SUPPORT

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 140 %18 24 %3 182 %24 132 %17 294 %38 772 %100

YES but �t �s/was not needed 160 %19 23 %3 200 %24 142 %17 297 %36 822 %100

YES but NOT enough to meet my needs 195 %24 23 %3 197 %25 155 %19 227 %28 797 %100

NO but �t �s/was NOT needed 361 %13 47 %2 699 %25 474 %17 1.179 %43 2.760 %100

NO but �t �s/was needed 859 %22 83 %2 1.067 %28 745 %19 1.117 %29 3.871 %100

TOTAL 1.715 %19 200 %2 2.345 %26 1.648 %18 3.114 %35 9.022



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …psycholog�cal support / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 475,9 ; dof= 16.

…PSYCHOLOGICAL SUPPORT

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 364 %47 83 %11 269 %35 17 %2 37 %5 770 %100

YES but �t �s/was not needed 369 %45 71 %9 312 %38 12 %1 56 %7 820 %100

YES but NOT enough to meet my needs 523 %66 71 %9 172 %22 11 %1 19 %2 796 %100

NO but �t �s/was NOT needed 1.041 %38 188 %7 1.226 %44 63 %2 239 %9 2.757 %100

NO but �t �s/was needed 2.274 %59 295 %8 1.085 %28 80 %2 127 %3 3.861 %100

TOTAL 4.571 %51 708 %8 3.064 %34 183 %2 478 %5 9.004

Cross: …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc. / Access to the
most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 146,4 ; dof= 16.

…CARE COORDINATION SUPPORT SUCH AS HELP
TO FIND THE NECESSARY INFORMATION ON THE

DISEASE AND THE RIGHT PROFESSIONALS,
ARRANGING APPOINTMENTS WITH DIFFERENT

HEALTH PROVIDERS, ETC.

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 101 %6 960 %53 622 %34 73 %4 61 %3 1.817 %100

YES but �t �s/was not needed 26 %8 147 %46 121 %38 12 %4 12 %4 318 %100

YES but NOT enough to meet my needs 135 %11 558 %44 451 %36 67 %5 46 %4 1.257 %100

NO but �t �s/was NOT needed 98 %7 596 %43 541 %39 84 %6 81 %6 1.400 %100

NO but �t �s/was needed 529 %13 1.759 %42 1.581 %37 221 %5 142 %3 4.232 %100

TOTAL 889 %10 4.020 %45 3.316 %37 457 %5 342 %4 9.024



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc. / Understand�ng
how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 113,4 ; dof= 16.

…CARE COORDINATION SUPPORT SUCH AS HELP
TO FIND THE NECESSARY INFORMATION ON THE

DISEASE AND THE RIGHT PROFESSIONALS,
ARRANGING APPOINTMENTS WITH DIFFERENT

HEALTH PROVIDERS, ETC.

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 87 %5 1.145 %63 478 %26 68 %4 35 %2 1.813 %100

YES but �t �s/was not needed 19 %6 171 %54 106 %33 18 %6 4 %1 318 %100

YES but NOT enough to meet my needs 107 %9 685 %55 360 %29 76 %6 26 %2 1.254 %100

NO but �t �s/was NOT needed 73 %5 759 %54 449 %32 76 %5 41 %3 1.398 %100

NO but �t �s/was needed 408 %10 2.239 %53 1.251 %30 256 %6 69 %2 4.223 %100

Cross: …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc. / F�nanc�al
support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 213,6 ; dof= 16.

…CARE COORDINATION SUPPORT SUCH AS HELP
TO FIND THE NECESSARY INFORMATION ON THE

DISEASE AND THE RIGHT PROFESSIONALS,
ARRANGING APPOINTMENTS WITH DIFFERENT

HEALTH PROVIDERS, ETC.

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 111 %10 210 %19 441 %40 104 %9 243 %22 1.109 %100

YES but �t �s/was not needed 23 %11 40 %19 70 %33 24 %11 53 %25 210 %100

YES but NOT enough to meet my needs 150 %21 135 %19 276 %38 56 %8 107 %15 724 %100

NO but �t �s/was NOT needed 91 %8 158 %15 418 %39 106 %10 309 %29 1.082 %100

NO but �t �s/was needed 553 %19 513 %18 1.140 %40 242 %8 414 %14 2.862 %100

TOTAL 928 %16 1.056 %18 2.345 %39 532 %9 1.126 %19 5.987



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc. / Integrat�on at
school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 166,9 ; dof= 16.

…CARE COORDINATION SUPPORT SUCH AS HELP
TO FIND THE NECESSARY INFORMATION ON THE

DISEASE AND THE RIGHT PROFESSIONALS,
ARRANGING APPOINTMENTS WITH DIFFERENT

HEALTH PROVIDERS, ETC.

