Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
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The Journey to Diagnosis
for People Living with Rare Diseases

A Rare Barometer Survey

Target population:
- Patients living with a rare disease
- People not yet diagnosed but living with a disease

considered to be rare
- Their family member (parents or close relatives)
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@ 27 languages
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DASHBOARD FOR EUROPE

HOW TO USE THIS DASHBOARD

In this dashboard, you will find results for every question of the Rare
Barometer survey on the journey to diagnosis for people living with a rare
disease.

Please do not use results of questions for which there are less than 30
respondents.

Please refer to Rare Barometer or add the Rare Barometer logo when using
the results.

LANGUAGES

You can change the language at the bottom left of this page, and have access
to the questions and modalities as they appeared to respondents in the 27
languages of the survey.

Translation is not available for new variables that were calculated after the
guestionnaire was closed and for some comments added in this dashboard.

INFORMATION

For more information
» contact the Rare Barometer team at rare.barometer@eurordis.org
« orvisit the Rare Barometer website at eurordis.org/rare-barometer
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Number of respondents

10 486

Bue cre... Bue cre...
N
Nawerr [ G, -
MaumeHTt 6772
BvBL nnu Bb3cTaHOBABALL, Ce NauneHT (Hanp. . 2%
BuBLI 1Ny Bb3cTaHOBSABALL, Ce MauUMeHT (Hanp. NPeXuBsn 047 npexuBsn pak)
pak) PogwnTen Ha nuue ¢ pagko 3abonssaHe _ 29%
PoguTen Ha nuue ¢ psagko 3abonsiBaHe 3078 [580 1nn 6aba Ha NuLe ¢ psAKo 3aBonsBaHe I 0%
[sano nnu 6aba Ha nuue ¢ psagko 3abonsiBaHe 40
Cbnpyr/a Ha nuue ¢ psiako 3abonsBaHe . 2%
Conpyr/a Ha nuue ¢ psgko 3abonsBaHe 186
Ynyo/nens Ha nuue ¢ psako 3abonsBaHe | 0%
Yunyo/nensa Ha nuue ¢ psagko 3abonsasaHe 23
Bpat/cecTpa Ha nuLe ¢ psifiko 3aGonsiBaHe 48 Bpar/cecTpa Ha nuue ¢ paako sabonssare | 0%
[pyro, yTouHeTe 92 [Opyro, yTouHeTe 1%
TOTAI 10 A8

Bue cre...
Respondents can be:

- the person directly affected by the rare

- or family members of the person
affected (parents, grand-parents, spouses,
uncles/aunts, siblings or other family
member).

Family member 32%
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Bue cTe naumeHTCKHU npeacrtaBuTern, ToecT B3eMmaTte y4yactve B

Bue cTe nauneHTCKM npeacrtasuTern, ToecTt B3eMaTte y4yactuve B ob6LwecTBeHN AENHOCTU B noakKpena Ha Kay3aTta Ha
ob6LecTBeHU AeNHOCTU B noakKpena Ha Kay3aTta Ha peakuTte

penkute 3abonsBaHuA?

3abonaBaHuA?
N
fa 2073 Ra 20%
He 7 666
He 3Ham 747
TOTAL 10 486 He 73%

He 3Ham 7%
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Age of the respondent when the questionnaire was filled in
Calculated based on:

- the date of birth of the respondent: "What is your month and year of birth?"

- the date when questionnaire was filled (automatically saved by the
software)

Age of the respondent when filling the questionnaire Age of the respondent when filling the questionnaire
N
Less than 20 - 2%
Less than 20 259
From 20 to 30 575 From 20 to 30 [ 5°-

From 30 t0 40 1734 From 30 to 40 |, 7%

enee” oo From 40 to 50 [ — 2o
From 50 to 60 2451
From 50 to 60 [ 2
60 and over 1913
Non-response 940 60 and over 18%
TOTAL 10 486 Non-response 9%
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Age of the person affected by the rare disease when the first symptoms were noticed
Calculated based on:
- date of birth of the respondents who are patients themselves: "What is your month and year of birth?"

- date of birth of the patient when respondents are family members of the person affected by the rare disease:
"What is the month and year of birth of the person affected by the rare disease?"

- date when first symptoms were noticed: "As far as you remember, when did you or a healthcare professional
first notice the symptoms of the rare disease or think that something was wrong?"

Age of the person affected by the rare disease when first Age of the person affected by the rare disease when first symptoms were noticed

symptoms were noticed
2 to less that 10 years old 925
10 to less than 20 years old 952
20 to less than 30 years old 978 20 to less than 30 years old _ 9%
30 to less than 50 years old 2 353
30 to less than 50 years oid [ oo

Less than 2 years old 2 045

50 years old or more 1107
0,
Non-response 2126 50 years old or more 11%
TOTAL 10 486 Non-response 20%
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Bue cTe: Bue cTe:

YKeHa 7 930

M 1807
Gender of the respondent B Mux - 17%
Opyro 56

Non- Opyro | 1%
693
response
TOTAL 10 486 Non-response 7%
Gender of the person affected Gender of the person affected by Gender of the person affected by the rare disease

by the rare disease the rare disease

XKena 6 659

Mbx 2810

fpyro 101 Opyro 1%
Non-response 916 Non-response 9%
TOTAL 10 486
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Education of the respondent

Ha konko rognHu 6sxTe, KOraTto 3aBbpLUINXTE Han-
BUCOKaTa cTeneH Ha Balwleto o6pasoBaHue -
penoBHO obOy4yeHue (6e3 Aa BKYBaTe
OONBbJIHUTENHN KypcoBe 3a 0by4eHue unm

KBanudmkauma)?
N
15 . unu no-manko 455
mexay 16 n19r. 2 464
mexay 20 M 23 1. 3022
24 1. unn noseye 3145
TOTAI Q N8A

Ha konko rognHu 6sxTe, KOraTto 3aBbpPLUINXTE HaWn-BMCOKaTa cTeneH Ha BaweTo o6pa3oBaHue - peaoBHO obyyeHue (6e3
Aa BKrio4YBaTe AONMbIHUTENHU KypcoBe 3a 0byyeHue unu ksanudukaums)?

15 . unNu no-manko - 5%

mexay 20 n 23 r. 33%

24 t. unu noeeye 35%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Kak 6uxTe ce onucann? Kak 6uxte ce onucanu?
N
I'Iplea,qne»(a KbM €THMY4EeCKOTO MHO3UHCTBO B AbpXKaBaTta, 7125 AbpXKaBaTa, KbAeTo XuBes
KbOETO XuBed
YacT cbM OT eTHUYEeCKO ManuuHCTBO B 5%
YacT cbM OT eTHUYECKO ManumMHCTBO B AbpXaBata, ObpxXaBaTa, KbOeTo Xuneed
465
KEAETOPKIECS [pyro, yTouHeTe 4%
Opyro, yTouHeTe 337
0,
Non-response 1653 Non-response 17%
TOTAI a R]n
BuxTte nu kasanu, 4e BMe, UIK NnLE TO 3a KOETO Ce rPUXKUTe, BuxTte nu kasanu, 4e BMe, U NuLe TO 3a KOETO Ce rPUXKUTEe, XKUBeeTe B:
XuBeete B:

Cerncku paioH unm ceno 2416
Manbk nnm cpefeH rpag 3901

lonam rpag 2760 Fonsm rpag 26%
Non-response 1409
TOTAL 10 486 Non-response 13%
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

B kosi cTpaHa xuBeete? B kos cTpaHa xuBeete?

0%

482 5%
43 0%
183 2%
3 0%
70 1%
0,
356 - 3% 0%
1 0%
54 1%
1 0%
128 1%
0%
104 1%
6 0% 09,
253 0% o
183 2%
71 1%
20 0%
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Questions as they appear in the questionnaire:

Mons, M36epeTe n3peyvyeHneTo, Koeto Ha|71-.q06pe onucea BawaTta cUutyauumda nnm nonoxeHmeTo Ha 4YoBeKa, 3a KOroto ce rpuxuTe:

N %
3nam UIMETO Ha psiakoTo 3abonsasaHe, cuHapoM unun mandopmaums, u 1o e NOTBBbPOEHO nocpeactBoM NOAXOAALLM FEHETUYHM, KITMHUYHW, 0OpasHO-aMarHOCTUYHN, MONEKYNAPHN U BUOXMMUYHM 9048 869
(o]
nscnenaHus (Hanp. Guoncus, KPbBHNU UM YPUHHU TECTOBE)
3Ham MMETO Ha psgkoTo 3abonsiBaHe, CUHAPOM UM Mandgopmaumsi, Ho To owle HE e noTBbpaeHO NocpencTBOM MNOAXOAALM FEHETUYHM, KIMMHUYHU, 06pa3HO-ANArHOCTUYHU, MOSEKYNAPHU U BUOXMMUYHU 1 o
(s]
nscnenBaHus
Mmam camo YHACTUYHA nHbopmauus 3a MMeTo Ha psaakoTo 3abonsiBaHe Unu reHa, KOMTO ro NPUYMHSBA, Uy BUAA Ha 3abonsiBaHeTo 306 3%
3HaM, Ye 3abonsiBaHETO € pSAKo, HO MMEeTO unu npuuamnHuTenaT gocera HE CA OTKPUTU 348 3%
[Opyro, yTouyHeTe 24 0%
TOTAL 10 486 100%
Simplified items Mons, ns6epete nspeveHumeTo, Mons, nséepete nspevyeHmMeTo, KOeTo Han-gqobpe onuMceBa BawaTa CUTyaLusa Unu
di to th KoeTo Ha|7|-.q06pe onucea BawlaTta NMOJIOXKeHUeTO Ha YoBeKa, 3a KOroto ce rpyuxuTre:
corresponding to the CUTyauums Unu NorioXXeHneTo Ha
questions above: YyoBekKa, 3a KOroto ce rpmxure:
Confirmed diagnosis 9 048 Initial diagnosis . 79
Initial diagnosis 760
Partial diagnosis 306 Partial diagnosis 3%
Unsolved case 372
Unsolved case 4%
TOTAL 10 486 °
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

OTHacAT nu ce 3a Bawara cuTtyauuma cnegpawjurte M3pequvm?

PapnkoTo 3abonsiBaHe Gelle AMarHOCTULMPAHO NPeaU paxaaHeTo

PsiokoTo 3abonsBaHe 6elle anarHocTUUMpaHo NOCpeacTBOM CTaHOAAPTHUTE
TECTOBE, U3BbPLUBAHM MNPU paKaaHETo

Opyrn uneHoBe Ha CeMeNcTBOTO ca Ounu gMarHoCTULMpPaHU CbC CbLLIOTO

3abonsBaHe

A3, Unn NUUETO 3a KOETO ce rpmka, 6sixme Haco4YeHU KbM GONMHUYHO
oTAEeneHne, cneunanmanpaHo 3a psakoTo 3abonsisaHe unv rpynarta peaku

3abonsBaHus

TOTAL

OA

222

396

1309

5998

7925

HE

9513

9139

8 426

4415

31493

TOTAL

9735

9 535

9735

10 413

39 418

OTHacAT nu ce 3a BalaTa CUTyauus cneaBaluTe U3peyeHusn?

PagkoTto 3abonsieaHe Gele 98%
OMarHocTuUMpaHo npean paxnaHeTo
PsapnkoTto 3abonsiBaHe Gelle anarHoc... 4 96%
Opyrn uneHoBe Ha CEMENCTBOTO ca 87%
OUNN AMarHOCTULMPaHU CbC CbLIOTO
3abonsBaHe

® na He
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Respondent living with a rare disease that is currently part of the
NBS programme of the country they live in Source: ISNS

Newborn screening

Respondents living with a disease that is being screened as part of a compulsory newborn
screening programme in their country AND who answered "yes" to the question "The rare
disease was diagnosed through standard tests carried out at birth" (see previous page).

Source: ISNS list of diseases screened per country.

¥ Sample information : NBS_recod among '/]a"
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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

Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Variables calculated based on the name of respondents' disease and Orphanet data

Calculation of point prevalence 2 modalities

N %
1-5/10 000 2 407 23%
1-9 /100 000 1999 19%
1-9 /1 000 000 459 4%
<1/1 000 000 856 8%
Non-response 4765 45%
TOTAL 10 486 100%

Calculation point prevalence

1-5 /10 000
/' (23%)

Non-respo...
(45%)

- 1-9/100 000
(19%)

\ 1-9/ 1 000 000

<1/1 000 000 (4%)

(8%)

Calculation point prevalence

<1/1 000 000
(15%)

1-9/1 000 ...
(8%) 1-5/10 000

(42%)

1-9/100 000 /
(35%)
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http://www.orphadata.org/cgi-bin/index.php

Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Variables calculated based on the name of respondents' disease and Orphanet data

Transmission mode of the disease
o Transmission mode of the disease
Genetic diseases
N
N

Autosomal dominant 3165

Genetic diseases 5447
Autosomal recessive 1147

Non Genetic diseases 2627
Mitochondrial inheritance 25

Non-response 2412
Multigenic/multifactorial 882

TOTAL 10 486
No data available 15 Non-response Autosomal
Not applicable 1486 (27%) _~ dominant

(30%)
Unknown 907
X-linked dominant 0
Genetic diseases X-linked recessive 0
Non-response 2 858
Unknown
TOTAL 10 485 (9%)
52% \ Autosomal
recessive
1%
Not applicable / (11%)
(14%) \ Multigenic/multifactorial
@ Genetic diseases @ Non Genetic diseases (8%)
@ Non-response
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http://www.orphadata.org/cgi-bin/index.php

Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Orphacode associated nomenclature (english)

N %
Hereditary hemorrhagic telangiectasia 458 5%
Hypermobile Ehlers-Danlos syndrome 317 4%
Sarcoidosis 170 2%
orphacode
Classical Ehlers-Danlos syndrome 137 2%
Williams syndrome 136 2%
Cystic fibrosis 128 2%
Myasthenia gravis 120 1%
Systemic sclerosis 107 1%
Tuberous sclerosis complex 98 1%
Neurofibromatosis type 1 92 1%
Interstitial cystitis 74 1%
Addison disease 73 1%
22q11.2 deletion syndrome 68 1%
Chronic inflammatory demyelinating polyneuropathy 65 1%
Perineural cyst 63 1%
Acute inflammatory demyelinating polyradiculoneuropathy 62 1%
Rett syndrome 60 1%
Marfan syndrome 52 1%
Fragile X syndrome 49 1%
BehA§et disease 47 1%
Primary sclerosing cholangitis 46 1%
Primary lymphedema 43 1%
Granulomatosis with polyangiitis 42 0%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

EURORDIS European Federations EURORDIS European Federations

N N
HHT Europe 458 European Fragile X Network 49
Federation of European Scleroderma Associations 200 Sclerosing Cholangitis 46
Sarcoidosis 178 European Society for Phenylketonuria 45
Lupus Europe 150 OIFE - Osteogenesis Imperfecta Federation Europe 43
European Myasthenia Gravis Association 139 Albi France 41
European Federation of Williams Syndrome 136 Duchenne Muscular Dystrophy 41
CF Europe 128 European Federation of Associations of Patients with 41
NF Patients United 125 Haemochromatosis
European Tuberous Sclerosis Complex Association 98 SMA Europe 35
PHA Europe (Pulmonary Arterial Hypertension) 86 MPS Europe 34
22Q11 Europe 80 European Idiopathic Pulmonary Fibrosis & Related Disorders Federation 32
Multinational Interstitial Cystitis Association 74
Marfan Europe Network 72
Rett Syndrome Europe 65
Perineural cyst 63
European Federation for Hereditary Spastic Paraplegia 52
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Orphanet_classification

N %
Abdominal surgical diseases 239 3%
Allergic diseases 3 0%
Bone diseases 799 9%
Cardiac diseases 660 8%
Variables calculated based on the name of respondents’ disease and Orphanet data Cardiac malformations 295 3%
Circulatory system diseases 1 351 16%
Developmental anomalies during embryogenesis 3347 40%
Diseases due to toxic effects 3 0%
Endocrine diseases 995 12%
Gastroenterological diseases 305 4%
Genetic diseases 5447 65%
Gynecologic/obstetric diseases 284 3%
Hematological diseases 412 5%
Hepatic diseases 891 1%
Immunological diseases 286 3%
Inborn errors of metabolism 774 9%
Infectious diseases 17 0%
Infertility 410 5%
Neoplastic diseases 870 10%
Neurological diseases 4169 49%
Odontological diseases 222 3%
Ophthalmic diseases 1784 21%
Ophthalmic disorders 7 0%
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http://www.orphadata.org/cgi-bin/index.php

Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Chapter 2.

Diagnosis journey
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Combined analysis

[1oKOMKOTO CcY CMOMHSATE, Kora Bre Uiy MeAMLMHCKU CrieumnanucT 3a MbpBu MbT 43% 11%
3abenasaxTe CMMNTOMUTE Ha PAAKOTO 3ab0nsBaHe Unu BU Ce CTOPU, Ye HeLLo He

e Hapen?

... 3a nbpBu NbT notbpemxte MEANLMHCKA NMOMOL 3apagu cumntomute Ha 43% 12%

psiAKkoTO 3abonsiBaHe?

... 32 NbpBY NbT 65xTEe HacoyeHn kbM BOJTHUYHO otoeneHuve, cneumanuanpaHo  PAZIRSE 8% 49% 18%
3a psAKoTo 3abonsiBaHe U rpynata pefku 3abonsBaHus, kaTo YyacT oT
OMarHocTukaTa Unu rpuxuTe 3a psakoTo 3abonssaHe?

[IOKOMKOTO CY CMOMHSATE, KOra 3a MbPBU MbT NOMYYNXTE NeYeHre, onepaums nnu  IEEES/ 46% 18%
TPWXK, KOUTO BU MOMOrHaxa fja KOHTponmpaTe CUMNTOMUTE, CBbP3aHu C PSAKOTO
3abonsiBaHe Uy NPUYMHEHN OT Hero?

... 3a nbpBu NbT Hayuuxte MMETO Ha psigkoTo 3abonsBaHe, CUHAPOM Ui RS 9% 46% 19%
mMandopmaumn?

... UMETO Ha psAaKoTo 3abonsBaHe, CUHAPOM UK mandopmauns belle  PALSEA 8% 48% 21%
MOTBBLPOEHO nocpeactBOM NOAXOASLUN FEHETUYHU, KIMHUYHK, 06pa3Ho
ANarHoCTUYHMW, MONEKYNAPHY UM BUOXMMUYHW n3cnegBaHust (Hanp. Guoncus,
KPbBEH UMW YPUHEH TeCT)?

@ 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

-
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Average diagnosis journey

Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

If number of years is negative, it means that on average
the step of the diagnosis journey happened before first

symptoms were noticed

LOWER UPPER
MEAN QUARTILE MEDIAN QUARTILE MINIMUM MAXIMUM FREQUENCY
Time between first symptoms and first medical contact, in years 0,5 0,0 0,0 0,3 -568,9 78,1 7820
Time between first symptom and first symptomatic treatment, in years 355 0,0 0,5 3,6 -56,9 62,7 7 322
Time between first symptoms and first referral to a Centre of Expertise, in years 3,9 0,0 0,4 3,4 -51,9 70,0 4 335
Time between first symptoms and initial diagnosis (first hearing the name of the disease), in years 3,6 0,0 0,4 3,8 -54.6 70,0 7 843
Time between first symptoms and confirmed diagnosis, in years 4,7 0,1 0,8 5,0 -54,6 71,2 6 507
Time from first symptom to when the questionnaire was filled, for undiagnosed respondents
13,8 4,2 9,5 20,6 0,0 63,6 378
(unsolved cases and "other"), in years
First symptoms = when they, or a healthcare professional, first noticed the symptoms of the rare Average Number of Number of Number of Lowest number Highest Number of
disease or thought that something was wrong. number of years it took for years it took for years it took for of years number of respondents for
25% of th % of th 75% of th i
First medical contact = when they first seeked medical help regarding the symptoms of the rare years 5% of the 50% of the 5% of the years which we have
. sample to get sample to get sample to get the number of
disease ) . : )
to this step of to this step of to this step of years to this step
First symptomatic treatment = when they first receive treatments, surgery or care to help them their diagnosis their diagnosis their diagnosis of the diagnosis
manage the symptoms associated with the rare disease or caused by this disease. journey journey journey journey

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

The first referral to a centre of expertise (CoE) =when they were first 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).

Confirmed diagnosis = when the name of the rare disease, syndrome or malformation was confirmed
by appropriate genetic, clinical, medical imaging, molecular or biochemical tests (e.g biopsy, blood or
urine test).
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Time between first symptoms and confirmed diagnosis, in years
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Multiple Cross

TIME BETWEEN FIRST SYMPTOMS
TIME BETWEEN FIRST SYMPTOMS  TIME BETWEEN FIRST SYMPTOM  TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS

AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
Gender of the person affected
by the rare disease MEAN N MEAN N MEAN N MEAN N MEAN N
XKeHa 0,6 5053 4.1 4750 4.6 2787 4.2 5050 54 4193
Mbx 0,3 2113 2.5 1976 24 1198 25 2186 3.7 1839

B Under-represented elements [l Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Fisher= 2,4.
Inter variance= 107,9. Intra variance= 45,4.

Mean = average time, in number of years

N = number of respondents for which we have the average time
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Multiple Cross

Ha konko roguHun 6sxTe, korato

3aBbpPLUNXTE Hal-BMCOKaTa TIME BETWEEN FIRST
cTeneH Ha BaweTto o6pa3soBaHue - TIME BETWEEN FIRST TIME BETWEEN FIRST SYMPTOM SYMPTOMS AND FIRST
penoBHO obyyeHue (6e3 aa SYMPTOMS AND FIRST MEDICAL AND FIRST SYMPTOMATIC REFERRAL TO A CENTRE OF
BKJlOMBaTe AONbIIHUTENHU CONTACT, IN YEARS TREATMENT, IN YEARS EXPERTISE, IN YEARS
KypcoBe 3a oby4YeHue unm
kBanudukaums)? MEAN N MEAN N MEAN N
15 r. nNu nNo-marnko 0,6 292 3,7 298 4.1 170
mexay 16 n 19 r. 0,6 1807 3,6 1677 3,9 951
mexay 20 m 23 1. 0,5 2 340 3,5 2163 3,9 1323
24 1. UnNu noseye 0,4 2 435 85 2 303 3,8 1372

B Under-represented elements [l Over-represented elements

The relationship is not significant. p-value= 0,8 ; Fisher= 0,3.
Inter variance= 13,5. Intra variance= 45,2.

Mean = average time, in number of years

N = number of respondents for which we have the average time

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL
DIAGNOSIS (FIRST HEARING THE
NAME OF THE DISEASE), IN

YEARS
MEAN N
3,9 312
3.4 1835
3,6 2345
3,7 2454

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED
DIAGNOSIS, IN YEARS

MEAN
4,9
4,9
4,7

4,7

N

253
1495
1987
2067
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Kak 6uxTe ce onucanu?

I'IpMHa,qnex(a KbM €THN4YeCKOTO MHO3UHCTBO B

AbpXXaBaTa, KbAETO XNBeEA

YacT CbM OT €THMYECKO MarLMHCTBO B ObpxxaBaTta,

KbOEeTo Xunees

[Opyro, yTouHeTe

The relationship is not significant. p-value= 0,3 ; Fisher= 1,2.

Inter variance= 51,2. Intra variance= 44, 3.

Mean = average time, in number of years

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN YEARS

MEAN N
0,3 5468
0,8 324
0,7 243

B Under-represented elements

N = number of respondents for which we have the average time

Multiple Cross

TIME BETWEEN FIRST
SYMPTOM AND FIRST
SYMPTOMATIC TREATMENT,
IN YEARS

MEAN N

3,5 5124

883 305

3,3 222

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

MEAN N
3,7 2962
3,9 156
4,0 103

B Over-represented elements

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL
DIAGNOSIS (FIRST HEARING
THE NAME OF THE DISEASE),

IN YEARS
MEAN N
3,5 5494
3,6 323
4,6 233

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED
DIAGNOSIS, IN YEARS

MEAN N
4,7 4 605
4,2 268
5,1 196
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Multiple Cross

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

TIME BETWEEN FIRST
SYMPTOMS AND FIRST MEDICAL
CONTACT, IN YEARS

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC
BuxTte nu kasanun, ye Bne, Unu TREATMENT, IN YEARS

ninge 7O 3a KoOeTo Cce rpuxwuTe,

XuBeete B: MEAN N MEAN N MEAN N
Cencku parioH unm ceno 0,4 1841 3,5 1732 4.1 1019
Manbk unu cpegeH rpag 0,4 2974 3,7 2749 3,8 1656
[onam rpag 0,6 2 051 3,4 1955 3,8 1138

B Under-represented elements [l Over-represented elements

The relationship is not significant. p-value= 0,4 ; Fisher= 0,8.
Inter variance= 36,5. Intra variance= 45,1.

Mean = average time, in number of years

N = number of respondents for which we have the average time

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST HEARING THE

NAME OF THE DISEASE), IN

YEARS
MEAN N
3,7 1847
315 2981
3,5 21

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED
DIAGNOSIS, IN YEARS

MEAN N
4,8 1520
4,8 2500
4,8 1776
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

TIME BETWEEN FIRST
TIME BETWEEN FIRST TIME BETWEEN FIRST SYMPTOMS AND

TIME BETWEEN FIRST SYMPTOM AND FIRST SYMPTOMS AND INITIAL DIAGNOSIS TIME BETWEEN FIRST
SYMPTOMS AND SYMPTOMATIC FIRST REFERRAL TO (FIRST HEARING THE SYMPTOMS AND
FIRST MEDICAL TREATMENT, IN A CENTRE OF NAME OF THE CONFIRMED
CONTACT, IN YEARS YEARS EXPERTISE, IN YEARS DISEASE), IN YEARS DIAGNOSIS, IN YEARS
Mons, nsbepete nspeyeHmeTo, KOeTo Har-gobpe onvcBa BawiaTa cuTyauusi Unu
MONOXEHWETO Ha YOBEKa, 3a KOrOTO Ce FPUKUTE: MEAN N MEAN N MEAN N MEAN N MEAN N
3Ham MMETO Ha psigkoTo 3abonsiBaHe, CMHAPOM Ui Mandgopmauus, u To e MOTBBPOEHO
nocpencTBOM MOAXOAALMN FEHETUYHM, KIMHUYHW, 06pa3HO-ANArHOCTUYHN, MOTEKYNSPHU U 0,5 6818 34 6 506 3,6 3 876 3,3 7135 47 6 501
BUOXMMUNYHN n3cneaBaHus (Hanp. 6uoncus, KPbBHU UMW YPUHHU TECTOBE)
3Ham MIMETO Ha psigkoTo 3abonsiBaHe, CUHAPOM UM Mandgopmaumsi, Ho To owe HE e
NoTBbPAEHO NOCPEACTBOM MOAXOAALLMN FEHETUYHU, KITMHUYHW, 06pa3HO-ANarHOCTUYHN, 0,8 566 5,2 475 6.1 228 6,6 539 -6,0 3
MOMEKYNSIPHU U BUOXMMUYHW U3CNEenBaHUS
Mmam camo HACTUYHA nHdopmMaums 3a UMETO Ha psaaKoTo 3abonsBaHe Unm reHa, KOUTo ro
-0,2 190 3,1 167 6,5 95 6,2 167 -0,7 2
npuynHaBa, UNn BUaa Ha 3abonsiBaHeTo
3Ham, Ye 3abonaBaHEeTo € PSAKO, HO MMeTO unun npuunHutenat gocera HE CA OTKPUTU 0,7 241 27 168 4,7 134 2,5 2 0,1 1
[Opyro, yTouHeTe 0,9 5 9,7 6 11,0 2 0 0

B Under-represented elements [ Over-represented elements

The relationship is not significant. p-value= 0,5 ; Fisher= 0,9.
Inter variance= 40, 1. Intra variance= 46,0.
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

A3, unu nuueTo 3a KoeTo ce
rpuxa, 6s1XMe HaCoO4YeHU KbM

60nHUYHO oTaeneHue,

crneuvanusanpaHo 3a psgKkoTo
3abonsiaHe UK rpynaTa peaku

3abonsiBaHuA

Oa
He

TIME BETWEEN FIRST
SYMPTOMS AND FIRST MEDICAL
CONTACT, IN YEARS

MEAN N
0,5 4422
0,5 3345

The relationship is not significant. p-value= 0,7 ; Fisher= 0,1.

Inter variance= 5,6. Intra variance= 46, 2.

Mean = average time, in number of years

Multiple Cross

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC
TREATMENT, IN YEARS

MEAN N
3,3 4272
3,8 2999

B Under-represented elements

N = number of respondents for which we have the average time

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

MEAN N
3,9 4334
33,0 1

B Over-represented elements

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL
DIAGNOSIS (FIRST HEARING THE
NAME OF THE DISEASE), IN

YEARS
MEAN N
3.0 4 491
4.4 3299

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED
DIAGNOSIS, IN YEARS

MEAN N
43 3875
5.4 2594
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

[pyrn uneHoBe Ha CEMeNCcTBOTO
ca 6unu gMarHocTULMpaHu cbeC
cbLloTO 3a6onsABaHe

Oa
He

TIME BETWEEN FIRST
SYMPTOMS AND FIRST MEDICAL
CONTACT, IN YEARS

MEAN N
1.9 785
0,3 6 552

The relationship is very significant. p-value= < 0,01 ; Fisher= 40,1.
Inter variance= 1 832,5. Intra variance= 45,7.

Mean = average time, in number of years

Multiple Cross

TIME BETWEEN FIRST SYMPTOM
AND FIRST SYMPTOMATIC
TREATMENT, IN YEARS

MEAN N
5.7 757
3,2 6175

B Under-represented elements

N = number of respondents for which we have the average time

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

MEAN N
59 527
3.4 3543

B Over-represented elements

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL
DIAGNOSIS (FIRST HEARING THE
NAME OF THE DISEASE), IN

YEARS
MEAN N
13 834
3,8 6 840

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED
DIAGNOSIS, IN YEARS

MEAN N
71 707
4,4 5797
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Multiple Cross

TIME BETWEEN FIRST SYMPTOMS
TIME BETWEEN FIRST SYMPTOMS TIME BETWEEN FIRST SYMPTOM TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS

AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
Point prevalence of the
rare disease MEAN N MEAN N MEAN N MEAN N MEAN N

1-5/10 000 0,8 1802 4.4 1753 49 1087 3,4 1925 5.7 1674
1-9/100 000 0,3 1544 3.2 1486 3.1 929 3.1 1640 4.0 1417
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 49 654 B 528

B Under-represented elements [ Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Fisher= 2,1.
Inter variance= 98,0. Intra variance= 46,3.

, , Disease prevalence:
Mean = average time, in number of years

- very rare diseases: less than 1 case for 100,000 people

N = number of respondents for which we have the average time
- less rare diseases: from 2 cases for 5,000 people to 1 case for 100,000 people.

- Non-response: unsolved cases (undiagnosed respondents) or disease prevalence
unknown.

Source: orpha.data
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Multiple Cross

TIME BETWEEN FIRST SYMPTOMS
AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS

TIME BETWEEN FIRST SYMPTOMS TIME BETWEEN FIRST SYMPTOM TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
Genetic diseases MEAN N MEAN N MEAN N MEAN N MEAN N
Genetic diseases 0,6 4017 41 3700 4.6 2 368 42 4276 59 3632
Non Genetic diseases 01 2154 2.4 2161 23 1142 2.2 2 247 2.6 1 888

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Fisher= 8,5.
Inter variance= 352,6. Intra variance= 41,6.

Mean = average time, in number of years

N = number of respondents for which we have the average time
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Sample il f ormation : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 respon.

!&Chapter 3.

Age of the person
affected when first
symptoms were noticed
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Multiple Cross

TIME BETWEEN FIRST

TIME BETWEEN FIRST TIME BETWEEN FIRST SYMPTOMS AND INITIAL

SYMPTOM AND FIRST SYMPTOMS AND FIRST DIAGNOSIS (FIRST HEARING TIME BETWEEN FIRST
TIME BETWEEN FIRST SYMPTOMS AND SYMPTOMATIC TREATMENT, REFERRAL TO ACENTRE OF  THE NAME OF THE DISEASE), SYMPTOMS AND CONFIRMED
Age of the person affected by the rare disease FIRST MEDICAL CONTACT, IN YEARS IN YEARS EXPERTISE, IN YEARS IN YEARS DIAGNOSIS, IN YEARS
when the first symptoms were noticed (calculated
variable) MEAN N MEAN N MEAN N MEAN N MEAN N

Less than 2 years old 11 1699 3,2 1576 3,4 989 44 1762 50 1529
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 341 819 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 43 451 3,8 841 585 691
30 to less than 50 years old -0.7 2 062 2.3 1904 22 1120 1.6 2005 2.7 1671
50 years old or more 1.5 941 0.3 943 0.6 549 0.0 972 0.6 807

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Fisher= 64,8.
Inter variance= 2 821,1. Intra variance= 43,5.

If number of years is negative, it means that on average
the step of the diagnosis journey happened before first
symptoms were noticed

Mean = average time, in number of years

N = number of respondents for which we have the average time
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: 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)

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

LESS THAN 2 YEARS 2 TO LESS THAT 10 10 TO LESS THAN 20 20 TO LESS THAN 30 30 TO LESS THAN 50
GENDER OF THE PERSON OoLD YEARS OLD YEARS OLD YEARS OLD YEARS OLD 50 YEARS OLD OR MORE TOTAL
AFFECTED BY THE RARE
DISEASE N % N % N % N % N % N % N %

XKeHa 1069 18% 550 10% 750 13% 800 14% 1882 33% 735 13% 5786 100%
Mbx 939 38% 360 14% 188 8% 174 7% 461 19% 369 15% 2 491 100%
Opyro 37 45% 15 18% 14 17% 4 5% 10 12% 3 4% 83 100%
TOTAL 2 045 24% 925 11% 952 1% 978 12% 2353 28% 1107 13% 8 360

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 580,2 ; dof= 10.

Cross: Ha konko roguHu 6sixTe, KoraTto 3aBbpLUNXTE HaW-BMCOKaTa cTerneH Ha BaweTo o6pa3oBaHue - pefoBHO oO0yyeHue (6e3 ga BKIIKOYBaTe AOMBITHUTENTHM KypcoBe 3a o0y4yeHue unu kBanudukaums)? /
Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable)

HA KOJNKO FOfINHM BSXTE,
KOFATO 3ABBPLUMXTE HAR- AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)

BUCOKATA CTENEH HA BALLETO
OBPA30BAHMUE - PENHOBHO

OBYYEHME (BE3 A LESS THAN 2 YEARS 2 TO LESS THAT 10 10 TO LESS THAN 20 20 TO LESS THAN 30 30 TO LESS THAN 50 50 YEARS OLD OR
BKMIOYBATE AOMBIHUTENHY OoLD YEARS OLD YEARS OLD YEARS OLD YEARS OLD MORE TOTAL
KYPCOBE 3A OBYYEHUE UIN
KBAITUOUKALNA)? N % N % N % N % N % N % N %
15 . unu no-marnko 114 29% 64 17% 51 13% 31 8% 81 21% 46 12% 387 100%
mexay 16 n 19 r. 434 20% 230 11% 236 11% 243 11% 659 31% 353 16% 2 155 100%
mexay 20 n 23 r. 668 25% 315 12% 285 10% 323 12% 771 28% 357 13% 2719 100%
24 1. vnu noseye 807 29% 293 10% 329 12% 335 12% 755 27% 310 11% 2829 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 100,0 ; dof= 15.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: buxTte nu kasanu, 4Ye Bue, Unu nuLe To 3a KOETO ce rpunxure, xxupeete B: /| Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable)

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

LESS THAN 2 YEARS 2 TO LESS THAT 10 10 TO LESS THAN 20 20 TO LESS THAN 30 30 TO LESS THAN 50 50 YEARS OLD OR
BUXTE NN KA3ANMW, YE BUE, oLD YEARS OLD YEARS OLD YEARS OLD YEARS OLD MORE TOTAL
WNK NULIE TO 3A KOETO CE
FPWXXWUTE, X)XUBEETE B: N % N % N % N % N % N % N %

Cercku paiioH Unu ceno 536 25% 215 10% 234 11% 221 10% 642 30% 305 14% 2153 100%
Manbk unm cpegex rpag 828 24% 396 1% 392 1% 425 12% 971 28% 450 13% 3462 100%
Fonsim rpag 655 27% 291 12% 273 11% 286 12% 651 26% 310 13% 2 466 100%
TOTAL 2019 25% 902 1% 899 1% 932 12% 2264 28% 1065 13% 8 081

B Under-represented elements [l Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 19,9 ; dof= 10.

Cross: 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)

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

LESS THAN 2 YEARS 2 TO LESS THAT 10 10 TO LESS THAN 20 20 TO LESS THAN 30 30 TO LESS THAN 50
oLD YEARS OLD YEARS OLD YEARS OLD YEARS OLD 50 YEARS OLD OR MORE TOTAL
TYPOLOGY OF COUNTRIES

BASED ON SIZE AND WELFARE N % N % N % N % N % N % N %
Group A ('Eastern Europe') 454 35% 213 16% 145 1% 142 1% 272 21% 67 5% 1293 100%
Group B ('Western Europe') 986 23% 445 10% 486 1% 543 13% 1253 29% 593 14% 4306 100%
Group C (‘Northern Europe') 601 22% 264 10% 315 12% 288 1% 817 30% 442 16% 2727 100%
TOTAL 2041 25% 922 1% 946 1% 973 12% 2342 28% 1102 13% 8 326

B Under-represented elements Il Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 228,7 ; dof= 10.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Kak 6uxTte ce onucanu? / Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable)

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)
LESS THAN 2 YEARS 2 TO LESS THAT 10 10 TO LESS THAN 20 20 TO LESS THAN 30 30 TO LESS THAN 50 50 YEARS OLD OR

oLD YEARS OLD YEARS OLD YEARS OLD YEARS OLD MORE TOTAL
KAK BUXTE CE OMNMUCANN? N % N % N % N % N % N % N %

MpuHagnexa kbM eTHUYECKOTO MHO3MHCTBO B

1612 25% 705 1% 716 1% 723 1% 1778 28% 836 13% 6 370 100%
ObpxaBaTta, KbAeTo XuBest
YacT cbM OT ETHUYECKO MarnLMHCTBO B AbpXasaTa,

107 27% 57 14% 36 9% 61 15% 113 28% 26 7% 400 100%

KbETO XMBes
Opyro, yTouHeTe 73 25% 28 10% 20 7% 27 9% 92 32% 49 17% 289 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 34,8 ; dof= 10.

Cross: Genetic diseases / Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable)

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)
LESS THAN 2 YEARS 2 TO LESS THAT 10 10 TO LESS THAN 20 20 TO LESS THAN 30 30 TO LESS THAN 50 50 YEARS OLD OR

oLD YEARS OLD YEARS OLD YEARS OLD YEARS OLD MORE NON-RESPONSE TOTAL
GENETIC DISEASES N % N % N % N % N % N % N % N %
Genetic diseases 1656 30% 675 12% 554 10% 465 9% 886 16% 324 6% 887 16% 5 447 100%
Non Genetic diseases 119 5% 123 5% 199 8% 320 12% 988 38% 594 23% 284 1% 2 627 100%
TOTAL 1775 22% 798 10% 753 9% 785 10% 1874 23% 918 1% 1171 15% 8 074

B Under-represented elements Il Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 1 500,5 ; dof= 6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / Mons, nsbepere nape4yeHmeto, Koeto Ham-g4obpe onucea BawlaTa cuTyaumus Unm
NornoXeHneTo Ha YoBeKa, 3a KOroTo ce rpuxKuTe:

AGE OF THE PERSON AFFECTED Mo”4, U3SBEPETE U3PEYEHUETO, KOETO HAN-OOBPE OMUCBA BALUATA CUTYALUSA WU MOJNOXXEHUETO HA YOBEKA, 3A KOFOTO CE MPVXXWUTE:

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE CONFIRMED DIAGNOSIS INITIAL DIAGNOSIS PARTIAL DIAGNOSIS UNSOLVED CASE TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N % N %

Less than 2 years old 1838 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 2009 85% 188 8% 69 3% 87 4% 2 353 100%
50 years old or more 973 88% 79 7% 21 2% 34 3% 1107 100%
TOTAL 7273 87% 593 7% 213 3% 281 3% 8 360

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 50,0 ; dof= 15.

Cross: Calculation of point prevalence 2 modalities / Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable)

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

LESS THAN 2 2 TO LESS THAT 10 10 TO LESS THAN 20 TO LESS THAN 30 TO LESS THAN 50 YEARS OLD OR
YEARS OLD YEARS OLD 20 YEARS OLD 30 YEARS OLD 50 YEARS OLD MORE TOTAL
CALCULATION OF POINT PREVALENCE 2 MODALITIES N % N % N % N % N % N % N %
Respondents with less rare diseases 772 20% 418 1% 481 13% 473 12% 1127 29% 572 15% 3843 100%
Respondents with very rare diseases 365 33% 170 16% 102 9% 107 10% 239 22% 11 10% 1094 100%
TOTAL 1137 23% 588 12% 583 12% 580 12% 1366 28% 683 14% 4 937

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 123,7 ; dof= 5.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: 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)

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

DISEASE COMPLEXITY LESS THAN 2 YEARS 2 TO LESS THAT 10 10 TO LESS THAN 20 20 TO LESS THAN 30 30 TO LESS THAN 50 50 YEARS OLD OR
CLASSIFIED INTO FIVE GROUPS, oLD YEARS OLD YEARS OLD YEARS OLD YEARS OLD MORE TOTAL
BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N % N % N % N %

1-3 body parts 1120 23% 527 1% 532 1% 570 12% 1350 28% 737 15% 4 836 100%
4-7 body parts 677 27% 269 11% 274 11% 269 11% 701 28% 279 1% 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% 1" 19% 7 12% 12 21% 0 0% 57 100%
TOTAL 2 045 24% 925 1% 952 1% 978 12% 2 353 28% 1107 13% 8 360

B under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 83,5 ; dof= 20.
Cross: ...noBeAeH4YeCKM HapyLeHus, Boaewm go npobnemu B yuunuile, BKbm Unm Ha obwectBeHn mecta / Age of the person affected by the rare disease when the first symptoms were noticed
(calculated variable)

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

LESS THAN 2 2 TO LESS THAT 10 10 TO LESS THAN 20 TO LESS THAN 30 TO LESS THAN 50 YEARS OLD OR
YEARS OLD YEARS OLD 20 YEARS OLD 30 YEARS OLD 50 YEARS OLD MORE TOTAL
...NOBEAEHYECKW HAPYLUEHUA, BOOELLWX OO NPOBJIEMU B
YUYMNULLE, BKbLUMX MU HA OBLLECTBEHU MECTA N % N % N % N % N % N % N %

Ha 726 31% 342 15% 274 12% 219 9% 539 23% 214 9% 2314 100%
He 1243 22% 557 10% 644 1% 717 13% 1705 30% 851 15% 5717 100%
He 3Ham 76 23% 26 8% 34 10% 42 13% 109 33% 42 13% 329 100%
TOTAL 2045 24% 925 11% 952 1% 978 12% 2353 28% 1107 13% 8 360

B uUnder-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 185,7 ; dof= 10.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: ...yMCTBE€HU yBpeXAaHUs unm KOrHUTUBHU cuMmnTomMm (Hanp. npo6énemMmu ¢ nameTTa, e3Mka, MucrneHeTo unu npeueHkara) / Age of the person affected by the rare disease when the first symptoms
were noticed (calculated variable)

...YMCTBEHU YBPEXOAHUA
nnn KOrHUTUBHM CUMNTOMU
(HANP. NPOBJIEMU C NMAMETTA,

E3UKA, MUCJIEHETO UJTN

MNPELEHKATA) N
Ha 900
He 1099
He 3Ham 46
TOTAL 2 045

LESS THAN 2 YEARS

%
38%
19%
20%
24%

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)
2 TO LESS THAT 10

10 TO LESS THAN 20

YEARS OLD YEARS OLD
N % N %
314 13% 190 8%
586 10% 744 13%
25 1% 18 8%
925 1% 952 1%

The relationship is very significant. p-value= < 0,01 ; Chi2= 418,1 ; dof= 10.

B Under-represented elements

20 TO LESS THAN 30

YEARS OLD
N %
210 9%
733 13%
35 15%
978 12%

B Over-represented elements

30 TO LESS THAN 50

YEARS OLD
N %
563 24%
1723 30%
67 29%
2353 28%

50 YEARS OLD OR

P-4

2 366
5759

235
8 360

TOTAL

%
100%
100%
100%

Cross: ...KNIMHUYHW NPU3HaLUM UM CUMNTOMM, KOUTO ce nosiBABaT u nsvyessart / Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable)

LESS THAN 2 YEARS

...KIMIMHWYHU NPU3HALIN N
CUMMTOMMU, KOUTO CE
NOABABAT U U3YE3BAT

4

Oa
He

He 3Ham

TOTAL 2

©
(=]
(3]

©
(=]
[*~]

—
~
N

o
'
(3]

AGE OF THE PERSON AFFECTED BY THE RARE DISEASE WHEN THE FIRST SYMPTOMS WERE NOTICED (CALCULATED VARIABLE)
2 TO LESS THAT 10

10 TO LESS THAN 20

YEARS OLD YEARS OLD
N % N %
506 10% 600 12%
359 12% 295 10%
60 1% 57 10%
925 11% 952 11%

The relationship is very significant. p-value= < 0,01 ; Chi2= 174,5 ; dof= 10.