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 107 %6 266 %15 402 %22 124 %7 918 %51 1.817 %100

YES but �t �s/was not needed 20 %6 25 %8 70 %22 34 %11 169 %53 318 %100

YES but NOT enough to meet my needs 111 %9 171 %14 317 %25 90 %7 568 %45 1.257 %100

NO but �t �s/was NOT needed 65 %5 104 %7 297 %21 89 %6 845 %60 1.400 %100

NO but �t �s/was needed 443 %10 394 %9 944 %22 276 %7 2.175 %51 4.232 %100

TOTAL 746 %8 960 %11 2.030 %22 613 %7 4.675 %52 9.024

Cross: …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc. / Integrat�on at
work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 208,6 ; dof= 16.

…CARE COORDINATION SUPPORT SUCH AS HELP
TO FIND THE NECESSARY INFORMATION ON THE

DISEASE AND THE RIGHT PROFESSIONALS,
ARRANGING APPOINTMENTS WITH DIFFERENT

HEALTH PROVIDERS, ETC.

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 365 %20 213 %12 526 %29 102 %6 607 %33 1.813 %100

YES but �t �s/was not needed 71 %22 18 %6 95 %30 34 %11 100 %31 318 %100

YES but NOT enough to meet my needs 384 %31 95 %8 355 %28 91 %7 329 %26 1.254 %100

NO but �t �s/was NOT needed 256 %18 118 %8 427 %31 92 %7 504 %36 1.397 %100

NO but �t �s/was needed 1.335 %32 374 %9 1.184 %28 232 %5 1.098 %26 4.223 %100

TOTAL 2.411 %27 818 %9 2.587 %29 551 %6 2.638 %29 9.005



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc. / Access to
soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 415,5 ; dof= 16.

…CARE COORDINATION SUPPORT SUCH AS HELP
TO FIND THE NECESSARY INFORMATION ON THE

DISEASE AND THE RIGHT PROFESSIONALS,
ARRANGING APPOINTMENTS WITH DIFFERENT

HEALTH PROVIDERS, ETC.

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 144 %8 294 %16 506 %28 191 %11 677 %37 1.812 %100

YES but �t �s/was not needed 25 %8 31 %10 107 %34 42 %13 113 %36 318 %100

YES but NOT enough to meet my needs 190 %15 155 %12 423 %34 169 %13 317 %25 1.254 %100

NO but �t �s/was NOT needed 100 %7 100 %7 367 %26 162 %12 668 %48 1.397 %100

NO but �t �s/was needed 675 %16 431 %10 1.503 %36 502 %12 1.112 %26 4.223 %100

TOTAL 1.134 %13 1.011 %11 2.906 %32 1.066 %12 2.887 %32 9.004

Cross: …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc. / Access to
cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 275,3 ; dof= 16.

…CARE COORDINATION SUPPORT SUCH AS HELP
TO FIND THE NECESSARY INFORMATION ON THE

DISEASE AND THE RIGHT PROFESSIONALS,
ARRANGING APPOINTMENTS WITH DIFFERENT

HEALTH PROVIDERS, ETC.

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 61 %3 604 %33 577 %32 267 %15 307 %17 1.816 %100

YES but �t �s/was not needed 20 %6 77 %24 123 %39 47 %15 51 %16 318 %100

YES but NOT enough to meet my needs 99 %8 302 %24 463 %37 238 %19 155 %12 1.257 %100

NO but �t �s/was NOT needed 56 %4 340 %24 442 %32 230 %16 332 %24 1.400 %100

NO but �t �s/was needed 401 %9 874 %21 1.568 %37 782 %18 607 %14 4.232 %100

TOTAL 637 %7 2.197 %24 3.173 %35 1.564 %17 1.452 %16 9.023



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc. / Access to
f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 199,8 ; dof= 16.

…CARE COORDINATION SUPPORT SUCH AS HELP
TO FIND THE NECESSARY INFORMATION ON THE

DISEASE AND THE RIGHT PROFESSIONALS,
ARRANGING APPOINTMENTS WITH DIFFERENT

HEALTH PROVIDERS, ETC.

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 260 %14 68 %4 449 %25 306 %17 733 %40 1.816 %100

YES but �t �s/was not needed 49 %15 12 %4 84 %26 56 %18 117 %37 318 %100

YES but NOT enough to meet my needs 239 %19 24 %2 349 %28 285 %23 360 %29 1.257 %100

NO but �t �s/was NOT needed 207 %15 17 %1 337 %24 234 %17 604 %43 1.399 %100

NO but �t �s/was needed 960 %23 79 %2 1.126 %27 767 %18 1.300 %31 4.232 %100

TOTAL 1.715 %19 200 %2 2.345 %26 1.648 %18 3.114 %35 9.022

Cross: …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc. / Your soc�al
l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 322,2 ; dof= 16.