B Under-represented elements

20 TO LESS THAN 30

YEARS OLD
N %
651 14%
282 9%
45 8%
978 12%

B Over-represented elements

30 TO LESS THAN 50

YEARS OLD
N %
1488 31%
723 24%
142 25%
2353 28%

50 YEARS OLD OR

612
413
82
1107

%

13%
14%
15%
13%

4 820
2980

560
8 360

TOTAL

%
100%
100%
100%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...HeBUAMMM CUMNTOMM KaTo Gorika, 3amasaHOCT, rnaBobonusa, npeymopa u ap. / Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable)

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

LESS THAN 2 YEARS 2 TO LESS THAT 10 10 TO LESS THAN 20 20 TO LESS THAN 30 30 TO LESS THAN 50 50 YEARS OLD OR
...HEBUOAUMU CUMNTOMU KATO oLD YEARS OLD YEARS OLD YEARS OLD YEARS OLD MORE TOTAL
BOJKA, 3AMASIHOCT,
rMABOBOUSA, MPEYMOPA U IP. N % N % N % N % N % N % N %
fa 821 14% 555 10% 752 13% 795 14% 1939 34% 804 14% 5 666 100%
He 966 42% 307 14% 176 8% 170 7% 379 17% 276 12% 2274 100%
He 3Ham 258 61% 63 15% 24 6% 13 3% 35 8% 27 6% 420 100%
TOTAL 2045 24% 925 1% 952 1% 978 12% 2353 28% 1107 13% 8 360

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 1 196,8 ; dof= 10.

Cross: ...BHe3anHo nosiBUnIn ce CMMNTOMMU, U3MCKBawm cnewHa nomoly / Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable)

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

LESS THAN 2 YEARS 2 TO LESS THAT 10 10 TO LESS THAN 20 20 TO LESS THAN 30 30 TO LESS THAN 50 50 YEARS OLD OR
...BHE3AMNHO NOABUINN CE oLD YEARS OLD YEARS OLD YEARS OLD YEARS OLD MORE TOTAL
CUMNTOMMW, NSBUCKBALLU
CMELIHA MOMOLL, N % N % N % N % N % N % N %

Ha 891 24% 397 1% 435 12% 491 13% 1072 29% 458 12% 3744 100%
He 1040 25% 479 1% 476 1% 440 11% 1150 28% 594 14% 4179 100%
He 3Ham 114 26% 49 1% 41 9% 47 1% 131 30% 55 13% 437 100%
TOTAL 2 045 24% 925 11% 952 11% 978 12% 2353 28% 1107 13% 8 360

B Under-represented elements Ml Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 23,6 ; dof= 10.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: [lpyru uneHoBe Ha ceMeNCTBOTO ca OMnu AMarHocTuLMpaHm cbe cbLoTo 3abonsiBaHe / Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable)

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

OPYI'¥ YNEHOBE HA LESS THAN 2 YEARS 2 TO LESS THAT 10 10 TO LESS THAN 20 20 TO LESS THAN 30 30 TO LESS THAN 50 50 YEARS OLD OR
CEMEUCTBOTO CA BUNU oLD YEARS OLD YEARS OLD YEARS OLD YEARS OLD MORE TOTAL
OWATHOCTULUMPAHU CBC
CbLOTO 3AEONABAHE N % N % N % N % N % N % N %
Ja 134 14% 89 9% 144 15% 164 17% 297 31% 119 13% 947 100%
He 1795 26% 775 1% 737 1% 758 1% 1873 27% 926 13% 6 864 100%
TOTAL 1929 25% 864 11% 881 1% 922 12% 2170 28% 1045 13% 7 811

B Under-represented elements Ml Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 99,2 ; dof= 5.

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / A3, unn nuueTo 3a KoeTo ce rpuxa, 6sixme Haco4eHU KbM BONTHUYHO OoTAeNeHue,
cneumnanusnpaHo 3a pAAKoTo 3abornsiBaHe unu rpynara peaku 3abonsBaHus

AGE OF THE PERSON AFFECTED A3, NN NULIETO 3A KOETO CE 'PNXXA, BAXME HACOYEHU KbM BONMHUYHO OTAENEHUE, CNELUUWANTU3UPAHO 3A PAOKOTO 3ABOJIABAHE UMK FPYMNATA PEOKU 3ABONABAHUA

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE OA HE TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N %

Less than 2 years old 1219 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 1312 56% 1028 44% 2 340 100%
50 years old or more 644 58% 460 42% 1104 100%
TOTAL 4787 57% 3539 43% 8 326

B Under-represented elements M Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 10,7 ; dof= 5.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / C konko pasnM4yHn MegUUMHCKM cneluanucTu ce KOHcynTupaxrte (Ha MACTO MU
BMpTYyarnHo) B TbpceHe Ha guarHosara?

AGE OF THE PERSON AFFECTED C KOJKO PA3NTUYHU MEOULIMHCKU CNELUMATINCTU CE KOHCYNTUPAXTE (HA MACTO U BUPTYANHO) B TbPCEHE HA IUATHO3ATA?

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE 0 1 MEXOY 2 U 4 MEXOY 5 U 7 MEXOY 8 U 10 HAL 10 TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N % N % N % N %

Less than 2 years old 46 2% 270 13% 848 41% 379 19% 138 7% 364 18% 2045 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% 1062 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% 1107 100%

B uUnder-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 271,1 ; dof= 25.
Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / ...norpewHo npunucaHn Ha NnoHe egHo Apyro ¢pusnyecko sabonsaBaHe?

AGE OF THE PERSON AFFECTED ...NMOrPEWHO NPUMUCAHU HA NOHE EOQHO OPYIro ®U3NYECKO 3ABONABAHE?

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE OA, BEOHBX OA, HAKOJNIKO NbTU HE TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N %

Less than 2 years old 338 17% 679 33% 1028 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% 1183 50% 691 29% 2 353 100%
50 years old or more 242 22% 420 38% 445 40% 1107 100%
TOTAL 1 596 19% 3655 44% 3109 37% 8 360

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 293,4 ; dof= 10.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / ...npeHeGpersaHu nnu pga He ca 6NN B3MMaHU Ha CEPMO3HO UK Aa ca OuNM cYUTaHu 3a

ncuxoriorn4yeckn?

AGE OF THE PERSON AFFECTED ...NPEHEBPErBAHW U OA HE CA BUITU B3UMAHU HA CEPMO3HO UNU OA CA BUINU CYUTAHU 3A NMCUXONOMMYECKU?

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE OA, BEOHBX OA, HAKOINKO NbTU HE TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N %

Less than 2 years old 206 10% 717 35% 1122 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% 1249 53% 770 33% 2 353 100%
50 years old or more 139 13% 420 38% 548 50% 1107 100%

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 417,5 ; dof= 10.
Cross: 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.

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

AGE OF THE PERSON AFFECTED RARE DISEASE WAS MISDIAGNOSED.

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE OA, BEOHBX OA, HAKOJIKO NbTU HE TOTAL

NOTICED (CALCULATED
VARIABLE) 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% 1312 56% 450 19% 2 353 100%
50 years old or more 278 25% 488 44% 341 31% 1107 100%

—e~a ~ ann AAns 4 naa anns ~ ana Aras ~n Ann

B under-represented elements M Over-represented elements

The relationship is very significant.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / FTeHeTu4yeH TecT/TecToBe 3a OTKpUBaHe Ha reHETUYHU N3MEHEeHUs (MO3HaTK oLle KaTo
MyTauuu Unu BapuaHTn)

AGE OF THE PERSON AFFECTED FEHETUYEH TECT/TECTOBE 3A OTKPUBAHE HA FTEHETUYHU UBMEHEHUSA (MO3HATU OLLE KATO MYTALIUX UMW BAPUAHTW)

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE OA HE HE 3HAM/HE CU CMTOMHSIM TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N %

Less than 2 years old 1648 81% 332 16% 65 3% 2 045 100%
2 to less that 10 years old 657 1% 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% 1304 55% 186 8% 2 353 100%
50 years old or more 300 27% 681 62% 126 1% 1107 100%

B Under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 1 344,8 ; dof= 10.

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / Opyr Tect/TecToBe, KaTo HaNnpumep KINMHUYHU Npernegm, obpasHa gmarHoctuka (FMP,
cKeHep...), 6uoncua, 6GUoxuMmnyHo nscnenBaHe/nscneasaHusa (KPbBHU UK YPUHHU TeCTOBe...) U Ap.

AOPYT TECT/TECTOBE, KATO HANMPUMEP KNMHWYHW NPETMEQN, OBPA3HA ANATHOCTUKA (AMP, CKEHEP...), BUOINCUA, BUOXUMNYHO U3CNEABAHE/U3CINEOABAHUA (KPBBHU NN

AGE OF THE PERSON AFFECTED YPWUHHU TECTOBE...) U OP.

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE OA HE HE 3HAM/HE CU CITOMHAM TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N %

Less than 2 years old 1788 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 2192 93% 123 5% 38 2% 2 353 100%
50 years old or more 1038 94% 49 4% 20 2% 1107 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 83,7 ; dof= 10.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / ...He cTte mornu ga cu ro nossonute?

AGE OF THE PERSON AFFECTED  Have you ever needed a genetic test but could not access it becauseHE CTE MO 1A CU IO NO3BOJIUTE?
BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE OA HE HE CE OTHACHA 3A MEH TOTAL
NOTICED (CALCULATED
VARIABLE) N % N % N % N %

Less than 2 years old 199 10% 1565 7% 281 14% 2 045 100%
2 to less that 10 years old 11 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 1% 638 65% 228 23% 978 100%
30 to less than 50 years old 249 11% 1509 64% 595 25% 2 353 100%
50 years old or more 56 5% 681 62% 370 33% 1107 100%
TOTAL 837 10% 5711 68% 1812 22% 8 360

B Under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 241,5 ; dof= 10.

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / ...He e 6un gocTbNeH BLB Bawlata cTpaHa?

AGE OF THE PERSON AFFECTED ~ Have you ever needed a genetic test but could notaccessit g E 5n JOCTLMEH BbB BALLATA CTPAHA?

BY THE RARE DISEASE WHEN  pecause...

THE FIRST SYMPTOMS WERE OA HE HE CE OTHACA 3A MEH TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N %

Less than 2 years old 279 14% 1482 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% 1467 62% 673 29% 2 353 100%
50 years old or more 74 7% 628 57% 405 37% 1107 100%
TOTAL 919 1% 5467 65% 1974 24% 8 360

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 312,2 ; dof= 10.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / ...meauuuHcknTe cneunanucTn ca ce NPOTUBONOCTABUIIM UITN He ca GUNKu focTaTb4yHO
Have you ever needed a genetic test but could not access PBEPSULRPOPMMPaHNT?

AGE OF THE PERSON AFFECTED ...MEOULUMHCKUTE CMELUMANUCTU CA CE MPOTUBOMOCTABUIU UINTN HE CA BUINN OOCTATBbYHO JOBPE UHPOPMUPAHU?

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE OA HE HE CE OTHACH 3A MEH TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N %

Less than 2 years old 543 27% 1254 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% 1141 48% 604 26% 2 353 100%
50 years old or more 183 17% 556 50% 368 33% 1107 100%

B under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 334,3 ; dof= 10.
Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / [JokonkoTo Bu € U3BECTHO, FTEeHETUYHUAT TeCT/TecToBe, KOUTO Ca BU BUNN HanpaBeHU, ca
u3cnenBanu...
OOKOJIKOTO B E UBBECTHO, TEHETUYHUAT TECT/TECTOBE, KOUTO CA BU BUITU HATNMPABEHWU, CA U3CITEOBAIMN...
HAKOIKO NrEHA

AGE OF THE PERSON AFFECTED EOHOBPEMEHHO LUANOTO AHK BCUYKU FrEHU TYMOP (TEHETUYHO

BY THE RARE DISEASE WHEN (CEKBEHUPAHE HA (CEKBEHUPAHE HA (CEKBEHUPAHE HA NMPO®UINUPAHE HA OPYIU (EMUCEHOM,

THE FIRST SYMPTOMS WERE CAMO EOVH l'EH FEHHU NAHENN) LENMUA rEHOM) LENNA EK30M) TYMOP) PHK U OP.) HE 3HAM TOTAL

NOTICED (CALCULATED
VARIABLE) 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% 1648
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 1% 56 6% 43 5% 15 2% 260 30% 863

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 227,3 ; dof= 30.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / Hakora Tbpcunu nu cte YacTHa KnNMHUKa unu nadboparopus 3a npoBexaaHe Ha
reHeTUYHU TECTOBe 3a AMarHocTuka Ha 3abonsiBaHeTo BU?

AGE OF THE PERSON AFFECTED HAKOIA TbPCUIU NN CTE YACTHA KNUHUKA UITU NTABOPATOPUS 3A NPOBEXOAHE HA TEHETUYHU TECTOBE 3A IUATHOCTUKA HA 3ABONABAHETO BU?

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE OA, BEOHBX JA, HAKOJIKO MbTU HE, HUKOTA TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N %

Less than 2 years old 177 1% 84 5% 1387 84% 1648 100%
2 to less that 10 years old 83 13% 35 5% 539 82% 657 100%
10 to less than 20 years old 54 1% 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%

B under-represented elements M Over-represented elements
The relationship is not significant. p-value= 0,2 ; Chi2= 13,2 ; dof= 10.
Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / Kato usano, nokonko cTe yaoBneTBOPEHU OT Ha4YMHA, NO KOMTO BM BAiXxa npeaocTaBeHU
pesyntatute ot FTEHETUMHUTE TECTOBE?

KATO LIAANO, AOKOMNKO CTE YOOBIETBOPEHU OT HAYUHA, MO KOUTO BU BAXA NPEOOCTABEHU PE3YNTATUTE OT FTEHETUYHUTE TECTOBE?

AGE OF THE PERSON AFFECTED HUTO YOOBNETBOPEH/

BY THE RARE DISEASE WHEN MHOIo A, HUTO MHOro

THE FIRST SYMPTOMS WERE HEYAOBJETBOPEH/A HEYAOBJIETBOPEH/A HEYAOBJIETBOPEH/A YAOBJIETBOPEH/A YAOBJIETBOPEH/A HE 3HAM TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N % N % N % N %

Less than 2 years old 197 12% 200 12% 343 21% 572 35% 267 16% 69 4% 1648 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 1% 58 14% 87 20% 142 33% 70 16% 21 5% 425 100%
30 to less than 50 years old 83 10% 7 9% 200 23% 295 34% 149 17% 59 % 863 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 60,5 ; dof= 25.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / Cnen npoBexaaHe Ha uscnegBaHusTa 6elwwe v BU NpeasioxeHa reHeTu4yHa
ncuxorepanus (Hanp. nony4nxre nu nHpopmaumsa No KaKbB HAYMH FeHEeTUYHOTO BU CbCTOSIHME OM MOTJI0 Aa ce oTpa3n Ha Bac U BalleTo CEMEeMUCTBO)?

CNeEQ NPOBEXOAHE HA U3CJIEABAHUATA BELLE JIM BU NPEANIOXXEHA TEHETUYHA NCUXOTEPAIMUA (HAMP. MONYYUXTE JIN UH®OPMALIUA NO KAKbB HAYUH TEHETUYHOTO BU

CbCTOAHMUE BU MOITO A CE OTPA3M HA BAC M BALLETO CEMEWCTBO)?
AGE OF THE PERSON AFFECTED

BY THE RARE DISEASE WHEN OA, OT FTEHETUYEH KOHCYNTAHT OA, OT MEOULUMUHCKU HE, HE MU BELLE NPEONOXEHA HE CBbM CUT'YPEH(A)/HE CH
THE FIRST SYMPTOMS WERE U KNMHUYEH FrEHETUK CNEUUANUCT FEHETUYHA NCUXOTEPANUA CNOMHAM TOTAL
NOTICED (CALCULATED
VARIABLE) N % N % N % N % N %

Less than 2 years old 793 48% 322 20% 413 25% 120 7% 1648 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%

B under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 122,3 ; dof= 15.

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / FeHeTu4yeH Tect/TecToBe

AGE OF THE PERSON AFFECTED FEHETUYEH TECT/TECTOBE

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE OA HE HE 3HAM TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N %

Less than 2 years old 296 18% 1314 80% 38 2% 1648 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% 3600 82% 104 2% 4 376

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 46,6 ; dof= 10.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / Jpyru auarHocTM4Hu nscnegBaHus, KaTo KIIMHUYHU Nperneau, obpasHa guarHocTuka
(AMP, ckeHepwum... ), Guoncus UM GMOXMMUYHU uscnenBaHusi (KPbLBHU U YPUHHU TECTOBeE... ) U ap.

AOPYrv JIMArHOCTUYHU N3CNEOBAHUA, KATO KITMHUYHU NPEMMEQON, OBPA3SHA OUATHOCTUKA (AMP, CKEHEPM... ), BUOMNCUA UITN BUOXUMUYHU U3CITEOABAHUA (KPBBHU UITN

AGE OF THE PERSON AFFECTED YPUHHU TECTOBE... ) U P.

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE OA HE HE 3HAM TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N %

Less than 2 years old 280 16% 1470 82% 37 2% 1787 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% 2192 100%
50 years old or more 133 13% 896 86% 9 1% 1038 100%

B under-represented elements M Over-represented elements
The relationship is significant. p-value= 0,0 ; Chi2= 20,1 ; dof= 10.

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / JonbnHuTenHa KOHCynTauus oT MeAUUMUHCKO nuue, cneyuanuct Nno psagKoTo
3abonsaBaHe (Ha MACTO UIU BUPTYariHO)

AGE OF THE PERSON AFFECTED OOMBbAHUTENHA KOHCYNTALMUA OT MEOULIMHCKO NULE, CNEUMATIUCT MO PAOKOTO 3ABEONABAHE (HA MACTO UNMU BUPTYANHO)

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE OA HE HE 3HAM TOTAL

NOTICED (CALCULATED
VARIABLE) N % % N % N %

Less than 2 years old 515 25% 1485 73% 45 2% 2045 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% 1908 81% 31 1% 2353 100%
50 years old or more 145 13% 956 86% 6 1% 1107 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 110,7 ; dof= 10.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / ...ncuxonorn4yecka nogkpena

...NNCUXONOIrM4YECKA NOOKPEMNA

AGE OF THE PERSON AFFECTED OA U OOCTATBYHO 3A OA, HO HE OOCTATBYHO 3A

BY THE RARE DISEASE WHEN NMOKPUBAHE HA HYXXOUTE OA, HO HAMAM/HAMAX NMOKPUBAHE HA HYXXOUTE HE, HO HAMAM/HAMAX

THE FIRST SYMPTOMS WERE MU HYXOA MU HYXOA HE, HO UMAM/UMAX HY>XXOA TOTAL

NOTICED (CALCULATED
VARIABLE) 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% 1107 100%
TOTAI 721 ao/. 754 ao/. 772 ao/. 2 402 209, 2 R10 42, ] AN

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 184,8 ; dof= 20.

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / ...nogakpena B koopaMHMpPaHETO Ha rPUXKUTE, KATO HaNp1UMep NOMoOLL, 3a OTKPUBaHe Ha
Heo6xoagumaTa uHdopmaLus 3a 3abonsiBaHeTO M TOYHUTE CreLuanucTi, opraHu3MpaHe Ha nperneauv ¢ pasnuyHu 3gpaBHU npocecnoHanucTu u ap.

...NOAKPENA B KOOPOUHUPAHETO HA TPUXWUTE, KATO HANPUMEP NMOMOLL, 3A OTKPUBAHE HA HEOBXOOUMATA MH®OPMALIUA 3A 3ABOJNTABAHETO U TOYHUTE CNELUATIUCTW,
OPIrAHU3WPAHE HA NPEIMEAU C PA3ITUYHU 30PABHU NPO®ECUOHAITUCTU U AOP.

AGE OF THE PERSON AFFECTED OA U OOCTATBYHO 3A OA, HO HE OOCTATBYHO 3A

BY THE RARE DISEASE WHEN NMOKPUBAHE HA HYXOUTE OA, HO HAMAM/HAMAX NMOKPUBAHE HA HYXOWUTE HE, HO HAMAM/HAMAX

THE FIRST SYMPTOMS WERE MU HY>XXOA MU HYXOA HE, HO UMAM/MMAX HYXXOA TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N % N % N %

Less than 2 years old 471 23% 66 3% 341 17% 216 1% 951 47% 2 045 100%
2 to less that 10 years old 199 22% 36 4% 141 15% 99 1% 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%

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 168,0 ; dof= 20.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / ...couHaHCOBa nogkpena, BKNHOYMTENTHO NeHCUA Nno 6onect

...®MHAHCOBA NOJKPEIMA, BKIMTKOYUTENHO NEHCUA NO BOJNIECT

AGE OF THE PERSON AFFECTED OA N OOCTATBYHO 3A OA, HO HE OOCTATBYHO 3A

BY THE RARE DISEASE WHEN NMOKPUBAHE HA HYXXOUTE OA, HO HAMAM/HAMAX NMOKPUBAHE HA HYXXOUTE HE, HO HAMAM/HAMAX

THE FIRST SYMPTOMS WERE MU HY>XXOA MU HY>XOA HE, HO UMAM/MUMAX HY>XXOA TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N % N % N %

Less than 2 years old 391 19% 45 2% 334 16% 464 23% 802 39% 2036 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 1% 950 100%
20 to less than 30 years old 20 9% 17 2% 100 10% 354 36% 415 43% 976 100%
30 to less than 50 years old 256 1% 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% 1104 100%
TOTAL 1103 13% 178 2% 971 12% 2902 35% 3172 38% 8 326

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 474,3 ; dof= 20.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / Bue, unu nuueto 3a Kkoeto ce rpmxuTe, noaabpxKaTte sin Bpb3Ka C ApyrvM Xxopa CbC
CbLIOTO pAAKO 3abonsiBaHe UKW ¢ HeJMarHOCTULMpPaHO psiaKo 3abonsABaHe?

BUE, U IMLIETO 3A KOETO CE NIPVXXUTE, MOOABPXATE J1IU BPB3KA C [IPYI'U XOPA CbC CbLLOTO PAOKO 3ABONABAHE UNU C HEOAUATHOCTULIMPAHO PAOKO 3ABONABAHE?

HE, NOPAOU 3
3ATPYOHEH HE, TbU KATO HE
OA, MTOCPEAOCTBOM AOOCTbBbM (HANP. ycnax oA OTKPUA
AGE OF THE PERSON AFFECTED A, MOCPEONCTBOM AA, NOCPEACTBOM PET’MOHAITHU E3UKOBU UNTU OPYI'Y XOPA CBbC
BY THE RARE DISEASE WHEN NALUMEHTCKA OHINNAVH MPEXW (HAMP. TEXHUYECKU CbLOTO HE, 3ALLOTO A3 HE
THE FIRST SYMPTOMS WERE OPrAHU3ALIUA OBLLHOCTU YUMNULLA) BAPUEPN) 3ABONABAHE UCKAM AOPYro, YTOYHETE TOTAL
NOTICED (CALCULATED
VARIABLE) N % N % N % N % N % N % N % N %
Less than 2 years old 1135 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 1% 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 1228 52% 1167 50% 76 3% 30 1% 270 1% 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% 1107
TOTAL 4 336 52% 4 091 49% 353 4% 134 2% 995 12% 392 5% 413 5% 8 360

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 109,4 ; dof= 30.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / Joctbn Ao Han-nogxopAwWMTe FPUXKK, FIeYeHUA NN onepauum...

AGE OF THE PERSON AFFECTED 0OCTBHN 0O HAK-NOAXOAALUUTE MPUXU, NEYEHNSA UNU OMEPALIUM. ..

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE ...BIOLWIU CE ...NOAOBPU CE ...HE CE MPOMEHM HE 3HAM HE CE OTHACA 3A MEH TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N % N % N %

Less than 2 years old 134 7% 908 47% 717 37% 96 5% 72 4% 1927 100%
2 to less that 10 years old 91 1% 432 50% 281 33% 30 3% 28 3% 862 100%
10 to less than 20 years old 97 1% 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% 2163 100%
50 years old or more 115 1% 410 39% 403 39% 65 6% 50 5% 1043 100%
TOTAL 748 10% 3540 45% 2 865 37% 362 5% 273 4% 7788

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 61,5 ; dof= 20.

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / PasbnpaHe kak we nporpecupa 3abosnsiBaHeTo...

AGE OF THE PERSON AFFECTED PA3BUPAHE KAK LLE NMPOrPECUPA 3ABONTABAHETO...

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE ...BINnOLwU CE ...NoOOBPU CE ...HE CE MPOMEHMA HE 3HAM HE CE OTHACH 3A MEH TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % % N % N % N %
Less than 2 years old 114 6% 1156 60% 506 26% 97 5% 54 3% 1927 100%
2 to less that 10 years old 64 7% 523 61% 216 25% 46 5% 18 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% 1161 54% 676 31% 129 6% 25 1% 2163 100%
50 years old or more 84 8% 533 51% 353 34% 55 5% 18 2% 1043 100%
TOTAL 584 7% 4 399 56% 2 278 29% 397 5% 130 2% 7788
B Under-represented elements [l Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 83,9 ; dof= 20. 1y ;.;:;;-;
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / ®uHaHcoBa nogkpena, BKNOYMTENTHO NEHCUA Mo Gonect...

AGE OF THE PERSON AFFECTED ®UHAHCOBA NOOKPEMNA, BKIMIOYUTENTHO NEHCUSA MO BOJECT...

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE ...BNOLU CE ...NMOOOBPU CE ...HE CE MPOMEHMU HE 3HAM HE CE OTHACA 3A MEH TOTAL

NOTICED (CALCULATED
VARIABLE) 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% 5229

B under-represented elements [l Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 111,9 ; dof= 20.
Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / UHTerpaums B yunnuiue...

AGE OF THE PERSON AFFECTED WHTENPALIUA B YYUTTULLIE...

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE ...BINNOLLUU CE ...No0AO0BPU CE ...HE CE MPOMEHU HE 3HAM HE CE OTHACHA 3A MEH TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N % N % N %

Less than 2 years old 184 10% 425 22% 720 37% 128 7% 470 24% 1927 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% 1608 74% 2163 100%
50 years old or more 34 3% 12 1% 54 5% 47 5% 896 86% 1043 100%
TOTAL 646 8% 813 10% 1733 22% 497 6% 4 099 53% 7788

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 2 268,3 ; dof= 20.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / UHTerpaumnsa Ha paboTHOTO MACTO...

AGE OF THE PERSON AFFECTED MHTEPALUA HA PABOTHOTO MACTO...

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE ...BNOLU CE ...NMOOOBPU CE ...HE CE MPOMEHMU HE 3HAM HE CE OTHACA 3A MEH TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N % N % N %

Less than 2 years old 387 20% 183 9% 671 35% 151 8% 535 28% 1927 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% 2163 100%
50 years old or more 236 23% 53 5% 167 16% 36 3% 551 53% 1043 100%
TOTAL 2117 27% 727 9% 2275 29% 422 5% 2 247 29% 7788

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 532,3 ; dof= 20.

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / JocTbn go coumanHu ycnyru (Hanp. nogkpena ot couuarneH paboTHUK, noakpena B

OOMaKUHCTBOTO) ...

AGE OF THE PERSON AFFECTED OOCTBHMN A0 COUMATHM YCNYTU (HANP. NMOOKPENA OT COUMAINEH PABOTHUK, MOOKPEMNA B AOMAKUHCTBOTO) ...

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE ...BNnowu CE ...N10O0O0BPU CE ...HE CE MPOMEHM HE 3HAM HE CE OTHACH 3A MEH TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N % N % N %

Less than 2 years old 230 12% 345 18% 726 38% 221 1% 405 21% 1927 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% 2163 100%
50 years old or more 111 1% 71 7% 241 23% 99 9% 521 50% 1043 100%
TOTAL 956 12% 901 12% 2 540 33% 882 1% 2509 32% 7788

B under-represented elements M Over-represented elements
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / locTbn A0 KNMMHWYHM U3NUTBaHUA...

AGE OF THE PERSON AFFECTED OOCTHN A0 KNMHUYHU U3NUTBAHUA...

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE ...BNOLU CE ...NMOOOBPU CE ...HE CE MPOMEHMU HE 3HAM HE CE OTHACA 3A MEH TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N % N % N %

Less than 2 years old 104 5% 548 28% 698 36% 307 16% 270 14% 1927 100%
2 to less that 10 years old 59 7% 259 30% 329 38% 117 14% 98 1% 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% 2163 100%
50 years old or more 70 7% 188 18% 365 35% 198 19% 222 21% 1043 100%
TOTAL 535 7% 1925 25% 2781 36% 1317 17% 1230 16% 7788

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 120,0 ; dof= 20.

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / Joctbn go ¢puHaHCOBM NPOAYKTU, KATO HaNnpumMep 3aeMu, UNOTEKU, 3acTpaxoBKa...

AGE OF THE PERSON AFFECTED OOCTBMN 40O PUHAHCOBU NMPOAOYKTU, KATO HANMPUMEP 3AEMU, MMMOTEKKU, 3ACTPAXOBKA...

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE ...BINnOLwU CE ...NoOOBPU CE ...HE CE MPOMEHMA HE 3HAM HE CE OTHACH 3A MEH TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N % N % N %
Less than 2 years old 264 14% 86 4% 601 31% 384 20% 592 31% 1927 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% 2163 100%
50 years old or more 114 11% 21 2% 161 15% 157 15% 590 57% 1043 100%
TOTAL 1492 19% 174 2% 2 062 26% 1390 18% 2 670 34% 7788
B Under-represented elements [l Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 468,1 ; dof= 20. 1y ;;.;:;;-;
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / CounanHuaT Bu XuBoOT...

AGE OF THE PERSON AFFECTED COUMATTHUAT BU XKUBOT...

BY THE RARE DISEASE WHEN

THE FIRST SYMPTOMS WERE ...BINnOLwu CE ...NoJoOBPU CE ...HE CE MPOMEHMA HE 3HAM HE CE OTHACA 3A MEH TOTAL

NOTICED (CALCULATED
VARIABLE) N % N % N % N % N % N %

Less than 2 years old 791 41% 175 9% 765 40% 57 3% 139 7% 1927 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 1289 60% 128 6% 627 29% 37 2% 82 4% 2163 100%
50 years old or more 621 60% 48 5% 306 29% 1" 1% 57 5% 1043 100%
TOTAL 3980 51% 613 8% 2 657 34% 142 2% 396 5% 7788

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 240,3 ; dof= 20.
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Sample il f ormation : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 respon.

Chapter 4.

Family members were
already diagnhosed with
the same rare disease
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Opyru uneHoBe Ha CEMeMCTBOTO ca 6unu
AMarHocTULMpaHu CbC CbLIOTO 3abonsBaHe

Oa
He

TIME BETWEEN FIRST SYMPTOMS AND
FIRST MEDICAL CONTACT, IN YEARS

MEAN N
1.9 785
0,3 6 552

B Under-represented elements

The relationship is very significant. p-value= < 0,01 ; Fisher= 40,1.
Inter variance= 1 832,5. Intra variance= 45,7.

TIME BETWEEN FIRST

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMS AND FIRST

SYMPTOMATIC TREATMENT, IN REFERRAL TO A CENTRE OF
YEARS EXPERTISE, IN YEARS
MEAN N MEAN N
57 757 59 527
3,2 6175 3,4 3543

B Over-represented elements

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL
DIAGNOSIS (FIRST HEARING
THE NAME OF THE DISEASE),

IN YEARS
MEAN N
13 834
3,8 6 840

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED
DIAGNOSIS, IN YEARS

MEAN N
71 707
4,4 5797
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: [pyru uneHoBe Ha CEMENCTBOTO ca GMNU ANarHoCTULMPaHU CbC CbLLOTO 3a6onsiBaHe / Bue cTe nauMeHTCKM NnpeacTaBUTern, TOECT B3emaTe yyacTue B oOLEeCTBEHU AeMHOCTU B NogKpena Ha

Kay3aTa Ha pegkuTe 3abonsiBaHusa?

BME CTE NALUEHTCKU NPEACTABUTEN, TOECT B3EMATE YYACTUE B OBLLECTBEHM OEMHOCTU B NOAKPENA HA KAY3ATA HA PEOKUTE 3ABONABAHUA?

OPYIU YNEHOBE HA

CEMEMNCTBOTO CA BUINU OA
OVATHOCTULIMPAHU CBC
CBbLIOTO 3ABONIABAHE N
Ja 257
He 1701
TOTAL 1958

The relationship is not significant. p-value= 0,8 ; Chi2= 0,3 ; dof= 2.

%

20%
20%
20%

B Under-represented elements

N

964

6 137
7101

HE

%

74%
73%
73%

584

672
B Over-represented elements

HE 3HAM

%
7%
7%

7%

1309
8 422
9731

TOTAL

%

100%
100%

Cross: [pyru uneHoBe Ha CEMeNCTBOTO ca OMNu AMarHocTMUMpaHu cbe cbLoTo 3abonsaBaHe / Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable)

OPYI'M YNEHOBE HA LESS THAN 2 YEARS

CEMEWCTBOTO CA BUINN oLD
JOUAFHOCTULMPAHU CHC
CbLOTO 3ABONSABAHE N %
Ha 134 14%
He 1795 26%
TOTAL 1929 25%

The relationship is very significant. p-value= < 0,01 ; Chi2= 99,2 ; dof= 5.

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

2 TO LESS THAT 10
YEARS OLD

N

89

775
864

%
9%

1%

11%

B Under-represented elements

10 TO LESS THAN 20

YEARS OLD

N
144
737
881

%
15%
11%

1%

20 TO LESS THAN 30

YEARS OLD

N

164
758

922

B Over-represented elements

%
17%
11%

12%

30 TO LESS THAN 50

YEARS OLD

N

-
0 N
N

w N

N
—
~
o

%

50 YEARS OLD OR

MORE
N %
119 13%
926 13%
1045 13%

947
6 864
7 811

TOTAL
%
100%
100%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: Gender of the person affected by the rare disease / lpyru uneHoBe Ha CeMeANCTBOTO ca GUNM AMarHOCTULMPaHU CbC CbLIOTO 3abonsiBaHe

OPYIY YNEHOBE HA CEMEUCTBOTO CA BUNU OUATHOCTULIMPAHU CbC ChLLOTO 3ABONABAHE

GENDER OF THE PERSON OA HE TOTAL
AFFECTED BY THE RARE
DISEASE N % N % N %
Xeha 848 14% 5 320 86% 6 168 100%
Mbx 348 13% 2305 87% 2653 100%
Opyro 6 7% 76 93% 82 100%
TOTAL 1202 14% 7 701 86% 8 903

B Under-represented elements [l Over-represented elements

The relationship is not significant. p-value= 0,2 ; Chi2= 3,3 ; dof= 2.

Cross: Ha konko rognHm 6s1xTe, KOraTto 3aBbpLUNXTE Han-BUcoKaTa cTeneH Ha BaweTo o6pa3oBaHue - pefoBHO 0Oy4eHue (6e3 Aa BKIOYBaTe AONBIHUTENTHM KypcoBe 3a o6y4yeHue unu kBanudukaums)? /
Opyrn uneHoBe Ha CEMENCTBOTO ca OUNM AMarHoCTULMPaHU CbC CbLOTO 3abonsBaHe

HA KOJTKO roAuHU BAXTE,

KOrATO 3ABBLPLUMXTE HAU- OPYIMU YNEHOBE HA CEMENCTBOTO CA BUINMU AUATHOCTULIMPAHU CbC CHLLOTO 3ABONABAHE
BUCOKATA CTENEH HA BALWWETO

OBPA30OBAHMUE - PEOOBHO

OBYYEHMUE (BE3 OA OA HE TOTAL
BKNIOYBATE JONMBJIHATEITHU
KYPCOBE 3A OBYYEHUE UIU
KBANMU®UKALINA)? N % N % N %
15 r. unn no-manko 55 13% 358 87% 413 100%
mexay 16 n 19 . 360 16% 1931 84% 2291 100%
mexay 20 n 23 . 371 13% 2460 87% 2831 100%
24 1. unn noseye 359 12% 2 558 88% 2917 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 13,5 ; dof= 3.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: Kak 6uxTte ce onucanu? / ipyru uneHoBe Ha CEMeNCTBOTO ca 6MnNu AMarHOCTULMPaHU CbC CbLOTO 3abonsiBaHe

KAK BUXTE CE OMUCANU? N
MpuHagnexa KbM eTHUYECKOTO MHO3VMHCTBO B AbpXaBaTta, KbAeTo
xusesi 868
YacT cbM OT ETHMYECKO ManLUMHCTBO B AbpXaBaTta, KbAEeTO XuBes 78
Opyro, yTouHeTe 37
TOTAL 981

OA

OPYIU YNEHOBE HA CEMENCTBOTO CA BUNMU AUATHOCTULIMPAHU CbC CHLLOTO 3ABONSABAHE

13%
13%

HE

6 381

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 10,5 ; dof= 2.

87%

6 645

421
296
7 362

TOTAL

Cross: Typology of countries based on size and welfare / [ipyru yuneHoBe Ha ceMencTBOTO ca OUNU AMAarHOCTULMPaHU CbC CbLUIOTO 3abonsiBaHe

OPYIU YNEHOBE HA CEMENCTBOTO CA BUNU OUATHOCTULIMPAHU CbC ChLLOTO 3ABONABAHE

TYPOLOGY OF COUNTRIES A
BASED ON SIZE AND WELFARE N %
Group A ('Eastern Europe') 140 9%
Group B ('Western Europe') 660 14%
Group C ('Northern Europe') 456 15%
TOTAL 1256 13%

HE
N
1472
4157
2 556
8 185

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 39,3 ; dof= 2.

1612
4 817
3012
9 441

TOTAL

%
100%

100%
100%

%
100%
100%
100%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: buxTte nu kasanu, 4Ye Bue, Unu nuue To 3a KOETO ce rpnXxunTe, Xkuseete B: ID,per YrieHOBe Ha CeMeUCTBOTO ca Gunum AunarHoctmumpaHum CbC CbLOTO 3abonsiBaHe

BUXTE JIN KA3AIHN, YE BUE,
N NUUE TO 3A KOETO CE
’PUXWUTE, XKWBEETE B: N
Cencku paioH unm ceno 314
Manbk nnmn cpegeH rpag 503
[onam rpag 328
TOTAL 1145

The relationship is not significant. p-value= 0,4 ; Chi2= 1,8 ; dof= 2.

OA

OPYIU YNEHOBE HA CEMEMCTBOTO CA BUINU AUATHOCTULIMPAHU CbC CHLLOTO 3ABONSABAHE

%

14%
14%
13%
14%

B Under-represented elements

N

1931
3135
2233
7 299

HE

B Over-represented elements

%
86%
86%
87%
86%

2245
3638
2 561
8 444

Cross: Point prevalence of the rare disease / [lpyru 4uneHoBe Ha CeMeMCTBOTO ca 6uNM gUarHOCTULMpPaAHN CbC CbLLOTO 3abonsaBaHe

POINT PREVALENCE OF THE RARE DISEASE

1-5/10 000
1-9/100 000
1-9/1 000 000
<1/1 000 000
TOTAL

The relationship is very significant. p-value= < 0,01 ; Chi2= 89,7 ; dof= 3.

B Under-represented elements

OA

TOTAL

OPYI YNEHOBE HA CEMEWCTBOTO CA BUNU AUATHOCTULIMPAHU CC CbhLLOTO 3AEONABAHE

12%

15%

4755

B Over-represented elements

HE

%
79%
89%
87%
88%

85%

2 381
1966
454
822
5623

TOTAL

%
100%
100%

100%

%
100%
100%
100%
100%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: Orphacode associated nomenclature (english) / Opyrn uneHoBe Ha ceMeMCTBOTO ca OMnM AMarHOCTULIMPaHU CbC CbLOTO 3abonsaBaHe

OPYIMU YNEHOBE HA CEMENCTBOTO CA BUINMU AUATHOCTULIMPAHU CbC CHLLOTO 3ABONSABAHE

OA HE TOTAL
ORPHACODE ASSOCIATED NOMENCLATURE (ENGLISH) N % N % N %
Hereditary hemorrhagic telangiectasia 294 65% 160 35% 454 100%
Hypermobile Ehlers-Danlos syndrome 43 14% 268 86% 311 100%
Sarcoidosis 7 4% 163 96% 170 100%
Classical Ehlers-Danlos syndrome 13 10% 122 90% 135 100%
Williams syndrome 0 0% 134 100% 134 100%
Cystic fibrosis 14 1% 113 89% 127 100%
Myasthenia gravis 3 3% 115 97% 118 100%
Systemic sclerosis 5 5% 100 95% 105 100%
Tuberous sclerosis complex 8 8% 90 92% 98 100%
Neurofibromatosis type 1 19 21% 73 79% 92 100%
Interstitial cystitis 2 3% 72 97% 74 100%
Addison disease 5 7% 68 93% 73 100%
22911.2 deletion syndrome 3 4% 65 96% 68 100%
Chronic inflammatory demyelinating polyneuropathy 1 2% 62 98% 63 100%
Perineural cyst 3 5% 58 95% 61 100%
Acute inflammatory demyelinating polyradiculoneuropathy 1 2% 61 98% 62 100%

P At ~vimAdeman A no/ en noo/s on Anno/

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 3 382,7 ; dof= 1 629.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: Orphanet classification of rare diseases (one disease can be classified in several categories) / [lpyru uneHoBe Ha ceMeNCTBOTO ca OMNN AMArHOCTULMPaHU CbC CbLLOTO 3abonsiBaHe

OPYIMU YNEHOBE HA CEMENCTBOTO CA BUINU AUATHOCTULIMPAHU CbC CHLLOTO 3ABONSABAHE

OA HE TOTAL
ORPHANET CLASSIFICATION OF RARE DISEASES (ONE
DISEASE CAN BE CLASSIFIED IN SEVERAL CATEGORIES) N % N % N %
Abdominal surgical diseases 14 6% 221 94% 235 100%
Allergic diseases 0 0% 3 100% 3 100%
Bone diseases 88 1% 695 89% 783 100%
Cardiac diseases 77 12% 577 88% 654 100%
Cardiac malformations 6 2% 285 98% 291 100%
Circulatory system diseases 389 29% 941 71% 1330 100%
Clinical sign 0 0% 0 0% 0 100%
Developmental anomalies during embryogenesis 600 18% 2 678 82% 3278 100%
Diseases due to toxic effects 0 0% 3 100% 3 100%
Endocrine diseases 69 7% 913 93% 982 100%
Gastroenterological diseases 37 12% 262 88% 299 100%
Genetic diseases 952 18% 4 362 82% 5314 100%
Gynecologic/obstetric diseases 24 9% 257 91% 281 100%
Hematological diseases 41 10% 354 90% 395 100%
Hepatic diseases 345 39% 540 61% 885 100%
Immunological diseases 25 9% 249 91% 274 100%

lalhmvn ~vvmvn AL mmda b aliman NN 400/ ~nr7 ooon/ ey Anno/

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 2 168,5 ; dof= 34.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: [lpyru 4uneHoBe Ha CEMEeMCTBOTO ca 6UNu AMarHOCTULIMPaHU CbC CbLLIOTO 3abonsBaHe / C KONKO pa3nuyHU MeAULIMHCKU CneunanncTy ce KOHCynTupaxTte (Ha MACTO UM BUPTYariHO) B TbPCeHe Ha
AuarHosarta?

C KOJKO PA3NNYHN MEOULUUHCKU CMELMATIUCTU CE KOHCYNTUPAXTE (HA MACTO U BUPTYAITHO) B TbPCEHE HA JUATHO3ATA?

} 0 1 MEXOY 2 U 4 MEXOY S5WU7 MEXOY 8 N 10 HALO 10 TOTAL
OPYIM YNEHOBE HA CEMEUCTBOTO CA BUITU
ONATHOCTULIMPAHU CbC CBHLUOTO 3ABONABAHE N % N % N Y% N % N % N % N %
[a 34 3% 275 21% 604 46% 184 14% 63 5% 149 11% 1309 100%
He 112 1% 815 10% 3730 44% 1701 20% 665 8% 1399 17% 8 422 100%
TOTAL 146 2% 1090 1% 4334 45% 1885 19% 728 7% 1548 16% 9731

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 198,8 ; dof= 5.

Cross: [ipyru uneHoBe Ha CEMeNCTBOTO ca Gunu AMarHOCTULMpPaHM CbC CbLOTO 3abonsiBaHe / A3, Unn NULETO 3a KOETO Ce rpuKa, 6siXxme HacoYeHU KbM BONTHMYHO OoTAeNieHune, cneuuanu3npaHo 3a
paAaKoTo 3abonsiBaHe UNu rpynarta peaku sabonsiBaHUA

A3, WIN INLETO 3A KOETO CE NPUXA, BAXME HACOYEHU KbM BOJIHWYHO OTAENEHUE, CNELUUAJIUSUPAHO 3A PAOKOTO 3ABOJIABAHE UJTU TPYMNATA
PE[KW 3ABONABAHUA

} OA HE TOTAL
OPYIM YNEHOBE HA CEMEUCTBOTO CA BUITU
ONATHOCTULIMPAHU CbC CBHLLUOTO 3ABONABAHE N % N % N %
[a 858 66% 442 34% 1300 100%
He 4717 56% 3 647 44% 8 364 100%
TOTAL 5575 58% 4089 42% 9 664

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 42,5 ; dof= 1.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: [lpyru 4neHoBe Ha CEMENCTBOTO ca OMNU AMarHoCTULMpPaHu CbC CbLIOTO 3abonsaBaHe / leHeTUYeH TecT/TecToBe 3a OTKpUBaHe Ha reHeTUYHU U3MEHEeHUs (MNOo3HaTU oLle KaTo MyTaumMu Unu BapuaHTH)

FEHETUYEH TECT/TECTOBE 3A OTKPUBAHE HA FrEHETUYHU USMEHEHUA (MO3HATU OLLE KATO MYTALIUA UITU BAPUAHTW)

] OA HE HE 3HAM/HE CU CMIOMHSIM TOTAL
OPYIU YNEHOBE HA CEMEVCTBOTO CA BUINU
OUATHOCTULMPAHU CbC CbLLIOTO 3AEONSABAHE N % N % N % N %
Oa 906 69% 332 25% 71 5% 1309 100%
He 4 206 50% 3544 42% 672 8% 8422 100%
TOTAL 5112 53% 3876 40% 743 8% 9731

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 169,3 ; dof= 2.

Cross: [Ipyru uneHoBe Ha CEMEMCTBOTO ca 6Unu AnarHoCTULMpPaHU CbC CbLIOTO 3abonsaBaHe / pyr TecT/TecToBe, KaTO HaNpUMep KNMHUYHU nperneau, obpasHa guarHoctuka (AMP, ckeHep...), buoncus,
6uoxuMnyHo nscneaBaHe/uscnenBaHnA (KPbBHU UMK YPUHHU TECTOBE...) U Ap.

APYT TECT/TECTOBE, KATO HANPUMEP KIUHWYHWU NPEMEQN, OBPA3HA OUATHOCTUKA (AMP, CKEHEP...), BUOMNMCUA, BUOXUMNYHO U3CNEOBAHE/
U3CNEOBAHUA (KPBBHU UITU YPUHHU TECTOBE...) U OP.

. OA HE HE 3HAM/HE C CMOMHAM TOTAL
AOPYI' YNEHOBE HA CEMEUCTBOTO CA BUJITU
ONATHOCTULUMUPAHU CbC CBHLLOTO 3ABONABAHE N % N % N % N %
Ha 1123 86% 143 1% 43 3% 1309 100%
He 7 691 91% 530 6% 201 2% 8 422 100%
TOTAL 8814 91% 673 7% 244 3% 9731

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 42,6 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: [ipyru uneHoBe Ha CEMeMCTBOTO ca Gunu AMarHOCTULMpPaHU CbC CHLIOTO 3abonsiBaHe / ...He CTe MOINu Aa cu ro No3BonuTe?

Have you ever needed a genetic test but could not access it because...
...HE CTE MOITIM 1A C/ 'O NO3BONUTE?

) OA HE HE CE OTHACS 3A MEH
OPYIMU YNEHOBE HA CEMEMCTBOTO CA BUMNU
OWATHOCTULMPAHU CbC CbLLUOTO 3ABONSABAHE N % N % N % N
Ja 119 9% 1.000 76% 190 15% 1309
He 826 10% 5 693 68% 1903 23% 8422
TOTAL 945 10% 6 693 69% 2093 22% 9731

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 47,7 ; dof= 2.

Cross: [lpyrn uneHoBe Ha CEMENCTBOTO ca OMNN AMarHoCcTULMpPaHu CbC CbLUOTO 3abonsiBaHe / ...He e Oun AoCTbNEH BbB Balwiata cTpaHa?

Have you ever needed a genetic test but could not access it because...
...HE E BUN JOCTBMNEH BbB BALIATA CTPAHA?

] OA HE HE CE OTHACS 3A MEH
OPYIA YNEHOBE HA CEMEMCTBOTO CA BUMNU
OUATHOCTULIMPAHU CbC CbLLUOTO 3AEONABAHE N % N % N % N
Oa 131 10% 956 73% 222 17% 1309
He 924 1% 5 448 65% 2050 24% 8 422
TOTAL 1055 1% 6 404 66% 2272 23% 9731

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 39,4 ; dof= 2.

TOTAL

TOTAL

%
100%
100%

%
100%
100%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: [Ipyru 4neHoBe Ha CEMEMACTBOTO ca 6UNu AMarHOCTULMPaHU CbC CbLIOTO 3abonsiBaHe / ...MegULMHCKUTE CreuuanucT ca ce NpoTMBONOCTaBUIIA UNKU He ca 6unu goctaTtb4yHo Aobpe
nHcpopmMmmpaHn?

...MEONUUHCKUTE CNELUMUAIINCTU CA CE NMPOTUBOMNMOCTABUINU UITK HE CA BUITA JOCTATBbYHO OOBPE UHOPOPMUPAHU?

OPYI'Y YNIEHOBE HA CEMEWCTBOTO OA HE HE CE OTHACS 3A MEH TOTAL
CA BUITN OUATHOCTULIMPAHU CBC
CBbLIOTO 3ABONIABAHE N % N % N % N %
Ja 337 26% 795 61% 177 14% 1309 100%
He 2121 25% 4 485 53% 1816 22% 8 422 100%
TOTAL 2 458 25% 5280 54% 1993 20% 9731

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 47,6 ; dof= 2.

Cross: Opyru yneHoBe Ha CeMencTBOTO ca 6unu AunarHoctmumpaHum CbLC CbLLWOTO 3abonsBaHe / [I0KONKOTO BU € NU3BECTHO, FeHETUYHUAT TeCcT/TecToBe, KOUTO ca BU Bunun HanpaBeHW, ca nacnenBarnm...

AOKOJIKOTO BU E UBBECTHO, FTEHETUYHUAT TECT/TECTOBE, KOUTO CA BU BUINTU HANPABEHWU, CA U3CNEOBAIJMN...

HAKONKO N'EHA

EOHOBPEMEHHO UANOTO OAHK BCUYKU T'EHA TYMOP (TEHETUYHO
OPYI' YNEHOBE HA (CEKBEHUPAHE HA (CEKBEHUPAHE HA (CEKBEHUPAHE HA NMPODUNUPAHE HA AOPYTU (EMUCEHOM,

CEMEUCTBOTO CA BUIUN CAMO EOUH rEH FEHHU NAHENN) LENUA rEHOM) LENUAA EK30M) TYMOP) PHK U OP) HE 3HAM TOTAL

OUWATHOCTULMPAHU CBC

CbLOTO 3AEONABAHE N % N % N % N % N % N % N % N %
Oa 311 34% 242 27% 106 12% 45 5% 15 2% 14 2% 260 29% 906
He 1079 26% 1354 32% 685 16% 441 10% 107 3% 92 2% 1148 27% 4 206
TOTAL 1390 27% 1596 31% 791 15% 486 10% 122 2% 106 2% 1408 28% 5112

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 66,3 ; dof= 6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: [lpyru 4neHoBe Ha CEMeMCTBOTO ca 6unu AMarHoCTULIMPaHU CbC CbLLOTO 3abonsiBaHe / HAKora Tbpcunu nu cTe YacTHa KJIMHMKA UK nabopaTtopus 3a NpoBeXxaaHe Ha reHeTUYHU TecToBe 3a
AnarHocTuka Ha 3abonsBaHeTo BU?

HAKOIA TbPCUIIN NI CTE YACTHA KITMHUKA UITKN JIABOPATOPUA 3A NMPOBEXAAHE HA TrEHETUYHU TECTOBE 3A ANATHOCTUKA HA 3ABOJIABAHETO BU?
OPYI'M YNEHOBE HA

CEMEWACTBOTO CA BUNU OA, BEOHDBX OA, HAKOJIKO NbTU HE, HUKOrA TOTAL
OUWATHOCTULMPAHU CBC
CbLLOTO 3ABOJIABAHE N % N % N % N %
Ja 67 7% 25 3% 814 90% 906 100%
He 471 11% 213 5% 3 522 84% 4 206 100%
TOTAL 538 1% 238 5% 4 336 85% 5112

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 22,0 ; dof= 2.

Cross: [lpyru uneHose Ha CeMenNCTBOTO ca 6Gunu AnarHocTUUMpaHu CbC CbLOTO 3abonsaBaHe / KaTo usno, AOKONKO CTe yAOBNETBOPEHU OT HauuHa, No KOWTO BM 65xa npeaocTaBeHU pesynraTure oT
FEEHETUYHUTE TECTOBE?

KATO LIAANO, AOKOMNKO CTE YOOBIETBOPEHWU OT HAYUHA, MO KOUTO BU BAXA NPEOOCTABEHU PE3YNTATUTE OT FTEHETUYHUTE TECTOBE?

HWUTO YOOBJIETBOPEH/
APYIY YNEHOBE HA MHOro A, HUTO MHOIO YOOBIETBOPEH/
CEMEWUCTBOTO CA BN HEYOOBJIETBOPEH/A HEYOOBJIETBOPEH/A HEYOOBJIETBOPEH/A YOOBIETBOPEH/A A HE 3HAM TOTAL
OUWATHOCTULUUPAHU CbC
CBbLLUOTO 3ABO0JIABAHE N % N % N % N % N % N % N %

[a 86 9% 68 8% 174 19% 332 37% 203 22% 43 5% 906 100%
He 439 10% 481 11% 879 21% 1518 36% 699 17% 190 5% 4 206 100%
TOTAL 525 10% 549 1% 1053 21% 1850 36% 902 18% 233 5% 5112

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 26,7 ; dof= 5.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: [lpyru uneHoBe Ha CeMeNCTBOTO ca Gunn AMarHocTULMpPaHU CbC CbLOTO 3abonsABaHe / Cnep npoBexaaHe Ha U3crieABaHUsATA Gelle U BY NpeasiokeHa reHeTUYHa ncmuxorepanus (Hanp. nonyymMxre
nu nHdopMaLms NO KaKbLB HAYUH FrEHETUYHOTO BM CbCTOsIHME GM MOIJIO Aa ce OTpa3u Ha Bac M BalleTo CeMencTBo)?

CNEA NPOBEXOAHE HA U3CNEABAHUATA BELLE N BU NPEANTOXKEHA TEHETUYHA NCUXOTEPAMNKUA (HANP. NONYYUXTE NN UH®OPMALIUA NO KAKbB HAYMH TEEHETUMHOTO BU
CBbCTOAHME B MOITO OA CE OTPA3U HA BAC U BALLETO CEMEUCTBO)?

OPYI'U YIEHOBE HA OA, OT TEHETUYEH KOHCYJTAHT OA, OT MEAULIMHCKH HE, HE MU BELLEE NPEAJIOXXEHA

CEMEWCTBOTO CA BUIU WA KIMMMHUYEH FrEHETUK CNEUMATIUCT FEHETUYHA NMCUXOTEPAMUA
ANATHOCTUUUPAHU CBC
CbLLOTO 3ABOJIABAHE N % N % N % N
Ha 403 44% 218 24% 222 25% 63
He 1626 39% 922 22% 1363 32% 295
TOTAL 2029 40% 1140 22% 1585 31% 358

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 22,9 ; dof= 3.

CMOMHAM

HE CbM CUI'YPEH(A)/HE CH

%

7%
7%
7%

Cross: [lpyru 4neHoBe Ha CEMENCTBOTO ca OMNKM gMarHoCTULMpPaHU CbC CbLIOTO 3abonsaBaHe / FeHeTUYeH Tect/TecToBe

FEHETUYEH TECT/TECTOBE

OPYIM YNEHOBE HA CEMENACTBOTO CA OA HE
BUNU OUATHOCTULMUPAHU CbC CHLUOTO
3ABONABAHE N % N % N
Oa 90 10% 792 87% 24
He 668 16% 3430 82% 107
TOTAL 758 15% 4222 83% 131

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 20,9 ; dof= 2.

HE 3HAM

%

3%
3%
3%

906
4206
5112

906
4205
5111

TOTAL

TOTAL
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: [ipyru uneHoBe Ha CEMeNCTBOTO ca GunNu AMarHOCTULMpPaHU CbC CbLIOTO 3abonsaBaHe / [ipyrn AMarHoCTUYHU U3creaBaHUsA, KaTo KNMMHUYHK nperneaun, obpasHa amarHoctuka (AMP, ckeHepwm... ),

6uoncua nnm BMOXMMNYHU nscnenBaHnA (KPbBHU UNTN YPUHHU TECTOBE... ) U Ap.

AOPYrv AIMArHOCTU4YHU N3CNEOBAHUA, KATO KITMHNYHWU NPEMMEQN, OBPA3SHA OUATHOCTUKA (AMP, CKEHEPM... ), BUONCUA UITN BUOXUMNYHU U3CITEOBAHUA (KPBBHU

OPYIr1 YNEHOBE HA CEMENCTBOTO CA
BN AMArHOCTULMPAHU CBC CHLLOTO

3ABOJIABAHE N
[a 147
He 1122
TOTAL 1269

The relationship is not significant. p-value= 0,4 ; Chi2= 1,9 ; dof= 2.

OA

%

13%
15%
14%

HE

N

955
6 437
7 392

B Under-represented elements

B Over-represented elements

mnnn YPUHHWU TECTOBE... ) U OP.

%

85%
84%
84%

21
131
152

HE 3HAM

%

2%
2%
2%

1123
7 690
8 813

TOTAL
%
100%
100%

Cross: [ipyru uneHoBe Ha CEMeNCTBOTO Ca GunNu AMarHOCTMLUMpPaHM CbC CbLIOTO 3abonsaBaHe / [lonbiHUTeNHa KOHCyNnTaumMsa oT MeQULMHCKO Nuue, CneuuanucT no psakoto 3abonsBaHe (Ha MACTO UIU
BUPTYasiHo)

OPYIr YNEHOBE HA CEMENCTBOTO CA
BN AMArHOCTULUMPAHU CBHC CBHLLOTO

3ABOJABAHE N
Ha 219
He 1700
TOTAL 1919

The relationship is very significant. p-value= < 0,01 ; Chi2= 11,6 ; dof= 2.

OONMBJIHUTEJNTHA KOHCYNTALUUA OT MEOULUMHCKO JIMLE, CNELUMWATIUCT MO PAOKOTO 3ABOJIABAHE (HA MACTO UMM BUPTYAJTHO)

OA

% N

17% 1057
20% 6 575
20% 7 632

B Under-represented elements

HE

78%

B Over-represented elements

33
147
180

HE 3HAM

%

3%
2%
2%

1309
8 422
9731

TOTAL
%
100%
100%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: [lpyru 4uneHoBe Ha CEMeMNCTBOTO Ca GuNu AMarHOCTULMPaHU CbC CHLIOTO 3abonsBaHe / ...Nncuxoriornyecka nogkpena

OA Y DOCTATBYHO 3A
) MOKPUBAHE HA HYXXOUTE
OPYIM YNEHOBE HA CEMENCTBOTO CA MU
BMNU AUATHOCTULMPAHU CbC CHLLOTO
3ABONSIBAHE N %
Ja 97 7%
He 746 9%
TOTAL 843 9%

The relationship is very significant. p-value= < 0,01 ; Chi2= 101,5 ; dof= 4.

N

116

778
894

B Under-represented elements

OA, HO HAMAM/HAMAX
HYXOA

%

9%
9%
9%

...NNCUXOJNTOMMYECKA NMOAKPENA

OA, HO HE JOCTATBbYHO
3A NOKPUBAHE HA

HYXOUTE MK
N %
94 %

758 9%

852 9%

N

557
2439
2996

B Over-represented elements

HE, HO HAMAM/HAMAX

HY>XOA
%
43%
29%

31%

HE, HO UMAM/UMAX

HYXOA
N %
445 34%

3701 44%

4146 43%

1309
8 422
9731

TOTAL
%
100%
100%

Cross: ﬂper YneHoBe Ha CEMENCTBOTO ca bunum AunarHoctmuympaHum CbLC CbLOTO 3abonsaBaHe / ...nogKpena B KOOpANMHNUPAHETO Ha NrPNXuTe, Kato HanpumMmep nNnomMolLy 3a oTKpnBaHe Ha HeobxogMmara
VIHCbOpMaLIVIH 3a 3abonsiBaHeTO U TOYHUTE CNeLunanucTu, OopraHu3npaHe Ha npernegu c pas3rindyHu 3gpaBHU npod)ecuorlanmcm n ap.

...NMOAKPENA B KOOPOUHUPAHETO HA rPUXXUTE, KATO HAMPUMEP NOMOLL, 3A OTKPUBAHE HA HEOBXOOUMATA UHO®OPMALUA 3A 3ABONTABAHETO U TOYHUTE
CMEUMANNCTU, OPTAHU3UPAHE HA NPEMMEAQU C PA3ITUYHU 30PABHU NPO®ECUOHATNIUCTU U OP.

OA U OOCTATBYHO 3A
NOKPUBAHE HA HYXXOUTE

OPYI'U YNEHOBE HA CEMEACTBOTO CA
BN AMArHOCTULMPAHU CBC CHLLOTO

3ABOJIABAHE N
Ha 306
He 1680
TOTAL 1986

MU

The relationship is very significant. p-value= < 0,01 ; Chi2= 65,6 ; dof= 4.

HYXOA
N
56
309
365

B Under-represented elements

OA, HO HAMAM/HAMAX

%

4%
4%
4%

OA, HO HE OOCTATBYHO

3A NOKPUBAHE HA

HYXXOUTE MU
N %
150 1%
1196 14%
1 346 14%

N

N
(3}

8

124

N
(=]

1531

B Over-represented elements

HE, HO HAMAM/HAMAX

HY>KOA
%
22%
15%

16%

HE, HO UMAM/UMAX
HYXXOA

4

%

(3,
-
N

39%

w
[{=]
(I=]
=<

47%

'S
3]
o
@

46%

1309
8 422
9731

TOTAL
%
100%
100%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Questions asked only to respondents who are diagnosed

Cross: ,D,pyru YrieHoBe Ha CeMeNCcTBOTO ca Gunu AunarHoctuunpaHum CbC CbHLOTO 3abonsBaHe / ...dlechoaa noakpena, BKNO4YUTEJNTHO NeHCUA no 6onecTt

...®UHAHCOBA NOAKPEMA, BKITIOYUTEJIHO NEHCUA NO BOJNECT

OA U JOCTATBHYHO 3A OA, HO HE OJOCTATBbYHO
i NMOKPUBAHE HA HYXOUTE OA, HO HAMAM/HAMAX 3A MOKPUBAHE HA HE, HO HAMAM/HAMAX HE, HO UMAM/MUMAX
OPYIr' YNEHOBE HA CEMEUCTBOTO CA MU HYXXOA HYXOUTE MU HYXOA HYXOA TOTAL
BUNU AUATHOCTULMPAHU CBHC CBHLUOTO
3ABONSABAHE N % N % N % N % N % N %
Oa 155 12% 37 3% 104 8% 547 42% 457 35% 1300 100%
He 1162 14% 186 2% 991 12% 2824 34% 3201 38% 8 364 100%
TOTAL 1317 14% 223 2% 1095 1% 3371 35% 3658 38% 9 664

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 45,0 ; dof= 4.

Cross: [ipyru uneHoBe Ha CeEMeMCTBOTO ca Gunu AMarHocTULMpaHu Cbe CbLOTO 3abonsaBaHe /| Bue, unu nuueto 3a KoeTo ce rpuxuTe, NoaabpxKaTe N Bpb3Ka C APYrn Xopa CbC CbLOTO PAAKO
3abonsiBaHe U1 ¢ HeaMarHOCTULMPAHO pPAAKO 3abonsBaHe?

BUE, WIN JINLLETO 3A KOETO CE NIPUXWUTE, NMNOOABPXATE JIM BPBb3KA C AIPYITU XOPA CbC CbLLOTO PAOKO 3ABONABAHE U C HEOUATHOCTULUUPAHO PAOKO 3ABOJNIABAHE?

HE, NTOPAOU HE, Tb/ KATO HE
OA, MOCPEOCTBOM 3ATPYOHEH OOCTbBI ycnsax OA OTKPUA
APYI'U YNEHOBE HA OA, MOCPEOCTBOM PEFMOHANHA (HANP. E3UKOBU Unu OPYT XOPA CBbC
CEMEUCTBOTO CA BUNU NAUMEHTCKA OA, NTOCPEOCTBOM MPEXW (HANP. TEXHUYECKU CbLOTO HE, SALLOTO A3 HE
OUATHOCTULIMPAHU OPrAHU3ALUA OHNAWH OBLLHOCTHU YUYUNULLA) BAPUEPW) 3ABONABAHE UCKAM OPYro, YTOYHETE TOTAL
CBbC CbLOTO
3ABONABAHE N % N % N % N % N % N % N % N %
Oa 751 57% 576 44% 64 5% 14 1% 12 9% 71 5% 17 9% 1309
He 4333 51% 4142 49% 348 4% 143 2% 963 1% 429 5% 354 4% 8 422
TOTAL 5084 52% 4718 48% 412 4% 157 2% 1075 1% 500 5% 471 5% 9731

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 79,4 ; dof= 6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Chapter 4.

Family members
were already
diagnosed with the
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Kou yactu ot TanoTo 3acsira psagkoTo 3abonsisaHe?

Bban opo6

Bbbpeun

YepeH apob

Copue

Koxa

Koctn

Myckynu, cTaBum (MycKynHo-ckeneTHu 6onecTun)
Ouun

YepenHo-nuuesn aHomanum n YHI 6onectn
CTomallHO-YpeBEH TpaKT (OT ycTaTta 4o aHyca)
CbpoBa cuctema

KpbB (xematonormyHu 6onectu)
PenpogyktuBHa w/unv otgenuTenHa cuctema

MMyHHa cuctema (MMyHoOedULUTHMY,

aBTOVH(IamMaTopHN 1 aBTOMMYHHW 3ab0nsBaHuns)
HepsHa cuctema (M03bK, rpbbHavYeH cTbnob, HepBK)
HepBu 1 Myckynu (HEpBHO-MYCKYIHM 3a00nsiBaHNs1)
XopMoHanHu yHKLMN (EHAOKPUHHK 3abonsaBaHKs)
Metabonmabm

He 3Ham

[Opyro, yTouHeTe

TOTAL

N

2386
1365
1405
2198
2929
2016
4164
2777
1371
2624
1957
1232
1324

2892

3254
2795
1393
1301
208
529

10 486

Kom yacTtu ot TAnoTO 3acsra psagkoTo 3abonsisaHe?

Bban opo6

Bubpeun

YepeH apob

Cobpue

Koxa

KocTtn

Myckynu, ctaBu (MyckynHO-ckeneTHn 6onectu)
Oun

YepenHo-nuuesn aHomanuun n YHI 6onectn
CToMalluHO-4YpeBeH TpakT (OT ycTaTa Ao aHyca)
CbpoBa cuctema

KpbB (xemaTonormyHu 6onectu)

PenpogykTnBHa n/vnu otaenuTenHa cucrema
MmyHHa cuctema (MMyHoOedULMTHM,
aBTOVHIamMaTopHN 1 aBTOMMYHHW 3a60nsBaHns)
HepsHa cnctema (MO3bK, rpbbHayeH cTbno,
HepBWu)

HepBu 1 Myckynn (HepBHO-MYCKYIHN
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Complexity of the rare disease: number of body parts impacted by the rare disease

Disease complexity classified into five groups, based on the number of affected body Disease complexity classified into five groups, based on the number of affected body parts.
parts.
N

1-3 body parts 58%
1-3 body parts 6 103
4-7 body parts 3 081
8-11 body parts 951

4-7 body parts 29%
12-15 body parts 286
16 body parts or more 65
UL D 8-11 body parts - 9%

12-15 body parts 3%

16 body parts or more 1%
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

TIME BETWEEN FIRST

TIME BETWEEN FIRST TIME BETWEEN FIRST SYMPTOMS AND INITIAL
SYMPTOM AND FIRST SYMPTOMS AND FIRST DIAGNOSIS (FIRST HEARING TIME BETWEEN FIRST
TIME BETWEEN FIRST SYMPTOMS AND SYMPTOMATIC TREATMENT, IN REFERRAL TO A CENTRE OF THE NAME OF THE DISEASE), SYMPTOMS AND CONFIRMED
FIRST MEDICAL CONTACT, IN YEARS YEARS EXPERTISE, IN YEARS IN YEARS DIAGNOSIS, IN YEARS
Disease complexity classified into five groups,
based on the number of affected body parts. MEAN N MEAN N MEAN N MEAN N MEAN N
1-3 body parts 0,5 4 500 3,0 4202 29 2 526 2,7 4 536 3,9 3796
4-7 body parts 0,6 2312 3,7 2227 4.4 1286 3,9 2 321 51 1937
8-11 body parts 0,1 729 5,0 649 6,3 383 59 722 7,2 563
12-15 body parts 0,0 228 53 201 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

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Fisher= 3,6.
Inter variance= 167,4. Intra variance= 45,9.

Mean = average time, in number of years

N = number of respondents for which we have the average time
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / Bue cTte nauneHTCKM npeactaBuTesn, ToecT B3eMaTe y4yacTue B obLecTBeHM JEeMHOCTU B nogKpena Ha
Kay3aTa Ha pegkuTe 3abonsBaHusa?

BME CTE NMALUUEHTCKU NPEOACTABUTEN, TOECT B3EMATE YYACTME B OBLUECTBEHM OEMHOCTU B NOOKPEMNA HA KAY3ATA HA PEOKUTE 3ABONABAHUA?
DISEASE COMPLEXITY

CLASSIFIED INTO FIVE GROUPS, OA HE HE 3HAM TOTAL
BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N %

1-3 body parts 1149 19% 4525 74% 429 7% 6103 100%
4-7 body parts 629 20% 2 237 73% 215 7% 3081 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 1% 65 100%
TOTAL 2073 20% 7 666 73% 747 7% 10 486

B Under-represented elements M Over-represented elements
The relationship is significant. p-value= 0,0 ; Chi2= 17,7 ; dof= 8.

Cross: 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)

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

DISEASE COMPLEXITY LESS THAN 2 YEARS 2 TO LESS THAT 10 10 TO LESS THAN 20 20 TO LESS THAN 30 30 TO LESS THAN 50 50 YEARS OLD OR

CLASSIFIED INTO FIVE GROUPS, oLD YEARS OLD YEARS OLD YEARS OLD YEARS OLD MORE TOTAL
BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N % N % N % N %

1-3 body parts 1120 23% 527 1% 532 1% 570 12% 1350 28% 737 15% 4836 100%
4-7 body parts 677 27% 269 1% 274 1% 269 1% 701 28% 279 11% 2469 100%
8-11 body parts 181 24% 87 1% 98 13% 105 14% 214 28% 78 10% 763 100%
12-15 body parts 54 23% 28 12% 37 16% 27 1% 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 2045 24% 925 1% 952 1% 978 12% 2353 28% 1107 13% 8 360

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 83,5 ; dof= 20.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: Gender of the person affected by the rare disease / Disease complexity classified into five groups, based on the number of affected body parts.

GENDER OF THE
PERSON AFFECTED BY
THE RARE DISEASE
YKena
Mk

[ipyro
TOTAL

1-3 BODY PARTS

5 546

%
55%
65%
61%
58%

DISEASE COMPLEXITY CLASSIFIED INTO FIVE GROUPS, BASED ON THE NUMBER OF AFFECTED BODY PARTS.

4-7 BODY PARTS

N

2033

The relationship is very significant. p-value= < 0,01 ; Chi2= 131,1 ; dof= 8.

Cross: Typology of countries based on size and welfare / Disease complexity classified into five groups, based on the number of affected body parts.

TYPOLOGY OF COUNTRIES BASED

ON SIZE AND WELFARE
Group A ('Eastern Europe')
Group B ('Western Europe')
Group C ('Northern Europe')
TOTAL

1-3 BODY PARTS

N

1005
3138
1764
5907

%
56%
61%
54%

58%

The relationship is very significant. p-value= < 0,01 ; Chi2= 80,7 ; dof= 8.

~
[c-]

2817

29%

B Under-represented elements

8-11 BODY PARTS

N

878

9%
9%

B Over-represented elements

12-15 BODY PARTS

N

‘N
—_
[o2]

|-h
N (o]

266

%

3%
2%
2%
3%

16 BODY PARTS OR MORE

N

56

N o

63

%

DISEASE COMPLEXITY CLASSIFIED INTO FIVE GROUPS, BASED ON THE NUMBER OF AFFECTED BODY PARTS.

4-7 BODY PARTS

N

546
1450
998
2994

%
30%
28%
30%
29%

B Under-represented elements

8-11 BODY PARTS

N

—_—
&

8

(o
-

62

[

927

%
10%

7%
1%

9%

B Over-represented elements

12-15 BODY PARTS

N

%

3%
2%
4%

3%

16 BODY PARTS OR MORE

N

7
25

65

%

0%
0%
1%

1%

6 659
2810

101
9 570

1794
5105
3273
10 172

TOTAL
%
100%
100%
100%

TOTAL
%
100%
100%
100%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: buxTte nu kasanu, 4ye Bue, UM nuue TO 3a KOETO ce rpuxure, xxuBeete B: / Disease complexity classified into five groups, based on the number of affected body parts.

BUXTE I KA3AIN, YE BUE,
nnu NULE TO 3A KOETO CE

DISEASE COMPLEXITY CLASSIFIED INTO FIVE GROUPS, BASED ON THE NUMBER OF AFFECTED BODY PARTS.

FPVXWTE, )KUBEETE B: 1-3 BODY PARTS 4-7 BODY PARTS 8-11 BODY PARTS 12-15 BODY PARTS 16 BODY PARTS OR MORE TOTAL
Cencku panoH unu ceno 59% 29% 9% 3% 1% 100%
Manbk nnm cpegeH rpag 59% 29% 9% 3% 1% 100%
lonsm rpag 57% 30% 9% 3% 1% 100%

TOTAL 58% 29% 9% 3% 1%

B Under-represented elements [l Over-represented elements

The relationship is not significant. p-value= 0,6 ; Chi2= 6,2 ; dof= 8.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / Mons, nsbepete nspeyeHmero, Koeto Ham-goo6pe onucBa BawaTa cCUMTyauusi UM NOJNIOXKEHMETO Ha
YoBeKa, 3a KOroTo ce rpuxure:

MOnsA, USBEPETE U3PEYEHUETO, KOETO HAN-0OBPE OMUCBA BALLATA CUTYALIUSA UM NONOXEHUETO HA YOBEKA, 3A KOFOTO CE MPUXUTE:

3HAM UMETO HA PAOKOTO
3ABOJTIABAHE, CUHOPOM UIN
MAJI®OPMALIUA, U TO E
NOTBBbPAEHO NMNOCPEACTBOM
noaxoasALy rEHETUYHM,

3HAM UMETO HA PAOKOTO
3ABOJIABAHE, CUHOAPOM UITN
MAN®OPMALIUA, HO TO OLLE

DISEASE KNAHWUYHN, OBPA3HO- HE E NOTBbPOEHO MMAM CAMO YACTUYHA
COMPLEXITY ONATHOCTUYHMN, NOCPEACTBOM noaxoasiuu NMHOOPMALIUA 3A UMETO HA
CLASSIFIED INTO MOJNEKYJNAPHN N FrEHETUYHW, KITIMHUYHWN, PAAKOTO 3ABONSABAHE UIA 3HAM, YE 3ABOJIABAHETO E
FIVE GROUPS, BNOXUMNYHU U3CNEOBAHUA OBPA3HO-ANATHOCTUYHMWN, FEHA, KOUTO o NPUYUHABA, PAOKO, HO UMETO U
BASED ON THE (HANP. BUOMNCUA, KPbBHU MONEKYNAPHU NN Unu BUOA HA NMPUYUHUTENAT OOCEIA HE
NUMBER OF nnu YPUHHU TECTOBE) BUOXUMNYHU U3CJIEABAHUA 3ABOJIABAHETO CA OTKPUTU AOPYro, YTOYHETE TOTAL
AFFECTED BODY
PARTS. N % N % N % N % N % N %
1-3 body parts 5333 87% 388 6% 169 3% 197 3% 16 0% 6103 100%
4-7 body parts 2652 86% 225 7% 90 3% 109 4% ) 0% 3081 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 1% 3 5% 3 5% 0 0% 65 100%
TOTAL 9048 86% 760 7% 306 3% 348 3% 24 0% 10 486

B Under-represented elements

B Over-represented elements

’ AR
V7o *y
Rare

*
bAS
Barometer EURORDIS
A EURORDIS ¥ INITIATIVE

'RARE DISEASES EUROPE



Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / Genetic diseases

GENETIC DISEASES

DISEASE COMPLEXITY CLASSIFIED INTO GENETIC DISEASES NON GENETIC DISEASES TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N %

1-3 body parts 2995 64% 1665 36% 4660 100%
4-7 body parts 1726 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% 2627 33% 8 074

B Under-represented elements [ Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 54,5 ; dof= 4.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / Calculation of point prevalence 2 modalities

CALCULATION OF POINT PREVALENCE 2 MODALITIES

DISEASE COMPLEXITY CLASSIFIED INTO RESPONDENTS WITH LESS RARE DISEASES RESPONDENTS WITH VERY RARE DISEASES TOTAL

FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N %

1-3 body parts 2 431 77% 745 23% 3176 100%
4-7 body parts 1357 77% 412 23% 1769 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% 4 100%
TOTAL 4 406 77% 1315 23% 5721

B Under-represented elements [ Over-represented elements

The relationship is not significant. p-value= 0,4 ; Chi2= 3,9 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / Pagkoto 3abonsBaHe Gelwwe aMarHocTMLMpaHoO Npeaun paxanaHeTo

PAOKOTO 3ABONIABAHE BELUE OUATHOCTULUPAHO NMPEAOU PAXXOAHETO

DISEASE COMPLEXITY CLASSIFIED INTO OA HE TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N %

1-3 body parts 147 3% 5539 97% 5 686 100%
4-7 body parts 54 2% 2799 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

B Under-represented elements [ Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 9,4 ; dof= 4.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / Pagkoto 3abonsaBaHe 6elwwe AMarHOCTULMPaAHO NOCPEACTBOM CTaHAAPTHUTE TECTOBE, U3BbPLUBAHU NpU
paxaaHeTo

PAOKOTO 3ABONABAHE BELUE OAMATHOCTULIMPAHO NMOCPEACTBOM CTAHOAPTHUTE TECTOBE, N3BBbPLUBAHU NPU PAXXOAHETO

DISEASE COMPLEXITY CLASSIFIED INTO OA HE TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N %

1-3 body parts 256 5% 5307 95% 5563 100%
4-7 body parts 11 4% 2678 96% 2789 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% 9139 96% 9 535

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 14,7 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / C konko pasnnyHn meguUUMHCKMA cneuuanucTu ce KOHCynTupaxrte (Ha MACTO UM BUPTYanHo) B TbpCeHe
Ha guarHosarta?

C KONKO PA3NTMYHU MEOULIMHCKU CNELUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UMK BUPTYAITHO) B TbPCEHE HA OUATHO3ATA?

DISEASE COMPLEXITY CLASSIFIED INTO 0 1 MEXAOY 2 U 4 MEXOY 5U7 MEXAOY 8 U 10 HAL 10 TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N % N % N % N %
1-3 body parts 88 1% 775 13% 3067 50% 1113 18% 406 7% 654 11% 6 103 100%
4-7 body parts 41 1% 304 10% 1171 38% 700 23% 258 8% 607 20% 3081 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% 2386 100%
16 body parts or more 0 0% 2 3% 8 12% 8 12% 7 1% 40 62% 65 100%
TOTAL 155 1% 1150 11% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 943,4 ; dof= 20.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / A3, unu nuueto 3a KkoeTo ce rpuxa, 6s1XxmMme HacoYeHM KbM BONTHUYHO OTAeNeHue, crneuanm3npaHo 3a
psiaKkoTO 3abonsiBaHe UMW rpynarta pegku 3abonsiBaHusi

A3, UNN NIMLETO 3A KOETO CE 'PNXA, BAXME HACOYEHU KbM BOJIHUYHO OTAENEHMUE, CNELUUATTU3NPAHO 3A PAOKOTO 3ABOJIABAHE U F'PYNATA PEOKU

3ABONSABAHUA
DISEASE COMPLEXITY CLASSIFIED INTO OA HE TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N %
1-3 body parts 3515 58% 2 544 42% 6 059 100%
4-7 body parts 1784 58% 1275 42% 3059 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 5998 58% 4415 42% 10 413

B under-represented elements M Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 12,1 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / ...norpewHo npunucaHn Ha noHe egHo Apyro dmM3n4vecko 3abonsiaHe?

...NMOrPELIHO NPUNMNCAHU HA NMOHE EAHO AIPYITO ®U3NYECKO 3ABOJIABAHE?

DISEASE COMPLEXITY CLASSIFIED INTO [A, BEOHBX OA, HAKONKO NMbTH HE TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N %

1-3 body parts 1230 20% 2152 35% 2721 45% 6103 100%
4-7 body parts 552 18% 1513 49% 1016 33% 3081 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% 4016 38% 10 486

B Under-represented elements [ Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 505,4 ; dof= 8.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / ...npeHeGpersaHn unun ga He ca 6uNM B3MMaHN Ha CEPUO3HO UMM Aa ca GUNK cunTaHu 3a
NCUXONMOrn4ecKkn?

...NPEHEBPEIBAHU UNX OA HE CA BUITU BAUMAHU HA CEPUO3HO Ul A CA BUJTU CYUTAHU 3A NMCUXONTOTMYECKN?

DISEASE COMPLEXITY CLASSIFIED INTO OA, BEOHBX OA, HAKOJKO NbTU HE TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N %

1-3 body parts 759 12% 2405 39% 2939 48% 6103 100%
4-7 body parts 385 12% 1592 52% 1104 36% 3081 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 1246 12% 4934 47% 4 306 41% 10 486

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 5633,1 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: 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.

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.

DISEASE COMPLEXITY CLASSIFIED INTO OA, BEOHBX OA, HAKOJKO NbTU HE TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N %

1-3 body parts 1656 27% 2 467 40% 1980 32% 6103 100%
4-7 body parts 774 25% 1661 54% 646 21% 3081 100%
8-11 body parts 203 21% 614 65% 134 14% 951 100%
12-15 body parts 46 16% 219 7% 21 7% 286 100%
16 body parts or more 4 6% 57 88% 4 6% 65 100%
TOTAL 2683 26% 5018 48% 2785 27% 10 486

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 474,2 ; dof= 8.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / FeHeTu4eH TecT/TecToBe 3a OTKpMBaHe HAa reHETUYHU U3MEHEHUA (MO3HaTK oLe KaTo MyTauun Unm
BapuaHTu)

FEHETUYEH TECT/TECTOBE 3A OTKPUBAHE HA TEHETUYHU M3BMEHEHUA (MO3HATU OLLIE KATO MYTALIMM UITU BAPUAHTW)

DISEASE COMPLEXITY CLASSIFIED INTO OA HE HE 3HAM/HE CU CMTOMHSAM TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N %

1-3 body parts 3 054 50% 2 561 42% 488 8% 6103 100%
4-7 body parts 1741 57% 1098 36% 242 8% 3081 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 5490 52% 4171 40% 825 8% 10 486

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 40,1 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / [lpyr Tect/TectoBe, KaTo Hanpumep KIMHUYHU Nperneau, obpasHa guarHoctuka (AMP, ckeHep...),
6uoncus, 6MOXMMUYHO U3cneaBaHe/uscnenBaHus (KPbLBHU UNU YPUHHU TECTOBe...) U Ap.

APYTI TECT/TECTOBE, KATO HANMPUMEP KITMHWYHW NPEMEQW, OBPA3HA AUATHOCTUKA (AMP, CKEHEP...), BUOINCUA, BUOXUMUYHO U3SCNEABAHE/U3CINEOBAHUA (KPBBHU
U1 YPUHHU TECTOBE...) U IP.

DISEASE COMPLEXITY CLASSIFIED INTO OA HE HE 3HAM/HE CU CMTOMHSM TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N %

1-3 body parts 5458 89% 459 8% 186 3% 6 103 100%
4-7 body parts 23832 92% 191 6% 58 2% 3081 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

B Under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 20,2 ; dof= 8.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / ...He cTe mornu ga cu ro nossonurte?

Have you ever needed a genetic test but could not access it because... ...HE CTE MOTITIX 1A CV O MO3BONUTE?
DISEASE COMPLEXITY CLASSIFIED INTO DA HE HE CE OTHACS 3A MEH TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N %

1-3 body parts 492 8% 4261 70% 1350 22% 6103 100%
4-7 body parts 347 1% 2115 69% 619 20% 3081 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 1117 1% 7116 68% 2253 21% 10 486

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 255,4 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / ...He e 6un gocTbneH BLB Bawarta cTpaHa?

Have you ever ri¢e8ddd §&Keth tedttht BOUIA Mot BeBSY it because...

DISEASE COMPLEXITY CLASSIFIED INTO OA HE HE CE OTHACS 3A MEH TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N %

1-3 body parts 569 9% 4056 66% 1478 24% 6103 100%
4-7 body parts 362 12% 2025 66% 694 23% 3081 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 1197 1% 6 828 65% 2 461 23% 10 486

B Under-represented elements [ Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 148,7 ; dof= 8.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / ...meguUMHCKNUTE cCneuranucTu ca ce NPOTUBONOCTABUIIM UK He ca 6unu gocTaTtb4yHoO Aobpe
nHcpopmupaHn?

Have you ever needed a genetic test but could not access it because...
...MEQUUNHCKUTE CNELMANUCTU CA CE NPOTUBOMOCTABUIN UMW HE CA BUNU AOCTATBYHO JOEPE MHOOPMUPAHU?

DISEASE COMPLEXITY CLASSIFIED INTO OA HE HE CE OTHACH 3A MEH TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N %

1-3 body parts 1310 21% 3458 57% 1335 22% 6103 100%
4-7 body parts 900 29% 1600 52% 581 19% 3081 100%
8-11 body parts 388 41% 405 43% 158 17% 951 100%
12-15 body parts 165 58% 7 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% 2125 20% 10 486

B under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 383,6 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / [Jokonkoto Bu € U3BeCTHO, reHETUYHUAT TecT/TecToBe, KOUTO ca BM OMINM HanpaBeHW, ca U3cnenBanm...

OOKOJIKOTO BU E U3BECTHO, FTEHETUYHUAT TECT/TECTOBE, KOUTO CA BU BUNN HANPABEHW, CA U3CNEOBAIJN...
HAKOJIKO rEHA

DISEASE COMPLEXITY EOHOBPEMEHHO UAnoOTO OHK BCUYKU FrEHN TYMOP (TEHETUYHO
CLASSIFIED INTO FIVE (CEKBEHUPAHE HA (CEKBEHUPAHE HA (CEKBEHUPAHE HA MPOOUNTUPAHE HA AOPYTU (EMUFEHOM,
GROUPS, BASED ON THE CAMO EOUH rEH FEHHU NAHENN) LENUA TrEHOM) LENUA EK30M) TYMOP) PHK U OP) HE 3HAM TOTAL
NUMBER OF AFFECTED
BODY PARTS. 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% 3054
4-7 body parts 449 26% 572 33% 307 18% 195 11% 29 2% 39 2% 474 27% 1741
8-11 body parts 140 28% 191 38% 68 13% 51 10% 1 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 1460 27% 1731 32% 880 16% 567 10% 135 2% 117 2% 1511 28% 5490

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 70,0 ; dof= 24.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / Hakora Tbpcunu nu cte YacTHa KNMHKKa Uy naboparopus 3a NpoBexaaHe Ha reHeTUYHU TecToBe 3a
AuarHoctuka Ha 3abonsiBaHeTo BU?

HAKOI'A TbPCUINU NN CTE YACTHA KNNMHUKA UM NTABOPATOPUA 3A NMPOBEXOAHE HA FrEHETUYHU TECTOBE 3A AUWATHOCTUKA HA 3ABOJIABAHETO BU?

DISEASE COMPLEXITY CLASSIFIED INTO OA, BEOHBX OA, HAKOJNKO MbTU HE, HUKOTA TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N %

1-3 body parts 311 10% 127 4% 2616 86% 3054 100%
4-7 body parts 192 1% 83 5% 1466 84% 1741 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 1% 38 100%
TOTAL 590 1% 266 5% 4634 84% 5490

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 53,6 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / Kato usano, nokonko cte yaoBneTBOpeHU OT HA4MHa, MO KOMTO BM OAXa npegocTaBeHU pe3ynTtaTtuTte ot
FrEHETUMHWUTE TECTOBE?