…CARE COORDINATION SUPPORT SUCH AS HELP
TO FIND THE NECESSARY INFORMATION ON THE

DISEASE AND THE RIGHT PROFESSIONALS,
ARRANGING APPOINTMENTS WITH DIFFERENT

HEALTH PROVIDERS, ETC.

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 747 %41 175 %10 725 %40 35 %2 130 %7 1.812 %100

YES but �t �s/was not needed 135 %42 21 %7 134 %42 9 %3 19 %6 318 %100

YES but NOT enough to meet my needs 683 %54 104 %8 397 %32 26 %2 44 %4 1.254 %100

NO but �t �s/was NOT needed 538 %39 95 %7 615 %44 26 %2 123 %9 1.397 %100

NO but �t �s/was needed 2.468 %58 313 %7 1.193 %28 87 %2 162 %4 4.223 %100

TOTAL 4.571 %51 708 %8 3.064 %34 183 %2 478 %5 9.004



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 195,3 ; dof= 16.

…FINANCIAL SUPPORT INCLUDING SOCIAL
SECURITY BENEFITS

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 83 %7 626 %52 406 %34 44 %4 43 %4 1.202 %100

YES but �t �s/was not needed 15 %7 106 %52 71 %35 4 %2 8 %4 204 %100

YES but NOT enough to meet my needs 117 %11 448 %44 373 %36 61 %6 27 %3 1.026 %100

NO but �t �s/was NOT needed 195 %6 1.455 %46 1.167 %37 156 %5 165 %5 3.138 %100

NO but �t �s/was needed 475 %14 1.364 %40 1.283 %38 190 %6 98 %3 3.410 %100

TOTAL 885 %10 3.999 %45 3.300 %37 455 %5 341 %4 8.980

Cross: …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 165,5 ; dof= 16.

…FINANCIAL SUPPORT INCLUDING SOCIAL
SECURITY BENEFITS

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 75 %6 741 %62 297 %25 56 %5 29 %2 1.198 %100

YES but �t �s/was not needed 14 %7 116 %57 61 %30 8 %4 5 %2 204 %100

YES but NOT enough to meet my needs 113 %11 551 %54 285 %28 58 %6 15 %1 1.022 %100

NO but �t �s/was NOT needed 132 %4 1.825 %58 968 %31 140 %4 72 %2 3.137 %100

NO but �t �s/was needed 358 %11 1.741 %51 1.023 %30 228 %7 52 %2 3.402 %100

TOTAL 692 %8 4.974 %55 2.634 %29 490 %5 173 %2 8.963



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 1.246,3 ; dof= 16.

…FINANCIAL SUPPORT INCLUDING SOCIAL
SECURITY BENEFITS

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 56 %9 234 %36 300 %46 29 %4 29 %4 648 %100

YES but �t �s/was not needed 9 %8 15 %13 64 %53 7 %6 25 %21 120 %100

YES but NOT enough to meet my needs 127 %24 127 %24 220 %42 22 %4 27 %5 523 %100

NO but �t �s/was NOT needed 137 %6 296 %12 854 %35 281 %12 859 %35 2.427 %100

NO but �t �s/was needed 599 %26 384 %17 907 %40 193 %9 186 %8 2.269 %100

TOTAL 928 %16 1.056 %18 2.345 %39 532 %9 1.126 %19 5.987

Cross: …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 321,6 ; dof= 16.

…FINANCIAL SUPPORT INCLUDING SOCIAL
SECURITY BENEFITS

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 67 %6 197 %16 288 %24 80 %7 570 %47 1.202 %100

YES but �t �s/was not needed 11 %5 26 %13 58 %28 15 %7 94 %46 204 %100

YES but NOT enough to meet my needs 121 %12 144 %14 258 %25 75 %7 428 %42 1.026 %100

NO but �t �s/was NOT needed 154 %5 225 %7 632 %20 182 %6 1.945 %62 3.138 %100

NO but �t �s/was needed 390 %11 361 %11 783 %23 257 %8 1.619 %47 3.410 %100

TOTAL 743 %8 953 %11 2.019 %22 609 %7 4.656 %52 8.980



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 313,4 ; dof= 16.