KATO LiANO, AOKOJNKO CTE YAOBNETBOPEHU OT HAYMHA, MO KOMUTO BU BAXA NPEAOCTABEHW PE3YNTATUTE OT FTEHETUYHUTE TECTOBE?

HUTO
YOOBINETBOPEH/A,
MHOIo HUTO MHOIo
DISEASE COMPLEXITY CLASSIFIED INTO HEYOOBJETBOPEH/A HEYOOBINETBOPEH/A HEYOOBIETBOPEH/A YOOBJIETBOPEH/A YOOBJIETBOPEH/A HE 3HAM TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N % N % N % N %

1-3 body parts 296 10% 303 10% 607 20% 1138 37% 548 18% 162 5% 3054 100%
4-7 body parts 183 1% 206 12% 402 23% 586 34% 280 16% 84 5% 1741 100%
8-11 body parts 54 1% 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 1% 9 24% 8 21% 3 8% 2 5% 38 100%

B Under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 83,6 ; dof= 20.
Cross: Disease complexity classified into five groups, based on the number of affected body parts. / Cnen npoBexaaHe Ha uscnegBaHuATa 6ewle v BM NpeasioXkeHa reHeTUYHa ncuxorepanus (Hanp.
nosny4uxrte N MHopMauus no KakbB Ha4MH reHeTUYHOTO BU CbCTOSAHUE 61 MOFJIO Ja ce OoTpa3u Ha Bac M BalleTo CeMeucTBo)?
CNEQ NPOBEXOAHE HA U3CINEOBAHUATA BELLE 1M BU NPEOJTIOXXEHA TEHETUYHA NCUXOTEPANMUA (HATP. FIOHY‘-IVI)V(TE N UHPOPMALKUA NO KAKbB HAYUH TEHETUYHOTO
BU CbCTOAHUE B MOIMO OA CE OTPA3U HA BAC U BALLETO CEMEUCTBO)?

OA, OT TEHETUYEH

KOHCYNTAHT UM KNWHWYEH OA, OT MEAULIMHCKH HE, HE MU BELLE NPEOJTIOXXEHA HE CbM CUT'YPEH(A)/HE CU
DISEASE COMPLEXITY CLASSIFIED INTO FrEEHETUK CMEUMANUCT FEHETU4YHA NCUXOTEPANMUA CMOMHAM TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N % N %
1-3 body parts 1214 40% 695 23% 900 29% 245 8% 3054 100%
4-7 body parts 693 40% 374 21% 555 32% 119 7% 1741 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%
B Under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 81,6 ; dof= 12. 1y ;;.;:;;-;
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / FeHeTu4eH TecT/TecToBe

FEHETUYEH TECT/TECTOBE

DISEASE COMPLEXITY CLASSIFIED INTO OA HE HE 3HAM TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N %

1-3 body parts 465 15% 2505 82% 83 3% 3053 100%
4-7 body parts 262 15% 1439 83% 40 2% 1741 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% 4515 82% 143 3% 5 489

B Under-represented elements [ Over-represented elements

The relationship is not significant. p-value= 1,0 ; Chi2= 2,6 ; dof= 8.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / Apyru anarHoctuyHu nscnenBaHusi, KaTo KNMHUYHU Npernean, obpasHa avarHocTuka (AMP, ckeHepw...
), Buoncuma unu GMOXMMUYHU u3cneaBaHUs (KPbBHU UM YPUHHU TECTOBE... ) U Ap.

APYI JMATHOCTUYHU U3CNEABAHUA, KATO KITMHUYHW NPEMMEQN, OBPA3HA OUATHOCTUKA (AMP, CKEHEPMU... ), BUONCUA M sBMOXUMUYHU U3CNEABAHUA (KPBHU
mnn YPUHHWU TECTOBE... ) 1 OP.

DISEASE COMPLEXITY CLASSIFIED INTO OA HE HE 3HAM TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N %

1-3 body parts 767 14% 4 580 84% 111 2% 5458 100%
4-7 body parts 426 15% 2 361 83% 44 2% 2831 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 1403 15% 7 908 83% 170 2% 9 481

B Under-represented elements M Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 18,8 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / JonbnHuTenHa KOHcynTauma oT MeAULMHCKO NnuLe, crnewuanucT rno paakoTo sabonaBaHe (Ha MACTO
WM BUPTYarHo)

AONBIHUTENHA KOHCYNTALUA OT MEOAULMHCKO JIMLE, CNELUMWAIIUCT NO PAOKOTO 3ABOJTIABAHE (HA MACTO UMK BUPTYAITHO)

DISEASE COMPLEXITY CLASSIFIED INTO OA HE HE 3HAM TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF

AFFECTED BODY PARTS. N % N % N % N %
1-3 body parts 1109 18% 4 858 80% 136 2% 6 103 100%
4-7 body parts 652 21% 2382 77% 47 2% 3081 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 2083 20% 8194 78% 209 2% 10 486

B under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 44,4 ; dof= 8.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / ...ncuxonornyecka nogkpena

...NMCUXONOIN'M4YECKA NOOKPENA

OA U OOCTATBYHO 3A OA, HO HE JIOCTATBYHO
NMOKPUBAHE HA HY)XOUTE OA, HO HAMAM/HSIMAX 3A NOKPUBAHE HA HE, HO HAMAM/HSIMAX HE, HO UMAM/MMAX
DISEASE COMPLEXITY CLASSIFIED INTO MU HY>XOA HY)XOUTE MU HYXXOA HYXXOA TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N % N % N %

1-3 body parts 544 9% 599 10% 458 8% 2009 33% 2493 41% 6103 100%
4-7 body parts 281 9% 242 8% 317 10% 864 28% 1377 45% 3081 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 1% 8 12% 10 15% 10 15% 30 46% 65 100%
TOTAL 922 9% 955 9% 952 9% 3165 30% 4 492 43% 10 486

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 129,6 ; dof= 16.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / ...nogkpena B koopanHMpaHeTo Ha rpuXxunTe, KaTo HanpMMep NoMoLy, 3a OTKpMBaHe Ha HeobxoaumaTa
umHcpopMaLma 3a 3a6onABaHeTO U TOYHUTE CreLunanucTu, opraHM3upaHe Ha nperneau ¢ pasfnuMyHu 3gpaBHU Npod)ecUoHanucTu u ap.

...NOAKPENA B KOOPOUHUPAHETO HA TPUXXUTE, KATO HANMPUMEP NMOMOLLl 3A OTKPUBAHE HA HEOBXOOAUMATA NH®OPMALIUA 3A 3ABONTABAHETO U TOYHUTE
CMEUMAIIUCTU, OPTAHU3UPAHE HA NPEIMEAU C PA3JITUYHU 30PABHUN NPO®ECUOHAIIUCTU U OP.

OA U OOCTATBHYHO 3A OA, HO HE JOCTATBbYHO
NMOKPUBAHE HA HYXXOUTE OA, HO HAMAM/HAMAX 3A MNOKPUBAHE HA HE, HO HAMAM/HAMAX HE, HO UMAM/MMAX
DISEASE COMPLEXITY CLASSIFIED INTO MU HYXOA HYXXOUTE MU HYXXOA HYXXOA TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. N % N % N % N % N % N %

1-3 body parts 1316 22% 266 4% 764 13% 1113 18% 2 644 43% 6103 100%
4-7 body parts 597 19% 97 3% 486 16% 387 13% 1514 49% 3081 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%

B uUnder-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 245,7 ; dof= 16.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / ...comHaHcoBa nogkpena, BKNHOYMTENTHO NEHCUA No bonect

...0UHAHCOBA NOAKPEMA, BKITFOYUTEJTHO NEHCUA NO BOJNECT

OA U IOCTATBYHO 3A OA, HO HE JOCTATBYHO
NMOKPUBAHE HA HY)XOUTE OA, HO HAMAM/HAMAX 3A MOKPUBAHE HA HE, HO HAMAM/HSIMAX HE, HO UMAM/MMAX
DISEASE COMPLEXITY CLASSIFIED INTO MU HYXXOA HY>XOUTE MU HYXXOA HYXXOA TOTAL
FIVE GROUPS, BASED ON THE NUMBER OF
AFFECTED BODY PARTS. 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% 1237 40% 3059 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% 1232 12% 3544 34% 3989 38% 10 413

B Under-represented elements [ Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 363,7 ; dof= 16.
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

n'prVlTe CMMNTOMMU BKIKO4YBaxa Ju...

OA HE HE 3HAM TOTAL

...NMOBEeAEHYECKM HapyLLEHWs], BoAeLM A0 NpobrnemMu B y4unuLle,

2 957 7 085 444 10 486
BKbLLX U Ha 0OLLEeCTBEHN MecTa
...YMCTBEHM YBPEXAaHUS UM KOTHUTUBHU CUMNTOMU (Hanp.

2 936 7 236 314 10 486
npobrnemu ¢ nameTTa, €3unka, MUCIEHETO NN NpeLeHKaTa)
...KITMHWYHM NPU3HaUM UM CUMITOMM, KOUTO Ce MosiBABaT M M34e3Bar 5940 3788 758 10 486
...HEeBUAMMM CUMNTOMM KaTo OorKa, 3aMasitHoCT, rnaBsobonus,

7 020 2916 550 10 486
npeymopa v gp.
...BHE3anHo nosiBunM ce CUMMNTOMMW, U3NCKBALLIX CNeLLHa NOMOLL, 4 648 5251 587 10 486

n'prVITe CMMNTOMMU BKIKHOYBaxa Ju...

npodnemun B y4unuLie, BKbLLM UK Ha
obLlecTBeHn mecTa

"-yMCTBeHM pre)maHMﬂ VI KOTHUTVBHI %

cMMNTOMM (Hanp. npobnemu c nameTTa,
esvika, MUCIeHeTO Unu npeueHkara)

- KIAHAERAN an3HauM VM CUMTITOMH, 7%

KOUTO Cce nosABdABaTt U n3dessar

---HEBUAVMMI CUMNTOMM kaTo 601-"(81 5%

3amasiHocT, rmaBobonusi, npeymopa 1 ap.

M3NCKBALLM crellHa NoOMOLL,

0% 20% 40% 60% 80% 100%
Percentage

@0a O He He 3Ham

A KakBM ca NpUYMHUTE 3a PAAKOTO 3abonsiBaHe:

Enunencus

BpogeHu mandopmauumn, aHomanum Ha passuTUETO UM YMCTBEHU YBPEX4aHUS

MpeapasnonoXxeHocT 3a obpasyBaHe Ha TyMOpK

TBbpau Tymopu

Pak Ha kpbBTa (BKNIOYUTENHO NeBkemus, Numdoma 1u Mmvenoma)

Hyxga ot opraHHa TpaHcnnaHTaums

Hukoe oT nsbpoennte
[Opyro, yTouHeTe

TOTAL

A KakBu ca npuyinHNTE 3a PAAKOTO 3abonsiBaHe:

Envnencua

BpogeHu mandopmaumn,
aHoManumn Ha pasBUTMUETO UK
MCTBEHM YBpEXAaHUsA
peapasnofioKeHoCT 3a
obpasyBaHe Ha Tymopu

Tebpan Tymopu

Pak Ha KpbBTa (BKMIOYMTENHO
NeBKEMUS], MMMdOMa ¥ MUeNnomMa)

Hy)K,qa OT OpraHHa
TpaHcnnaHTauyna

Hukoe oT nsbpoeHute

Opyro, yTouyHeTe
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Chapter 4.

Family members
were already
diagnosed with the
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

n'prVlTe CMMNTOMMU BKIrO4YBaxa Ju...

OA HE HE 3HAM TOTAL
...NoBeAEeHYECKM HapyLLEeHWs, BoAeLLM A0 NpobnemMu B yYUnuLLEe, BKbLLM UK Ha
y P Y 2 957 7 085 444 10 486
obLlecTBeHN MecTa
...YMCTBEHW yBpEXOaHUS UM KOTHUTUBHU CUMMITOMM (Hanp. npobrnemMu ¢ nameTTa,
yi yBp (Hanp. np 2936 7 236 314 10 486
e3unka, MUCNEHETO UMK NpeLeHKaTa)
...KIUHWYHY NPpU3HaLM UM CUMATOMU, KOUTO Ce NosiBABaT U 134e3Bar 5940 3788 758 10 486
...HEBMAMMU CMMNTOMM KaTo Gorka, 3amasiHoCT, rmaBobonud, npeymopa v ap. 7 020 2916 550 10 486
...BHE3anHo nosiBUNn ce CUMNTOMU, U3NCKBALLM CreLlHa NoMOLL 4 648 5251 587 10 486
TOTAL 23 501 26 276 2 653 52 430

nprVlTe CMMNTOMMU BKIKO4YBaxa Ju...

...NOBEAEHYECKM HapyLUEeHVs!, BoAeLLM A0 NPoGneMm B yYnnuLLe, BKbLM 28% 4%
UNN Ha OBLLIECTBEHN MecTa

...YMCTBEHU YBPEXAaHUSA U KOTHATUBHU CUMMTOMU (Hanp. npobnemu ¢ 28% 3%
nameTTa, eaunka, MUCIIEHETO MK NpeLieHKaTa)

...KITMHWYHN NPU3HaLUM UM CUMNTOMM, KOUTO Ce NosiBABaT U n3dyessaT 57% 7%

...HEeBUIMMM CUMMTOMM KaTo 6Orka, 3aMasiHoCT, raBoBonus, npeymopa 1 67% 5%
ap.
...BHE3aMHO MOSIBUMM CE CUMMTOMM, M3VUCKBALLM CrieLLHa NMOMOLL 44% 6%
0% 10% 20% 30% 40% 50% 60% 70% 80% 90% 100%
Percentage
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Did the first symptoms include...

Multiple Cross

TIME BETWEEN FIRST

TIME BETWEEN FIRST SYMPTOMS AND INITIAL
TIME BETWEEN FIRST TIME BETWEEN FIRST SYMPTOM SYMPTOMS AND FIRST DIAGNOSIS (FIRST HEARING THE TIME BETWEEN FIRST
...NOBEAEHYECKN HapyLIeHWs, SYMPTOMS AND FIRST MEDICAL AND FIRST SYMPTOMATIC REFERRAL TO A CENTRE OF NAME OF THE DISEASE), IN SYMPTOMS AND CONFIRMED
BoAeLM A0 Npobnemu B CONTACT, IN YEARS TREATMENT, IN YEARS EXPERTISE, IN YEARS YEARS DIAGNOSIS, IN YEARS
yuyunuiule, BKblUn NN Ha
oBLIECTBEHN MecTa MEAN N MEAN N MEAN N MEAN N MEAN N
Da 0,8 2226 3,6 2003 3,8 1172 3,9 2190 5,0 1783
He 0,4 5 320 35 5071 3,8 3032 3,5 5 370 4,6 4501
He aHam 0,4 274 2,9 248 48 131 3,8 283 5,2 223

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Fisher= 5,0.
Inter variance= 230,0. Intra variance= 46,0.

Mean = average time, in number of years

N = number of respondents for which we have the average time
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Did the first symptoms include...

Multiple Cross

TIME BETWEEN FIRST SYMPTOMS

TIME BETWEEN FIRST SYMPTOMS TIME BETWEEN FIRST SYMPTOM TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS

...YMCTBEHMU yBpeXaaHusa unm AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
KOFHUTUBHU CUMNTOMM (Hanp. YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
npo6nemu ¢ nameTTa, e3uka,
MUCIIEHETO WUNKN NpeLeHKaTa) MEAN N MEAN N MEAN N MEAN N MEAN N
[a 0,3 2254 3.0 1967 3.4 1147 3,8 2220 4,5 1830
He 0,6 5 358 3,7 5172 4,0 3075 3,5 5431 4,8 4517
He 3Ham -0,2 208 24 183 4,8 113 3.4 192 4,9 160

B Under-represented elements [l Over-represented elements

The relationship is significant. p-value= 0,0 ; Fisher= 3,3.
Inter variance= 150, 6. Intra variance= 46,0.

Mean = average time, in number of years

N = number of respondents for which we have the average time
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Did the first symptoms include...

Multiple Cross

TIME BETWEEN FIRST SYMPTOMS

...KFIMHUYHYN TIME BETWEEN FIRST SYMPTOMS TIME BETWEEN FIRST SYMPTOM TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS
npusHauu mnm AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A CENTRE HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
CUMMTOMMU, KOUTO YEARS TREATMENT, IN YEARS OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
ce nosisABaT n
u34yesBsar MEAN N MEAN N MEAN N MEAN N MEAN N

[a 0,4 4 586 4.0 4324 4.4 2 467 41 4488 54 3680
He 0,6 2744 2.8 2 547 3.0 1600 2.8 2858 3.8 2417
He 3Ham 0,3 490 2,7 451 3,7 268 3,4 497 4.1 410

B Under-represented elements [l Over-represented elements

The relationship is not significant. p-value= 0,6 ; Fisher= 0,6.
Inter variance= 26,9. Intra variance= 46,0.

Mean = average time, in number of years

N = number of respondents for which we have the average time
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Did the first symptoms include...

Multiple Cross

TIME BETWEEN FIRST SYMPTOMS

TIME BETWEEN FIRST SYMPTOMS TIME BETWEEN FIRST SYMPTOM TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS

...HeBMauMM

CUMNTOMM KaTo borka, AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
3aMasiHOCT, YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
rnaBobonus,

npeymopa u ap. MEAN N MEAN N MEAN N MEAN N MEAN N

Oa 0,4 5372 39 5099 45 2939 42 5271 51 4 309

He 0,6 2071 2.6 1902 2.6 1197 24 2191 3.9 1877

He 3Ham 0,5 377 1.8 321 2,6 199 2.7 381 3.8 321

B Under-represented elements [l Over-represented elements

The relationship is not significant. p-value= 0,7 ; Fisher= 0,4.
Inter variance= 18,8. Intra variance= 46,0.

Mean = average time, in number of years

N = number of respondents for which we have the average time
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Did the first symptoms include...

Multiple Cross

TIME BETWEEN FIRST SYMPTOMS
TIME BETWEEN FIRST SYMPTOMS  TIME BETWEEN FIRST SYMPTOM  TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS

AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
...BHE3anHo nosiBMnu ce YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
CUMMNTOMM, U3NCKBALLM CMellHa
nomoty, MEAN N MEAN N MEAN N MEAN N MEAN N
Ha 0,2 3601 3.1 3462 3,8 1947 3,5 3547 4,8 2940
He 0,7 3 836 3,8 3 526 3,7 2180 3,6 3917 4,6 3280
He 3Ham 0,7 383 4,3 334 54 208 4,5 379 5,1 287

B Under-represented elements [l Over-represented elements

The relationship is significant. p-value= 0,0 ; Fisher= 4,1.
Inter variance= 190, 5. Intra variance= 46,0.

Mean = average time, in number of years

N = number of respondents for which we have the average time
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: Gender of the person affected by the rare disease / ...noBegeH4Yeckn HapyLweHus, BogeLim
00 npobnemu B yuunuuie, BKbLUM UM Ha OOLLLeCTBEHU MecTa

GENDER OF THE PERSON
AFFECTED BY THE RARE
DISEASE
KeHa
Mbx
[pyro
TOTAL

B Under-represented elements

4

—
~
o
N

©
-
N

35
2649

OA

%
26%
32%
35%
28%

U1 HA OBLLECTBEHU MECTA

=N
[=2]
(=2}
-

—
~
©
(3]

57
6513

HE

%
70%
64%
56%

68%

HE 3HAM

N
296
103

9

408

B Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 56,6 ; dof= 4.

...NOBEAEHYECKW HAPYLUEHWA, BOOELLWX 0O NPOBJIEMU B YYUITULLIE,

TO

6 659
2810

101
9 570

Cross: Gender of the person affected by the rare disease / ...KNMHWYHN NPU3HaALM UITU CUMNTOMMU,
KOUTO Ce nosABsABaT U n34vye3Bat

GENDER OF THE PERSON
AFFECTED BY THE RARE
DISEASE
YKeHa
Mbx
Apyro
TOTAL

B Under-represented elements

...KIMIMHWYHU NPU3HALN UK CUMITTOMU, KOUTO CE NOABABAT U U3t

5475

OA

N
=y
w
~

-
N
[
©

41

3417

HE

%
32%
44%
41%
36%

HE 3HAM
N
460
208
10
678

B Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 137,2 ; dof= 4.

%
7%
7%

10%
7%

TO

6 659
2810

101
9 570

Cross: Gender of the person affected by the rare disease / ...ymcTBeHu yBpexaaHmsa nnm
KOFHUTMBHM CUMNTOMM (Hanp. Npobnemu ¢c nameTTa, e3MKa, MMCIIEHETO UNU NpeLieHKaTa)

GENDER OF THE PERSON
AFFECTED BY THE RARE
DISEASE
KeHa
Mbx
Apyro
TOTAL

B Under-represented elements

...YMCTBEHWU YBPEXOAHUA UNU KOTHUTUBHU CUMITTOMMW (HAMP. NMPOE
NAMETTA, E3UKA, MUCINEHETO WUITU NMPELIEHKATA)

OA

4

=y
~
w
a

(o]
~
[3V]

37
2645

- |
o (N
g N
0 |-

(-} ‘

6 637

HE

HE 3HAM
N
203
79
6
288

B Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 32,8 ; dof= 4.

%

3%
3%
6%
3%

TO

6 659
2810

101
9 570

Cross: Gender of the person affected by the rare disease / ...HeBugumu cumnTomm KaTo 6onka,
3amMasiHOCT, rnmaBobonus, npeymopa 1 ap.

GENDER OF THE PERSON
AFFECTED BY THE RARE
DISEASE
Kena
Mbx

Apyro
TOTAL

B Under-represented elements

...HEBMOUMU CUMITTOMU KATO BOJIKA, SAMAAHOCT, NABOBOJIUA, MNMPE

OA

‘-h
(=]
[=2]
©

=
(3,
FY
N

~ ‘

6 468

%
73%
55%
56%
68%

2607

HE

%
23%
38%
34%

27%

ap.
HE 3HAM
N

B Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 308,1 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Ha konko roguHm 6sixTe, koraTo 3aBbpLUMXTE Han-BUCOKaTa cTerneH Ha BaweTo o6pasoBaHue -
penoBHO oOy4yeHMe (6e3 Aa BKNo4YBaTe AONBIIHUTENHMN KypcoBe 3a o0yveHne unu kBanudukaumsa)? / ...
noBeAeHYeCKU HapyLleHns, BOAeLwM Ao NpodremMu B yunsnuile, BKbLM UK Ha 0OLecTBeHM MecTa

Cross: Gender of the person affected by the rare disease / ...BHe3anHO nosABUNu ce cumnTomm,
M3UCKBaLLM crewHa noMoLy

GENDER OF
SENDER OF ...BHE3AMHO MOSABUNW CE CUMNTOMM, U3UCKBALLM CMELLUHA MOMOLL HA KONTKO FOLMHM
AFFECTED BY DA HE HE 3HAM TOTAL BAXTE, KOTATO
THE RARE 3ABBPLUUXTE HAU-
DISEASE N % N % N % N % BUCOKATA CTEMEH  ...MOBEAEHYECKM HAPYLUEHUS, BOAELUM A0 NPOBNEMM B YYUTULLE, BKbLUW UK
HA BALLETO HA OBLLECTBEHM MECTA
XKena 3016 45% 3242 49% 401 6% 6 659 100% OBPA3OBAHME -
PELOBHO
Mbx 1202 43% 1479 53% 129 5% 2810 100% OBYYEHME (BE3 1A
BKITIOYBATE DA HE HE 3HAM TOTAL
Opyro 41 41% 50 50% 10 10% 101 100% AOMbLAHUTENHU
KYPCOBE 3A
TOTAL 4 259 45% 4771 50% 540 6% 9 570 OBYYEHUE UNK
KBAJIM®UKALINA)? N % N % N % N %

B uUnder-represented elements M Over-represented elements

15 I, UM No-Manko 176 39% 252 55% 27 6% 455 100%
The relationship is very significant. p-value= < 0,01 ; Chi2= 19,8 ; dof= 4. f- A To-Mari = ° 224 ° ° °
mexay 16 1 19 T 737 30% 1585 64% 142 6% 2 464 100%

R T 2 Yo Y A4 A=/ A AAN AAns 44N ans A Ann annans

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 73,7 ; dof= 6.

Cross: Ha konko roguHu 6s1xTe, Korato 3aBbpLUMXTe Haru-BUCOKaTa cTeneH Ha BaweTo o6pa3oBaHue - pefoBHO oby4yeHue (6e3 Aa BKNo4vBaTe JONBIIHUTENHU KypcoBe 3a 0byveHue unu kBanudpukaums)? /
...YMCTBEHM YBpeXAaHUS UITU KOTHATUBHU CUMNTOMM (Hanp. NpobnemMu ¢ nameTTa, e3uka, MUCJIEHETO UJM NnpeuleHKaTa)

HA KOJIKO rOANHN BAXTE,
KOIATO 3ABBbPLUMXTE HAU- ...YMCTBEHU YBPEXOAHUA NN KOTHUTUBHU CUMNTOMMU (HAMP. NPOBJIEMU C NAMETTA, E3UKA, MUCITIEHETO UITU NMPELIEHKATA)
BUCOKATA CTENEH HA BALLETO
OBPA30BAHUE - PEAJOBHO
OBYYEHUE (BE3 OA OA HE HE 3HAM TOTAL
BKNIOYBATE JONMBIIHUATENHN
KYPCOBE 3A OBYYEHUE U

KBANU®UKALINSA)? N % N % N % N %
15 . unu no-manko 149 33% 282 62% 24 5% 455 100%
mexagy 16 n 19 1. 719 29% 1662 67% 83 3% 2 464 100%
mexay 20 n 23 1. 814 27% 2124 70% 84 3% 3 022 100%
24 1. unn noseve 868 28% 2197 70% 80 3% 3145 100%
TOTAL 2550 28% 6 265 69% 271 3% 9 086
B uUnder-represented elements M Over-represented elements 'Yy SER
e K
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Ha konko rogmHu 6s1xTe, KoraTto 3aBbpLUMXTe HaW-BUCOKaTa cTerneH Ha BaweTo o6pa3oBaHue - pefoBHO oO0yyeHue (6e3 Aa BKIlOYBaTe AOMBITHUTENHM KypcoBe 3a o0y4yeHue unum kBanudukaums)? /
...KIMMMHWYHU NPU3HaLM UM CUMNTOMM, KOUTO Ce NOosIBABAT U U34ye3Bar

HA KOJIKO roanHU BAXTE,
KOrATO 3ABBLPLUUXTE HAR- ...KMMHUYHU NPU3HALIN UJTN CUMITTOMU, KOUTO CE NMNOABABAT U U3YE3BAT
BUCOKATA CTEMNEH HA BALLETO
OBPA30BAHUE - PEOOBHO
OBYYEHMUE (BE3 OA OA HE HE 3HAM TOTAL
BKITIOYBATE OOMBJIHUTEITHN
KYPCOBE 3A OBYYEHUE UITU

KBANTUOUKALINA)? N % N % N % N %
15 . unu no-manko 249 55% 160 35% 46 10% 455 100%
mexay 16 m 19 r. 1377 56% 889 36% 198 8% 2 464 100%
mexay 20 n 23 r. 1740 58% 1079 36% 203 7% 3022 100%
24 1. N noseye 1810 58% 1136 36% 199 6% 3145 100%
TOTAL 5176 57% 3 264 36% 646 7% 9 086

B Under-represented elements M Over-represented elements
The relationship is significant. p-value= 0,0 ; Chi2= 13,6 ; dof= 6.

Cross: Ha konko roguHu 6sxTe, Korato 3aBbpLUNXTE Hal-BUCOKaTa cTeneH Ha BaweTo o6pa3oBaHue - pegoBHO oby4yeHue (6e3 aa BknouBaTe ONBIIHUTENHM KypcoBe 3a obyveHue unu ksanudpukaums)? /
...HeBMAMMM CMMNTOMM KaTo Gonka, 3amMasiHOCT, rnmaBo6onus, npeymopa u gp.

HA KOJTIKO roanHu BAXTE,
KOFATO 3ABBLPLUNXTE HAN- ...HEBWOUMU CUMITTOMU KATO BOJIKA, SAMAAHOCT, NMABOBOJIUA, MTPEYMOPA U [IP.
BUCOKATA CTEMNEH HA BALLETO
OBPA30BAHME - PEOOBHO
OBYYEHMUE (BE3 OA OA HE HE 3HAM TOTAL
BKITIOYBATE OOMBJIHUTEITHN
KYPCOBE 3A OBYYEHUE UITU

KBANMU®UKALUA)? N % N % N % N %
15 r. unu no-marnko 289 64% 135 30% 31 7% 455 100%
mexay 16 n 19 r. 1705 69% 639 26% 120 5% 2 464 100%
mexay 20 n 23 . 2033 67% 816 27% 173 6% 3022 100%
24 . unu noeeye 2 040 65% 940 30% 165 5% 3145 100%
TOTAL 6 067 67% 2530 28% 489 5% 9 086

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 17,7 ; dof= 6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Ha konko rognHm 6s1xTe, KOoraTto 3aBbpLUNXTE Han-BUCOKaTa cTerneH Ha BaweTo o6pa3oBaHue - pefoBHO 0Oy4yeHue (0e3 Aa BKIoYBaTe AONMbIIHUTENTHM KypcoBe 3a 06y4yeHne unu kBanudukaums)? /
...BHE3anHo NosiBUIMN ce CUMMTOMM, MU3UCKBALLM CMeLuHa NoOMOLY,

HA KONKO rognHu BAXTE,
KOrATO 3ABBLPLUUXTE HAR- ...BHE3AINHO NosABUIIN CE CUMINTOMU, U3UCKBALLIX CMNELLUHA NMOMOLL
BUCOKATA CTEINEH HA BALWLETO
OBPA30BAHUE - PENOBHO
OBYYEHUE (BE3 A OA HE HE 3HAM TOTAL
BKIMIOYBATE OOMBJIHUTEITHU
KYPCOBE 3A OBYYEHUWE UK

KBANTUOUKALUA)? N % N % N % N %
15 . N¥ no-manko 224 49% 204 45% 27 6% 455 100%
mexay 16 m 19 r. 1165 47% 1141 46% 158 6% 2 464 100%
mexagy 20 n 23 . 1303 43% 1542 51% 177 6% 3022 100%
24 1. Unu noseye 1337 43% 1659 53% 149 5% 3145 100%
TOTAL 4029 44% 4 546 50% 511 6% 9 086

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 32,7 ; dof= 6.

Cross: ...noBegeH4YeCcKn HapyLueHus, BogeLwm Ao Npo6nemMu B yuunuuie, BKbLM UK Ha oblecTBeHU MecTa / C KONKO pasfMiHn MeAULIMHCKU CreluanucTy ce KOHCynTupaxre (Ha MsACTO UNu BUPTyarnHo) B
TbpCceHe Ha anarHosaTta?

...NMOBEOEHYECKH C KONKO PA3NTIMYHN MEOULMHCKU CNEUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UMK BUPTYAITHO) B TbPCEHE HA OUATHO3ATA?
HAPYLLUEHWMA, BOOELLWM OO
NPOBJIEMU B YYUNULLE, 0 1 MEXOY2WU 4 MEXOY5U7 MEXOY 8 N 10 HAL 10 TOTAL
BKbLUX UM HA OBLLUECTBEHU
MECTA N % N % N % N % N % N % N %
Ha 45 2% 248 8% 1161 39% 642 22% 253 9% 608 21% 2 957 100%
He 96 1% 852 12% 3218 45% 1314 19% 507 7% 1098 15% 7 085 100%
He 3Ham 14 3% 50 1% 190 43% 77 17% 31 7% 82 18% 444 100%
TOTAL 155 1% 1150 1% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 101,9 ; dof= 10.

’ AR
V7o *y
Rare

*
bAS

Barometer EURORDIS
A EURORDIS ¥ INITIATIVE

'RARE DISEASES EUROPE




Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...YMCTBEHM yBpexaaHusa ninm KOorHntTuBHn CUMNTOMMU (Hanp. I1pO6J16MVI C NnamMeTTa, e3uKa, MUCrieHeTo Uuinu npeueHKaTa) | C konko pas3nniHn veguumMHCKU cneunanumcTu ce KOHCynTupaxTe (|-|a MACTO
nnum BleTyanHo) B TbpPCeHe Ha AuarHosara?

...YMCTBEHU YBPEXOAHUA C KOJKO PA3NTUYHU MEOULIMHCKU CNELUMATINCTU CE KOHCYNTUPAXTE (HA MACTO U BUPTYANHO) B TbPCEHE HA IUATHO3ATA?
WUNU KOrHUTUBHU CUMMNTOMMU
(HAMP. MPOBJIEMU C NAMETTA, 0 1 MEXOY 2 U 4 MEXOY 5 U 7 MEXLY 8 U 10 HAA 10 TOTAL
E3UKA, MUCNEHETO UNu
MPELIEHKATA) N % N % N % N Y% N % N % N %

Ha 47 2% 242 8% 1104 38% 634 22% 274 9% 635 22% 2936 100%
He 102 1% 880 12% 3335 46% 1334 18% 494 7% 1091 15% 7 236 100%
He 3Ham 6 2% 28 9% 130 41% 65 21% 23 7% 62 20% 314 100%
TOTAL 155 1% 1150 1% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 148,7 ; dof= 10.

Cross: ...KNMHUYHU npu3Hauun niam CUMNTOMU, KOUTO Ce noABABaAT U n34ye3BaTt | C konko pa3nnyiHn MeguUuMHCKM cneumnanimcTu ce KOHCynTupaxre (|-|a MACTO UNn Bup'ryam-lo) B TbpPCEeHe Ha AvarHosara?

C KOJIKO PA3JIUYHU MEOULIMHCKU CMEUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UITU BUPTYAJTHO) B TbPCEHE HA IMATHO3ATA?

...KMMHUYHU NPU3HALU U 0 1 MEXLOY 2 U 4 MEXLOY 5U7 MEXLOY 8 U 10 HAL 10 TOTAL
CUMIMNTOMMU, KOUTO CE
NOSABABAT U U3YE3BAT N % N % N % N % N % N % N %
Oa 66 1% 503 8% 2378 40% 1230 21% 533 9% 1230 21% 5940 100%
He 69 2% 555 15% 1834 48% 666 18% 214 6% 450 12% 3788 100%
He 3Ham 20 3% 92 12% 357 47% 137 18% 44 6% 108 14% 758 100%
TOTAL 155 1% 1150 11% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 295,6 ; dof= 10.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: ...HeBUAMMM CUMNTOMM KaToO 6orika, 3amMasiHOCT, rnmaBo6onus, npeymopa v gp. | C konko pas3nnyiHdn megunumMHCKM cneumarnimCTtm ce KOHCyrnTupaxrTe (Ha MACTO UIn BVIpTyanHO) B TbpCeHe Ha

...HEBUWOUMU CUMITOMU KATO
BOJIKA, SAMAAHOCT,
FMABOBOJIUA, MTPEYMOPA U [IP.

Oa
He
He 3Ham

TOTAL

N &
~ (3]

-
w

C KOJKO PA3NTUYHU MEOULIMHCKU CMELUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UMK BUPTYAITHO) B TbPCEHE HA AUATHO3ATA?

The relationship is very significant. p-value= < 0,01 ; Chi2= 364,2 ; dof= 10.

1

1%

B Under-represented elements

MEXLOY 2 N 4
N %
2878 41%
1454 50%
237 43%
4 569 44%

AvarHosara?

MEXOY 5 U 7
N %
1432 20%
478 16%
123 22%
2033 19%

B Over-represented elements

MEXAY 8 N 10

%

1788

HAL 10

7 020
2916
550
10 486

TOTAL
%
100%
100%
100%

Cross: ...BHe3arnHo NnosiBUIN ce CMMNTOMMW, U3UCKBaLM cnewHa nomouy / C Konko pa3nnyiHn veguumMHCKM cneumarnimCTtm ce KOHCynTupaxrTe (Ha MACTO Unun BI/IpTyanHO) B TbpPCeHe Ha AnarHosara?

...BHE3AMNMHO NOABUIIN CE
CAMNTOMU, USUCKBALLN
CMNELWHA nomoLy
Oa
He

He 3Ham

TOTAL

65
77
13

155

%

1%
1%
2%
1%

C KOJNKO PA3NNYHN MEOULUUHCKU CMELUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO U BUPTYAITHO) B TbPCEHE HA JUATHO3ATA?

4

NN
Y
©

(=]
~
N

1150

The relationship is very significant. p-value= < 0,01 ; Chi2= 149,7 ; dof= 10.

1

%
9%
13%
10%
1%

B Under-represented elements

MEXOY 2 U 4
N %
1857 40%
2469 47%
243 41%
4 569 44%

MEXOY 5WU7
N %
957 21%
949 18%
127 22%
2033 19%

B Over-represented elements

MEXOY 8 N 10

%

9%
7%
7%
8%

N
952
729
107
1788

HALO 10

%
20%
14%
18%

17%

4648
5251
587

10 486

TOTAL
%
100%
100%
100%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...noBegeH4YeckKn HapyuweHus, sogeLwin oo I1pO6J16MVI B yuunnuuie, BKbLn NN Ha o6wecTBeHU MecTa / A3, Unn NMLETO 3a KOeTo ce rpuxa, 0siXxMe Haco4YeHU KbM GONTHUYHO oTaeneHue,
cneynannm3mpaHo 3a paaKkoTo 3abonsiBaHe unu rpynarta pegkum 3abonsiBaHuA

...NOBEAEHYECKMN A3, UM NULIETO 3A KOETO CE MPMXA, BAXME HACOYEHW KbM BOJTHUWYHO OTAENEHUE, CNELMANU3UPAHO 3A PAOKOTO 3ABONSABAHE UIU FPYNATA PEOKU 3ABONSABAHUA
HAPYLUEHUWSA, BOOELLM OO
MPOBJIEMW B YYUNULLIE, OA HE TOTAL
BKbLUM UNU HA OBLLECTBEHU
MECTA N % N % N %
Ja 1 669 57% 1259 43% 2928 100%
He 4110 58% 2933 42% 7 043 100%
He 3Ham 219 50% 223 50% 442 100%
TOTAL 5998 58% 4 415 42% 10 413

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 13,8 ; dof= 2.

Cross: ...yMCTBEHM yYBpeXOaHUsA UMM KOTHUTUBHW CUMNTOMM (Hanp. npo6nemMu c nameTTa, e3uka, MUCrieHeTO UNnu npeueHkara) / A3, Unu NUUETo 3a KOeTo ce rpuxa, 6s1XMe HacoYeHU KbM GONMHUYHO
oTaeneHue, cneunanusMpaHo 3a psaakoTo 3abonsiBaHe Unu rpynarta peaku 3abonsiBaHus

...YMCTBEHV YBPEXOAHUS A3, UNW NALIETO 3A KOETO CE MPUXA, BIXME HACOYEHW KbM BOMTHUYHO OTAENEHME, CMELMATIM3UPAHO 3A PSIAKOTO 3ABOMNSIBAHE UIN MPYMATA PEAKU 3AGONABAHUSA
UNWU KOTHUTUBHU CUMNTOMM
(HAMNP. MPOBMEMM C MAMETTA, OA HE TOTAL
E3VWKA, MUCTTEHETO MK
MPELIEHKATA) N % N % N %

[a 1564 54% 1349 46% 2913 100%
He 4 260 59% 2927 41% 7187 100%
He aHam 174 56% 139 44% 313 100%
TOTAL 5998 58% 4415 42% 10 413

B under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 27,0 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...KINUHUYHHU npu3Hauyun nam CUMNTOMU, KOUTO Ce noABABaT U n3vye3Bart | A3, nnu nuueTo 3a KoeTo ce rpunxa, 0sixMe Haco4YeHU KbM GONTHUYHO OoTAerNneHue, cneyuann3npaHo 3a pAaAaKoTo 3abonsiBaHe
Unu rpynarta pegkum 3abonsiBaHuA

A3, WX NNULIETO 3A KOETO CE 'PNXXA, BAXME HACOYEHU KbM BOJTHUYHO OTAENEHUE, CNELWANTM3UPAHO 3A PAOKOTO 3ABOJIABAHE UITN T'PYTMNATA PEOKU 3ABONIABAHUA

...KIMMHWYHU NPU3HALIX UK OA HE TOTAL
CUMNTOMWU, KOUTO CE
NOABABAT U USYE3BAT N % N % N %
Ha 3 342 57% 2 555 43% 5897 100%
He 2218 59% 1 542 41% 3760 100%
He 3Ham 438 58% 318 42% 756 100%
TOTAL 5998 58% 4415 42% 10 413

B Under-represented elements WM Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 5,1 ; dof= 2.

Cross: ...HeBUAUMU CUMINTOMMU KaTo 6ornka, 3aMasHOCT, rmaBo6onus, npeymopa 1 ap. / A3, unu nuueTo 3a KoeTo ce rpuxa, 6s1Xxme Haco4yeHU KbM GONTHUYHO oTAeneHue, cneLnanunpaHo 3a psAAKoTo
3abonsaBaHe unu rpynarta pegkum 3abonsiBaHuaA

A3, WNN NULIETO 3A KOETO CE 'PNXA, BAXME HACOYEHU KbM BOJTHUYHO OTAENEHUE, CNELUANTM3UPAHO 3A PAOKOTO 3ABOJIABAHE UITN T'PYTMNATA PEOKU 3ABONIABAHUA

...HEBUWOUMU CUMIMTOMMU KATO OA HE TOTAL
BOJIKA, 3AMASAHOCT,

rMABOBONUSA, MPEYMOPA U OP. N % N % N %

Ja 3972 57% 2993 43% 6 965 100%

He 1721 59% 1177 41% 2 898 100%

He 3Ham 305 55% 245 45% 550 100%

TOTAL 5998 58% 4 415 42% 10 413

B Under-represented elements M Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 5,8 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...BHe3arnHo NosIBUNIN ce CUMNTOMM, U3UCKBALLM ChewwHa nomoly / A3, Mnu nNuLeTo 3a KOeTo ce rpuxa, 6s5XxmMe HaCoYeHU KbM GONMHUYHO OTAeNeHue, cneyManmu3upaHo 3a pAAKOTO 3abonsaBaHe Unu
rpynara peaku 3abonsiBaHus

A3, UINN NNIULETO 3A KOETO CE 'PNXA, BAXME HACOYEHU KbM BOJIHUYHO OTAENEHUE, CNELUUATTU3NPAHO 3A PAOKOTO 3ABOJNIABAHE UIU rPYNATA PEOKU 3ABONABAHUA

...BHE3AINHO NOABWUITIU CE OA HE TOTAL
CUMNTOMWU, U3UCKBALLU
CMELIHA nomoLy N % N % N %
[a 2674 58% 1932 42% 4 606 100%
He 3 005 58% 2216 42% 5221 100%
He 3Ham 319 54% 267 46% 586 100%
TOTAL 5998 58% 4415 42% 10 413

B under-represented elements M Over-represented elements

The relationship is not significant. p-value= 0,2 ; Chi2= 2,8 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...noBeAeHYEeCKM HapyLIeHUs, BOAELLM A0 Npo6nemMu B yuunuuie, BKbLM UK HA O6LLeCcTBEHU Cross: ...noBeAeHYECKM HapyLUEeHUs, BOAELMN A0 NPOGeMu B yuYunuiie, BKbLUM MU Ha
MecTa / ...MOrpewwHo NpMNUcaHn Ha NoHe eaHo Apyro dusmnyecko 3abonssaHe? obwecTBeHU MecTa / ...npeHe6GpereBaHu unu aa He ca 6UnNu B3MMaHM Ha CEPUO3HO UMK Aa ca 6unu
CYMTaHM 3a NCUXONIOrM4ecKn?
NMOBEAOEH\M...
HAPYLLEHMUS, ---MOTPELIHO NPUNUCAHWN HA NMOHE EAHO APYIO ®U3N4ECKO 3ABOINSABAHE? MOBEQEHYEC...  ...NPEHEBPEFBAHV UMW A HE CA BANW B3UMAHMW HA CEPMO3HO WU A CA BUIKN
BOOELLWM OO HAPYLLUEHUS, CUYUTAHU 3A NMCUXOINOMMYECKN?
NMPOBJIEMU B BOOELLM OO
YUYUINULLE, OA, BEOHBX OA, HAKOJTIKO NbTU HE TOTAL MPOBINEMU B
BKBLUM U YUMIULLE, OA, BEOHBX HA H%ﬁaﬂl{o HE TOTAL
HA BKBLLUM UMK HA ’
OBLECTBE... . o o 0 OBLUECTBEHU
MECTA N %o N %o N %o N %o MECTA N % N % N % N %
Oa 527 18% 1382 47% 1048 35% 2957 100% Ja 338 1% 1624 55% 995 34% 2 957 100%
He 1 351 19% 2935 41% 2799 40% 7 085 100% He 863 12% 3076 43% 3146 44% 7 085 100%
He 3Ham 72 16% 203 46% 169 38% 444 100% He 3Ham 45 10% 234 53% 165 37% 444 100%
TOTAL 1950 19% 4 520 43% 4016 38% 10 486 TOTAL 1246 12% 4934 47% 4 306 41% 10 486
B Under-represented elements Ml Over-represented elements B uUnder-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 26,5 ; dof= 4. The relationship is very significant. p-value= < 0,01 ; Chi2= 124,5 ; dof= 4.

Cross: ...noBeAeH4YeCKN HapyLleHus, Bogeluum Jo npobnemu B yuunuile, BKbM unm Ha obwectBeHn mecta / 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.

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.

...MNOBEAEHYECKHW HAPYLLUEHUA, OA, BEOHDBX OA, HAKOJTKO NbTU HE TOTAL

BOAELLWX OO NMPOBJIEMU B YYHUIULLLE,

BKbLUU U HA OBLLECTBEHU MECTA N % N % N % N %
Ha 776 26% 1525 52% 656 22% 2 957 100%
He 1797 25% 3271 46% 2017 28% 7 085 100%
He 3Ham 110 25% 222 50% 112 25% 444 100%
TOTAL 2683 26% 5018 48% 2785 27% 10 486

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 45,3 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: ...YMCTBEHMU yBpexaaHusa nim KOorHmtTuBHn CUMNTOMMU (Hanp. npoGneMM C NamMeTTa, e3ukKa,
MUCIIEHETO Unun npeueHKaTa) / ...NMorpewHo npunucaHn Ha noHe egHoO gpyro CbVI3VI‘-IeCKO

3abonaBaHe?
...YMCTBEHU
YBPEXOAH...
nnm
...MOrPELLHO NPUNMUCAHU HA NOHE EOH PYIro ®UU3NYECK ABONABAHE?
KOFHUTUBHM (0] (0] C (o] AHO APYIro 3 CKO 3ABO
CUMINTOMMU
(HANP.
NMPOBJIEMU C
MAMETTA, OA, BEOHBX OA, HAKONKO NbTU HE TOTAL
E3UKA,
MUCINEHETO
nnm
NMPELEHKAT... N % N % N % N %
Oa 514 18% 1368 47% 1054 36% 2 936 100%
He 1383 19% 3010 42% 2843 39% 7 236 100%
He 3Ham 53 17% 142 45% 119 38% 314 100%
TOTAL 1950 19% 4 520 43% 4 016 38% 10 486

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 22,1 ; dof= 4.

Cross: ...yMCTBeHU yBpeXaaHUs Ui KOrHUTUBHU CUMNTOMM (Hanp. npobnemMun ¢c nameTTa, e3uka,
MUCIIeHeTO Unu npeueHkarta) / ...npeHe6GpersaHun unu ga He ca 6MnM B3MMaHU Ha CEepPMO3HO UNu aa
ca OUnun cYuTaHu 3a NCUXONOru4YeckKku?

...YMCTBEHMU
YBPEXOAHUS
unu ...MPEHEBPErBAHW UNW A HE CA BUITM B3UMAHU HA CEPUO3HO UMW [IA CA BUNU
KOMHUTUBHM CUMTAHM 3A NMCUXONOMMYECKMN?
CUMMTOMM
(HATP.
NPOBNEMU C
NAMETTA, OA, HAKOMKO
E3VKA, OA, BEOHBX MbTU HE TOTAL
MWUCNEHETO
nnu
MPELIEHKATA) N % N % N % N %
Na 327 1% 1602 55% 1007 34% 2936 100%
He 876 12% 3 161 44% 3199 44% 7 236 100%
He aHam 43 14% 171 54% 100 32% 314 100%
TOTAL 1246 12% 4934 47% 4306 41% 10 486

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 115,5 ; dof= 4.

Cross: ...yMCTBEHMU yBpeXaaHusi Ufiin KOrHUTUBHU CMMNTOMM (Hanp. npobnemMu ¢ nameTTa, €3uka, MucneHeTo unu npeueHkarta) / 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.

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.

...YMCTBEHWU YBPEXOAHUA NN

KOrHUTUBHWU CUMIMTOMMU (HAIP. OA, BEOHBX DA, HAKONKO MbTU HE TOTAL
MPOBJIEMU C MAMETTA, E3UKA,
MWUCINEHETO UINU NPELEHKATA) N % N % N % N %
Ja 787 27% 1493 51% 656 22% 2936 100%
He 1817 25% 3366 47% 2053 28% 7 236 100%
He 3Ham 79 25% 159 51% 76 24% 314 100%
TOTAL 2683 26% 5018 48% 2785 27% 10 486

B Under-represented elements

B Over-represented elements
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...KIMMMHUYHHU npu3Hauyu nnim CUMNTOMN, KOUTO Ce nosiBABaT U unsyesBart/ ...norpewHo Cross: ...KInMMHUYHU npu3Hauun nnm CUMNTOMU, KOUTO Ce noABABaT U nayesBar / ...npeHe6perBaHM
npunucaHn Ha NnoHe egHO Apyro (*)VI3V|‘-|eCKO 3abonaBaHe? U ga He ca Oounu B3aMMaHu Ha CepUuo3HO U ga ca Ourin cYMUTaHU 3a NCUXONOrMYEeCcKn?
... KMMHNYHU ...MNPEHEBPEIrBAHU Unn OA HE CA Ui BBMUMAHU HA CEPUO3HO UNn OA CA BUNA
NPU3HALU ...MOr'PELWLIHO NPUNMUNCAHU HA NOHE EAHO APYIO ®U3UNYECKO 3ABONABAHE? ... KNUHWUYHN CUYUTAHU 3A NCUXONOrMYECKN?
nnm NMPU3HALUM UNK
CUMITTOMW, OA, BEOHBX [A, HAKOIKO MbTH HE TOTAL cumnTomu, AA, HAKOIKO
KOUTO CE KOUTO CE OA, BEOHDBX nbTU HE TOTAL
NOABABAT U NMOABABAT U
U3YE3BAT N % N % N % N % U3YE3BAT N % N % N % N %
Oa 1062 18% 3 070 52% 1808 30% 5940 100% Oa 703 12% 3 352 56% 1885 32% 5940 100%
He 745 20% 1171 31% 1872 49% 3788 100% He 447 12% 1264 33% 2 077 55% 3788 100%
He 3Ham 143 19% 279 37% 336 44% 758 100% He 3Ham 96 13% 318 42% 344 45% 758 100%
TOTAL 1950 19% 4 520 43% 4016 38% 10 486 TOTAL 1 246 12% 4934 47% 4 306 41% 10 486
B Under-represented elements M Over-represented elements B Under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 468,4 ; dof= 4. The relationship is very significant. p-value= < 0,01 ; Chi2= 570,6 ; dof= 4.

Cross: ...KJIMHUYHW NPU3HaLUM UnN1M CUMNTOMMU, KOUTO ce nosiBABaT u nsvessar / 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.

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.

...KNMHUYHN NPU3HALIX UNA OA, BEOHBX OA, HAKOJIKO NMbTU HE TOTAL
CUMNTOMMU, KOUTO CE NOABABAT U
N3YE3BAT N % N % N % N %
[a 1485 25% 3 340 56% 1115 19% 5940 100%
He 987 26% 1364 36% 1437 38% 3788 100%
He 3Ham 211 28% 314 41% 233 31% 758 100%
TOTAL 2683 26% 5018 48% 2785 27% 10 486

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 532,5 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...HeBUAMMM CUMNTOMM KaTo OoJika, 3aMasiHOCT, rnmaBo6onus, npeymMmopa v gp. / ...norpewHo

...HEBMONMU
cuMmnTomMun
KATO BOJIKA,
3AMAAHOCT,
rMABOBOIN...
NPEYMOPA U

AaP.
Oa
He
He 3Ham

TOTAL

npunucaHn Ha NnoHe egHO Apyro (*)VI3VI'-IeCKO 3abonsiBaHe?

...NMOrPELLIHO NPUNMUCAHU HA NMOHE EAHO APYIO ®U3NYECKO 3ABOJNIABAHE?

OA, BEOHBX OA, HAKOJIKO NMbTU HE TOTAL
N % N % N % N %
1330 19% 3 580 51% 2110 30% 7 020 100%
533 18% 775 27% 1608 55% 2916 100%
87 16% 165 30% 298 54% 550 100%
1950 19% 4 520 43% 4016 38% 10 486

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 687,8 ; dof= 4.

Cross: ...HeBUAUMMU CUMINTOMMU KaTo Gornka, 3aMasHOCT, rmaBo6onus, npeymopa un gp. / ...
npeHebGpersaHu UNu aa He ca 6UNM B3MMaHU Ha CEPMO3HO UMK Aa ca GUNKM cYUTaHM 3a
MCUXONOrnyYecKn?

...HEBMWOUMM
CUMNTOMU
KATO BOJKA,
3AMAAHOCT,
rMABOBOJNUA,
NMPEYMOPA U

AaP.
Oa
He
He 3Ham

TOTAL

...NPEHEBPEIBAHU UK OA HE CA UM BBAUMAHU HA CEPUO3HO Ui OA CA BUINA
CYUTAHU 3A NCUXONOIrMYECKN?

OA, HAKOJKO
OA, BEOHDBX HE TOTAL
N % N % N % N
850 12% 3 966 56% 2204 31% 7020
332 1% 780 27% 1804 62% 2916
64 12% 188 34% 298 54% 550
1246 12% 4934 47% 4 306 41% 10 486

B Under-represented elements

B Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 898,9 ; dof= 4.

Cross: ...HeBMAMMM CUMINTOMM KaTo Oonka, 3amasiHOCT, rnmaBobonus, npeymopa u ap. / 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.

[a
He

He 3Ham

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.

%
56%
31%

34%

...HEBUOUMU CUMINTOMU KATO BOJIKA, OA, BEOHBX OA, HAKOJNKO NbTU
3AMAAHOCT, MABOBOIUA, MPEYMOPA
n ap. N % N
1793 26% 3932
743 25% 899
147 27% 187
2 683 26% 5018

TOTAL

B Under-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 826,2 ; dof= 4.
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HE

18%
44%
39%

27%

TOTAL
N %
7 020 100%
2916 100%
550 100%

10 486
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...BHe3arnHo nossBuUNu ce CMMNTOMU, U3NCKBALLU CreLllHa NOMOoLY / ...MOrpewHo npunmucaHn Ha Cross: ...BHe3arnHo nossBuUNu ce CMMNTOMU, U3NCKBALLU CrellHa NOMOoLY / ...npeHe6perBaHV| unun aa
noHe egHO Apyro CbVI3VI‘-IeCKO 3abonaBaHe? He ca OMNM B3UMaHU Ha CepUo3HO UIn ga ca OUNM cYUTaAHM 3a NCUXONOruyeckKkn?
...BHE3AINHO " ...NMPEHEBPEIBAHU UNX OA HE CA BN B3UMAHU HA CEPUO3HO UM OA CA BUITU
NOSIBUMM CE ...NMOrPEWHO NPUMNCAHU HA NOHE EOHO OPYIrO ®U3NYECKO 3ABONIABAHE? __BHE3AMHO CUVTAHM 3A NCUXONOrMYECKU?
CUMITOMMU, noABwUIN CE
WU3UCKBALLM DA, BEOHBX OA, HAKOJTKO NMbTU HE TOTAL CUMMTOMM, OA, HAKOINKO
CNELUHA N3UCKBALLU OA, BEOHBX NMbTU HE TOTAL
nomoty, N % N % N % N % CMELUHA
nomoty N % N % N % N %
Oa 852 18% 2 315 50% 1481 32% 4 648 100%
Oa 517 1% 2443 53% 1688 36% 4 648 100%
He 1001 19% 1925 37% 2 325 44% 5251 100%
He 651 12% 2180 42% 2420 46% 5251 100%
He 3Ham 97 17% 280 48% 210 36% 587 100%
He 3Ham 78 13% 311 53% 198 34% 587 100%
TOTAL 1950 19% 4 520 43% 4016 38% 10 486
TOTAL 1246 12% 4934 47% 4 306 41% 10 486
B Under-represented elements [l Over-represented elements
o o . B Under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 204,3 ; dof= 4.
The relationship is very significant. p-value= < 0,01 ; Chi2= 138,4 ; dof= 4.

Cross: ...BHe3anHo nosiBUiu ce CUMNTOMU, U3UCKBaLm cnewHa nomouy / 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.

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.

OA, BEOHBX OA, HAKOJKO MbTU HE TOTAL
...BHE3ANHO NOABWUIIN CE CUMINTOMMU,
M3UCKBALLM CTELLHA NMOMOLL N % N % N % N %
Ha 1118 24% 2531 54% 999 21% 4648 100%
He 1406 27% 2187 42% 1658 32% 5251 100%
He 3Ham 159 27% 300 51% 128 22% 587 100%
TOTAL 2683 26% 5018 48% 2785 27% 10 486

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 193,2 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Chapter 4.

Prevention

17y ek’

NW—. Ik

Barometer EIJROHDIS

A EURORDIS % INITIATIVE RARE DISEASES EUROPE



Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents living with a diagnosed rare disease

Cross: Typology of countries based on size and welfare / PagkoTo 3abonsiBaHe 6ewe guarHoCTULIMPAHO Npeaun paxgaHeTo

PAOKOTO 3ABONABAHE BELLE AMATHOCTULIMPAHO NMPEAN PAXXOAHETO

OA HE TOTAL
TYPOLOGY OF COUNTRIES 0
BASED ON SIZE AND WELFARE N % N % N %
Group A ('Eastern Europe') 23 1% 1589 99% 1612 100%
Group B ('Western Europe') 153 3% 4 664 97% 4 817 100%
Group C ('Northern Europe') 39 1% 2973 99% 3012 100%
TOTAL 215 2% 9 226 98% 9 441

B Under-represented elements [ Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 35,8 ; dof= 2.

Cross: Typology of countries based on size and welfare / Pagkoto 3abonsiBaHe 6elue AMarHOCTMLMPaAHO NOCPEeACTBOM CTaHAAPTHUTE TECTOBE, U3BBLPLUBAHU NPU paXKAaHeTo

PAOKOTO 3ABONABAHE BELWE OUATHOCTULIMPAHO NOCPEACTBOM CTAHOAPTHUTE TECTOBE, U3BBPLUBAHU NMPU PAXXOAHETO

OA HE TOTAL
TYPOLOGY OF COUNTRIES o
BASED ON SIZE AND WELFARE N % N % N %o
Group A ('Eastern Europe') 155 10% 1457 90% 1612 100%
Group B ('Western Europe') 336 7% 4 481 93% 4 817 100%
Group C ('Northern Europe') 93 3% 2919 97% 3012 100%
TOTAL 584 6% 8 857 94% 9 441

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 87,7 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Only respondents living with a diagnosed rare disease

Cross: [Ipyru 4uneHoBe Ha CEMEMCTBOTO ca 6UNu AMarHOCTULIMPaHU CbC ChLIOTO 3abonsBaHe / PaakoTo 3abonsBaHe 6elle AMarHOCTMLMPAHO Npeau paxnaHeTo

PAOKOTO 3ABOJIABAHE BELLE AMATHOCTULIMPAHO MNMPEON PAXXOAHETO

APYIY YNEHOBE HA
CEMEMCTBOTO CA BUNU OA HE TOTAL
OUATHOCTULIMPAHU CbC
CbLLOTO 3ABONABAHE N % N % N %
Na 39 3% 1270 97% 1309 100%
He 183 2% 8239 98% 8422 100%
TOTAL 222 2% 9 509 98% 9731

B Under-represented elements [l Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 3,3 ; dof= 1.

Cross: [lpyru uneHoBe Ha CEMeMCTBOTO ca GUnu AnarHocTMUMpaHu CbC CbLOTO 3abonsaBaHe / PagkoTo 3abonsiBaHe Gelle AMarHOCTULMPAHO NOCPeACTBOM CTaHOAAPTHUTE TeCTOBE, U3BBLPLLBAHU
npu paxgaHeTo

PAOKOTO 3ABONABAHE BELWLE AMATHOCTULIMPAHO NMOCPEACTBOM CTAHOAPTHUTE TECTOBE, U3BBPLUBAHU NMPU PAXXOAHETO

APYI'Y YNEHOBE HA
CEMEUCTBOTO CA BUITU OA HE TOTAL
OWATHOCTULUUPAHU CBC
CbLLOTO 3ABOJIABAHE N % N % N %
[Ha 38 3% 1249 97% 1287 100%
He 358 4% 7887 96% 8 245 100%
396 4% 9136 96% 9 532

TOTAL
B uUnder-represented elements M Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 5,4 ; dof= 1.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents living with a diagnosed rare disease

Cross: PsigkoTo 3abonsiBaHe Oewe AvnarHoctTuuumpaHo npeau paxgaHeto | C konko pa3nnyHn MeguunHCKU cneuymnanimcTm ce KOHCynTupaxrte (Ha MACTO Unn BMpTyaﬂHO) B TbpPCeHe Ha AwvarHosara?

C KONKO PA3NTIMYHU MEOULIMHCKU CNELUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UMK BUPTYAITHO) B TbPCEHE HA OUATHO3ATA?

PAOKOTO 3ABONABAHE BELUE 0 1 MEXAOY 2 U 4 MEXOY 5U7 MEXOY 8 U 10 HAL 10 TOTAL
AWATHOCTULIMPAHO NPEOU
PAXXOAHETO N % N % N % N % N % N % N %
Oa 5 2% 34 15% 112 50% 39 18% 11 5% 21 9% 222 100%
He 141 1% 1056 11% 4222 44% 1846 19% 717 8% 1527 16% 9 509 100%
TOTAL 146 2% 1090 11% 4334 45% 1885 19% 728 7% 1548 16% 9731

B Under-represented elements [ Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 14,3 ; dof= 5.

Cross: PsigkoTo 3a6onsiBaHe 6elle ANarHOCTULIMPAHO NOCPEeACTBOM CTaHAAPTHUTE TeCTOBE, U3BbPLUBAHU NpU paxaaHeTo / C KONKO pasnuYyHu MeAULMHCKA creuuanucTy ce KoHcynTupaxre (Ha
MSICTO UNM BUPTYyariHo) B TbpPCeHe Ha AnarHosara?

PAOKOTO 3ABONABAHE BELUE C KONKO PA3NTUYHN MEOULIMHCKU CNELUUATIUCTU CE KOHCYNTUPAXTE (HA MACTO U BUPTYAITHO) B TbPCEHE HA OUATHO3ATA?
OWATHOCTULUMUPAHO

NMOCPEOCTBOM CTAHOAPTHUTE 0 1 MEXOY 2 U 4 MEXOY 5U7 MEXLOY 8 U 10 HAL 10 TOTAL

TECTOBE, U3BbPLUBAHU MNMPU

PAXXOAHETO N % N % N % N % N % N % N %

Oa 22 6% 91 23% 191 48% 47 12% 10 3% 35 9% 396 100%
He 116 1% 964 11% 4 050 44% 1808 20% 712 8% 1489 16% 9139 100%
TOTAL 138 1% 1 055 1% 4241 44% 1855 19% 722 8% 1524 16% 9 535

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 141,8 ; dof= 5.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents living with a diagnosed rare disease

Cross: PsagkoTo 3abonsiBaHe 6elle guarHoCTULMpPAHO Npeau paxaaHeTto / A3, Unu NUUETO 3a KOeTo ce rpuxa, 6sixMe HacoueHU KbM GONHUYHO oTAeneHune, cneuvan3mpaHo 3a pAaKkoTo 3abonsBaHe
Wnu rpynara peaku 3abonsiBaHus

A3, WIN NINLETO 3A KOETO CE NPUXA, BAXME HACOYEHU KbM BOJIHUYHO OTAENEHUE, CNELUVAJIUSUPAHO 3A PAOKOTO 3ABOJIABAHE UITU T'PYMNATA PEOKN 3ABONABAHUA

PAOKOTO 3ABONABAHE BELUE OA HE TOTAL
OUWATHOCTULMPAHO NPEOU
PAXOAHETO N % N % N %
[a 146 66% 75 34% 221 100%
He 5429 57% 4014 43% 9443 100%
TOTAL 5 575 58% 4089 42% 9 664

B uUnder-represented elements WM Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 6,5 ; dof= 1.

Cross: PsgkoTo 3abonsiBaHe Oewe AunarHoctmuympaHo nocpeaAcTBOM CTaHAApPTHUTE TeCTOBe, U3BBbpPLUBaAHU NpPU paxaaHeTo [ A3, nnn nuueTo 3a KOeTo ce rpuxa, 0siXMe Haco4YeHU KbM GONTHUYHO
oTgerieHue, cneynanun3mpaHo 3a paakoto 3abonsiBaHe unu rpynarta pegku 3abonsiBaHuA

PAOKOTO 3ABONSABAHE BELUE A3, UNU NMULLETO 3A KOETO CE NPUXA, BAXME HACOYEHU KbM BONTHUYHO OTOENEHUE, CNELMATIM3UPAHO 3A PAOKOTO 3ABONSABAHE UMW MPYMNATA PEOKU 3ABONSABAHUA

OWATHOCTULUMPAHO
NOCPEACTBOM CTAHOAPTHUTE OA HE TOTAL
TECTOBE, U3BBbPLUBAHU NPU
PAXOAHETO N % N % N %
[a 271 69% 120 31% 391 100%
He 5185 57% 3 893 43% 9078 100%
TOTAL 5 456 58% 4013 42% 9 469

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 22,8 ; dof= 1.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents living with a diagnosed rare disease

Cross: PsigkoTo 3abonsiBaHe Gele AuWarHoCctmuupaHo npeau paxagaHeto | ...ncnxonorunyecka nogkpena

...NMCUXONOIrM4YECKA NOOKPEMNA

OA U OOCTATBYHO 3A OA, HO HE JOCTATBYHO
NMOKPUBAHE HA HYXXOUTE OA, HO HAMAM/HAMAX 3A NOKPUBAHE HA HE, HO HAMAM/HAMAX HE, HO UMAM/MUMAX
PAOKOTO 3ABONIABAHE BELLUE MW HYXOA HYXXOUTE MU HYXOA HYXOA TOTAL
OUATHOCTULMPAHO NPEOU
PAXXOAHETO N % N % N % N % N % N %
Oa 27 12% 21 9% 31 14% 47 21% 96 43% 222 100%
He 816 9% 873 9% 821 9% 2949 31% 4 050 43% 9 509 100%
TOTAL 843 9% 894 9% 852 9% 2 996 31% 4 146 43% 9731

B Under-represented elements [l Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 17,1 ; dof= 4.

Cross: PagkoTo 3abonsaBaHe 6elwwe AMarHOCTULMPaHO NOCPEeACTBOM CTaHOapPTHUTE TeCToBe, U3BbPLUBaHU NPU paxaaHeTo / ...ncuxosniormyecka nogkpena

...NCUXOJNOMMYECKA NOOKPEMNA

PAOKOTO 3ABONABAHE BELUE OA U OOCTATBYHO 3A OA, HO HE OOCTATBbYHO
OUATHOCTULUMPAHO NMOKPUBAHE HA HYXKOUTE OA, HO HAMAM/HAMAX 3A MNOKPUBAHE HA HE, HO HAMAM/HAMAX HE, HO UMAM/MMAX

NMOCPEACTBOM CTAHOAPTHUTE MU HYXOA HYXXOUTE MU HYXXOA HYXOA TOTAL

TECTOBE, U3BBPLUBAHU MPU

PAXOAHETO N % N % N % N % N % N %

Oa 54 14% 51 13% 44 11% 90 23% 157 40% 396 100%
He 762 8% 829 9% 783 9% 2 869 31% 3 896 43% 9139 100%
TOTAL 816 9% 880 9% 827 9% 2959 31% 4 053 43% 9 535

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 31,2 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents living with a diagnosed rare disease

Cross: PagkoTo 3abonsiBaHe b6elue AunarHoCcTuuymnpaHo npeauv paxgaHeTo / ...nogKpena B KOOPpAUMHUPAHETO Ha NrPUXuUTe, KaTo HaNpumMep NoOMoLY 3a OTKpMuBaHe Ha HeobGxoagMmara MHCbOpMaLIMH 3a
3abonsABaHeTO U TOYHUTE CneLmnanucTy, opraHu3npaHe Ha npernegu € pas3findyHu 3gpaBHU ﬂpOCpeCMOHanVICTM n ap.

...NMOAKPENA B KOOPOAUHUPAHETO HA NrPUXXWUTE, KATO HAMPUMEP NOMOLL, 3A OTKPUBAHE HA HEOEXOOUMATA UH®OPMALUA 3A 3ABOJTABAHETO U TOYHUTE CNELUMANUCTW,
OPIrAHU3WUPAHE HA NPEIMEAU C PA3ITUYHU 30PABHU NPO®ECUOHAIUCTU U OP.

OA U OOCTATBYHO 3A OA, HO HE JOCTATBYHO
NMOKPUBAHE HA HYXXOUTE OA, HO HAMAM/HAMAX 3A MNOKPUBAHE HA HE, HO HAMAM/HAMAX HE, HO UMAM/MMAX
PAOKOTO 3ABONABAHE BELLE MU HYXXOA HY>XXOUTE MU HYXOA HY>XXOA TOTAL
OUWATHOCTULUMUPAHO NMPEOU
PAXOAHETO N % N % N % N % N % N %
Oa 59 27% 11 5% 37 17% 29 13% 86 39% 222 100%
He 1927 20% 354 4% 1309 14% 1502 16% 4417 46% 9 509 100%
TOTAL 1986 20% 365 4% 1346 14% 1531 16% 4503 46% 9731

B uUnder-represented elements M Over-represented elements
The relationship is significant. p-value= 0,0 ; Chi2= 10,2 ; dof= 4.

Cross: PsigkoTo 3a6onsiBaHe 6elue AnarHOCTULMPAHO NOCPEeACTBOM CTaHAAPTHUTE TeCTOBE, U3BBLPLUBAHU NPU paXaaHeTo / ...noAKpena B KOOPAUHUPAHETO Ha FPUXKUTE, KaTO Hanpumep NomoLy 3a
OTKpMBaHe Ha Heo6xoauMaTa MHpopmMauuA 3a 3a6onsBaHETO M TOYHUTE CNEeLnanucTu, opraHusMpaHe Ha nperneau ¢ pasnuyHu 3gpaBHU Npod)ecuoHanucTu 1 ap.

...NMOAKPENA B KOOPOAUHUPAHETO HA NrPVXXUTE, KATO HAMPUMEP NOMOLL, 3A OTKPUBAHE HA HEOEXOOAUMATA UH®OPMALUA 3A 3ABOJIABAHETO U TOYHUTE CNELUMANUCTW,
OPTAHU3UPAHE HA MNMPEMEQW C PA3NUYHU 30PABHUN NPO®PECUOHATIUCTU U OP.

PAOKOTO 3ABONABAHE BELLE OA U OOCTATBYHO 3A OA, HO HE JOCTATBYHO
OUWATHOCTULIMPAHO NMOKPUBAHE HA HYXXOUTE OA, HO HAMAM/HAMAX 3A NMOKPUBAHE HA HE, HO HAMAM/HAMAX HE, HO UMAM/UMAX

NMOCPEACTBOM CTAHOAPTHUTE MU HYXOA HYXXOUTE MU HY>XXOA HYXOA TOTAL

TECTOBE, U3BBHLPLUBAHU MPU

PAXXOAHETO N % N % N % N % N % N %

Oa 129 33% 19 5% 61 15% 48 12% 139 35% 396 100%
He 1805 20% 333 4% 1250 14% 1458 16% 4293 47% 9139 100%
TOTAL 1934 20% 352 4% 1311 14% 1 506 16% 4432 46% 9 535

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 48,0 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents living with a diagnosed rare disease

Cross: PsigkoTo 3abonsiBaHe Oelwe gnarHocTMUMpaHO npeau paxaaHeTto / ...omHaHCOBa nogkpena, BKINKYUTEITHO NeHcus no 6onecrt

...0MUHAHCOBA NOAKPEMA, BKITFOYUTEJTHO NEHCUA NO BONECT
OA U OOCTATBYHO 3A

OA, HO HE AOCTATBbYHO
NOKPUBAHE HA HYXKOUTE OA, HO HAMAM/HAMAX 3A NOKPUBAHE HA HE, HO HAMAM/HAMAX HE, HO UMAM/MUMAX
PAOKOTO 3ABONABAHE BELLE MU HY>KOA HYXXOWUTE MU HY>XXOA HYXXOA TOTAL
AWATHOCTULMPAHO NPEOU
PAXXOAHETO N % N % N % N % N % N %
Ja 39 18% 7 3% 37 17% 61 28% 77 35% 221 100%
He 1278 14% 216 2% 1058 11% 3310 35% 3581 38% 9 443 100%
TOTAL 1317 14% 223 2% 1095 11% 3371 35% 3658 38% 9 664

B Under-represented elements [l Over-represented elements
The relationship is significant. p-value= 0,0 ; Chi2= 13,2 ; dof= 4.

Cross: PagkoTo 3abonsaBaHe 6elle AMarHOCTULMPaHO NOCPEeACTBOM CTaHOapPTHUTE TeCTOBe, U3BbLPLUBaHU NPU paxaaHeTo / ...puHaHCOBa noakpena, BKKOYUTENTHO NeHcus no 6onecrt

...0UHAHCOBA NOJAKPEMA, BKITFOYUTEJIHO NMEHCUA NO BOJIECT

PAOKOTO 3ABONABAHE BELLE OA U OOCTATBYHO 3A OA, HO HE OOCTATBYHO
OUATHOCTULUMUPAHO MOKPUBAHE HA HYXXOUTE OA, HO HAMAM/HAMAX 3A NMOKPUBAHE HA HE, HO HAMAM/HAMAX HE, HO UMAM/UMAX

NOCPEOCTBOM CTAHOAPTHUTE MU HYXXOA HYXXOWUTE MU HYXXOA HYXXOA TOTAL

TECTOBE, U3BBHLPLUBAHU MNMPU

PAXOAHETO N % N % N % N % N % N %

[Ha 88 23% 21 5% 54 14% 93 24% 135 35% 391 100%
He 1202 13% 193 2% 1016 1% 3237 36% 3430 38% 9 078 100%
TOTAL 1290 14% 214 2% 1070 1% 3330 35% 3 565 38% 9 469

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 59,4 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents living with a diagnosed rare disease

Cross: PagkoTo 3abonsiBaHe 6elue guarHocTuuupaHo npeau paxaaHeto / Bue, nnuv nuuero 3a KoeTo ce rpuxuTte, nogabpxaTe nNnvu Bpb3Ka € APYru Xopa CbC CbLOTO PAKO 3abonsiBaHe Unu ¢
HegMarHocTULMpPaAHO pAAKO 3abonsaBaHe?

BUE, UM JINLIETO 3A KOETO CE NTPUXWTE, MOOABPXATE JIn BPb3KA C IPYTU XOPA CbC CbLLUOTO PAOKO 3ABONABAHE UK C HEAMATHOCTULIMPAHO PAOKO 3ABONABAHE?

HE, NTOPAOU
3ATPYOHEH HE, Tb1 KATO HE
OA, MOCPEOCTBOM [OCTbN (HAMP. ycnax oA OTKPUA
OA, MOCPEOCTBOM AA, NOCPEACTBOM PEFMOHAINHA E3UKOBU UNKA OPYI'U XOPA CbC
NALUMEHTCKA OHNAWH MPEXWU (HANP. TEXHUYECKU CbLOTO HE, 3ALLOTO A3 HE
PAOKOTO 3ABONABAHE BELLUE OPrAHMU3ALNA OBLLHOCTU YUUNULLA) BAPUEPW) 3ABONABAHE UCKAM OPYro, YTOYHETE TOTAL
OUATHOCTULMPAHO NMPEOU
PAXXOAHETO N % N % N % N % N % N % N % N %
Oa 131 59% 95 43% 6 3% 2 1% 23 10% 15 7% 7 3% 222
He 4953 52% 4623 49% 406 4% 155 2% 1052 1% 485 5% 464 5% 9 509
TOTAL 5084 52% 4718 48% 412 4% 157 2% 1075 1% 500 5% 471 5% 9731

B under-represented elements M Over-represented elements

The relationship is not significant. p-value= 0,2 ; Chi2= 8,1 ; dof= 6.

Cross: PsigkoTo 3abonsiBaHe Gelie AunarHoctmymnpaHo nocpeacTtBOoM CTaHAApPTHUTE TeCTOoBe, U3BBbpPLUBaAHU Npu paxaaHeTo | Bue, unn nnueTo 3a KOeTo ce rpnXxuTte, nogabpXxaTte NI BPpb3Ka C Apyru xopa
CbC CBHLOTO PAOKO 3abonsiBaHe Unu ¢ HegnarHOCTULUMpPaAHO pAOKO 3abonsiBaHe?

BUE, UNN NNIULIETO 3A KOETO CE IPVXXUTE, MOOABPXATE J1IM BPB3KA C [IPYI'U XOPA CbC CbLLOTO PAOKO 3ABONABAHE UNU C HEOAUATHOCTULIMPAHO PAOKO 3ABONABAHE?

HE, MOPAOU
3ATPYOHEH HE, Tb1 KATO HE
OA, MOCPEOCTBOM AOOCTbBbM (HANP. ycnax oA OTKPUsA
PAOKOTO 3ABONABAHE BELUE OA, NOCPEOCTBOM  [OA, MOCPEOCTBOM PEMMOHAITHU E3NKOBU Unun OPYI XOPA CbC
OWATHOCTULIMPAHO NALUMEHTCKA OHIAMH MPEXW (HANP. TEXHUYECKU CbLOTO HE, 3ALLOTO A3 HE
NOCPEACTBOM CTAHOAPTHUTE OPrAHU3ALMUA OBLUHOCTH YUMNULLA) BAPUEPW) 3ABONABAHE UCKAM OPYIrO, YTOYHETE TOTAL
TECTOBE, U3BBPLUBAHU MPU
PAXXOAHETO N % N % N % N % N % N % N % N %
Ha 243 61% 166 42% 18 5% 5 1% 33 8% 19 5% 16 4% 396
He 4736 52% 4473 49% 383 4% 148 2% 1013 1% 469 5% 445 5% 9139

B under-represented elements WM Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 14,1 ; dof= 6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Chapter 4.

Prevention
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

C KOJKO pasfiM4yH1M MeaAuLMHCKN cneumarnuncTu ce KOHcynTupaxrte (Ha MACTO uUnu C KOJKO pasfiMyHu MeauLUHCKU cneumarniMcTu ce KOHcynTupaxTte (Ha MACTO UM BUPTYariHoO) B
BUPTYyarnHo) B TbpceHe Ha AguMarHo3ara? TbpceHe Ha guarHosara?
N
0 155 0 l 1%
1 1150
mexay 5un7 2033
mexay 8 n 10 791
TOTAL 10 486

mexay 8 n 10 8%

Hag 10 17%
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Multiple Cross

C
[ TIME BETWEEN FIRST SYMPTOMS
creumanucTy ce TIME BETWEEN FIRST SYMPTOMS TIME BETWEEN FIRST SYMPTOM TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS
KOHCYnTHpaxTe (Ha AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
MSICTO UNU YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
BUPTYanHo) B TbpCeHe
Ha gnarHosata? MEAN N MEAN N MEAN N MEAN N MEAN N
0-1 13 846 24 815 31 532 1,0 924 2,5 824
mexay 2 n 4 0,7 3394 2,5 3213 2,5 2042 1.8 3478 3.1 2 956
mexay Sun 7 0,3 1600 3,1 1501 3,7 806 3,3 1563 4,4 1276
vexay 8 n 10 0,4 597 44 575 4,8 304 55 592 6,9 455
Hag 10 0,3 1383 6,9 1218 8,6 651 97 1286 10,9 996

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Fisher= 7,9.
Inter variance= 362,7. Intra variance= 45,8.

Mean = average time, in number of years

N = number of respondents for which we have the average time
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: Gender of the person affected by the rare disease / C konko pasnM4yHn MegUUUHCKM cneluanucTu ce KOHcynTupaxTte (Ha MACTO UK BUPTYarnHoO) B TbpCeHe Ha gnarHo3sarta?

GENDER OF THE
PERSON AFFECTED
BY THE RARE
DISEASE N
YKeHa 747
Mbx 393
Opyro 16
TOTAL 1156

0-1

C KOJKO PA3NTMYHN MEOAULIMHCKU CMEUUATTUCTU CE KOHCYNTUPAXTE (HA MACTO N BUPTYAITHO) B TbPCEHE HA IUMATHO3ATA?

MEXLOY 2 N 4

N

N
(oed
N
-

-
(O8]
N
H

45
4190

The relationship is very significant. p-value= < 0,01 ; Chi2= 67,3 ; dof= 8.

%
42%
47%
45%
44%

B Under-represented elements

MEXOY S5 U7

N

1315
538
15
1868

%

20%
19%
15%
20%

B Over-represented elements

MEXLOY 8 U 10

%

8%
%
6%
8%

HALO 10

1244

(]
[=2]
(=]

N
(o]

1629

TOTAL

6 659
2810

101
9 570

Cross: Point prevalence of the rare disease / C konko pasnmiHu MegULMHCKX CMeuuanucT ce KOHCynTupaxrte (Ha MACTO UM BUPTyarnHo) B TbpCeHe Ha guarHo3arta?

POINT PREVALENCE OF THE
RARE DISEASE

1-5/10 000
1-9 /100 000
1-9/1 000 000
<1/1 000 000
TOTAL

338
271
54

752

C KOJTIKO PA3JTMYHN MEOAUUMHCKN CNELUUATIUCTU CE KOHCYNTUPAXTE (HA MACTO U BUPTYAITHO) B TbPCEHE HA IUATHO3ATA?

%

14%
14%
12%
10%

13%

The relationship is very significant. p-value= < 0,01 ; Chi2= 61,9 ; dof= 12.

MEXOY 2 N 4
N %
1102 46%
934 47%
191 42%
334 39%
2 561 45%

B Under-represented elements

MEXOY SN 7

1081

B Over-represented elements

%
17%
20%
22%
20%
19%

MEXLOY 8 N 10

N

178

%

7%
6%
9%
9%
7%

HALO 10

%

16%
14%
15%
22%

16%

2 407
1999
459
856
5721

TOTAL

%
100%
100%
100%

%
100%
100%
100%
100%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Age of the person affected by the rare disease when the first symptoms were noticed (calculated variable) / C konko pasnM4yHn MegUUMHCKK cneumnanmnucTu ce KoOHcynTupaxrte (Ha MACTO Unn
BMPTYyanHo) B TbpceHe Ha guarHosarta?

C KOJKO PA3NTIUYHU MEOULIMHCKU CMELUMATTIUCTU CE KOHCYNTUPAXTE (HA MACTO UMK BUPTYAITHO) B TbPCEHE HA AUATHO3ATA?

AGE OF THE PERSON AFFECTED BY THE RARE 0-1 MEXLOY 2 1 4 MEXOY SN 7 MEXLOY 8 N 10 HALO 10 TOTAL
DISEASE WHEN THE FIRST SYMPTOMS WERE

NOTICED (CALCULATED VARIABLE) N % N % N % N % N % N %

Less than 2 years old 316 15% 848 1% 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% 1062 45% 530 23% 197 8% 330 14% 2 353 100%
50 years old or more 150 14% 605 55% 193 A7% 68 6% 91 8% 1107 100%
TOTAL 959 1% 3 666 44% 1663 20% 642 8% 1430 17% 8 360

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 257,8 ; dof= 20.

Cross: Genetic diseases / C KOnko pasnM4yHn MeguLUMHCKA cneuuanucTu ce KOHCcynTupaxrte (Ha MACTO UK BUPTYarnHo) B TbpCeHe Ha gnarHo3aTta?

C KOJKO PA3NTIUYHU MEOULIMHCKU CMELUMATTIUCTU CE KOHCYNTUPAXTE (HA MACTO UMK BUPTYAITHO) B TbPCEHE HA AMATHO3ATA?

0-1 MEXAOY 2 U 4 MEXOY 5U7 MEXAOY 8 U 10 HAL 10 TOTAL
GENETIC DISEASES N % N % N % N % N % N %
Genetic diseases 775 14% 2278 42% 1003 18% 399 7% 992 18% 5 447 100%
Non Genetic diseases 244 9% 1315 50% 560 21% 210 8% 298 11% 2 627 100%
TOTAL 1019 13% 3593 45% 1563 19% 609 8% 1290 16% 8 074

B Under-represented elements [ Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 122,4 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: A3, nu nNuuEeTo 3a KOeTo ce rpuxa, 6sixme Haco4eHU KbM DONTHUYHO oTAeneHue, cneuanu3npaHo 3a paaKoTo 3abonsiBaHe Uy rpynarta peaky 3abonasaHusa / C KONKO pa3nuyHu
MeAMWLIMHCKMU CrieluanucTy ce KOHCynTupaxre (Ha MSCTO Unu BUPTyarnHo) B TbpCeHe Ha AvarHosara?

C KOJIKO PA3JINYHU MEOULIMHCKU CMELUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UK BUPTYAIHO) B TbPCEHE HA OJUATHO3ATA?
A3, UINMN NNIMLUETO 3A KOETO CE 'PUXA, BAXME
HACOYEHU KbM BOJIHWYHO OTAENEHUE, 0-1 MEXOY 2 1 4 MEXOY 5N 7 MEXOY 8 N 10 HAO 10 TOTAL
CMEUNATTIU3NPAHO 3A PAOKOTO 3ABONABAHE

WIU rPYNATA PEOKU 3ABONABAHUSA N % N % N % N % N % N %
[a 802 13% 2812 47% 1085 18% 408 7% 891 15% 5998 100%
He 497 1% 1731 39% 933 21% 372 8% 882 20% 4415 100%
Non-response 6 8% 26 36% 15 21% " 15% 15 21% 73 100%
TOTAL 1 305 12% 4569 44% 2033 19% 791 8% 1788 17% 10 486

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 111,9 ; dof= 8.

Cross: [Ipyru uneHoBe Ha CEMeMACTBOTO ca GuUNu AMarHOCTULMpPaHU CbC ChLIOTO 3ab6onsiBaHe / C KOMKO pa3fUyHU MeOULIMHCKMU CMeLuanucT ce KOHCynTupaxre (Ha MsiCTO U BUPTyarnHo) B
TbpceHe Ha guarHo3arta?

C KOIKO PA3NIMYHN MEOULIMHCKU CMELUUATTIUCTU CE KOHCYINTUPAXTE (HA MACTO N BUPTYAITHO) B TbPCEHE HA IMATHO3ATA?

} 0-1 MEXLOY 2 U 4 MEXOY5U7 MEXLOY 8 1 10 HAQL 10 TOTAL
OPYI'U YIEHOBE HA CEMEUCTBOTO CA BUNU
OWATHOCTULUUPAHU CBC CHLUOTO 3ABONABAHE N % N % N % N % N % N %
Oa 309 24% 604 46% 184 14% 63 5% 149 1% 1 309 100%
He 927 1% 3730 44% 1701 20% 665 8% 1399 17% 8 422 100%
Non-response 1 14% 24 31% 18 23% 2 3% 22 29% 77 100%
TOTAL 1247 13% 4 358 44% 1903 19% 730 7% 1570 16% 9 808

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 212,1 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...norpeLwHo Npun1ucaHu Ha noHe egHo Apyro cmsnyecko 3abonsasaHe? / C KONKO pas3nMyHu MeAULIMHCKUN CreumanncT ce KOHCynTupaxre (Ha MACTO unv BUPTyasiHO) B TbpPCEHe Ha
AvarHosara?

C KOJIKO PA3JINYHU MEOULIMHCKU CMELUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UK BUPTYAIHO) B TbPCEHE HA OJUATHO3ATA?

0-1 MEXOY 2 1 4 MEXOY 5N 7 MEXOY 8 N 10 HAO 10 TOTAL
...NOrPEWHO NPUNMNCAHU HA NMOHE EOHO APYIO
®U3NYECKO 3ABO0NABAHE? N % N % N % N % N % N %
OA, BegHbX 181 9% 1092 56% 398 20% 134 7% 145 7% 1950 100%
OA, HAKOMKO MbTK 186 4% 1 386 31% 1084 24% 504 1% 1360 30% 4 520 100%
He 938 23% 2091 52% 551 14% 153 4% 283 7% 4016 100%
TOTAL 1305 12% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 2 022,5 ; dof= 8.

Cross: ...npeHeGpereaHn unu ga He ca 6unNu B3MMaHW Ha CEPUO3HO UMK Aa ca Gunu cumTaHm 3a ncuxonormyeckn? / C KONKo pasnUYHU MegULMHCKN CreLlmuarnucTy ce KoOHcynTupaxTe (Ha MACTO uUnu
BUPTYasriHo) B ThpceHe Ha guarHosarta?
C KOJIKO PA3NMUYHU MEOULUMHCKU CNEUMATNTUCTU CE KOHCYNTUPAXTE (HA MACTO UM BUPTYAITHO) B TbPCEHE HA OUATHO3ATA?