…FINANCIAL SUPPORT INCLUDING SOCIAL
SECURITY BENEFITS

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 215 %18 140 %12 322 %27 75 %6 446 %37 1.198 %100

YES but �t �s/was not needed 29 %14 24 %12 71 %35 19 %9 61 %30 204 %100

YES but NOT enough to meet my needs 308 %30 77 %8 285 %28 76 %7 276 %27 1.022 %100

NO but �t �s/was NOT needed 664 %21 259 %8 991 %32 161 %5 1.062 %34 3.137 %100

NO but �t �s/was needed 1.185 %35 314 %9 903 %27 218 %6 781 %23 3.401 %100

TOTAL 2.401 %27 814 %9 2.572 %29 549 %6 2.626 %29 8.962

Cross: …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts / Access to soc�al serv�ces (e.g. soc�al worker support, household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 1.079,0 ; dof= 16.

…FINANCIAL SUPPORT INCLUDING SOCIAL
SECURITY BENEFITS

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 90 %8 245 %20 381 %32 111 %9 371 %31 1.198 %100

YES but �t �s/was not needed 11 %5 29 %14 73 %36 24 %12 67 %33 204 %100

YES but NOT enough to meet my needs 187 %18 137 %13 402 %39 122 %12 174 %17 1.022 %100

NO but �t �s/was NOT needed 146 %5 236 %8 823 %26 384 %12 1.548 %49 3.137 %100

NO but �t �s/was needed 693 %20 358 %11 1.209 %36 421 %12 719 %21 3.400 %100

TOTAL 1.127 %13 1.005 %11 2.888 %32 1.062 %12 2.879 %32 8.961



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 263,0 ; dof= 16.

…FINANCIAL SUPPORT INCLUDING SOCIAL
SECURITY BENEFITS

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 45 %4 374 %31 379 %32 202 %17 202 %17 1.202 %100

YES but �t �s/was not needed 8 %4 61 %30 74 %36 37 %18 24 %12 204 %100

YES but NOT enough to meet my needs 105 %10 235 %23 380 %37 159 %15 147 %14 1.026 %100

NO but �t �s/was NOT needed 109 %3 826 %26 1.054 %34 546 %17 603 %19 3.138 %100

NO but �t �s/was needed 367 %11 693 %20 1.265 %37 614 %18 470 %14 3.409 %100

TOTAL 634 %7 2.189 %24 3.152 %35 1.558 %17 1.446 %16 8.979

Cross: …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts / Access to f�nanc�al products, such as loans, mortgages, �nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 534,3 ; dof= 16.

…FINANCIAL SUPPORT INCLUDING SOCIAL
SECURITY BENEFITS

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 147 %12 60 %5 314 %26 215 %18 466 %39 1.202 %100

YES but �t �s/was not needed 25 %12 6 %3 58 %28 40 %20 75 %37 204 %100

YES but NOT enough to meet my needs 275 %27 26 %3 278 %27 193 %19 254 %25 1.026 %100

NO but �t �s/was NOT needed 384 %12 41 %1 722 %23 545 %17 1.446 %46 3.138 %100

NO but �t �s/was needed 874 %26 66 %2 956 %28 645 %19 867 %25 3.408 %100

TOTAL 1.705 %19 199 %2 2.328 %26 1.638 %18 3.108 %35 8.978



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …f�nanc�al support �nclud�ng soc�al secur�ty benef�ts / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 373,8 ; dof= 16.

…FINANCIAL SUPPORT INCLUDING SOCIAL
SECURITY BENEFITS

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 516 %43 117 %10 463 %39 21 %2 81 %7 1.198 %100

YES but �t �s/was not needed 75 %37 15 %7 98 %48 5 %2 11 %5 204 %100

YES but NOT enough to meet my needs 610 %60 81 %8 282 %28 25 %2 24 %2 1.022 %100

NO but �t �s/was NOT needed 1.289 %41 248 %8 1.303 %42 62 %2 235 %7 3.137 %100

NO but �t �s/was needed 2.058 %61 242 %7 908 %27 68 %2 124 %4 3.400 %100

TOTAL 4.548 %51 703 %8 3.054 %34 181 %2 475 %5 8.961



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease? / Access to the most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 233,2 ; dof= 24.

ARE YOU, OR THE PERSON YOU CARE FOR, IN
TOUCH WITH OTHER PEOPLE LIVING WITH THE

SAME RARE DISEASE OR WITH AN UNDIAGNOSED
RARE DISEASE?

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES, through a pat�ent organ�sat�on 435 %9 2.407 %51 1.596 %34 160 %3 148 %3 4.746 %100

YES, through onl�ne commun�t�es 439 %10 1.937 %44 1.690 %38 221 %5 139 %3 4.426 %100

YES, through local networks (e.g. schools) 34 %9 201 %52 124 %32 10 %3 15 %4 384 %100

NO, because of access�b�l�ty �ssues (e.g. language or

techn�cal barr�ers)
16 %11 38 %27 67 %48 15 %11 5 %4 141 %100

NO, because I have not been able to f�nd other people

w�th the same d�sease
115 %12 332 %34 404 %41 80 %8 45 %5 976 %100

NO, because I don’t want to 41 %9 172 %38 163 %36 37 %8 35 %8 448 %100

Other, spec�fy... 40 %9 194 %44 146 %33 30 %7 30 %7 440 %100

TOTAL 889 %10 4.020 %45 3.316 %37 457 %5 342 %4 9.024



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease? / Understand�ng how the d�sease w�ll progress…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 474,5 ; dof= 24.