...NPEHEBPEIBAHU WUJIN A HE CA BUJIN 0-1 MEXOY 2 1 4 MEXOY SN 7 MEXOY 8 N 10 HALO 10 TOTAL
B3MMAHWU HA CEPUO3HO U OA CA BUINU

CYUTAHU 3A MCUXONOIrMYECKUN? N % N % N % N % N % N %
OA, BegHBbX 116 9% 660 53% 276 22% 83 7% 111 9% 1246 100%
OA, HAKOMNKO NbTH 277 6% 1600 32% 1142 23% 551 11% 1364 28% 4934 100%
He 912 21% 2309 54% 615 14% 157 4% 313 7% 4 306 100%
TOTAL 1305 12% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 1 612,0 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: 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.
| C KOMnKo pasnu4Hn MegULMHCKM cneumnanunucTu ce KoHcynTupaxTte (Ha MACTO UM BUPTYariHO) B TbpCeHe Ha AuMarHo3aTa?

HAS THE PERSON AFFECTED BY THE RARE C KOJIKO PA3NNYHN MEOULUMHCKU CMELUMAIIUCTU CE KOHCYNTUPAXTE (HA MACTO U BUPTYAITHO) B TbPCEHE HA IUATHO3ATA?
DISEASE ALREADY BEEN MISDIAGNOSED?
CALCULATED VARIABLE THAT COMPUTES THE 0-1 MEXOY 2 1 4 MEXOY S5 U7 MEXLOY 8 U 10 HALO 10 TOTAL
NUMBER OF TIMES THE PERSON AFFECTED BY THE
RARE DISEASE WAS MISDIAGNOSED. N % N % N % N % N % N %

JA, BegHbX 304 11% 1402 52% 529 20% 186 7% 262 10% 2683 100%
[A, HAKOMKO NbTH 229 5% 1683 34% 1184 24% 529 11% 1393 28% 5018 100%
He 772 28% 1484 53% 320 11% 76 3% 133 5% 2785 100%
TOTAL 1305 12% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 1 947,3 ; dof= 8.

Cross: Ha konko roguMHu 6s1xTe, KOrato 3aBbpLUMXTE Hal-BUCOKaTa cTeneH Ha BalweTo obpa3oBaHue - pefoBHO 0by4eHue (6e3 Aa BKNoYBaTe AOMbIHUTENHM KypCcoBe 3a oby4yeHue unm
kBanudukauus)? / C KONKo pasnmyHu MeguLMHCKN CneumarnmcTu ce KOHCcynTupaxrte (Ha MACTO UMM BUPTYasiHO) B TbpPCeHe Ha gnarHosara?

HA KOJIKO rOANHN BAXTE, KOrATO 3ABbPLUUXTE C KOJIKO PA3NMUYHU MEOULUMHCKU CNEUMATNTUCTU CE KOHCYNTUPAXTE (HA MACTO U BUPTYAINNIHO) B TbPCEHE HA OUATHO3ATA?
HAU-BUCOKATA CTEMNEH HA BALLUETO
OBPA30BAHME - PEOOBHO OBYYEHUE (BE3 OA 0-1 MEXLOY 2 U 4 MEXOY5U7 MEXLOY 8 1 10 HAL 10 TOTAL
BKIMIOYBATE AONBIHUTENHU KYPCOBE 3A
OBYYEHUE U KBANTU®UKALIUA)? N % N % N % N % N % N %

15 . unu no-manko 50 1% 214 47% 77 17% 33 7% 81 18% 455 100%
mexay 16 n 19 r. 312 13% 1135 46% 449 18% 181 7% 387 16% 2 464 100%
mexay 20 n 23 r. 362 12% 1337 44% 627 21% 227 8% 469 16% 3022 100%
24 r. unu noseye 374 12% 1303 41% 622 20% 246 8% 600 19% 3145 100%
TOTAL 1098 12% 3989 44% 1775 20% 687 8% 1537 17% 9 086

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 30,5 ; dof= 12.

’ AR
V7o *y
Rare

*
bAS
Barometer EURORDIS
AEURORDIS ¥ INITIATIVE

'RARE DISEASES EUROPE




Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Kak 6uxTte ce onucanu? / C Konko pasfiMmiHn MeauLMHCKN cneunarnmcTu ce KOHcynTupaxrte (Ha MACTO Unu BUPTyarnHo) B TbpCeHe Ha AgnarHosarta?

C KOJKO PA3NTMYHN MEOAULUMHCKM CMELUUATTIUCTU CE KOHCYNTUPAXTE (HA MACTO NN BUPTYAITHO) B TbPCEHE HA IUATHO3ATA?

0-1 MEXOY 2WU 4 MEXOY5WU7 MEXOY 8 U 10 HAQL 10 TOTAL
KAK BUXTE CE OMUCAINN? N % N % N % N % N % N %

MpuHagnexa KbM eTHUYECKOTO MHO3MHCTBO B Abp)KaBaTa,

835 12% 3062 43% 1419 20% 550 8% 1259 18% 7125 100%
KbETO XMBes
YacT cbM OT eTHMYeCcko MarnuuHCTBO B AbpKaBara,

57 12% 207 45% 82 18% 31 7% 88 19% 465 100%

KbETO XMBes
[Opyro, yTouyHeTe 43 13% 143 42% 68 20% 25 7% 58 17% 337 100%
TOTAL 935 12% 3412 43% 1569 20% 606 8% 1405 18% 7 927

B Under-represented elements [l Over-represented elements

The relationship is not significant. p-value= 0,9 ; Chi2= 2,9 ; dof= 8.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / C konko pasnniHn meguUUMHCKN cneuuanunucTu ce KOHCynTupaxrte (Ha MACTO UM BUPTYyanHo) B
TbpceHe Ha guarHosara?

C KOJIKO PA3JTMYHN MEOAULMHCKM CMEUUATIUCTU CE KOHCYNTUPAXTE (HA MACTO UNU BUPTYAITHO) B TbPCEHE HA IMATHO3ATA?

DISEASE COMPLEXITY CLASSIFIED INTO FIVE 0-1 MEXAOY 21 4 MEXOY5U7 MEXOY 8 U 10 HAQO 10 TOTAL
GROUPS, BASED ON THE NUMBER OF AFFECTED
BODY PARTS. N % N % N % N % N % N %

1-3 body parts 863 14% 3067 50% 1113 18% 406 7% 654 11% 6103 100%
4-7 body parts 345 11% 1171 38% 700 23% 258 8% 607 20% 3081 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 1305 12% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 927,2 ; dof= 16.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Mons, M36epeTe n3pevyeHuneTo, Koeto Hal7|-p,06pe onucea BawaTta cutyauusa Uin nonoxeHmeTo Ha YoBeKa, 3a KOroto ce rpmxuTe: | C xonko pas3nnyiHdn veguumMHCKM cneuymanucTum ce
KOHCynTUupaxrte (Ha MACTO Unn BMpTyaﬂHO) B TbpPCeHe Ha AvarHosara?

C KONKO PA3NTMYHN MEOULIMHCKN CNELUMATTIUCTU CE KOHCYNTUPAXTE (HA MACTO UMK BUPTYAITHO) B TbPCEHE HA OUATHO3ATA?

} 0-1 MEXOY 2 U 4 MEXOY5WU7 MEXAOY 8 U 10 HALO 10 TOTAL
MOIA, UBBEPETE UBPEYEHUETO, KOETO HAU-OOBPE ONMUCBA BALLATA
CUTYALIUA UITUN NOJNTOXKEHUETO HA YOBEKA, 3A KOIOTO CE IPUXXUTE: N % N % N % N % N % N %
3Ham MMETO Ha psigkoTo 3abonsiBaHe, CUHAPOM UM MandgopmMaumsi, u 1o e
MOTBBPOEHO nocpeactsBOM NOAXOASALUM FEHETUYHU, KIMHUYHK, 06pa3Ho-
1182 13% 4122 46% 1731 19% 645 7% 1368 15% 9 048 100%

OVarHOCTUYHW, MOSEKYNSIPHY UM BUOXMMUYHK n3cneaBaHus (Hanp. Guoncus,
KPBBHW UM YPUHHW TECTOBE)
3Ham MMETO Ha psigkoTo 3abonsiBaHe, CUHAPOM MM MandopmMaumsi, HO To oLle
HE e noTBbpAeHO NOCPeaCcTBOM MOAXOASALMN FEHETUYHM, KITMHUYHK, 06pasHo- 65 9% 236 31% 172 23% 85 11% 202 27% 760 100%
ONArHOCTUYHW, MOSEKYSAPHU UM BUOXMMWYHWN N3CrenBaHus
Mmam camo YACTUYHA nHdopmaumst 3a MMETO Ha psSAKOTO 3abonsiBaHe unn

25 8% 94 31% 61 20% 28 9% 98 32% 306 100%
reHa, KOMTO ro NpUYMHABA, UK BMAA Ha 3abonsaBaHeTo
3HaM, Ye 3abonsiBaHETO € PSIAKO, HO MMETO UIn NpuunHuTenaT gocera HE CA

27 8% 109 31% 68 20% 30 9% 114 33% 348 100%
OTKPUTW
[pyro, yToyHeTe 6 25% 8 33% 1 4% 3 13% 6 25% 24 100%
TOTAL 1 305 12% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 262,3 ; dof= 16.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Orphacode associated nomenclature (english) / C konko pasnMyHn MmeguUMHCKN cneuuanuncTu ce KOHcynTupaxrte (Ha MACTO UNn BUPTYyarHo) B TbpCeHe Ha guarHosara?

C KOJIKO PA3NNYHN MEOULUHCKU CMELMATIUCTU CE KOHCYNTUPAXTE (HA MACTO U BUPTYAITHO) B TbPCEHE HA OUATHO3ATA?

0-1 MEXOY 2 U 4 MEXOY5U7 MEXAOY 8 U 10 HAQO 10 TOTAL
ORPHACODE ASSOCIATED NOMENCLATURE (ENGLISH) N % N % N % N % N % N %
Hereditary hemorrhagic telangiectasia 118 26% 230 50% 53 12% 22 5% 35 8% 458 100%
Hypermobile Ehlers-Danlos syndrome 7 2% 44 14% 55 17% 39 12% 172 54% 317 100%
Sarcoidosis 20 12% 86 51% 37 22% 10 6% 17 10% 170 100%
Classical Ehlers-Danlos syndrome 5 4% 33 24% 25 18% 1 8% 63 46% 137 100%
Williams syndrome 35 26% 57 42% 27 20% 5 4% 12 9% 136 100%
Cystic fibrosis 34 27% 62 48% 22 17% 3 2% 7 5% 128 100%
Myasthenia gravis 10 8% 67 56% 20 17% 8 7% 15 13% 120 100%
Systemic sclerosis 13 12% 66 62% 17 16% 6 6% 5 5% 107 100%
Tuberous sclerosis complex 19 19% 50 51% 19 19% 4 4% 6 6% 98 100%
Neurofibromatosis type 1 15 16% 49 53% 15 16% 6 7% 7 8% 92 100%
Interstitial cystitis 3 4% 22 30% 25 34% 12 16% 12 16% 74 100%
Addison disease 6 8% 35 48% 18 25% 5 7% 9 12% 73 100%
22911.2 deletion syndrome 17 25% 26 38% 13 19% 6 9% 6 9% 68 100%
Chronic inflammatory demyelinating polyneuropathy 9 14% 34 52% 11 17% 3 5% 8 12% 65 100%
Perineural cyst 5 8% 22 35% 18 29% 6 10% 12 19% 63 100%
Acute inflammatory demyelinating polyradiculoneuropathy 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%
Fragile X syndrome 4 8% 23 47% 12 24% 6 12% 4 8% 49 100%
BehA§et disease 1 2% 14 30% 15 32% 5 1% 12 26% 47 100%

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 8 482,9 ; dof= 6 700.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Orphanet classification of rare diseases (one disease can be classified in several categories) / C konko pasnuyHm MegUuLMUHCKU CNeLnanunucTu ce KOHCynTupaxTe (Ha MACTO UM BUPTYariHO) B
TbpceHe Ha AuarHosara?

C KOJKO PA3NTIUYHU MEOULIMHCKU CMELUMATTIUCTU CE KOHCYNTUPAXTE (HA MACTO UMK BUPTYAITHO) B TbPCEHE HA AUATHO3ATA?

0-1 MEXOY 21 4 MEXAQY 5WU7 MEXAOY 8 U 10 HAQO 10 TOTAL
ORPHANET CLASSIFICATION OF RARE DISEASES (ONE DISEASE CAN BE
CLASSIFIED IN SEVERAL CATEGORIES) N % N % N % N % N % N %
Abdominal surgical diseases 27 1% 77 32% 39 16% 19 8% 77 32% 239 100%
Allergic diseases 0 0% 1 33% 2 67% 0 0% 0 0% 3 100%
Bone diseases 140 18% 310 39% 145 18% 59 7% 145 18% 799 100%
Cardiac diseases 88 13% 348 53% 119 18% 34 5% il 11% 660 100%
Cardiac malformations 63 21% 128 43% 49 17% 18 6% 37 13% 295 100%
Circulatory system diseases 230 17% 616 46% 239 18% 102 8% 164 12% 1 351 100%
Clinical sign 0 0% 0 0% 0 0% 0 0% 0 0% 0 100%
Developmental anomalies during embryogenesis 479 14% 1310 39% 602 18% 265 8% 691 21% 3 347 100%
Diseases due to toxic effects 0 0% 1 33% 1 33% 0 0% 1 33% 3 100%
Endocrine diseases 124 12% 455 46% 217 22% 75 8% 124 12% 995 100%
Gastroenterological diseases 57 19% 147 48% 50 16% 20 7% 31 10% 305 100%
Genetic diseases 775 14% 2278 42% 1003 18% 399 7% 992 18% 5447 100%
Gynecologic/obstetric diseases 49 17% 112 39% 55 19% 24 8% 44 15% 284 100%
Hematological diseases 70 17% 190 46% 77 19% 31 8% 44 11% 412 100%
Hepatic diseases 207 23% 446 50% 124 14% 39 4% 75 8% 891 100%
Immunological diseases 33 12% 106 37% 51 18% 25 9% 71 25% 286 100%
Inborn errors of metabolism 110 14% 338 44% 150 19% 53 7% 123 16% 774 100%
Infectious diseases 3 18% ) 29% 4 24% 1 6% 4 24% 17 100%
Infertility 76 19% 183 45% 76 19% 25 6% 50 12% 410 100%

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 1 122,8 ; dof= 136.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...noBeAeHYECKN HapyLleHUsl, BoAeLM A0 NpobrneMu B y4UnuLLe, BKbLLM UNKU Ha obecTBeHU MecTa / C KONKO pa3nuyHu MeAULIMHCKX CreLluanucTy ce KoHcynTupaxTe (Ha MSICTO Unu
BUpPTYyasriHO) B TbpPCeHe Ha AuarHo3aTa?

C KOJIKO PA3JINYHU MEOULIMHCKU CMELUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UK BUPTYAIHO) B TbPCEHE HA OJUATHO3ATA?

...MNOBEAEHYECKW HAPYLLEHUA, BOOELLWX OO 0-1 MEXOY 2 1 4 MEXOY 5N 7 MEXOY 8 N 10 HAO 10 TOTAL
NPOBJIEMU B YYUITULLE, BKbLLX UJTN HA
OBLLUECTBEHM MECTA N % N % N % N % N % N %
[a 293 10% 1161 39% 642 22% 253 9% 608 21% 2 957 100%
He 948 13% 3218 45% 1314 19% 507 7% 1098 15% 7 085 100%
He 3Ham 64 14% 190 43% 77 17% 31 7% 82 18% 444 100%
TOTAL 1305 12% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 89,2 ; dof= 8.

Cross: ...yMCTBEHM yBpeXaAaHUsi UM KOTHUTUBHU CUMMTOMM (Hanp. NpobneMu ¢ nameTTa, e3uKa, MUCIIEHeTO unu npeueHkarta) / C KOnko pasnuyHu MeguLMHCKN CneuuanucT ce KoOHcynTupaxre (Ha

MSICTO UM BUPTYasiHO) B TbpCEeHe Ha anarHo3ata?

C KOJIKO PA3JINYHU MEOULIMHCKU CMEUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UITK BUPTYAJIHO) B TbPCEHE HA OUATHO3ATA?

...YMCTBEHWU YBPEXOAHUA MNU KOTHUTUBHU 0-1 MEXOY 2 1 4 MEXOY SN 7 MEXOY 8 N 10 HALO 10 TOTAL
CUMMNTOMM (HANP. MPOBJIEMU C MAMETTA, E3UKA,

MUCINEHETO UM NPELEHKATA) N % N % N % N % N % N %
[a 289 10% 1104 38% 634 22% 274 9% 635 22% 2936 100%
He 982 14% 3335 46% 1334 18% 494 7% 1091 15% 7 236 100%
He 3Ham 34 1% 130 41% 65 21% 23 7% 62 20% 314 100%
TOTAL 1305 12% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 141,2 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...KNMMHUYHU NPU3HALIM UITU CUMNITOMU, KOUTO Ce NosiBABAT U n34ve3Bat / C KOJNKO pa3nnyHn MegULMHCKX CMeLuanucT ce KOHCYnTupaxTe (Ha MsCTO UNK BUPTYyanHo) B TbPCeHe Ha
AvarHosara?

C KOJIKO PA3JINYHU MEOULIMHCKU CMELUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UK BUPTYAIHO) B TbPCEHE HA OJUATHO3ATA?

0-1 MEXOY 2 1 4 MEXOY 5N 7 MEXOY 8 N 10 HAO 10 TOTAL
...KNMHWYHN NPU3HALN N CUMNITOMU, KOUTO
CE NOABABAT U UBHE3BAT N % N % N % N % N % N %
[a 569 10% 2378 40% 1230 21% 533 9% 1230 21% 5940 100%
He 624 16% 1834 48% 666 18% 214 6% 450 12% 3788 100%
He 3Ham 112 15% 357 47% 137 18% 44 6% 108 14% 758 100%
TOTAL 1305 12% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 290,5 ; dof= 8.

Cross: ...HeBUAUMM CUMIMTOMMU KaTo 6onka, 3aMmasiHOCT, rmaBob6onus, npeymopa u ap. / C Konko pasnnyHn MegULMHCKU CreluanucTy ce KOHCynTupaxre (Ha MACTO Uin BUPTYasriHO) B TbPCeHe Ha
AunarHosara?

C KOJIKO PA3JINYHU MEOULIMHCKU CMEUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UITK BUPTYAJIHO) B TbPCEHE HA OUATHO3ATA?

0-1 MEXOY 2 U 4 MEXOY5U7 MEXOY 8 U 10 HAL 10 TOTAL
...HEBUOUMU CUMIMTOMMU KATO BOJIKA,
3AMASHOCT, IMABOBONUA, MPEYMOPA U OP. N % N % N % N % N % N %
Ja 684 10% 2 878 41% 1432 20% 608 9% 1418 20% 7 020 100%
He 545 19% 1454 50% 478 16% 148 5% 291 10% 2916 100%
He 3Ham 76 14% 237 43% 123 22% 35 6% 79 14% 550 100%
TOTAL 1305 12% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 355,1 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...BHe3arnHo NosiBMUIIu ce CUMNTOMM, U3UCKBaLLM cnelwHa nomouy, / C Konko pa3nnyiHn mMeguUMHCKHM cneuymnarnimncTtm ce KOHCynTupaxte (Ha MACTO UNn BleTyanHo) B TbpPCeHe Ha AvarHosara?

C KOJNKO PA3JNINYHU MEOULIMHCKU CMELUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UMK BUPTYAIHO) B TbPCEHE HA OUATHO3ATA?

0-1 MEXAOY 2 U 4 MEXAY 51 7 MEXOY 8 U 10 HAL 10 TOTAL
...BHE3AIMHO MosiBUNM CE CAMIMTOMMU,
WU3UCKBALLM CMNELLUHA MOMOLL, N % N % N % N % N % N %
Na 484 10% 1 857 40% 957 21% 398 9% 952 20% 4648 100%
He 751 14% 2 469 47% 949 18% 353 7% 729 14% 5 251 100%
He 3Ham 70 12% 243 41% 127 22% 40 7% 107 18% 587 100%
TOTAL 1305 12% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B Under-represented elements [ Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 143,7 ; dof= 8.

Cross: ...MeauLMHCKUTE CreuuanucTuy ca ce NpoTMBONOCTaBUIIM UITN He ca OMUn foctaTbyHo fo6pe uHgopmupaHn? / C KONKO pasnUyHU MegULIMHCKU CMeLuanucT ce KOHCynTupaxre (Ha MsCTo
WM BUPTYasiHoO) B TbpCEeHe Ha gnarHo3arta?
Have you ever needed a genetic test but could not

access it because C KOJIKO PA3JINYHU MEOULIMHCKU CMEUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UITK BUPTYAJIHO) B TbPCEHE HA OUATHO3ATA?

...MEOAULUMHCKUTE CNELIMANIUCTU CA CE 0-1 MEXAY 2 1 4 MEXAY 517 MEXAY 8 U 10 HAL 10 TOTAL
NPOTUBOIMOCTABUIMU UMK HE CA BUNU
AOCTATbYHO JOBPE UHOOPMUPAHN? N % N % N % N % N % N %
fa 155 6% 853 30% 611 22% 287 10% 899 32% 2805 100%
He 896 16% 2702 49% 1012 18% 338 6% 608 1% 5 556 100%
He ce otHacst 3a meH 254 12% 1014 48% 410 19% 166 8% 281 13% 2125 100%
TOTAL 1305 12% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 886,3 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Bue, unu nuueTto 3a KOeTo ce rpuxuTe, noagbpxare fiv Bpb3Ka C APYrv Xopa CbC CbLOTO PAAKO 3abonsiBaHe Uu ¢ HeguarHoCTULMpaHo psako 3abonaBaHe? /| C KOMKO pas3finyHu
MeOMNLMHCKMX CMeLuanucTn ce KOHCyTupaxTe (Ha MsCTO UNu BUPTyarnHo) B TbpCeHe Ha auarHo3ara?

C KOJIKO PA3ITUYHN MEOULIMHCKU CMELUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UIMK BUPTYAITHO) B TbPCEHE HA OIUATHO3ATA?
BUE, UNW JIMLIETO 3A KOETO CE 'PVXXWUTE,
NOAODBPXATE JIU BPB3KA C APYI'Y XOPA CbC 0-1 MEXLOY 2 U 4 MEXOY 5K 7 MEXOY 8 U 10 HALO 10 TOTAL
CbLLOTO PALOKO 3ABOJIABAHE UJIN C

HEOUWATHOCTULIMPAHO PAOKO 3ABONIABAHE? N % N % N % N % N % N %
[A, nocpeacTBoM naumneHTcka opraHusaumus 712 13% 2342 44% 1024 19% 397 7% 851 16% 5 326 100%
[A, nocpeactBOM OHManH O6LHOCTY 551 11% 2 011 40% 1010 20% 419 8% 1001 20% 4 992 100%
[OA, nocpeacTBOM pervoHanHn Mpexu (Hanp. ysmnuia) 47 1% 180 41% 78 18% 39 9% 92 21% 436 100%
HE, nopaau 3aTpygHeH 4oCTbn (Hanp. e3MKoBU Unm

21 1% 77 41% 35 18% 15 8% 42 22% 190 100%

TexHu4eckn bapuepn)
HE, T kaTo He ycnsax Aa OTKpus ApYry Xopa CbC CbLLOTO

141 1% 558 43% 274 21% 90 7% 247 19% 1310 100%
3abonsiBaHe
HE, 3aLuoTo a3 He nckam 89 16% 284 52% 72 13% 38 7% 64 12% 547 100%
[Opyro, yTouHeTe 81 16% 225 44% 93 18% 40 8% 75 15% 514 100%
TOTAL 1 305 12% 4 569 44% 2033 19% 791 8% 1788 17% 10 486

B Under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 122,4 ; dof= 24.
1y N

W Tk
Barometer  ERORDIS

RORDIS & INITIATIVE 'RARE DISEASES EUROPE




Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: buxTe nu kasanu, 4Ye BUe, UNu nNuue To 3a KOETO ce rpumxnTe, XxmBeete B: / C KONKO pasfiMiHM MeAULMHCKU CneLMariMcTu ce KOHcynTupaxTte (Ha MACTO Uil BUPTYasiHO) B TbpPCeHe Ha
AvarHosara?

C KOJIKO PA3JNTIUYHU MEOULIMHCKU CMEUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UITK BUPTYAITHO) B TbPCEHE HA IMATHO3ATA?

BUXTE U KA3AIW, YE BUE, UNU JIULIE TO 3A o1
KOETO CE IPUXWUTE, XKXUBEETE B: N
Cencku panoH unu ceno 287
Manbk unm cpegeH rpag 458
[onam rpag 353
TOTAL 1098

The relationship is weakly significant. p-value= 0,1 ; Chi2= 14,7 ; dof= 8.

%

12%
12%
13%
12%

MEXOY 2 1 4
N %
1102 46%
1730 44%
1151 42%
3983 44%

B Under-represented elements

MEXOY 57
N %
476 20%
770 20%
528 19%
1774 20%

B Over-represented elements

MEXOY 8 N 10

N

179
288
219
686

%

7%
7%
8%
8%

TOTAL
N %
2416 100%
3901 100%
2760 100%

9077

Cross: Typology of countries based on size and welfare / C konko pasnu4H1 MegULMUHCKU CNeLnanucTu ce KOHCynTupaxTe (Ha MACTO UM BUPTYasiHO) B TbpCceHe Ha gnarHo3ara?

C KOJIKO PA3NTIUYHU MEOULIMHCKU CMELUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO UMK BUPTYAITHO) B TbPCEHE HA AUATHO3ATA?

TYPOLOGY OF COUNTRIES BASED ON SIZE AND o1
WELFARE N
Group A ('Eastern Europe') 184
Group B ('Western Europe') 682
Group C ('Northern Europe') 394
TOTAL 1260

The relationship is very significant. p-value= < 0,01 ; Chi2= 84,6 ; dof= 8.

MEXOY 2 1 4
N %
813 45%
2323 46%
1297 40%
4433 44%

B Under-represented elements

MEXOYS5WU7
N %
356 20%
988 19%
631 19%
1975 19%

B Over-represented elements

MEXOY 8 U 10

N

134
377
253
764

%

7%
7%
8%
8%

=

%

17%
14%
21%

17%

TOTAL
N %
1794 100%
5105 100%
3273 100%
10 172
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Chapter 4.

Prevention
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Gender of the person affected by the rare disease / A3, unu nuueTo 3a KoeTo ce rpuxa, 6s1xme Haco4eHn KbM GONIHUYHO OTAENEHMe, cneuuanmM3mpaHo 3a psagKoTo 3abonsiBaHe unu rpynara
penku 3abonsiBaHusA

A3, WIN NINLIETO 3A KOETO CE NPUXA, BAXME HACOYEHU KbM BOJIHUYHO OTAENEHUE, CNELUMATIUSUPAHO 3A PAOKOTO 3ABONTIABAHE UITUA TPYNATA
PEOKU 3ABOJIABAHUA

OA HE TOTAL
GENDER OF THE PERSON AFFECTED BY THE RARE
DISEASE N % N % N %
Kena 3729 56% 2904 44% 6 633 100%
Mbx 1674 60% 1124 40% 2798 100%
Opyro 59 58% 42 42% 101 100%
TOTAL 5462 57% 4070 43% 9 532

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 10,5 ; dof= 2.

Cross: Ha konko rogunHu 6sixTe, KOrato 3aBbpLUNXTE HaWn-BMCOKaTa cTeneH Ha BaweTto o6pa3oBaHue - peaoBHO obyyeHue (6e3 ga BKIOYBaTe ONMBIIHUTESTHU KypcoBe 3a obyyeHue nunm
kBanudpukaums)? / A3, i NULETO 3a KOETO ce rpuka, 6sixMme Haco4YeHU KbM BONHUYHO OTAeNeHue, cneuManM3npaHo 3a psSaKoTo 3abonsaBaHe UM rpynara pegku sabonsiBaHusi

A3, UNN NNLIETO 3A KOETO CE NIPUXA, BAXME HACOYEHU KbM BOJIHUYHO OTAENEHUE, CNELMATIUSUPAHO 3A PAOKOTO 3ABOJIABAHE UITU T'PYMNATA

HA KONKO roguHU BAXTE, KOIFATO 3ABbPLUNXTE PEOKW 3ABOJNIABAHUA
HAW-BUCOKATA CTEMNEH HA BALLETO
OBPA30BAHUE - PEJOBHO OBYYEHUE (BE3 A OA HE TOTAL

BKNIOYBATE OOMBbIIHUTEITHU KYPCOBE 3A

OBYYEHUE UNU KBANTUPUKALIUA)? N % N % N %
15 r. unu no-manko 283 63% 168 37% 451 100%
mexagy 16 n 19 . 1368 56% 1092 44% 2 460 100%
mexay 20 n 23 . 1756 58% 1248 42% 3004 100%
24 . unn noseye 1771 57% 1363 43% 3134 100%
TOTAL 5178 57% 3871 43% 9 049

B Under-represented elements M Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 10,8 ; dof= 3.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Kak 6uxTte ce onucanu? / A3, unm nmueTo 3a KOeTo ce rpuxa, 0sixMe Haco4YeHU KbM OONTHUYHO OTAerNeHume, cneyuann3npaHo 3a pAaKoTo 3abonsiBaHe unu rpynarta pegku 3abonsiBaHuA

A3, UNN NNNMLUETO 3A KOETO CE rPNXA, BAXME HACOYEHU KbM BOJTHUYHO OTOENEHMUE, CNELUUATTM3NPAHO 3A PAOKOTO 3ABOJNIABAHE UMK TPYTNATA
PEOKU 3ABONIABAHUA

AA HE TOTAL
KAK BUXTE CE OMNMUCANN? N % N % N %

MprHagnexa KbM €THUYECKOTO MHO3MHCTBO B AbpXXaBaTta,

3 966 56% 3123 44% 7 089 100%
KbAETO XuBes
YacT cbM OT eTHMYECKO ManuUHCTBO B AbpXKaBaTa,

263 57% 201 43% 464 100%

KbAETO XuBes
[Opyro, yTo4HeTe 179 53% 158 47% 337 100%
TOTAL 4 408 56% 3482 44% 7 890

B Under-represented elements WM Over-represented elements

The relationship is not significant. p-value= 0,6 ; Chi2= 1,2 ; dof= 2.

Cross: buxTte nu kasanu, 4Ye Bue, Unu nuue To 3a KOETo ce rpnXxuTe, XkuBeete B: | A3, nnu nuueTo 3a KoeTo ce rpunxa, 0sixMe Haco4YeHU KbM GONTHUYHO OoTaerNneHue, cneyunann3npaHo 3a pAaAaKoTo
3abonsiBaHe unm rpynara pegoku 3abonsiBaHuA

A3, UNN NNULIETO 3A KOETO CE N'PUXA, BAXME HACOYEHW KbM BOJTHUYHO OTAENEHUE, CNELMUANTU3NPAHO 3A PAOKOTO 3ABOJTABAHE UITU T'PYIMNATA
PEOKU 3ABOJIABAHUA

OA HE TOTAL
BUXTE I KA3AIW, YE BUE, UINU NULIE TO 3A
KOETO CE IPUXWUTE, XXUBEETE B: N % N % N %
Cencku panoH unm ceno 1378 57% 1031 43% 2409 100%
Manbk unm cpegex rpag 2 253 58% 1628 42% 3 881 100%
lonsm rpag 1543 56% 1207 44% 2750 100%
TOTAL 5174 57% 3 866 43% 9 040

B Under-represented elements M Over-represented elements

The relationship is not significant. p-value= 0,3 ; Chi2= 2,5 ; dof= 2.

34 wER G

W Jk
Barometer  E|JRORDIS

IRORDIS ¥ INITIATIVE 'RARE DISEASES EUROPE




Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Typology of countries based on size and welfare / A3, nnu nuueTo 3a KOeTo ce rpuxa, 6xme Haco4eHn KbM GOSTHMYHO OoTAeNieHue, cneLuannu3npaHo 3a psagKoTo 3abonsiBaHe Unu rpynarta
peaku 3abonsBaHuUs

A3, NN NNULIETO 3A KOETO CE N'PUXA, BAXME HACOYEHW KbM BOJTHUYHO OTAENEHUE, CNELMANTU3NPAHO 3A PAOKOTO 3ABONTABAHE UITU T'PYIMNATA
PEOKU 3ABOJIABAHUA

OA HE TOTAL
TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE N % N % N %
Group A ('Eastern Europe') 960 54% 833 46% 1793 100%
Group B ('Western Europe') 2 863 56% 2 207 44% 5070 100%
Group C ('Northern Europe') 2003 61% 1269 39% 3272 100%
TOTAL 5826 57% 4 309 43% 10 135

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 32,2 ; dof= 2.
Cross: Point prevalence of the rare disease / A3, unu nuueTo 3a KOeTo ce rpuxa, 6sxme Haco4eHn KbM GONIHUYHO OTAeNeHne, cneyuanmM3mpaHo 3a pagKoTo 3abonsaBaHe Unu rpynarta peaku
3abonsaBaHuA

A3, UWIN NNLEETO 3A KOETO CE N'PUXA, BAXME HACOYEHU KbM BOJIHWYHO OTAENEHUE, CNELUWATIIUSUPAHO 3A PAOKOTO 3ABONABAHE UITU TPYNATA
PEOKW 3ABOJIABAHUA

OA HE TOTAL
POINT PREVALENCE OF THE RARE DISEASE N % N % N %
1-5/10 000 1464 61% 934 39% 2398 100%
1-9/100 000 1220 61% 772 39% 1992 100%
1-9/1 000 000 253 56% 200 44% 453 100%
<1/1 000 000 437 51% 414 49% 851 100%
TOTAL 3374 59% 2320 41% 5694

B under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 30,7 ; dof= 3.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Orphacode associated nomenclature (english) / A3, unu nuueTo 3a KOeTo ce rpuxa, 6s1xme Haco4eHU KbM OONMHUYHO OTAeNneHue, cneunanuMpaHo 3a pAgKoTo 3abonsiBaHe unu rpynara
penku 3abonsiBaHuA

A3, UITU NNLIETO 3A KOETO CE rPVXA, BAXME HACOYEHU KbM BOJTHUYHO OTAENEHUE, CNELUUATTIM3NPAHO 3A PAOKOTO 3ABOJNIABAHE UMW FPYMATA
PEOKW 3ABONABAHUA

OA HE TOTAL
ORPHACODE ASSOCIATED NOMENCLATURE
(ENGLISH) N % N % N %
Hereditary hemorrhagic telangiectasia 369 81% 86 19% 455 100%
Hypermobile Ehlers-Danlos syndrome 146 46% 170 54% 316 100%
Sarcoidosis 79 47% 90 53% 169 100%
Classical Ehlers-Danlos syndrome 67 50% 68 50% 135 100%
Williams syndrome 79 58% 57 42% 136 100%
Cystic fibrosis 11 87% 17 13% 128 100%
Myasthenia gravis 70 58% 50 42% 120 100%
Systemic sclerosis 65 61% 42 39% 107 100%
Tuberous sclerosis complex 62 64% 35 36% 97 100%
Neurofibromatosis type 1 68 74% 24 26% 92 100%
Interstitial cystitis 36 49% 38 51% 74 100%
Addison disease 35 48% 38 52% 73 100%
22911.2 deletion syndrome 38 56% 30 44% 68 100%
Chronic inflammatory demyelinating polyneuropathy 35 54% 30 46% 65 100%
Perineural cyst 7 11% 56 89% 63 100%
Acute inflammatory demyelinating polyradiculoneuropathy 29 47% 33 53% 62 100%
Rett syndrome 37 62% 23 38% 60 100%
Marfan syndrome 24 50% 24 50% 48 100%
Fragile X syndrome 26 53% 23 47% 49 100%

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 2 217,6 ; dof= 1 672.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Orphanet classification of rare diseases (one disease can be classified in several categories) / A3, nnu nuueTo 3a KOeTo ce rpuxa, 6sxme Haco4eHM KbM OOJSTHMYHO oTAeNeHune,
cneuvanuavMpaHo 3a psiAKoTo 3abonsiBaHe Unu rpynarta peaku 3abonsiBaHusi

A3, W NNLETO 3A KOETO CE N'PUXA, BAXME HACOYEHU KbM BOJIHWYHO OTAENEHUE, CNELUWAJIUSUPAHO 3A PAOKOTO 3ABONABAHE UITUA TPYNATA
PEOKWU 3ABOJIABAHUA

ORPHANET CLASSIFICATION OF RARE DISEASES OA HE TOTAL
(ONE DISEASE CAN BE CLASSIFIED IN SEVERAL
CATEGORIES) N % N % N %
Abdominal surgical diseases 135 57% 102 43% 237 100%
Allergic diseases 1 33% 2 67% 3 100%
Bone diseases 441 56% 351 44% 792 100%
Cardiac diseases 399 61% 260 39% 659 100%
Cardiac malformations 181 61% 114 39% 295 100%
Circulatory system diseases 904 67% 436 33% 1340 100%
Clinical sign 0 0% 0 0% 0 100%
Developmental anomalies during embryogenesis 1931 58% 1395 42% 3 326 100%
Diseases due to toxic effects 2 67% 1 33% 3 100%
Endocrine diseases 551 56% 435 44% 986 100%
Gastroenterological diseases 201 66% 104 34% 305 100%
Genetic diseases 3237 60% 2181 40% 5418 100%
Gynecologic/obstetric diseases 161 58% 118 42% 279 100%
Hematological diseases 259 63% 151 37% 410 100%
Hepatic diseases 645 73% 243 27% 888 100%
Immunological diseases 173 62% 108 38% 281 100%
Inborn errors of metabolism 477 62% 295 38% 772 100%
Infectious diseases 5 29% 12 71% 17 100%

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 437,3 ; dof= 34.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Mons, nsbepete nspeyeHueTo, KOeTo Hau-go6pe onNUcBa BallaTa CUTyaLUsl UK NMOJIOXXEHUETO Ha YOBeKa, 3a KOroto ce rpuxure: / A3, Unu nNULETO 3a KOETo ce rpuxka, 6siXxMe HaCoYeHU KbM
60ONHMUYHO OTAeneHue, cneyManm3MpaHo 3a psaKoTo 3abonsiBaHe UNu rpynaTa peaku 3aéonsiBaHus

A3, WNN NULIETO 3A KOETO CE NPNXA, BAXME HACOYEHU KbM BOJIHUYHO OTAENEHUE, CNELUAJIM3UPAHO 3A PAOKOTO
3ABONABAHE WU ITPYTNATA PEOKU 3ABONABAHUA

} OA HE TOTAL
mMmons, UBBEPETE UBPEYEHUETO, KOETO HAU-OOBPE OMUCBA BALLATA
CUTYALUUA Un NONOXEHUETO HA YOBEKA, 3A KOIrOTO CE IrPUXWUTE: N % N % N %
3Ham MMETO Ha psigkoTo 3abonsiBaHe, CUHAPOM Ui Mandopmaumsi, U To e
MOTBBLPOEHO nocpenctBOM NOAXOASILN FEHETUYHU, KIMHUYHK, 06pa3Ho-
5298 59% 3 692 41% 8 990 100%
ONarHOCTUYHKN, MOMNEKYNAPHU UMM BUOXMMUYHU n3cneaBaHus (Hanp. Gruoncusi, KpbBHU
UNM YPUHHU TECTOBE)
3nam UMETO Ha psigkoTo 3abonssaHe, CMHAPOM unn mMandopmaums, Ho To owe HE
€ NoTBbPAEHO NOCPEeACTBOM MNOAXOASLMN FEHETUYHM, KIMHUYHU, 0OpasHo- 322 43% 429 57% 751 100%
OMarHOCTUYHN, MONEKYNSPHN UM OMOXMMUYHN N3creaBaHus
Mmam camo YACTUYHA nHdbopmauns 3a UMETO Ha psiAKOTO 3abonsiBaHe UIu reHa,
159 52% 146 48% 305 100%
KOWTO ro NpUYnHsBaA, UK B1aa Ha 3abonsiBaHeTo
3HaM, Ye 3abonsiBaHeTo e PSAKo, HO MMETO Unu nNpuianHuTenaT gocera HE CA
206 60% 139 40% 345 100%
OTKPUTU
[Opyro, yTouHeTe 13 59% 9 41% 22 100%
TOTAL 5998 58% 4 415 42% 10 413

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 77,6 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Genetic diseases / A3, unm nuueTo 3a KOeTo ce rpuxka, 6s1XxmMme Haco4YeHU KbM OONTHUYHO OTAeneHune, cneuuanM3MpaHo 3a paaKoTo 3abonaBaHe unu rpynarta pegku 3abonsiBaHus

A3, U NIMLETO 3A KOETO CE 'rPNXA, BAXME HACOYEHU KbM BOJIHUYHO OTAENEHUE, CNELUMWATTU3NPAHO 3A PAOKOTO
3ABOJIABAHE UITN T'PYTNATA PEOKU 3ABOJIABAHUA

OA HE TOTAL
GENETIC DISEASES N % N % N %
Genetic diseases 3 237 60% 2181 40% 5418 100%
Non Genetic diseases 1465 56% 1148 44% 2613 100%
TOTAL 4702 59% 3329 41% 8 031

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 9,8 ; dof= 1.

Cross: Disease complexity classified into five groups, based on the number of affected body parts. / A3, unu nuueTto 3a KoeTo ce rpmxa, 6s1XxMe HaCoYeHU KbM OONMHUYHO OTAereHue,
cneumanusnpaHo 3a pAAKoOTOo 3abonsiBaHe Unu rpynara peaku 3abonsaBaHus

A3, W NNINLEETO 3A KOETO CE NPUXA, BAXME HACOYEHU KbM BOJIHWYHO OTAENEHUE, CNELUWAJIUSUPAHO 3A PAOKOTO
3ABOJIABAHE UJTN T'PYTATA PEOKU 3ABOJIABAHUA

OA HE TOTAL
DISEASE COMPLEXITY CLASSIFIED INTO FIVE GROUPS, BASED ON THE
NUMBER OF AFFECTED BODY PARTS. N % N % N %

1-3 body parts 3515 58% 2544 42% 6 059 100%
4-7 body parts 1784 58% 1275 42% 3059 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 5998 58% 4415 42% 10 413

B Under-represented elements M Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 12,1 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: A3, nnn nuueTo 3a KOeTo ce rpunxa, 0siXxMe Haco4YeHU KbM GONTHUYHO oTaeneHue, cneyuann3npaHo 3a pAaAaKoTo 3abonsiBaHe unm rpynarta pegku 3ab6onsiBaHuA / leHeTU4YeH TecT/TecToBe 3a
OTKpuBaHe Ha reHeTU4HnN N3AMeHeHuns (I103HaTVI oLje Kato MyTauum nnum BapMaHTM)

FrEHETUYEH TECT/TECTOBE 3A OTKPUBAHE HA TEHETUYHU USMEHEHUA (MO3HATU OLLEE KATO MYTALIMU UMK BAPUAHTW)

A3, UINN NIMLUETO 3A KOETO CE rPUXA, BAXME HACOYEHU KbM OA HE HE 3HAM/HE CH CITOMHAM TOTAL
BONTHUYHO OTAENEHUE, CNELMUANTM3UPAHO 3A PAOKOTO 3ABONTABAHE
WU rPYNATA PEOKU 3ABOJIABAHUA N % N % N % N %
Ja 3 458 58% 2038 34% 502 8% 5998 100%
He 1998 45% 2097 47% 320 7% 4415 100%
TOTAL 5 456 52% 4135 40% 822 8% 10 413

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 195,7 ; dof= 2.

Cross: A3, unu nuueTo 3a KOeTo ce rpuxa, 6s1xme Haco4yeHU KbM BOSNTHUYHO OoTAeNeHue, cneunanunpaHo 3a pAAKoTo 3abonsiBaHe unu rpynara peaku 3abonsBaHus / [ipyr Tect/TecTtoBe, KaTo
Hanpumep KNUHUYHU Npernegun, o6pasHa gnarHoctuka (AMP, ckeHep...), 6Guoncusi, GMOXMMUYHO U3cneaBaHe/uscnenBaHusi (KPbBHU UM YPUHHMU TecToBe...) U ap.

AOPYT TECT/TECTOBE, KATO HANPUMEP KINMHWUYHU NPErMEQN, OBPA3HA OUATHOCTUKA (AMP, CKEHEP...), BUONCUA, BUOXUMUYHO
W3CNEOBAHE/N3CNEABAHUA (KPBbBHU UITU YPUHHWU TECTOBE...) U OP.

A3, UIN NNINLETO 3A KOETO CE 'PUXA, BAXME HACOYEHU KbM OA HE HE 3HAM/HE CH CMTOMHAM TOTAL
BONMHWYHO OTAENEHUE, CNELUMANTM3UPAHO 3A PAOKOTO 3ABONTABAHE
WU rPYNATA PEOKU 3ABOJIABAHUA N % N % N % N %
[a 5513 92% 348 6% 137 2% 5998 100%
He 3 906 88% 381 9% 128 3% 4415 100%
TOTAL 9419 90% 729 7% 265 3% 10 413

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 36,2 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: A3, nnu nuueTo 3a KOeTo ce rpuxa, 0s1IXMe Haco4YeHU KbM GONTHUYHO OoTAerNeHue, cneuyuann3npaHo 3a pAaAaKoTo 3abonsiBaHe unu rpynara pegku 3abonsiBaHuA / ...He CTe MOInuX ga Cu ro

nossonpyre? . .
ave you ever needed a genetic test but could not access it because...