ARE YOU, OR THE PERSON YOU CARE FOR, IN
TOUCH WITH OTHER PEOPLE LIVING WITH THE

SAME RARE DISEASE OR WITH AN UNDIAGNOSED
RARE DISEASE?

UNDERSTANDING HOW THE DISEASE WILL PROGRESS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES, through a pat�ent organ�sat�on 273 %6 3.033 %64 1.206 %25 147 %3 80 %2 4.739 %100

YES, through onl�ne commun�t�es 333 %8 2.508 %57 1.273 %29 227 %5 71 %2 4.412 %100

YES, through local networks (e.g. schools) 30 %8 235 %61 102 %27 12 %3 5 %1 384 %100

NO, because of access�b�l�ty �ssues (e.g. language or

techn�cal barr�ers)
24 %17 45 %32 49 %35 21 %15 2 %1 141 %100

NO, because I have not been able to f�nd other people

w�th the same d�sease
127 %13 341 %35 369 %38 116 %12 22 %2 975 %100

NO, because I don’t want to 28 %6 206 %46 166 %37 36 %8 12 %3 448 %100

Other, spec�fy... 39 %9 238 %54 124 %28 19 %4 19 %4 439 %100

TOTAL 694 %8 4.999 %56 2.644 %29 494 %5 175 %2 9.006



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease? / F�nanc�al support �nclud�ng soc�al secur�ty benef�ts…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 69,6 ; dof= 24.

ARE YOU, OR THE PERSON YOU CARE FOR, IN
TOUCH WITH OTHER PEOPLE LIVING WITH THE

SAME RARE DISEASE OR WITH AN UNDIAGNOSED
RARE DISEASE?

FINANCIAL SUPPORT INCLUDING SOCIAL SECURITY BENEFITS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES, through a pat�ent organ�sat�on 442 %14 618 %20 1.262 %40 249 %8 571 %18 3.142 %100

YES, through onl�ne commun�t�es 514 %17 545 %18 1.184 %39 264 %9 521 %17 3.028 %100

YES, through local networks (e.g. schools) 34 %16 42 %19 84 %38 22 %10 37 %17 219 %100

NO, because of access�b�l�ty �ssues (e.g. language or

techn�cal barr�ers)
19 %27 8 %11 27 %39 8 %11 8 %11 70 %100

NO, because I have not been able to f�nd other people

w�th the same d�sease
111 %18 74 %12 261 %41 64 %10 121 %19 631 %100

NO, because I don’t want to 46 %14 56 %18 109 %34 26 %8 83 %26 320 %100

Other, spec�fy... 42 %14 57 %19 104 %34 30 %10 70 %23 303 %100

TOTAL 928 %16 1.056 %18 2.345 %39 532 %9 1.126 %19 5.987



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease? / Integrat�on at school…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 127,4 ; dof= 24.

ARE YOU, OR THE PERSON YOU CARE FOR, IN
TOUCH WITH OTHER PEOPLE LIVING WITH THE

SAME RARE DISEASE OR WITH AN UNDIAGNOSED
RARE DISEASE?

INTEGRATION AT SCHOOL…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES, through a pat�ent organ�sat�on 373 %8 594 %13 1.084 %23 303 %6 2.392 %50 4.746 %100

YES, through onl�ne commun�t�es 368 %8 437 %10 955 %22 305 %7 2.361 %53 4.426 %100

YES, through local networks (e.g. schools) 38 %10 82 %21 90 %23 18 %5 156 %41 384 %100

NO, because of access�b�l�ty �ssues (e.g. language or

techn�cal barr�ers)
23 %16 16 %11 39 %28 7 %5 56 %40 141 %100

NO, because I have not been able to f�nd other people

w�th the same d�sease
92 %9 70 %7 242 %25 63 %6 509 %52 976 %100

NO, because I don’t want to 30 %7 36 %8 93 %21 36 %8 253 %56 448 %100

Other, spec�fy... 36 %8 42 %10 82 %19 27 %6 253 %58 440 %100

TOTAL 746 %8 960 %11 2.030 %22 613 %7 4.675 %52 9.024



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease? / Integrat�on at work…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 74,7 ; dof= 24.

ARE YOU, OR THE PERSON YOU CARE FOR, IN
TOUCH WITH OTHER PEOPLE LIVING WITH THE

SAME RARE DISEASE OR WITH AN UNDIAGNOSED
RARE DISEASE?

INTEGRATION AT WORK…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES, through a pat�ent organ�sat�on 1.245 %26 489 %10 1.405 %30 253 %5 1.347 %28 4.739 %100

YES, through onl�ne commun�t�es 1.261 %29 406 %9 1.205 %27 267 %6 1.273 %29 4.412 %100

YES, through local networks (e.g. schools) 105 %27 39 %10 120 %31 21 %5 99 %26 384 %100

NO, because of access�b�l�ty �ssues (e.g. language or

techn�cal barr�ers)
45 %32 9 %6 42 %30 5 %4 40 %28 141 %100

NO, because I have not been able to f�nd other people

w�th the same d�sease
259 %27 56 %6 286 %29 66 %7 307 %32 974 %100

NO, because I don’t want to 90 %20 44 %10 132 %29 36 %8 146 %33 448 %100

Other, spec�fy... 99 %23 32 %7 114 %26 29 %7 165 %38 439 %100

TOTAL 2.411 %27 818 %9 2.587 %29 551 %6 2.638 %29 9.005



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease? / Access to soc�al serv�ces (e.g. soc�al worker support,
household chores support)…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 117,7 ; dof= 24.

ARE YOU, OR THE PERSON YOU CARE FOR, IN
TOUCH WITH OTHER PEOPLE LIVING WITH THE

SAME RARE DISEASE OR WITH AN UNDIAGNOSED
RARE DISEASE?

ACCESS TO SOCIAL SERVICES (E.G. SOCIAL WORKER SUPPORT, HOUSEHOLD CHORES SUPPORT)…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES, through a pat�ent organ�sat�on 556 %12 622 %13 1.559 %33 515 %11 1.486 %31 4.738 %100

YES, through onl�ne commun�t�es 566 %13 521 %12 1.443 %33 534 %12 1.348 %31 4.412 %100

YES, through local networks (e.g. schools) 53 %14 68 %18 133 %35 43 %11 87 %23 384 %100

NO, because of access�b�l�ty �ssues (e.g. language or

techn�cal barr�ers)
28 %20 8 %6 58 %41 14 %10 33 %23 141 %100

NO, because I have not been able to f�nd other people

w�th the same d�sease
145 %15 79 %8 306 %31 123 %13 321 %33 974 %100

NO, because I don’t want to 47 %10 41 %9 116 %26 59 %13 185 %41 448 %100

Other, spec�fy... 59 %13 58 %13 113 %26 47 %11 162 %37 439 %100

TOTAL 1.134 %13 1.011 %11 2.906 %32 1.066 %12 2.887 %32 9.004



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease? / Access to cl�n�cal tr�als…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 264,4 ; dof= 24.

ARE YOU, OR THE PERSON YOU CARE FOR, IN
TOUCH WITH OTHER PEOPLE LIVING WITH THE

SAME RARE DISEASE OR WITH AN UNDIAGNOSED
RARE DISEASE?

ACCESS TO CLINICAL TRIALS…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES, through a pat�ent organ�sat�on 287 %6 1.458 %31 1.621 %34 689 %15 690 %15 4.745 %100

YES, through onl�ne commun�t�es 342 %8 1.057 %24 1.598 %36 800 %18 629 %14 4.426 %100

YES, through local networks (e.g. schools) 19 %5 119 %31 133 %35 59 %15 54 %14 384 %100

NO, because of access�b�l�ty �ssues (e.g. language or

techn�cal barr�ers)
23 %16 19 %13 48 %34 32 %23 19 %13 141 %100

NO, because I have not been able to f�nd other people

w�th the same d�sease
89 %9 151 %15 353 %36 200 %20 183 %19 976 %100

NO, because I don’t want to 24 %5 78 %17 144 %32 105 %23 97 %22 448 %100

Other, spec�fy... 31 %7 107 %24 133 %30 68 %15 101 %23 440 %100

TOTAL 637 %7 2.197 %24 3.173 %35 1.564 %17 1.452 %16 9.023



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease? / Access to f�nanc�al products, such as loans, mortgages,
�nsurance…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 44,9 ; dof= 24.

ARE YOU, OR THE PERSON YOU CARE FOR, IN
TOUCH WITH OTHER PEOPLE LIVING WITH THE

SAME RARE DISEASE OR WITH AN UNDIAGNOSED
RARE DISEASE?