...HE CTE MOIrnu oA CU ro no3BOJIUTE?

A3, UINN NIMLUETO 3A KOETO CE rPUXA, BAXME HACOYEHU KbM OA HE HE CE OTHACA 3A MEH TOTAL
BONTHUYHO OTAENEHUE, CNELMUANTM3UPAHO 3A PAOKOTO 3ABONTABAHE
WU rPYNATA PEOKU 3ABOJIABAHUA N % N % N % N %
Ha 507 8% 4292 72% 1199 20% 5998 100%
He 587 13% 2780 63% 1048 24% 4415 100%
TOTAL 1094 1% 7072 68% 2247 22% 10 413

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 100,9 ; dof= 2.

Cross: A3, Unv NULETO 3a KOEeTO ce rpuxa, 6sixme Haco4eHU KbM DOSTHUYHO oTAEeNneHue, cneyanu3npaHo 3a psagKoTo 3abonsiBaHe UK rpynara peaky 3abonasaHusa / ...He e 6un JOCTbNEH BbB

Bawarta cTpaHa? . .
P Have you ever needed a genetic test but could not access it because...

...HE E BN OOCTbINEH BbB BALUATA CTPAHA?

A3, W NNLIETO 3A KOETO CE N'PUXXA, BAXME HACOYEHU KbM OA HE HE CE OTHACA 3A MEH TOTAL
BOJIHUYHO OTAENEHUE, CNELUANTMU3UPAHO 3A PAOKOTO 3ABOJIABAHE
UNn reynATA PEOKU 3ABONABAHUA N % N % N % N %
[a 607 10% 4 045 67% 1346 22% 5998 100%
He 578 13% 2738 62% 1099 25% 4415 100%
TOTAL 1185 11% 6783 65% 2445 23% 10 413

B uUnder-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 37,7 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: A3, unu nuueTo 3a KOeTo ce rpuxa, 6siXxme Haco4eHM KbM GONTHUYHO OTAerieHue, CneuManu3MpaHo 3a PAAKoTo 3abonsiBaHe UMK rpynaTa peaku 3abonsiBaHus / ...MeAULMHCKUTE

cneuyunaniucTum ca ce npoTuBonocrtaBuIin UIIn He ca 6unn goctaTb4HO p,06pe I/IH(bOpMMpaHM?

Have you ever needed a ﬁenetlc test but could not access it because.
...MEQUUMHCKUTE CNELMANUCTU CA CE NPOTUBOTIOCTABUIA NN HE CA BUNW OOCTATBYHO AOEPE MHOOPMUPAHU?

A3, WIN NINLETO 3A KOETO CE NPUXA, BAXME HACOYEHU KbM OA HE HE CE OTHACA 3A MEH TOTAL
BOJIHUYHO OTAENEHUE, CNELUUANIM3NPAHO 3A PAOKOTO 3ABOJIABAHE
N1 rPYNATA PEOKU 3ABOJTABAHUA N % N % N % N %
Ha 1372 23% 3 451 58% 1175 20% 5998 100%
He 1408 32% 2064 47% 943 21% 4415 100%
TOTAL 2780 27% 5515 53% 2118 20% 10 413

B under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 137,2 ; dof= 2.

Cross: A3, Unu nNUuLETOo 3a KOeTO ce rpuxa, 6sixme HaCo4YeHU KbM OONMHUYHO oTAeneHue, crneuanu3npaHo 3a pAAKoOTo 3abonsaBaHe Uy rpynarta peaku 3adonsasaHusi / [JOKONKOTO BU € NU3BECTHO,
reHeTUYHUAT TecT/TecToBe, KOUTO ca BM OUNKM HanpaBeHU, ca n3cnegBanm...

[OOKOJIKOTO B E UBBECTHO, TEHETUYHUAT TECT/TECTOBE, KOUTO CA BU BUJTN HATNTPABEHWU, CA U3CJIEOBAIMN...

A3, U NMNLIETO 3A KOETO CE HAKOINKO NrEHA TYMOP
FPUXA, BAXME HACOYEHU KbM EOHOBPEMEHHO LUANOTO OHK BCUYKU FrEHN (TEHETUYHO OPYIru
BOJIHWYHO OTAENEHME, (CEKBEHUPAHE HA  (CEKBEHWPAHE HA (CEKBEHWPAHE HA TMPO®WUIIUPAHE HA  (EMUFEHOM, PHK U

CNEUMATTIUSUPAHO 3A PAOKOTO CAMO EOVH FrEH FEHHU NAHENN) LENIUSA TEHOM) LENTUSA EK30M) TYMOP) apP.) HE 3HAM TOTAL

3ABOJNIABAHE U TPYNATA PEOKU
3ABONABAHUSA N % N % N % N % N % N % N % N %

[Oa 945 27% 1079 31% 562 16% 330 10% 84 2% 70 2% 960 28% 3458
He 498 25% 648 32% 315 16% 231 12% 51 3% 47 2% 540 27% 1998
TOTAL 1443 26% 1727 32% 877 16% 561 10% 135 2% 117 2% 1500 27% 5 456

B Under-represented elements M Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 9,5 ; dof= 6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: A3, nnu nuueTo 3a KOeTo ce rpuxa, 0siXMe Haco4YeHU KbM GONHUYHO oTaeneHue, cneyunann3npaHo 3a pAaaKkoTo 3abonsiBaHe unu rpynarta pegku 3ab6onsiBaHunA [ Hakora TbpCcunun nun cte
YacCTHa KIIMHUKa unum naﬁopaTopMﬂ 3a npoBexagaHe Ha reHeTU4YHU TeCToBe 3a ANAarHOCTUKa Ha 3abonsiBaHeToO BU?

A3, UNN NULIETO 3A KOETO CE NPUXA, HAKOIA TbPCUNWU NN CTE YACTHA KINMHUKA UK NTABOPATOPUSA 3A NPOBEXOAHE HA TEHETUYHU TECTOBE 3A AUATHOCTUKA HA 3ABONTABAHETO BU?
BAXME HACOYEHU KbM BONMHUYHO
OTAENEHUE, CNELUMATIU3UPAHO 3A OA, BEOHBX OA, HAKOJIKO MbTU HE, HUKOTA TOTAL
PSAOKOTO 3ABONABAHE UNU MPYMNATA
PEOKU 3ABONIABAHUS N % N % N % N %
Ja 325 9% 143 4% 2990 86% 3458 100%
He 258 13% 119 6% 1621 81% 1998 100%
TOTAL 583 11% 262 5% 4 611 85% 5 456

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 27,6 ; dof= 2.

Cross: A3, Unu nuueTo 3a KOeTo ce rpuxa, 6sXxmMme Haco4eHU KbM GONTHUYHO OoTAeNeHMe, crneuranu3npaHo 3a paaKkoTo 3abonsiBaHe unu rpynara peaku sabonsBaHus / Kato usano, 4oKonko cre
yOOBETBOPEHM OT HauuHa, No KOUTO BU 6sixa npegoctaBeHu pesyntatute ot FTEHETUMHUTE TECTOBE?

KATO LUAANO, AOKONKO CTE YAOBNETBOPEHU OT HAYMHA, MO KOUTO BU BAXA NPEOOCTABEHU PE3YNTATUTE OT FTEHETUYHUTE TECTOBE?

HUTO
A3, UN NNLIETO 3A KOETO CE MPUXA, YOOBINETBOPEH/A,
BAXME HACOYEHU KbM BOMTHUYHO MHOro HUTO MHOro
OTOENEHUE, CNELIMATIUSUPAHO 3A HEYOOBNETBOPEH/A HEYOOBNETBOPEH/A HEYAOBINETBOPEH/A  YOOBNETBOPEH/A YOOBNETBOPEH/A HE 3HAM TOTAL
PAOKOTO 3ABONSABAHE UMK MPYMNATA
PEOKW 3ABONABAHUA N % N % N % N % N % N % N %
Na 351 10% 353 10% 690 20% 1232 36% 656 19% 176 5% 3458 100%
He 216 1% 269 13% 459 23% 685 34% 264 13% 105 5% 1998 100%

B under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 43,4 ; dof= 5.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: A3, unu nuueTo 3a KOeTo ce rpuxa, 6s1xme Haco4eHu KbM GONMHUYHO oTAeNeHue, cneunanu3npaHo 3a psaaKoTo 3abonsiBaHe unu rpynaTta peaku 3abonsasaHusa / Cnep npoBexpaaHe Ha
uscneaBaHusATa Gelle Nu BU NpearioXeHa reHeTUYHa ncuxorepanus (Hanp. Nony4Yuxre M MHopmaLus no KakbB HaYMH reHeTUYHOTO BM CbCTOSIHME GU MOFTIO Aia ce OTpa3u Ha Bac U BalleTo
cemMencTBo)?

CNEA NPOBEXAAHE HA U3CNEABAHUATA BELLE 1 BU NPEAJTOXEHA FTEHETUYHA NCUXOTEPAMNKUA (HAMNP. NONYYUXTE NI UHOGOPMALIUA NO KAKBB HAYMH
FrEHETUYHOTO BU CbCTOAHUE BU MOINMO AOA CE OTPA3U HA BAC U BALWLWETO CEMEUCTBO)?

A3, UNN NULIETO 3A KOETO CE MPUXA, DA, OT FTEHETUYEH HE, HE MW BELLUE
BAXME HACOYEHU KbM EONTHUYHO KOHCYNTAHT UNU KNUHUYEH OA, OT MEQULIMHCKM NPEANOXEHA FrEHETUYHA HE CbM CUI'YPEH(A)/HE CU
OTOENEHME, CNELUMATNU3NPAHO 3A FEHETUK CMEUMANUCT NCUXOTEPAMNUA CMOMHSIM TOTAL
PSAOKOTO 3ABOJSIBAHE UIU FPYMATA
PEQKW 3ABONSIBAHUA N % N % N % N % N %
Ja 1398 40% 827 24% 972 28% 261 8% 3458 100%
He 733 37% 340 17% 785 39% 140 7% 1998 100%
TOTAL 2131 39% 1167 21% 1757 32% 401 7% 5 456

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 82,4 ; dof= 3.

Cross: A3, nnu nuueTo 3a KOeTo ce rpunxa, 0s1IXMe Haco4YeHU KbM GONMHUYHO oTOerneHune, cneuynann3mpaHo 3a paaKkoTo 3abonsiBaHe unu rpynarta pegku 3abonsiBaHunA | leHeTU4YeH TecT/TecTtoBe

A3, UINU NULIETO 3A KOETO CE MPUXA, FEHETUYEH TECT/TECTOBE

BAXME HACOYEHU KbM BEOJNTHUYHO

OTOENEHUE, CMELMATIU3UPAHO 3A DA HE HE 3HAM TOTAL

PAOKOTO 3ABONSABAHE UMW MPYMATA
PEOKW 3ABONABAHUA N % N % N % N %

Ja 490 14% 2871 83% 96 3% 3457 100%
He 337 17% 1615 81% 46 2% 1998 100%
TOTAL 827 15% 4 486 82% 142 3% 5 455

B Under-represented elements [l Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 7,9 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: A3, Unn NULETO 3a KOETO ce rpuxa, 6sixme Haco4eHu KbM OONTHUYHO oTAeneHue, cneymanu3npaHo 3a psagKkoTo 3abonsiBaHe Unu rpynara peaku sabonasanusa / [lpyrn guarHoCcTMYHU
uscnenBaHusi, KaTo KNIMHUYHU Npernean, oopasHa avarHocTuka (AMP, ckeHepwm... ), Guoncnusa unum 6MOXMMUYHN u3cneaBaHUA (KPbBHU UNU YPUHHU TECTOBE... ) U Ap.

AOPYrvn AIMArHOCTU4YHU U3CNEOBAHUA, KATO KITMHWYHWU NPEMMEQN, OBPA3HA OUATHOCTUKA (AMP, CKEHEPM... ), BUONCUA UITN BUOXUMNYHU U3CITEOBAHUA

A3, UM NULIETO 3A KOETO CE MPUXA, (KPbBHU UINN YPUHHW TECTOBE... ) U OP.
BAXME HACOYEHU KbM BONMHUYHO
OTOENEHUE, CNELIMANTU3UNPAHO 3A OA HE HE 3HAM TOTAL
PAOKOTO 3ABONTABAHE UMK IPYMATA
PEOKU 3ABOJTIABAHUSA N % N % N % N %
Ja 754 14% 4 652 84% 107 2% 5513 100%
He 644 16% 3199 82% 62 2% 3905 100%
TOTAL 1398 15% 7 851 83% 169 2% 9418

B uUnder-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 15,5 ; dof= 2.

Cross: A3, Unu nuuUeTo 3a KOeTo ce rpuxa, 6siXxMe HacoYeHU KbM GONMHMYHO OoTAeNeHue, cneunanmM3npaHo 3a pagkoTo 3abonsaBaHe unu rpynara peaku saéonsaBaHus / [lonbnHUTENHa KOHCyNnTaums
OT MeAMLVHCKO nuue, crneyuanucT no psakoTo sabonsisaHe (Ha MACTO UNU BUPTYarHo)

A3, NN JIMLIETO 3A KOETO CE I'PUXA, AONMBIIHUTENHA KOHCYNTALUA OT MEOAWUMHCKO JNIULE, CNELUMWAIIACT MO PAAKOTO 3ABONTIABAHE (HA MACTO UK BUPTYAITHO)
BAXME HACOYEHU KbM BOJIHUHHO
OTAENEHUE, CNELUUATIUSUPAHO 3A OA HE HE 3HAM TOTAL
PAOKOTO 3ABONABAHE UMK TPYNATA
PEOKU 3ABOJIABAHUA N % N % N % N %
Ha 1150 19% 4720 79% 128 2% 5998 100%
He 920 21% 3417 77% 78 2% 4415 100%
TOTAL 2070 20% 8137 78% 206 2% 10 413

B Under-represented elements M Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 5,8 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Chapter 10.

Misdiagnosis
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

TIME BETWEEN FIRST SYMPTOMS

...NOrpeLHo TIME BETWEEN FIRST SYMPTOMS TIME BETWEEN FIRST SYMPTOM TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS
npunucaHu Ha noHe AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
efHo Apyro YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
cmnsnyecko
3a6onsiBaHe? MEAN N MEAN N MEAN N MEAN N MEAN N
OA, BeOHBX 0,3 1542 2,6 1448 2,4 838 2,7 1506 3,5 1274
OA, HAKOMKO MbTK 0,4 3471 48 3203 57 1753 59 3389 6.9 2720
He 0,7 2807 24 2671 2,8 1744 1.4 2948 3,0 2513

B Under-represented elements [ Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Fisher= 2,3.
Inter variance= 105,6. Intra variance= 46,0.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

...NpeHeb6persaHn unu TIME BETWEEN FIRST SYMPTOMS

ha He ca 6unu TIME BETWEEN FIRST SYMPTOMS TIME BETWEEN FIRST SYMPTOM TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS
B3MIMaHM Ha CEepPUO3HO AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN

unu ga ca 6unu YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS

cuUTaHu 3a
NCUXONornyecku? MEAN N MEAN N MEAN N MEAN N MEAN N

OA, BeoHbX 0,3 958 24 899 23 521 24 951 3,0 805
OA, HAKOMKO MbTH 0,5 3785 51 3 486 6.0 1867 57 3691 6,9 2927
He 0,5 3077 2,0 2937 2,2 1947 1,5 3201 3,0 2775

B Under-represented elements Ml Over-represented elements

The relationship is not significant. p-value= 0,6 ; Fisher= 0,5.

Inter variance= 23,0. Intra variance= 46,0.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

TIME BETWEEN FIRST

TIME BETWEEN FIRST TIME BETWEEN FIRST SYMPTOMS AND INITIAL
Has the person affected by the rare TIME BETWEEN FIRST SYMPTOM AND FIRST SYMPTOMS AND FIRST DIAGNOSIS (FIRST HEARING TIME BETWEEN FIRST
disease already been misdiagnosed? SYMPTOMS AND FIRST SYMPTOMATIC TREATMENT, IN REFERRAL TO A CENTRE OF THE NAME OF THE DISEASE), IN SYMPTOMS AND CONFIRMED
Calculated variable that computes the MEDICAL CONTACT, IN YEARS YEARS EXPERTISE, IN YEARS YEARS DIAGNOSIS, IN YEARS
number of times the person affected by
the rare disease was misdiagnosed. MEAN N MEAN N MEAN N MEAN N MEAN N
OA, BegHBX 0,5 2 058 3,2 1917 3,4 1095 3.0 2055 4,2 1704
OA, HAKOMKO MbTH 0,4 3867 4.6 3570 53 1972 5.6 3764 6,5 3052
He 0,7 1895 1.8 1835 21 1268 0,6 2024 2,2 1751

B Under-represented elements [l Over-represented elements

The relationship is not significant. p-value= 0,3 ; Fisher= 1,2.
Inter variance= 53,4. Intra variance= 46,0.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Gender of the person affected by the rare disease / ...norpewHo npunucaHn Ha NoHe egHO Cross: Gender of the person affected by the rare disease / ...npeHebpersaHu unu ga He ca 6unm
apyro cmusmnyecko 3abonsisaHe? B3MMaHM Ha CEpPMO3HO UNu fga ca bunu c4nTaHu 3a NCUXONOrmM4YeckKu?
...NMOrPEWHO NPUMUCAHU HA NOHE EOQHO OPYIro ®U3NYECKO 3ABOJIABAHE? ...NMPEHEBPEIBAHU N OA HE CA BT BBUMAHUW HA CEPUO3HO Ui OA CA UK
CUYUTAHU 3A NMCUXONOIMMMYECKN?
GENDER OF THE OA, HAKONKO
PERSON AFFECTED HE OA, BEOHBX NMbTU TOTAL GENDER OF THE DA, HAKOJIKO
BY THE RARE PERSON HE OA, BEOHBX NMbTU TOTAL
DISEASE N % N % N % N % AFFECTED BY THE
RARE DISEASE N % N % N % N %

XKena 2 291 34% 1215 18% 3153 47% 6 659 100%

Kena 2 382 36% 765 1% 3512 53% 6 659 100%
Mbx 1275 45% 555 20% 980 35% 2810 100%

Mbx 1444 51% 348 12% 1018 36% 2810 100%
Opyro 45 45% 14 14% 42 42% 101 100%

Opyro 45 45% 12 12% 44 44% 101 100%
TOTAL 3611 38% 1784 19% 4175 44% 9 570

TOTAL 3871 40% 1125 12% 4 574 48% 9 570

B uUnder-represented elements M Over-represented elements

. . I . B under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 138,5 ; dof= 4.

The relationship is very significant. p-value= < 0,01 ; Chi2= 234,0 ; dof= 4.

Cross: 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.

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.

GENDER OF THE PERSON OA, BEOHBX OA, HAKONKO MbTH HE TOTAL
AFFECTED BY THE RARE
DISEASE N % N % N % N %
ena 1706 26% 3453 52% 1500 23% 6 659 100%
Mbx 747 27% 1119 40% 944 34% 23810 100%
Opyro 21 21% 45 45% 35 35% 101 100%
TOTAL 2474 26% 4617 48% 2479 26% 9 570

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 157,8 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Ha konko roguHm 6s1xTe, KOoraTo 3aBbpLUNXTE Han-BUCoKaTa cteneH Ha BaweTo o6pasoBaHue - |Cross: Ha konko rogmMHu 6sxTe, Korato 3aBbpLUMXTe Han-BMcoKaTa cTeneH Ha BaweTto o6pa3oBaHue -
penoBHO 00y4yeHMe (6e3 Aa BKo4YBaTe AONBIIHUTENHU KypcoBe 3a o0y4yeHne unu kBanudukaums)? / | peaoBHo obyyeHue (6e3 ga BKIIHOYBaTe AOMBITHUTENTHM KypCcoBe 3a o0y4YeHue unu kBanudpukauma)? /
...MOrpeLwHo NpMNMcaHn Ha NoHe egHo Apyro chnsnyecko 3abonsBaHe? ...npeHebpereaHu unu ga He ca oMV B3MMaHM Ha CEPMO3HO UMM Aa ca OMUMNKU CYUTaHU 3a
NCUXONIOru4eckKkn?
HA KOJIKO
roOAUHU BAXTE, HA KOJIKO
KOrATO rOOVHU BAXTE,
3ABbPLUMXTE ...NMNOrPEWHO NPUNNCAHUN HA NOHE EOHO OPYIO ®U3UYECKO 3ABOJIABAHE? HKOI'ATO
HAU-BUCOKATA 3ABBLPLUUXTE ...MPEHEBPEIrBAHWU Unn oA HE CA sunn BBMMAHU HA CEPUO3HO U OA CA BUNA
CTENEH HA HAW-BUCOKATA CYUTAHMU 3A NCUXONOINMYECKUN?
BALLETO CTENEH HA
OBPA30OBAHME - BALLUETO
OESEI’EJ‘I-(I)V?IIE-I?B s OA, HSIKOJIKO OBPA30BAHME -
PEOOBHO
DA BKTIOUBATE HE AA, BERHBX et TOTAL OBYUEHWE (BE3 DA, HKOMKO
OONBIIHUTENHU OA BKIMIOYBATE HE OA, BEOHBX MbTU TOTAL
KYPCOBE 3A OOMbNHUTENHU
OBYYEHUE UNKU KYPCOBE 3A
KBANU®UKALM. .. N % N % N % N %o OBYYEHUE Unu
KBAITUOUKALMN... N % N % N % N %
15 . M no-marko 190 42% 99 22% 166 36% 455 100%
15 r. unNu no-manko 189 42% 56 12% 210 46% 455 100%
mMexay 16 n 19 1. 924 38% 447 18% 1093 44% 2 464 100%
mexay 16 n 19 r. 991 40% 298 12% 1175 48% 2 464 100%
mexnv 20 n 23 1212 40% 532 18% 1078 49% 3022 100%
B under-represented elements M Over-represented elements mexav 20 n 23 1. 1247 41% 363 12% 1412 47% 3022 100%
The relationship is very significant. p-value= < 0,01 ; Chi2= 19,5 ; dof= 6. B Under-represented elements Wl Over-represented elements
The relationship is not significant. p-value= 0,7 ; Chi2= 4,1 ; dof= 6.

Cross: Ha Konko roguHu 6s1xTe, Korato 3aBbpLUMXTe Hal-BUCOKaTa cTeneH Ha BaweTo o6pa3oBaHue - pegoBHO oby4yeHue (6e3 aa BkntouBaTe AONBITHUTENHM KypcoBe 3a obyveHue unu ksanudpukauma)? /
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.

HA KONKO rofuHu1 BAXTE,
HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON AFFECTED BY THE

KOIFATO 3ABBLPLUMXTE HAK-
BUCOKATA CTEMNEH HA BALLETO RARE DISEASE WAS MISDIAGNOSED.

OBPA30BAHME - PEAOBHO

OBYYEHMUE (BE3 OA
BKMIOYBATE [NOMBAHUTENHM AOA, BEOHDBX OA, HAKONKO NbTU HE TOTAL
KYPCOBE 3A OBYYEHUE UITU
KBANMU®UKALUA)? N % N % N % N %
15 . UnNu no-manko 146 32% 188 41% 121 27% 455 100%
mexay 16 n 19 r. 582 24% 1220 50% 662 27% 2 464 100%
B uUnder-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 22,3 ; dof= 6. .
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Kak 6uxTte ce onucanu? / ...norpewHo NnpuMnucaHn Ha noHe egHo Apyro mMsmvecko Cross: Kak 6uxTte ce onucanu? / ...npeHeGpersaHu unu ga He ca 6unu B3aMMaHn Ha CepUO3HO UInu Aa
3abonsBaHe? ca ounu cuynTaHu 3a NCUXOSIOrMYecKn?
...NOrPEWHO NPUNNUCAHUN HA NMOHE EOHO OAPYIO ®U3UYECKO 3ABOJNIABAHE? ...NPEHEBPEBAHU UnNn A HE CA 6N BAUMAHU HA CEPUO3HO U OA CA
BUNMN CHUTAHU 3A NMCUXOJNTIOMMHYECKN?
DA, HAKOJIKO
HE OA, BEOHBX NMbTU TOTAL OA, HAKOJIKO
KAK BUXTE CE HE OA, BEOHDBX NMbTU TOTAL
OMUCANK? N % N % N % N % KAK BUXTE CE
OonucAnun? N % N % N % N %
MpuHagnexa Kbm
MpuHagnexa KeMm
E€THNYEeCKOTO
MHO3MHCTBO B 2637 37% 1287 18% 3 201 45% 7125 100% CTHIRSCKOTO
MHO3VHCTBO B 2 858 40% 837 12% 3430 48% 7125 100%
ObpxasaTta, KbOeTo
Xnees AbpXxaBaTta, KbeTo
XnBed
Yact cbm oT
YacT cbm oT
E€THNn4yecKo
MamLMHCTEO B 184 40% 93 20% 188 40% 465 100% eravrecko
ManuuMHCTBO B 188 40% 57 12% 220 A47% 465 100%
ObpXaBaTta, KbOeTo
BES ObpXaBaTa, KbaeTo
B Under-represented elements M Over-represented elements B under-represented elements M Over-represented elements
The relationship is weakly significant. p-value= 0,1 ; Chi2= 7,5 ; dof= 4. The relationship is not significant. p-value= 1,0 ; Chi2= 0,5 ; dof= 4.

Cross: Kak 6uxTte ce onucanu? / 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.

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.

OA, BEOHBX OA, HAKOJIKO MbTU HE TOTAL
KAK BUXTE CE OMNMUCANN? N % N % N % N %

MprHagnexa KbM eTHUYECKOTO MHO3MHCTBO B Abp)KaBaTta,

1775 25% 3530 50% 1820 26% 7125 100%
KbOETO XunBest
YacT cbM OT €THMYECKO ManUUHCTBO B Abp)KaBaTta, KbAeTo

126 27% 217 47% 122 26% 465 100%

XuBes
[Opyro, yTouHeTe 84 25% 158 47% 95 28% 337 annoes
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Typology of countries based on size and welfare / ...norpewHo npunmMcaHn Ha NnoHe egHO Cross: Typology of countries based on size and welfare / ...npeHeGpersaHn nnu ga He ca 6unun
apyro dm3mnyecko 3abonsasaHe? B3UMaHM Ha CepUO3HO MUNu Aa ca 6MUnu cYUTaHu 3a NCUXONOrMYEeCKN?
...NMOrPEWHO NPUMMUCAHU HA NOHE EOHO OPYIrO ®U3UYECKO 3ABOJIABAHE? ...NMNPEHEBPEBAHU UN1 OA HE CA 6N BAUMAHU HA CEPUO3HO UK OA CA
BUINM CHUTAHU 3A NCUXONOIMMYECKN?
TYPOLOGY OF OA, HAKOINKO
COUNTRIES HE OA, BEOHBX NMbTU TOTAL TYPOLOGY OF DA, HAKOITKO
BASED ON SIZE COUNTRIES BASED HE OA, BEOHBX NbTU TOTAL
AND WELFARE N % N % N % N % ON SIZE AND
WELFARE N % N % N % N %
Group A ('Eastern
675 38% E 20% 756 42% 1794 100% Group A ('Eastern
Europe’) 806 45% 250 14% 738 41% 1794 100%
Europe')
Group B ('Western
1887 l% 1025 M 2193 43% 5105 100% Group B ('Western
Europe’) 2031 40% 636 12% 2438 48% 5105 100%
Europe')
Group C ('Northern
1325 M m i% 1445 44% 3273 100% Group C ('Nor‘thern
Europe’) 1344 41% 316 10% 1613 49% 3273 100%
Europe')
TOTAL 3887 38% 1891 19% 4 394 43% 10 172
TOTAL 4181 41% 1202 12% 4789 47% 10 172

B Under-represented elements M Over-represented elements

. o - . B Under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 34,8 ; dof= 4.

The relationship is very significant. p-value= < 0,01 ; Chi2= 47,4 ; dof= 4.

Cross: 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.

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.

OA, BEOHBX OA, HAKONKO NbTU HE TOTAL
TYPOLOGY OF COUNTRIES BASED ON SIZE AND WELFARE N % N % N % N %
Group A ('Eastern Europe') 431 24% 861 48% 502 28% 1794 100%
Group B ('Western Europe') 1399 27% 2442 48% 1264 25% 5105 100%
Group C ('Northern Europe') 784 24% 1567 48% 922 28% 3273 100%
TOTAL 2614 26% 4870 48% 2688 26% 10 172

B under-represented elements M Over-represented elements
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Orphacode associated nomenclature (english) / ...norpewHo npunucaHn Ha noHe egHo Apyro mM3nyvecko 3abonsisaHe?

...NOrPEWHO NPUNNCAHU HA NOHE EOHO APYIO ®U3NYECKO 3ABOJIABAHE?

HE AA, BEOHBX OA, HAKONKO NbTU TOTAL
ORPHACODE ASSOCIATED NOMENCLATURE
(ENGLISH) N % N % N % N %
Hereditary hemorrhagic telangiectasia 265 58% 61 13% 132 29% 458 100%
Hypermobile Ehlers-Danlos syndrome 35 11% 31 10% 251 79% 317 100%
Sarcoidosis 36 21% 51 30% 83 49% 170 100%
Classical Ehlers-Danlos syndrome 18 13% 16 12% 103 75% 137 100%
Williams syndrome 76 56% 24 18% 36 26% 136 100%
Cystic fibrosis 67 52% 19 15% 42 33% 128 100%
Myasthenia gravis 38 32% 37 31% 45 38% 120 100%
Systemic sclerosis 44 41% 25 23% 38 36% 107 100%
Tuberous sclerosis complex 63 64% 16 16% 19 19% 98 100%
Neurofibromatosis type 1 58 63% 14 15% 20 22% 92 100%
Interstitial cystitis 9 12% 16 22% 49 66% 74 100%
Addison disease 25 34% 17 23% 31 42% 73 100%
22q11.2 deletion syndrome 37 54% 1 16% 20 29% 68 100%
Chronic inflammatory demyelinating polyneuropathy 24 37% 18 28% 23 35% 65 100%
Perineural cyst 9 14% 7 11% 47 75% 63 100%
Acute inflammatory demyelinating polyradiculoneuropathy 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%
Fragile X syndrome 29 59% 10 20% 10 20% 49 100%
BehA§et disease ) 6% 10 21% 34 72% 47 100%
Primary sclerosing cholangitis 25 54% 10 22% 1" 24% 46 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 4 655,5 ; dof= 3 350.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Orphacode associated nomenclature (english) / ...npeHebpersaHu unu ga He ca 6unNu B3MMaHM Ha CEPUO3HO UITU Aa ca GUNIN cYUTaHU 3a NCUXOSIOrNYECKN?

...NPEHEBPEIBAHU UJIN OA HE CA BUJTM BSUMAHU HA CEPUO3HO U OA CA BUITU CHUTAHU 3A NCUXOJTOMMYECKUN?

ORPHACODE ASSOCIATED NOMENCLATURE (ENGLISH) OA, BEOHBX OA, HAKOJIKO NbTU HE TOTAL
Hereditary hemorrhagic telangiectasia 7% 39% 53% 100%
Hypermobile Ehlers-Danlos syndrome 5% 89% 6% 100%
Sarcoidosis 14% 49% 37% 100%
Classical Ehlers-Danlos syndrome 5% 85% 10% 100%
Williams syndrome 13% 32% 56% 100%
Cystic fibrosis 12% 27% 62% 100%
Myasthenia gravis 19% 43% 38% 100%
Systemic sclerosis 14% 35% 51% 100%
Tuberous sclerosis complex 12% 28% 60% 100%
Neurofibromatosis type 1 17% 37% 46% 100%
Interstitial cystitis 5% 82% 12% 100%
Addison disease 14% 64% 22% 100%
22q11.2 deletion syndrome 4% 41% 54% 100%
Chronic inflammatory demyelinating polyneuropathy 23% 28% 49% 100%
Perineural cyst 10% 83% 8% 100%
Acute inflammatory demyelinating polyradiculoneuropathy 27% 27% 45% 100%
Rett syndrome 10% 50% 40% 100%
Marfan syndrome 15% 46% 38% 100%
Fragile X syndrome 12% 53% 35% 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 4 664,6 ; dof= 3 350.

’ AR
V7o *y
Rare

*
bAS

Barometer EURORDIS
AEURORDIS ¥ INITIATIVE

'RARE DISEASES EUROPE




Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: 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.

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.

OA, BEOHBX OA, HAKOJTKO NbTU HE TOTAL
ORPHACODE ASSOCIATED NOMENCLATURE
(ENGLISH) N % N % N % N %
Hereditary hemorrhagic telangiectasia 124 27% 149 33% 185 40% 458 100%
Hypermobile Ehlers-Danlos syndrome 55 17% 253 80% 9 3% 317 100%
Sarcoidosis 47 28% 97 57% 26 15% 170 100%
Classical Ehlers-Danlos syndrome 24 18% 105 7% 8 6% 137 100%
Williams syndrome 35 26% 43 32% 58 43% 136 100%
Cystic fibrosis 20 16% 48 38% 60 47% 128 100%
Myasthenia gravis 29 24% 60 50% 31 26% 120 100%
Systemic sclerosis 29 27% 42 39% 36 34% 107 100%
Tuberous sclerosis complex 30 31% 22 22% 46 47% 98 100%
Neurofibromatosis type 1 32 35% 24 26% 36 39% 92 100%
Interstitial cystitis 20 27% 52 70% 2 3% 74 100%
Addison disease 28 38% 36 49% 9 12% 73 100%
22q11.2 deletion syndrome 18 26% 21 31% 29 43% 68 100%
Chronic inflammatory demyelinating polyneuropathy 15 23% 31 48% 19 29% 65 100%
Perineural cyst 13 21% 48 76% 2 3% 63 100%
Acute inflammatory demyelinating polyradiculoneuropathy 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%
Fragile X syndrome 23 47% 13 27% 13 27% 49 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 4 559,4 ; dof= 3 350.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Genetic diseases / ...norpewHo npunucaHyn Ha NoHe egHoO Apyro hmsnyecko 3abonsBaHe? Cross: Genetic diseases / ...npeHebpersaHn unu ga He ca 6Mnu B3aMMaHM Ha CEPUO3HO uUnu pga ca
OuUnn cuMTaHu 3a NCUXONIOrMYecKn?

...NMOrPEWHO NPUMUCAHU HA NOHE EAHO OPYIrO ®U3UYECKO 3ABEONABAHE?
...NPEHEBPEIBAHU U OA HE CA BUJIM BBUMAHU HA CEPMO3HO Unu A CA BUIU

HE OA, BEOHBX AA, HAKONKO MbTH TOTAL CUYUTAHU 3A NCUXONOMMYECKU?
GENETIC
DISEASES N % N % N % N % OA, BEOHBX [A, HAKONKO MbTH HE TOTAL
Cone GENETIC
enetic N % N % N % N %
2311 42% 909 17% 2 227 41% 5 447 100% DISEASES ° ° ° °
diseases .
Genetic
i 579 1% 2463 45% 2 405 44% 5 447 100%
Non Genetic diseases
855 33% 602 23% 1170 45% 2 627 100%
diseases .
Non Genetic . . . .
TOTAL 3166 39% 1511 19% 3397 42% 8074 diseases 386 15% s, AT 1007 38% 2627 iz
B Under-represented elements [l Over-represented elements TOTAL 965 12% 3 697 46% 3412 42% 8 074

The relationship is very significant. p-value= < 0,01 ; Chi2= 86,5 ; dof= 2. H Under-represented elements H Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 39,9 ; dof= 2.

Cross: 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.

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.

OA, BEOHBX AA, HAKOJKO NbTU HE TOTAL
GENETIC DISEASES N % N % N % N %
Genetic diseases 1390 26% 2434 45% 1623 30% 5 447 100%
Non Genetic diseases 690 26% 1340 51% 597 23% 2 627 100%
TOTAL 2080 26% 3774 47% 2220 27% 8074

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 47,8 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Point prevalence of the rare disease / ...norpewHo npunMcaHn Ha NoHe egHO ApPYro Cross: Point prevalence of the rare disease / ...npeHebpersaHu unu ga He ca 6NN B3aMMaHU Ha
¢dmsnyecko 3abonasaHe? CEepPUO3HO UM Aa ca UM cYUTaAHU 3a NCUXONOTUYECKU?
...NMOrPEWHO NMPUMUCAHU HA NOHE EOHO OPYIro ®U3NYECKO 3ABOJIABAHE? ...NPEHEBPEIBAHU UN1 OA HE CA 6N BAUMAHU HA CEPUO3HO Unu gA CA bUNu
CUYUTAHU 3A NCUXONOIMMMYECKN?
OA, HAKONKO
POINT HE OA, BEOHBX MbTU TOTAL POINT DA, HAKOITKO
PREVALENCE OF PREVALENCE OF OA, BEOHBX NMbTU HE TOTAL
THE RARE DISEASE N % N % N % N % THE RARE
DISEASE N % N % N % N %
1-5/10 000 1008 42% 418 17% 981 41% 2 407 100%
1-5/10 000 256 11% 1184 49% 967 40% 2 407 100%
1-9/100 000 778 39% 409 20% 812 41% 1999 100%
1-9/100 000 260 13% 845 42% 894 45% 1999 100%
1-9/1 000 000 166 36% 95 21% 198 43% 459 100%
1-9/1 000 000 47 10% 215 47% 197 43% 459 100%
<1/1 000 000 335 39% 124 14% 397 46% 856 100%
<1/1 000 000 111 13% 403 47% 342 40% 856 100%
TOTAL 2 287 40% 1 046 18% 2 388 42% 5721
TOTAL 674 12% 2 647 46% 2 400 42% 5721

B uUnder-represented elements M Over-represented elements
. o o . B under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 24,8 ; dof= 6.
The relationship is very significant. p-value= < 0,01 ; Chi2= 25,1 ; dof= 6.

Cross: Calculation point prevalence / The variable computes the number of times respondents were misdiagnosed an classifies them accordingly.

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.

OA, BEOHBX OA, HAKOJTKO NbTHU HE TOTAL
POINT PREVALENCE OF THE RARE DISEASE N % N % N % N %
1-5/10 000 640 27% 1089 45% 678 28% 2 407 100%
1-9 /100 000 503 25% 925 46% 571 29% 1999 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 1473 26% 2 665 47% 1583 28% 5721

B under-represented elements [l Over-represented elements
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Disease complexity classified into five groups, based on the number of affected body parts./ | Cross: Disease complexity classified into five groups, based on the number of affected body parts. /

...MOrpewHo npunmcaHn Ha NnoHe egHoO gpyro (*)VI3VI'-IeCKO 3abonaBaHe? ...npeHererBaHM U Aa He ca Ounn B3aUMaHU Ha CEepno3HO Unu ga ca Ounn cyuTaHm 3a
NMCUXOJIOrM4YecKn?
...NMOrPELLHO MPUMUCAHW HA MOHE EOHO APYIO ®U3NYECKO 3ABOSNSIBAHE
DISEASE COMPLEXITY ...NMPEHEBPErBAHU UNU A HE CA BN B3UMAHU HA CEPUO3HO UNU JA (
CLASSIFIED INTO FIVE DA, HAKONKO BUINU CYUTAHU 3A MCUXONOMNYECKN?
GROUPS, BASED ON THE HE DA, BEOHBX nbTU TOTAL DISEASE COMPLEXITY
NUMBER OF AFFECTED , . . . CLASSIFIED INTO FIVE OA, HAKONKO
BODY PARTS. N %o N % N % N / GROUPS, BASED ON THE [A, BEOHBbX MbTH HE TOTAL
NUMBER OF AFFECTED
1-3 body parts 2721 45% 1230 20% 2152 35% 6103 10 BODY PARTS. N % N % N % N
4-7 body parts 1016 33% 552 18% 1513 49% 3081 10 1-3 body parts 759 12% 2 405 39% 2939 48% 6103 1
8-11 body parts 229 24% 135 14% 587 62% 951 10 4-7 body parts 385 12% 1592 52% 1104 36% 3081 1
12-15 body parts 43 15% 30 10% 213 74% 286 10 8-11 body parts 79 8% 652 69% 220 23% 951 1
16 body parts or more 7 1% 3 5% 55 85% 65 10 12-15 body parts 17 6% 231 81% 38 13% 286 1
TOTAL 4016 38% 1950 19% 4 520 43% 10 486 16 body parts or more 6 9% 54 83% 5 8% 65 1
B under-represented elements M Over-represented elements L Uz L2l CiRED) il 2L Al pop e
The relationship is very significant. p-value= < 0,01 ; Chi2= 505,4 ; dof= 8. [ ] Under-represented elements [ | Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 533,1 ; dof= 8.

Cross: 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.

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.

DISEASE COMPLEXITY CLASSIFIED INTO AA, BEOHBX OA, HAKONKO NbTU HE TOTAL
FIVE GROUPS, BASED ON THE NUMBER
OF AFFECTED BODY PARTS. N % N % N % N %
1-3 body parts 1656 27% 2 467 40% 1980 32% 6103 100%
4-7 body parts 774 25% 1661 54% 646 21% 3081 100%
8-11 body parts 203 21% 614 65% 134 14% 951 100%
12-15 body parts 46 16% 219 7% 21 7% 286 100%
16 body parts or more 4 6% 57 88% 4 6% 65 100%
B under-represented elements M Over-represented elements ,
Ba)

Rare
Barometer
IRORDIS ¥ INITIATIVE

PR
Dl
*eg, X

A
EURORDIS

'RARE DISEASES EUROPE



Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ﬂper YyrieHoBe Ha CeMeMCTBOTO ca ounu AvnarHoCctmuympaHum CbC CbLOTO 3aboonaBaHe / ... Cross: D,per yrieHoBe Ha CeMeMCcTBOTO ca ounu AunarHoctuumnpaHum CbC CbLLWOTO 3abonaBaHe / ...
norpewHo npunucaHn Ha NnoHe eaHO ApPyro (*)VI3VI‘-IeCKO 3abonaBaHe? npeHe6perBaHV| U Oa He ca Oounu B3aMMaHu Ha Cepuo3HO unu ga ca Ounu cuuTaHu 3a
NCUXONorn4yeckn?
APYIU YNEHOBE ...MOrPELLIHO NMPUMUCAHU HA MOHE EOHO APYIO ®U3NYECKO 3ABONSABAHE?
HA CEMENCTBOTO OPYIN YNEHOBE ...MPEHEBPEMBAHM U OA HE CA BUNU B3UMAHU HA CEPUO3HO UMW OA CA BUNU
CA BUINU DA, HAKONKO HA CUYUTAHU 3A NCUXONOMMYECKUN?
OWATHOCTULIUPA... HE OA, BEOHBX NbTU TOTAL CEMEWCTBOTO
CbC CbLUOTO . . . . CA BN OA, HAKOJIKO
3ABONABAHE N % N %o N %o N %o OUATHOCTULIUP... OA, BEOHBX NMbTU HE TOTAL
CbC CbLUOTO
Oa 697 53% 166 13% 446 34% 1309 100% 3ABONSABAHE N % N % N % N %
He 3104 37% 1639 19% 3679 44% 8 422 100% Na 125 10% 534 41% 650 50% 1309 100%
TOTAL 3801 39% 1805 19% 4125 42% 9731 He 1027 12% 3986 47% 3 409 40% 8422 100%
B Under-represented elements [l Over-represented elements TOTAL 1152 12% 4 520 46% 4 059 42% 9731

The relationship is very significant. p-value= < 0,01 ; Chi2= 130,7 ; dof= 2. B Under-represented elements Ml Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 40,0 ; dof= 2.

Cross: [lpyru uneHoBe Ha CeMeNCTBOTO ca OMnu AMarHocTuuMpaHm cbe cbLoTo 3abonsBaHe / 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.

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.
OPYI'M YNEHOBE HA

CEMEMNCTBOTO CA BUIU OA, BEOHBX OA, HAKOINKO NMbTHU HE TOTAL
OWATHOCTULIMPAHU CBC
CBbLIOTO 3ABONABAHE N % N % N % N %
Ja 323 25% 486 37% 500 38% 1309 100%
He 2190 26% 4093 49% 2139 25% 8422 100%
TOTAL 2513 26% 4 579 A7% 2639 27% 9731

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 100,9 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: C konko pas3nnyiHin meguUuMHCKU cneunanimcTtm ce KOHCymnTupaxrTe (Ha MACTO UNun BVIpTyanHO) B TbpCeHe Ha owarHosara? / ...norpewHo npunucaHn Ha nNnoHe egHoO Ogpyro d)I/I3VI'~IeCKO 3abonsiBaHe?

...NMOrPEIHO NPUNMUCAHU HA NMOHE EAHO APYITO ®U3NYECKO 3ABONABAHE?