ACCESS TO FINANCIAL PRODUCTS, SUCH AS LOANS, MORTGAGES, INSURANCE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES, through a pat�ent organ�sat�on 892 %19 119 %3 1.276 %27 825 %17 1.633 %34 4.745 %100

YES, through onl�ne commun�t�es 915 %21 86 %2 1.123 %25 831 %19 1.471 %33 4.426 %100

YES, through local networks (e.g. schools) 74 %19 12 %3 107 %28 63 %16 128 %33 384 %100

NO, because of access�b�l�ty �ssues (e.g. language or

techn�cal barr�ers)
37 %26 3 %2 40 %28 22 %16 39 %28 141 %100

NO, because I have not been able to f�nd other people

w�th the same d�sease
175 %18 21 %2 246 %25 183 %19 350 %36 975 %100

NO, because I don’t want to 71 %16 9 %2 98 %22 88 %20 182 %41 448 %100

Other, spec�fy... 94 %21 10 %2 93 %21 78 %18 165 %38 440 %100

TOTAL 1.715 %19 200 %2 2.345 %26 1.648 %18 3.114 %35 9.022



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: Are you, or the person you care for, �n touch w�th other people l�v�ng w�th the same rare d�sease or w�th an und�agnosed rare d�sease? / Your soc�al l�fe…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 109,0 ; dof= 24.

ARE YOU, OR THE PERSON YOU CARE FOR, IN
TOUCH WITH OTHER PEOPLE LIVING WITH THE

SAME RARE DISEASE OR WITH AN UNDIAGNOSED
RARE DISEASE?

YOUR SOCIAL LIFE…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES, through a pat�ent organ�sat�on 2.290 %48 452 %10 1.694 %36 79 %2 223 %5 4.738 %100

YES, through onl�ne commun�t�es 2.375 %54 342 %8 1.407 %32 83 %2 205 %5 4.412 %100

YES, through local networks (e.g. schools) 189 %49 39 %10 138 %36 2 %1 16 %4 384 %100

NO, because of access�b�l�ty �ssues (e.g. language or

techn�cal barr�ers)
75 %53 9 %6 50 %35 0 %0 7 %5 141 %100

NO, because I have not been able to f�nd other people

w�th the same d�sease
486 %50 55 %6 338 %35 31 %3 64 %7 974 %100

NO, because I don’t want to 206 %46 24 %5 170 %38 12 %3 36 %8 448 %100

Other, spec�fy... 199 %45 33 %8 156 %36 11 %3 40 %9 439 %100

TOTAL 4.571 %51 708 %8 3.064 %34 183 %2 478 %5 9.004



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Cross: …care coord�nat�on support such as help to f�nd the necessary �nformat�on on the d�sease and the r�ght profess�onals, arrang�ng appo�ntments w�th d�fferent health prov�ders, etc. / Access to the
most adapted care, treatments or surgery…

 Under-represented elements  Over-represented elements

The relat�onsh�p �s very s�gn�f�cant. p-value= < 0,01 ; Ch�2= 146,4 ; dof= 16.

…CARE COORDINATION SUPPORT SUCH AS HELP
TO FIND THE NECESSARY INFORMATION ON THE

DISEASE AND THE RIGHT PROFESSIONALS,
ARRANGING APPOINTMENTS WITH DIFFERENT

HEALTH PROVIDERS, ETC.

ACCESS TO THE MOST ADAPTED CARE, TREATMENTS OR SURGERY…

…HAS GOTTEN WORSE …HAS IMPROVED
…HAS REMAINED THE

SAME DON'T KNOW NOT RELEVANT TOTAL

N % N % N % N % N % N %

YES and enough to meet my needs 101 %6 960 %53 622 %34 73 %4 61 %3 1.817 %100

YES but �t �s/was not needed 26 %8 147 %46 121 %38 12 %4 12 %4 318 %100

YES but NOT enough to meet my needs 135 %11 558 %44 451 %36 67 %5 46 %4 1.257 %100

NO but �t �s/was NOT needed 98 %7 596 %43 541 %39 84 %6 81 %6 1.400 %100

NO but �t �s/was needed 529 %13 1.759 %42 1.581 %37 221 %5 142 %3 4.232 %100

TOTAL 889 %10 4.020 %45 3.316 %37 457 %5 342 %4 9.024



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Chapter 16.
Quest�ons for
und�agnosed
respondents



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Please select all the statements that descr�be your s�tuat�on. You or the person you care for:

%43

%36

%36

%29

%27

%12

%10

%2

Are st�ll act�vely search�ng for a spec�f�c
 d�agnos�s for the rare d�sease

Changed your pr�or�t�es from gett�ng a
 d�agnos�s to manag�ng and learn�ng
 how to l�ve w�th the d�sease and �ts

 symptoms w�thout a d�agnos�s

Th�nk that ex�st�ng med�cal knowledge
 does not enable to reach a more

 prec�se d�agnos�s

Cannot f�nd a doctor for the care or the
 d�agnos�s of the rare d�sease

Have several �dent�f�ed symptom(s)
 (e.g. ep�lepsy, developmental delay,
 aut�sm…) but no spec�f�c d�agnos�s

Are �ncluded �n a research programme
 a�m�ng to prov�de a d�agnos�s for

 und�agnosed pat�ents

Other, spec�fy...

Do not want to know the d�agnos�s of
 the rare d�sease because �t could �mply

 dramat�c changes

Please select all the statements that descr�be your s�tuat�on. You or the person
you care for:

 N

Are st�ll act�vely search�ng for a spec�f�c d�agnos�s for

the rare d�sease
278

Changed your pr�or�t�es from gett�ng a d�agnos�s to

manag�ng and learn�ng how to l�ve w�th the d�sease

and �ts symptoms w�thout a d�agnos�s

233

Th�nk that ex�st�ng med�cal knowledge does not

enable to reach a more prec�se d�agnos�s
229

Cannot f�nd a doctor for the care or the d�agnos�s of

the rare d�sease
190

Have several �dent�f�ed symptom(s) (e.g. ep�lepsy,

developmental delay, aut�sm…) but no spec�f�c

d�agnos�s

175

Are �ncluded �n a research programme a�m�ng to

prov�de a d�agnos�s for und�agnosed pat�ents
78

Other, spec�fy... 65

Do not want to know the d�agnos�s of the rare

d�sease because �t could �mply dramat�c changes
15

TOTAL 645

Quest�on asked only to respondents who are und�agnosed (part�al d�agnos�s or unsolved cases)



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

10. Consequences of be�ng und�agnosed Quest�on asked only to respondents who are und�agnosed (part�al
d�agnos�s or unsolved cases)

Does the lack of a prec�se d�agnos�s for the rare d�sease prevent you from...

%53

%31

%25

%23

%11

%24

%22

%20

%23

%14

%10

%20

%25

%28

%34

%7

%18

%8

%11

%6

%7

%9

%22

%14

%35

...understand�ng how the d�sease w�ll progress

...access�ng cl�n�cal tr�als

...�ntegrat�on at work

...access�ng soc�al serv�ces (e.g. soc�al worker support, household chores
 support, …)

...�ntegrat�on at school

%32

%32

%31

%17

%30

%33

%22

%11

%16

%22

%27

%30

%13

%5

%11

%8

%9

%8

%9

%34

YES, completely YES, part�ally NO Don’t know Not relevant

...access�ng the most adapted care, treatment or surgery

...hav�ng a fulf�ll�ng soc�al l�fe

...rece�v�ng f�nanc�al support �nclud�ng soc�al secur�ty benef�ts

...mak�ng �nformed reproduct�ve cho�ces such as plann�ng whether or not to
 have ch�ldren, or dec�d�ng whether or not to conduct prenatal tests



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Does the lack of a prec�se d�agnos�s for the rare d�sease prevent you from...

 YES, COMPLETELY YES, PARTIALLY NO DON’T KNOW NOT RELEVANT TOTAL

...access�ng cl�n�cal tr�als 218 154 143 127 62 704

...understand�ng how the d�sease w�ll progress 369 164 67 51 46 697

...�ntegrat�on at school 79 101 236 44 244 704

...�ntegrat�on at work 173 140 177 53 154 697

...access�ng soc�al serv�ces (e.g. soc�al worker support, household chores support, …) 162 163 195 76 101 697

 YES, PARTIALLY YES, COMPLETELY NO DON’T KNOW NOT RELEVANT TOTAL

...access�ng the most adapted care, treatment or surgery 212 223 115 95 60 705

...mak�ng �nformed reproduct�ve cho�ces such as plann�ng whether or not to have

ch�ldren, or dec�d�ng whether or not to conduct prenatal tests
78 118 206 58 237 697

...rece�v�ng f�nanc�al support �nclud�ng soc�al secur�ty benef�ts 155 214 185 79 60 693

...hav�ng a fulf�ll�ng soc�al l�fe 232 220 155 36 54 697

Quest�on asked only to respondents who are und�agnosed (part�al
d�agnos�s or unsolved cases)



Sample information : IN_TOUCH is not among "Non-response" And CONSENT is not among "No" And EUROPE_VS_WORLD among "Europe"
Sample size 10486 responses

Thank you to all the people living with rare diseases who participated in the
survey, and to the Rare Barometer partners and corporate donors in 2021.

 

A special thank you to our National Alliances and European Federations who
helped us spread the word about the survey and contributed to the great

number of respondents.

 

Together we can make the voice of the rare disease community stronger.

THANK YOU!