C KONKO PA3MTUYHM MEOULIMHCKU CNELUMANUCTYU CE HE [A, BEOHBX [A, HAIKOJKO MbTH TOTAL
KOHCYNTUPAXTE (HA MSICTO UNN BUPTYATHO) B TbPCEHE
HA IMATHO3ATA? N % N % N % N %

0-1 938 72% 181 14% 186 14% 1305 100%
mexay 2 v 4 2091 46% 1092 24% 1386 30% 4 569 100%
mexay 51 7 551 27% 398 20% 1084 53% 2033 100%
mexay 8 1 10 153 19% 134 17% 504 64% 791 100%
Hag 10 283 16% 145 8% 1360 76% 1788 100%
TOTAL 4016 38% 1 950 19% 4520 43% 10 486

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 2 022,5 ; dof= 8.

Cross: C konko pa3nnviHn meguMUuMHCKU cneunanmcTu ce KOHCynTupaxTe (Ha MACTO Unu BMpTyanHO) B TbpCeHe Ha AanarHosara? / ...npeHererBaHM WM ga He ca 6unun BaMMaHu Ha Cepuo3HO Unu ga ca
OMUNKU cYNTaHM 32 NCUXONOrNYecKu?

...NPEHEBPEIrBAHU UNX DA HE CA BUJTU BAUMAHU HA CEPUO3HO UITK A CA BUITU CHUTAHU 3A NMCUXONOITMYECKU?

C KOJKO PA3MTIUYHU MEOULIMHCKU CMELMANIUCTU CE HE OA, BEOHBX DA, HAKOJSKO MbTU TOTAL
KOHCYNTUPAXTE (HA MACTO UMW BUPTYAITHO) B TbPCEHE
HA OUATHO3ATA? N % N % N % N %

0-1 912 70% 116 9% 277 21% 1305 100%
vexay 2 n 4 2309 51% 660 14% 1600 35% 4569 100%
Mexay 5u 7 615 30% 276 14% 1142 56% 2033 100%
Mexay 8 n 10 157 20% 83 10% 551 70% 791 100%
Han 10 313 18% 1111 6% 1364 76% 1788 100%
TOTAL 4306 41% 1246 12% 4934 47% 10 486

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 1 612,0, dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: 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. / ...
npeHe6perBaHn unu ga He ca 6unu B3MMaHU Ha CEPUO3HO UMK Aa ca Gunu cuyMTaHu 3a NCUXONOrM4YecKn?

...NPEHEBPErBAHU U OA HE CA U B3UMAHU HA CEPMO3HO 1N OA CA BUITU CHUTAHU 3A NCUXOIOIMMYECKUN?
HAS THE PERSON AFFECTED BY THE RARE DISEASE

ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE HE OA, BEOHBX OA, HAKOJTKO NbTHU TOTAL
THAT COMPUTES THE NUMBER OF TIMES THE PERSON
AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED. N % N % N % N %
OA, BegHbX 791 29% 337 13% 1555 58% 2683 100%
A, HAKOMKO MbTu 730 15% 909 18% 3379 67% 5018 100%
He 2785 100% 0 0% 0 0% 2785 100%
TOTAL 4306 41% 1246 12% 4934 47% 10 486

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 5 615,6 ; dof= 4.

Cross: A3, Unu nuueTo 3a KoeTo ce rpuxa, 6sxme Haco4YeHU KbM GONTHUYHO OTAENeHue, cneluanu3npaHo 3a pAAKoTo 3abonsiBaHe UNK rpynaTta peaku 3abonsiBaHvs / ...NorpeLwHo NpunucaHnu Ha noHe
eAHo apyro dmsnyecko 3abonsBaHe?

...NMOrPELWHO NPUNNCAHU HA NOHE EOHO APYIO ®U3NYECKO 3ABOJIABAHE?

A3, UINN NNULUEETO 3A KOETO CE 'PNXA, BAXME HACOYEHM HE OA, BEOHBX OA, HAKOJTKO NbTU TOTAL
KbM BOJIHWYHO OTAENEHUE, CNELMATIU3SUPAHO 3A
PAOKOTO 3ABONIABAHE UITUA TPYNATA PEOKU 3ABONABAHUA N % N % N % N %
Ha 2 555 43% 1119 19% 2324 39% 5998 100%
He 1445 33% 813 18% 2157 49% 4 415 100%
TOTAL 4000 38% 1932 19% 4 481 43% 10 413

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 125,0 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: A3, nnu nuueTo 3a KOeTo ce rpuxa, 0s1IXMe Haco4YeHU KbM GONMHUYHO oTaerneHue, cneyunann3npaHo 3a pAaaKkoTo 3abonsiBaHe unu rpynara pegku 3abonsiBaHunA / ...npeHe6perBaHV| Wnu ga He ca 6unu
B3MWMaHN Ha Cepuo3HO Ui ga ca OMnKu cuuTaHM 3a NCUXONOrNYeCcKn?

...NPEHEBPEIBAHU U OA HE CA U B3UMAHU HA CEPMO3HO U A CA BUITU CYHUTAHU 3A NCUXOJTOTMYECKN?

A3, UM NULETO 3A KOETO CE MPUXA, BAXME HACOYEHU HE OA, BEOQHBX JA, HAKONKO NbTU TOTAL
KbM BONMHUYHO OTAOENEHUE, CNELIMANU3UPAHO 3A
PAOKOTO 3ABONSABAHE UIU FPYMNATA PEOKW 3ABONABAHUSA N % N % N % N %
Ja 2772 46% 705 12% 2 521 42% 5998 100%
He 1509 34% 527 12% 2379 54% 4 415 100%
TOTAL 4 281 41% 1232 12% 4900 47% 10 413

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 165,6 ; dof= 2.

Cross: A3, Unu nuueTo 3a KOeTo ce rpuxka, 6sixme Haco4YeHU KbM OONMHUYHO oTAeneHue, crneyManuanpaHo 3a pAAKoTo 3abonsBaHe Uy rpynarta peaku 3abonsasaHus / 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.

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.

A3, UM NULIETO 3A KOETO CE MPUXA, BAXME HACOYEHU OA, BEOHBX OA, HAKOJIKO MbTU HE TOTAL
KbM BONMHUYHO OTAEJIEHME, CMELMATIU3UPAHO 3A
PAOKOTO 3ABONABAHE UIWU rPYNATA PEOKU 3ABONABAHUA N % N % N % N %
Ja 1512 25% 2613 44% 1873 31% 5998 100%
He 1157 26% 2 359 53% 899 20% 4 415 100%
TOTAL 2 669 26% 4972 48% 2772 27% 10 413

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 165,6 ; dof= 2.
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents who said that the rare disease has already been misdiagnosed

KaTto nocneactBue ot norpewHaTa gnarHosa, MoJs, KaXxete HU Aanu Bme Unun nuueTo, 3a KoOeTo ce rpuxuTe...

HE 3HAM/HE CE

ONPEQENEHO BEPOATHO BEPOATHO HE OI'IPEJIEI,IEHEHO OTH“,’?E: 3A TOTAL
...HsIMaxTe J4OCTbN A0 HeobxoaumaTa uHopMaums, 3a a MoXeTe Aa HanpaBuTe MHPOPMUPaH PENPOAYKTUBEH
n3bop, HanpumMep BbB Bpb3Ka C pPELUEHNETO Aanu Aa uMaTe Aela unu He, Unu ganu aa nposexaarte uscneaBaHust 1264 956 810 1621 3050 7701
no Bpeme Ha BpeMeHHOCTTa Unu He
...NMONy4YnXxTe HenoaxoAsaLLM rpuxmu, nedeHne nnn onepaums 2 400 1647 1033 1709 912 7701
...JOCTBMbT BU 40 HAN-NOAXOOSALWMNTE TPUXKN, NevYeHne nnm onepaumus belle 3abaseH 3380 1883 787 973 678 7701
...HAMaxTe AOCTbMN A0 NOAXOAALMUTE FPUXKN, NEeYeHne unu onepauns 2 858 1786 991 1297 769 7 701
...M3NUTaxTe BrnoLwlaBaHe Ha CUMMNTOMUTE 3967 1634 856 724 520 7701
TOTAL 13 869 7 906 4477 6 324 5929 38 505

KaTto nocneactBue ot norpewHaTa gnarHosa, Moss, KaXxete HU Aanun Bune Unun nuueTo, 3a KoeTo ce rpuxunTe...

...HAMaxTe JocTbMN 40 HeobxoaumaTta nHdopmaums, 3a 4a MOXeTe a Harnpas... 16% 12% 21% 40%
...MONyYnXTE HEMOAXOASLLM TPWKU, IeYeHre Unm onepauus 31% 21% 22% 12%
...JOCTBMBbT BY 4O HAN-NOAXOASLLMTE TPUXKM, NeYeHne unu onepaums detue 44% 24% 13% 9%
3abaBeH

...HAMaxTe AOCTbM A0 MNOAXOAALMTE FPUXKN, NeYeHne unu onepauus 37% 23% 17% 10%
...M3nUTaxTe BriowaBaHe Ha CUMNTOMUTE 52% 21% 9% 7%

0% 10% 20% 30% 40% 50% 60% 70% 80% 90% 100%
Percentage
@ OnpeneneHo @ BeposiTHO @ BeposTHO He OnpeaneneHo He He 3Ham/He ce oTHacs 3a meH
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents who said that the rare disease has already been misdiagnosed

Cross: ...norpewHo NpUnucaHun Ha NoHe egHo Apyro musnyecko 3abonsisaHe? / ...HAMaxTe 4OCTHLN A0 HeobxoauMaTa uHgopmaums, 3a Aa MOXeTe Aa HanpaBuUTe MH(POPMUPaH penpoayKTUBEH U3Gop,
Hanpumep BbB Bpb3Ka C pelleHMeTo ganv ga umarte Aeua unuv He, Unuv ganuv ga npoeexaare uscrnegBaHUA Mo Bpeme Ha 6peMeHHOCTTa Unu He

...HAMAXTE OOCTbIN 4O HEOBXOANMATA UH®OPMALINA, 3A IA MOXETE OA HANPABUTE NH®OPMWUPAH PEMNPOAYKTUBEH U3BOP, HANTPUMEP BbB BPb3KA C PELLEHUETO OANN OA UMATE AELIA

...NMOrPEWHO Unu HE, Unu gANU oA NPOBEXAOATE U3CNEOBAHUA MO BPEME HA BPEMEHHOCTTA UINU HE
MPUMUCAHU HA
NMOHE EOQHO HE 3HAM/HE CE OTHACA 3A
OPYIo OMPEAENEHO BEPOATHO BEPOATHO HE OMPEAQENEHO HE MEH TOTAL
DOU3NYECKO
3ABONSABAHE? N % N % N % N % N % N %
OA, BeoHBbX 232 12% 227 12% 231 12% 497 25% 763 39% 1950 100%
OA, HAKOMKO NbTU 885 20% 605 13% 455 10% 824 18% 1751 39% 4 520 100%
He 147 12% 124 10% 124 10% 300 24% 536 44% 1231 100%
TOTAL 1264 16% 956 12% 810 1% 1621 21% 3050 40% 7701

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 128,6 ; dof= 8.

Cross: ...NorpeLwHo NpMnNucaHn Ha NoHe egHoO Apyro musnyecko 3abonsiBaHe? / ...Mony4YnxTe HeNoAXoAsALWM FPUXU, Nle4eHne Unu onepauus

...NMOrPELWHO ...MONYYUXTE HENOOAXOOALLU MPUXIU, NEMYEHUE UK OMNMEPALUA
NMPUMUCAHU HA
NMOHE EOQHO HE 3HAM/HE CE OTHACHA 3A
OPYro ONPEQOENEHO BEPOATHO BEPOATHO HE OMPEQOENEHO HE MEH TOTAL
DPUSUYECKO
3ABONABAHE? N % N % N % N % N % N %
OA, BeOHBX 397 20% 377 19% 288 15% 637 33% 251 13% 1950 100%
JA, HAKOMKO NbTU 1756 39% 1074 24% 556 12% 707 16% 427 9% 4 520 100%
He 247 20% 196 16% 189 15% 365 30% 234 19% 1231 100%
TOTAL 2 400 31% 1647 21% 1033 13% 1709 22% 912 12% 7701

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 542,3 ; dof= 8.
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents who said that the rare disease has already been misdiagnosed

Cross: ...NorpewHo npunucaHn Ha nNnoHe egHoO Opyro dQI/I3VI‘~IeCKO 3abonaBaHe? / ...0OCTBLNBLT BUM JO Han-nogxoasLwwmre rpnXxu, ne4yeHne unun onepauua Oelue 3abaBeH

...NMOrPEWHO ...JOCTBbMNbT BU O HAN-NOOXOOALWMUTE rPUXKWU, NEYEHUE UNU OMNEPALIUA BELLE 3ABABEH
NMPUMNCAHU HA
NMOHE EOQHO HE 3HAM/HE CE OTHACHA 3A
OPYro ONPEQENEHO BEPOATHO BEPOATHO HE OMPEQOENEHO HE MEH TOTAL
DPUSUYECKO
3ABONSABAHE? N % N % N % N % N % N %
OA, BeOHBbX 592 30% 498 26% 273 14% 394 20% 193 10% 1950 100%
OA, HAKOMKO MbTU 2 381 53% 1103 24% 364 8% 369 8% 303 7% 4 520 100%
He 407 33% 282 23% 150 12% 210 17% 182 15% 1231 100%
TOTAL 3 380 44% 1883 24% 787 10% 973 13% 678 9% 7701

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 502,9 ; dof= 8.

Cross: ...NorpeLwHo NpMN1UcaHn Ha NoHe eQHO Apyro hmusmnyecko 3abonsiBaHe? / ...MoNy4YnxTe HeMNOAXOAALM FPUXU, Fle4eHne U onepauus

...NMOIrPELWHO ...MONYYUXTE HENOAXOoOALUN TPUXWN, NEMEHUE UK ONEPALUA
NMPUMUACAHU HA
NMOHE EAOHO HE 3HAM/HE CE OTHACHA 3A
aPyro OMPEOENEHO BEPOATHO BEPOATHO HE ONPEQOENEHO HE MEH TOTAL
PU3NYECKO
3ABONABAHE? N % N % N % N % N % N %
OA, BeaHbX 397 20% 377 19% 288 15% 637 33% 251 13% 1950 100%
OA, HAKOMNKO NbTH 1756 39% 1074 24% 556 12% 707 16% 427 9% 4 520 100%
He 247 20% 196 16% 189 15% 365 30% 234 19% 1231 100%
TOTAL 2 400 31% 1647 21% 1033 13% 1709 22% 912 12% 7701

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 542,3 ; dof= 8.
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents who said that the rare disease has already been misdiagnosed

Cross: ...MorpewHo npunucaHn Ha noHe egHoO gpyro CbVI3VI‘-IeCKO 3abonsiBaHe? / ...m3nuTaxTe BriowlaBaHe Ha CUMMNTOMUTE

...NMOrPEWHO ...USMUTAXTE BJTIOLLABAHE HA CUMNTOMUTE
NPUMUCAHU HA
NMOHE EOQHO HE 3HAM/HE CE OTHACHA 3A
OPYro ONPEQENEHO BEPOATHO BEPOATHO HE ONMPEQOENEHO HE MEH TOTAL
DPUSUYECKO
3ABONSABAHE? N % N % N % N % N % N %
OA, BeOHBbX 747 38% 449 23% 294 15% 314 16% 146 7% 1950 100%
OA, HAKOMKO MbTH 2730 60% 946 21% 390 9% 238 5% 216 5% 4 520 100%
He 490 40% 239 19% 172 14% 172 14% 158 13% 1231 100%
TOTAL 3967 52% 1634 21% 856 1% 724 9% 520 7% 7701

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 532,7 ; dof= 8.

Cross: ...npeHeGpereaHu Unu aa He ca oMM B3MMaHU Ha CEPMO3HO UK Aa ca GUNKM cCYUTaHU 3a NCUXONOrM4eckn? / ...HAMaxTe AOCTbN A0 HeobxoaumaTa nHcpopmauus, 3a Aa MOXeTe Aa HanpaBuTe
MHdopMUpaH penpoayKTUBeH n3bop, Hanpumep BLB Bpb3Ka C pelleHMeTo ganu aa umarte geua Unv He, unuv ganu ga nposexaarte uscregBaH1sa No BpeMe Ha 6peMeHHOCTTa Ui He

...HAMAXTE OOCTbIN A0 HEOBXOOUMATA NH®OPMALUA, 3A OA MOXETE OA HAMNPABUTE UHO®OPMUPAH PEMPOAYKTUBEH U3BOP, HANMPUMEP BbB BPb3KA C PELLEHUETO OANU
OA UMATE OELA UK HE, UNK OANU OA NPOBEXOATE U3CITEABAHNA MO BPEME HA BEPEMEHHOCTTA UJTU HE

...MPEHEBPEIBAHU UINX OA HE CA HE 3HAM/HE CE OTHACH
BN BAUMAHU HA CEPUO3HO UINN OMPEOENEHO BEPOATHO BEPOATHO HE OMPEOENEHO HE 3A MEH TOTAL
OA CA BUNTU CYUTAHU 3A
NMCUXONOMMMYECKU? N % N % N % N % N % N %

OA, BeaHBbX 133 1% 133 1% 141 1% 313 25% 526 42% 1246 100%
JA, HAKOMKO NbTH 1005 20% 665 13% 490 10% 870 18% 1904 39% 4934 100%
He 126 8% 158 10% 179 12% 438 29% 620 41% 1521 100%
TOTAL 1264 16% 956 12% 810 1% 1621 21% 3050 40% 7701

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 235,0 ; dof= 8.
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents who said that the rare disease has already been misdiagnosed

Cross: ...npeHe6perBaHM Wnu ga He ca 6unNM B3aUMaHU Ha Cepuo3HO Unu ga ca Ounun cuuTaHu 3a ncmxornornyeckn? / ...NONy4YnxTe HenogxoadLm rpuxu, ne4eHme nnum onepauuna

...NOJIYYNXTE HENOAXOAALUN rPUXWU, NEMYEHUE UITK OMNMEPALIUA

...NMPEHEBPErBAHU UNW A HE CA HE 3HAM/HE CE OTHACH
BWUNN B3UMAHWU HA CEPUO3HO UMK ONPEOENEHO BEPOSITHO BEPOSITHO HE ONPEOENEHO HE 3A MEH TOTAL

[A CA BUIU CYUTAHU 3A

MCUXONOTMYECKMN? N % N % N % N % N % N %

A, BeHbX 301 24% 237 19% 181 15% 364 29% 163 13% 1246 100%
A, HKOMKO MbTH 1868 38% 1157 23% 573 12% 800 16% 536 1% 4934 100%
He 231 15% 253 17% 279 18% 545 36% 213 14% 1 521 100%
TOTAL 2400 31% 1647 21% 1033 13% 1709 22% 912 12% 7 701

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 531,2 ; dof= 8.

Cross: ...npeHebpereaHn unu ga He ca 6N B3MMaHM Ha CEPUO3HO UMM Aa ca OMNKM CYUTAHU 32 NCUXONOrMYecKn? / ...A0CTBNBLT BUM 40 HaU-NogxoasaLWwmTe rpuxkm, neveHue unm onepaums 6elue sabaseH

...JOCTbMbT B 0O HAN-NOAXOAALWMUTE MPUXN, NEYEHUE UM OMEPALUA BELLE 3ABABEH

...NPEHEBPEBAHU UM 1A HE CA HE 3HAM/HE CE OTHACHA
BUNN B3UMAHU HA CEPUO3HO 1N ONPEOENEHO BEPOAAITHO BEPOSITHO HE OMPEOENEHO HE 3A MEH TOTAL

OA CA BUNWN CYUTAHU 3A

NCUXONOIrNYECKN? N % N % N % N % N % N %

OA, BeaHbX 421 34% 344 28% 152 12% 203 16% 126 10% 1246 100%
OA, HAKOMKO NbTU 2 600 53% 1143 23% 387 8% 400 8% 404 8% 4934 100%
He 359 24% 396 26% 248 16% 370 24% 148 10% 1521 100%
TOTAL 3380 44% 1883 24% 787 10% 973 13% 678 9% 7701

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 619,7 ; dof= 8.
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents who said that the rare disease has already been misdiagnosed

Cross: ...npeHererBaHM Wnu ga He ca 6unNu B3aMaHu Ha Cepuo3HO uUnu ga ca OunM cunTaHU 3a NCUXOSIOrMYeckKkn? / ...HAMaxTe JOCTbN A0 NoaxoAALwmTe rpvXxu, ne4yeHne unun onepayusa

...HAMAXTE OOCTbIN A0 NOAXOAOALUNTE rPUXKW, NEYEHUE UMK ONEPALIUA

...NPEHEEPErBAHU WUNU [IA HE CA HE 3HAM/HE CE OTHACA
BUNN B3UMAHU HA CEPUO3HO UNun ONMPEOENEHO BEPOSITHO BEPOSATHO HE ONPEOENEHO HE 3A MEH TOTAL

OA CA BUNWN CUNTAHM 3A

NCUXONOrNMYECKN? N % N % N % N % N % N %

[A, BeOHBX 319 26% 301 24% 170 14% 300 24% 156 13% 1246 100%
OA, HAKOMKO NbTU 2 280 46% 1193 24% 523 11% 519 1% 419 8% 4934 100%
He 259 17% 292 19% 298 20% 478 31% 194 13% 1521 100%
TOTAL 2858 37% 1786 23% 991 13% 1297 17% 769 10% 7701

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 785,3 ; dof= 8.

Cross: ...npeHebpersaHn unu ga He ca 6UNKM B3MMaHM HA CEPUO3HO UMK Aa ca GUNN CYUTaAHU 3a NCUXONIOrMYEcKU? / ...u3aNuTaxTe BrowasaHe Ha CUMNTOMUTE

...3MUTAXTE BJIOWLABAHE HA CUMINTOMUTE

...NMPEHEGPErBAHW UINU OA HE CA HE 3HAM/HE CE OTHACSA
BUNN B3UMAHU HA CEPUO3HO UNK ONPEOENEHO BEPOSITHO BEPOSITHO HE ONPEOENEHO HE 3A MEH TOTAL

OA CA BUNWN CUNTAHU 3A

NCUXONOrNMYECKU? N %o N % N % N % N % N %

OA, BeOHBX 547 44% 266 21% 188 15% 157 13% 88 7% 1246 100%
[IA, HSIKOIKO MbTH 2945 60% 1010 20% 414 8% 272 6% 293 6% 4934 100%
He 475 31% 358 24% 254 17% 295 19% 139 9% 1521 100%
TOTAL 3967 52% 1634 21% 856 1% 724 9% 520 7% 7701

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 570,3 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents who said that the rare disease has already been misdiagnosed

Cross: 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. / ...
HAIMaxTe JOCTHLN OO HeobxoaumaTta MHpopMaums, 3a a MoXxeTe Aa HanpaBuTe UH(OPMUPaH penpoayKTUBeH N36op, HanpuMep BbLB Bpb3Ka C pelleHMeTo Aanu Aa umarte geua unv He, Unu ganu ga
npoBexpare uscrieqBaHuUA No BpeMe Ha GpeMeHHOCTTa Unu He

...HAMAXTE 0OCTbIl 4O HEOBXOOUMATA NH®OPMALINA, 3A A MOXETE A HANPABUTE NH®OPMUPAH PEMPOAYKTUBEH N3BOP, HANMTPUMEP BbB BPB3KA C
PELWWEHUETO OANU OA UMATE OELA UNU HE, UN OANU OA NMPOBEXOATE U3CINEOBAHUA MO BPEME HA BPEMEHHOCTTA UINU HE
HAS THE PERSON AFFECTED BY THE RARE

DISEASE ALREADY BEEN MISDIAGNOSED? HE 3HAM/HE CE OTHACHA
CALCULATED VARIABLE THAT COMPUTES THE OMPEOENEHO BEPOATHO BEPOATHO HE OMPEAENEHO HE 3A MEH TOTAL
NUMBER OF TIMES THE PERSON AFFECTED BY

THE RARE DISEASE WAS MISDIAGNOSED. N % N % N % N % N % N %
OA, BeHBX 311 12% 300 1% 294 1% 675 25% 1103 41% 2683 100%
OA, HAKOMNKO NbTH 953 19% 656 13% 516 10% 946 19% 1947 39% 5018 100%
He 0 0% 0 0% 0 0% 0 0% 0 0% 0 100%
TOTAL 1264 16% 956 12% 810 1% 1621 21% 3050 40% 7 701

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 99,5 ; dof= 4.

Cross: 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. / ...
nony4ynxrte Henoagxogswmn rpuxu, ne4eHme Unu onepayus

...NOJIYYNXTE HENOAXOAALLN rPUXWU, NEMYEHUE UITK OMNMEPALIUA
HAS THE PERSON AFFECTED BY THE RARE

DISEASE ALREADY BEEN MISDIAGNOSED? HE 3HAM/HE CE OTHACHA
CALCULATED VARIABLE THAT COMPUTES THE ONPEQOENEHO BEPOATHO BEPOATHO HE ONPEOENEHO HE 3A MEH TOTAL
NUMBER OF TIMES THE PERSON AFFECTED BY
THE RARE DISEASE WAS MISDIAGNOSED. N % N % N % N % N % N %
OA, BeaHBbX 515 19% 475 18% 405 15% 864 32% 424 16% 2683 100%
JA, HAKOMKO NbTU 1885 38% 1172 23% 628 13% 845 17% 488 10% 5018 100%
He 0 0% 0 0% 0 0% 0 0% 0 0% 0 100%
TOTAL 2 400 31% 1647 21% 1033 13% 1709 22% 912 12% 7701

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 464,6 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents who said that the rare disease has already been misdiagnosed

Cross: 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. / ...

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.

OA, BegHbX
OA, HAKOMNKO NbTH
He

TOTAL

The relationship is very significant. p-value= < 0,01 ; Chi2= 408,4 ; dof= 4.

ONPEQENEHO

N

%

OOCTbNbLT BM JO Han-noagxoaswmre rpunXxu, ne4yeHne unun onepauyusa Gelle 3abaBeH

...AOCTBbMbT BU A0 HAX-NOOXOAALMUTE MPUXU, NEYEHUE UNN ONEPALNA BELLE 3ABABEH

BEPOSITHO

N %
655 24%
1228 24%
0 0%
1883 24%

B Under-represented elements

HE 3HAM/HE CE OTHACHA

BEPOSITHO HE ONPEQRENEHO HE 3A MEH TOTAL
N % N % N % N %
357 13% 517 19% 333 12% 2683 100%
430 9% 456 9% 345 7% 5018 100%
0 0% 0 0% 0 0% 0 100%
787 10% 973 13% 678 9% 7701

B Over-represented elements

Cross: 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. / ...
HAMaxTe OOCTbLMN A0 NoOAXOAALLUTE FPUXU, NevYeHne unm onepauus

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.

OA, BeaHbX
OA, HAKOMNKO NbTH
He

TOTAL

The relationship is very significant. p-value= < 0,01 ; Chi2= 432,4 ; dof= 4.

OMPEOENEHO

N

|O')
N
N

N
—_
(e
o Is

2 858

%
25%
44%

0%

37%

...HAMAXTE OOCTbI1 A0 NOAXOAALUNTE MPUXKWU, NEYEHUE UITU OMNEPALIUA

BEPOATHO
N %
540 20%
1246 25%
0 0%
1786 23%

B Under-represented elements

HE 3HAM/HE CE OTHACHA

BEPOATHO HE OMPEAENEHO HE 3A MEH TOTAL
N % N % N % N %
422 16% 671 25% 376 14% 2683 100%
569 11% 626 12% 393 8% 5018 100%
0 0% 0 0% 0 0% 0 100%
991 13% 1297 17% 769 10% 7701

B Over-represented elements
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents who said that the rare disease has already been misdiagnosed

Cross: 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. / ...
M3nuTaxTe BriollaBaHe Ha CUMMTOMUTE

...MSNUTAXTE BJIOWLABAHE HA CUMINTOMUTE

HAS THE PERSON AFFECTED BY THE RARE DISEASE HE 3HAM/HE CE

ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE OMPEQENEHO BEPOATHO BEPOATHO HE OMPEAQENEHO HE OTHACA 3A MEH TOTAL

THAT COMPUTES THE NUMBER OF TIMES THE PERSON

AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED. N % N % N % N % N % N %
OA, BeOHBbX 1022 38% 583 22% 370 14% 426 16% 282 1% 2683 100%
OA, HAKOMKO NbTU 2945 59% 1051 21% 486 10% 298 6% 238 5% 5018 100%
He 0 0% 0 0% 0 0% 0 0% 0 0% 0 100%
TOTAL 3967 52% 1634 21% 856 1% 724 9% 520 7% 7701

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 440,8 ; dof= 4.
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Hskora cniy4yBano nm ce e cMMNToOMUTE Ha PAAKOTO BU 3abonsiBaHe ga ca 6unu...

DA,
OA, HAKONKO
BEOHDBX nbTU

...MOrpeLLHO NPUNUcaHn Ha NoHe eaHo

1950 4520
Opyro gpusnyecko 3abonsisaHe?
...NnpeHebperesaHu unu ga He ca ounu
B3MMaHN Ha CepMO3HO Unn Aa ca ounm 1246 4 934
CYMTaHM 3a NCMXONOrM4eckn?
TOTAL 3196 9454

HE

4016

4 306

8 322

TOTAL

10 486

10 486

20 972

Hskora cny4Barno nm ce e CMUMNTOMUTE Ha PAAKOTO BU 3abonsBaHe ga ca 6unu...

...MOrpeLUHO NPUAMCaHN Ha NMoHe eaHO
Apyro dmsmndecko 3abonsasaHe?

...NpeHebpersaHu unu ga He ca 6unu
B3VMMaHu Ha CepUO3HO Unu Aa ca
BGUNU CYMTaHN 3a NCUXONOrNYECKN?

@ [A, BegHbX

38%

41%

@ [A, HAKOMKO MbTH He

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.

N
[A, BeaHbX 2 683
OA, HAKONKO NbTwn 5018
He 2785
TOTAL 10 486

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.

@® [OA Begrbx @ JA, HAKONKO MbTU He
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: NeHeTU4YeH TecT/TecTOBe 3a OTKpuBaHe HAa reHeTu4Hn NnameHeHus (I103HaTVI oLle KaTto Cross: NeHeTU4YeH TecT/TecTOBe 3a OTKpUBaHe Ha reHeTU4YHN N3aMeHeHusA (I103HaTVI oLje Kato mytTauumum
MyTauum nnum BapVIaHTVI) / ...MorpewHo npunnucaHn Ha noHe egHoO gpyro (*)VI3VI‘-IECKO 3abonsaBaHe? nnm BapMaHTVI) / ...npeHe6perBaHM Unu ga He ca Ounu B3MMaHn Ha Cepno3HO nnun ga ca Ounu cyuTaHu
3a NCUXOSIOrMYecKn?
FEHETUYEH ”
TECT/TECTOBE ...NMONPELWHO NPUNUCAHU HA NMOHE EAHO APYIO ®U3UNYECKO 3ABONIABAHE? FEHETUYEH
3A OTKPUBAHE TECT/TECTOBE ...NPEHEBPEBAHU UINU OA HE CA BUJTM BBUMAHU HA CEPUO3HO Ui OA CA BUINU
HA TEHETUYHU 3A OTKPUBAHE CYUTAHU 3A MNCUXONOIMMYECKN?
M3MEHEHUA AA, HAKOIKO
(MO3HATU OLLUE HE AA, BEAHBXK MeTh TOTAL Ha3rnﬁgﬁén::l4
KATO MYTALIY (MO3HATM OLLE HE OA, BEOHBX OA, HAKOJIKO MbTU TOTAL
WU BAPUAHTH) N % N % N % N % KATO MYTALMA
WUNN BAPUAHTW) N % N % N % N %
Oa 2330 42% 969 18% 2191 40% 5490 100%
Oa 2503 46% 606 1% 2 381 43% 5490 100%
He 1369 33% 812 19% 1990 48% 4171 100%
He 1453 35% 529 13% 2189 52% 4171 100%
He 3Ham/He cn
317 38% 169 20% 339 41% 825 100% He 3Ham/He cw
CMOMHAM 350 42% 111 13% 364 44% 825 100%
CMOMHSIM
TOTAL 4016 38% 1950 19% 4 520 43% 10 486
TOTAL 4 306 41% 1246 12% 4934 47% 10 486
B under-represented elements M Over-represented elements
, o L ) B Under-represented elements [l Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 97,5 ; dof= 4.
The relationship is very significant. p-value= < 0,01 ; Chi2= 117,9 ; dof= 4.

Cross: NeHeTMYeH TecT/TecToBe 3a OTKPMBaHe Ha reHeTUYHU U3MEeHeHUA (No3HaTu olle KaTo MyTauuu unu BapmaHTu) / 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.

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.

FEHETUYEH TECT/TECTOBE 3A OTKPUBAHE OA, BEOHBX DA, HAKONKO MbTU HE TOTAL

HA FEHETUYHWN U3MEHEHUA (MO3HATHU

OLLIE KATO MYTALIUX UNU BAPUAHTW) N % N % N % N %
Oa 1428 26% 2419 44% 1643 30% 5490 100%
He 1045 25% 2208 53% 918 22% 4171 100%
He 3Ham/He cu cnoMHsM 210 25% 391 47% 224 27% 825 100%
TMATAI o o2 nro/ E Nn40 AQO0/ o 708 =70/ AN A0

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 96,0 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: [ipyr Tect/TectoBe, KaToO HanpMMep KIIMHUYHU Nperneau, obpasHa gnarHoctuka (AMP,
Cross: [ipyr TecT/TecToBe, KaTo HaNnpUMep KNMMHUYHK nNpernean, o6pasHa anarHocTtuka (SIMP, CKeHep...), bunoncus, 6MOXMMUYHO n3cnenBaHe/nscnenaBaHnA (KPbBHU UM YPUHHU TecToBe...) n ap. /
cKeHep...), Guoncus, GUOXMMUYHO u3cneaBaHe/uscneaBaHUs (KPbBHU U YPUHHYU TECTOBE...) U ...NPeHe6persaHn Unu Aa He ca 6UNM B3MMaHU Ha CEPUO3HO UMK Aia Ca GUMM CUMTaHMU 3a
Ap. / ...norpewHo NpunucaHu Ha nNoHe egHo Apyro dmsnyecko 3abonsasaHe? ncuxonoruyecku?
OPYI TECT/ OPYI TECT/
TECTOBE, KATO TECTOBE, KATO
WEWEE ...NMOMPELLIHO NPUMUCAHM HA NOHE E[JHO IPYIO ®U3UYECKO 3AEONSIBAHE? HANPUMEP
KNMAHUYHU ...NMPEHEBPEBAHU UN gA HE CA N BSAUMAHU HA CEPUO3HO UMK OA CA
MPEMMEAQMN, MPEMMEAQMN, BUNMN CHUTAHU 3A NMCUXOJNTOMMHECKN?
OBPA3HA OBPA3HA
OUWATHOCTUKA OUATHOCTUKA (AMP,
(AMP, CKEHEP...), CKEHEP...),
BUoncus, OA, HAKOMKO BUoncus,
W3CNEOBAHE/ W3CNEOBAHE/ HE AA, BEOHBX NbTU TOTAL
U3CNEABAHUA U3CNEOABAHUA
(KPbBHU UNU (KPbBHU UNA
YPUHHUA YPUHHU TECTOBE...)

TECTOBE...) U AIP. N % N % N % N % W Op. N % N % N % N %
fa 3539 37% 1771 19% 4172 44% 9 482 100% [a 3848 M% 1139 12% 4 495 47% 9 482 100%
He 345 47% 136 19% 252 34% 733 100% He 329 45% 83 1% 321 44% 733 100%
He auan/ue cin He 3Ham/He cu

B Under-represented elements M Over-represented elements 129 48% 24 9% 18 44% 2nM 100%
- / - /
The relationship is very significant. p-value= < 0,01 ; Chi2= 44,3 ; dof= 4. W Under-represented elements Bl Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 11,0 ; dof= 4.

Cross: [Ipyr Tect/TecToBe, KaToO HaNpUMep KNMHUYHU nperneau, obpasHa gnarHoctuka (AMP, ckeHep...), buoncus, buoxnMmmnyHo uscnenBaHe/nscneaBaHnAa (KPbBHU UNKU YPUHHU TecToBe...) u Aap. / 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.

APYI TECT/TECTOBE, KATO HANMPUMEP HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON
KIMMHWYHW NPEMMEQN, OBPA3HA AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.
OUATHOCTUKA (AMP, CKEHEP...), BUOINCUA,
BUOXUMNYHO U3CINEOBAHE/ OA, BEOHBX OA, HAKOJIKO NbTU HE TOTAL
M3CNEAOBAHUA (KPBBHU UM YPUHHA
TECTOBE...) U AP. N % N % N % N %

Oa 2421 26% 4619 49% 2442 26% 9 482 100%
He 196 27% 290 40% 247 34% 733 100%
He 3Ham/He cu cnomHaAM 66 24% 109 40% 96 35% 271 100%
TNTAI 2 Qo2 00/ E Nn10 AQO/ o 70R n70/ 1N A0

B under-represented elements M Over-represented elements
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...He cTe MOIMU Aa cx ro no3sonuTe? / ...MorpewHo NpunucaHn Ha NoHe eaHO JpPyro Cross: ...He cTe MOInM Aa cu ro no3gonurte? / ...npeHe6peresaHn unu aa He ca 6unNu B3aMMaHu Ha
Have you ever c¢pusnyecko sabonaBaHe? Cepuo3HO unu ga ca 6unm cYUTaHu 3a NCUXONOrM4Yeckn?
. Have you ever
needed a genetic .
...MOMPELLHO NPUMWCAHU HA NMOHE EAHO APYIO ®U3NYECKO 3ABONSBAHE? needed a genetic ...NMPEHEBPErBAHU UNW OA HE CA BUINU B3UMAHM HA CEPUO3HO UNW A CA BUNU
test but could not
) test but could not CUYMUTAHMU 3A NCUXONOMMYECKN?
access it because... OA, HAKOMNKO ...HE CTE
...HE CTE MOInu HE OA, BEOHBX NbTU TOTAL aCCRRSHRNEEaHRe. - HE OA, BEOHBX OA, HAIKONKO MbTU TOTAL
ODACUTO ro
NO3BOJINTE? N % N % N % N % NO3BOJINTE? N % N % N % N %
Oa 228 20% 174 16% 715 64% 1117 100% Oa 228 20% 113 10% 776 69% 1117 100%
He 2997 42% 1355 19% 2764 39% 7 116 100% He 3 266 46% 830 12% 3 020 42% 7 116 100%
He ce oTHacs 3a He ce oTHacs 3a
791 35% 421 19% 1041 46% 2 253 100% 812 36% 303 13% 1138 51% 2 253 100%
MeH MeH
TOTAL 4016 38% 1950 19% 4 520 43% 10 486 TOTAL 4 306 41% 1 246 12% 4934 47% 10 486
B under-represented elements M Over-represented elements B Under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 280,9 ; dof= 4. The relationship is very significant. p-value= < 0,01 ; Chi2= 335,4 ; dof= 4.

Cross: ...He cTe mornu ga cu ro no3sonute? / 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.

. HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE PERSON
Have you ever needed a genetic test but AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.
could not access it because...

OA, BEOHBX OA, HAKOJNKO NbTU HE TOTAL
...HE CTE MOIMX OA CU o NO3BOJIUTE? N % N % N % N %
Ja 233 21% 760 68% 124 11% 1117 100%
He 1846 26% 3109 44% 2161 30% 7116 100%
He ce oTHacsa 3a meH 604 27% 1149 51% 500 22% 2 253 100%
TATAI a coa acos E Ao Ao/ a 7om a7os 40 02

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 292,5 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...He e 6un AOCTbNEH BbLB BallaTa cTpaHa? / ...norpeLwHo NpUnucaHn Ha NnoHe eaHo Apyro  Cross: ...He e 6un 4OCTbLNEH BLB BawaTa cTpaHa? / ...npeHe6perBaHu unu ga He ca 6unu B3aMMaHu Ha
Have you ever c¢u3snyecko sabonsBaHe? Have you ever CepUO3HO UNnu aa ca 6unn cYUTaHM 3a NCUXONOTUYECKN?

needed a genetic .
& needed a genetic

test but could not ...MNOrPEWHO NPUMUCAHU HA NMOHE EAHO APYIO ®»U3NYECKO 3ABOJTABAHE? ...NPEHEBPEIBAHU UK OA HE CA BUJTM BBUMAHU HA CEPUO3HO N OA CA BUINU
access.i o test but could not CUUTAHM 3A MCUXONOrMYECKU?
S ifERegatse. - DA, HIKOTKO accessHERRBMKe. .
AOOCTDBIEH BbB HE AOA, BEOHBX NMbTH TOTAL AOOCTBIEH BbB HE OA, BEOHBX AA, HAKOJKO NbTU TOTAL
BALLATA BALLATA
CTPAHA? N % N % N % N % CTPAHA? N % N % N % N %
Ja 305 25% 195 16% 697 58% 1197 100% Ha 348 29% 135 1% 714 60% 1197 100%
He 2 848 42% 1284 19% 2 696 39% 6 828 100% He 3053 45% 788 12% 2987 44% 6 828 100%
He ce oTHacs 3a He ce oTHacs 3a
863 35% 471 19% 1127 46% 2 461 100% 905 37% 323 13% 1233 50% 2 461 100%
MeH MeH
TOTAL 4016 38% 1950 19% 4 520 43% 10 486 TOTAL 4 306 41% 1246 12% 4934 47% 10 486
B uUnder-represented elements M Over-represented elements B under-represented elements M Over-represented elements
The relationship is very significant. p-value= < 0,01 ; Chi2= 171,2 ; dof= 4. The relationship is very significant. p-value= < 0,01 ; Chi2= 140,4 ; dof= 4.

Cross: ...He e 6un gocTbNeH BbLB Bawarta ctpaHa? / 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.

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

Have you ever needed a genetic test but AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.
could not access it because... OA, BEDHBX OA, HAKOJIKO NbTU HE TOTAL
...HE E BUIN OOCTBNEH BbB BALLUATA
CTPAHA? N % N % N % N %

Oa 252 21% 756 63% 189 16% 1197 100%
He 1769 26% 3016 44% 2043 30% 6 828 100%
He ce oTHacsa 3a meH 662 27% 1246 51% 553 22% 2 461 100%
TMATAI o O neo/ E Nn40 AQ0/ n 70 n70/ AN Ao

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 190,3 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: ...MeguUUMHCKUTEe crieluanucTy ca ce NpoTUBONOCTaBUIIM UIN He ca BUNK [OCTaTb4YHO
po6pe nHcopmmpaHun? / ...norpeHo NPUNUcaHn Ha NoHe eaHo Apyro dmMsnyecko 3abonsisaHe?

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

MEOUUMHCKUTE

CNEUMANUCTU
CA CE
NMPOTUBOIOCT...
NN HE CA BUNTUN HE OA, BEOHBX
OOCTATBYHO
OOBPE
NMHOOPMUPAHU? N % N %
Oa 594 21% 463 17%
He 2 641 48% 1 069 19%
He ce oTHacs 3a
781 37% 418 20%
MeH
TOTAL 4016 38% 1950 19%

B Under-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 715,0 ; dof= 4.

OA, HAKOJKO
NMbTU
N %
1748 62%
1846 33%
926 44%
4 520 43%

B Over-represented elements

...MNOrPEWHO NMPUMUCAHU HA NMOHE EAHO APYIO ®»U3NYECKO 3ABOJIABAHE?

TOTAL
N %
2 805 100%
5 556 100%
2125 100%
10 486

Cross: ...MeguUUHCK1UTEe cneuuanuncTu ca ce npoTuBonocTaBUIIN UK He Ca Ounn goctaTb4HO .qo6pe

nHcopmmpaHun? / ...npeHedGpersaHn unu ga He ca 6unNu BaMMaHM Ha CepUO3HO UM ga ca unu

MEOUUMHCKUTE
CNEUMANNCTHU
CACE
nPOTUBOINOC...
WIK HE CA
BUIN
AOOCTATBbYHO
OOBPE
NH®OPMUPAH...

[a
He

He ce oTHacs 3a

MeH

Have you ever needed a genetic test SUPEBHIH R SRERECRBIES ...

...NPEHEBPErBAHU U OA HE CA U B3UMAHU HA CEPMO3HO 1N A CA BUIU

CYUTAHU 3A NMCUXONOIrMYECKN?

OA, HAKOJIKO
HE OA, BEOHBX NMbTHU TOTAL
N % N % N % N %
552 20% 329 12% 1924 69% 2 805 100%
2913 52% 656 12% 1987 36% 5556 100%
841 40% 261 12% 1023 48% 2125 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 916,3 ; dof= 4.

Cross: ...MeAULMHCKUTEe crneuuanucTy ca ce NpoTMBONOCTaBUIIM UITU He ca 6unn goctatbyHo fo6pe nHgopmupanu? / 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.

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

...MEONLUMUHCKUTE CNELUUAJINCTU CA CE
NPOTUBOMOCTABWUITU UINN HE CA BUITU

OOCTATBbYHO JOBPE NH®OPMUPAHU? N
da 645
He 1453
He ce oTHacs 3a meH 585
TATAI n coa

The relationship is very significant. p-value= < 0,01 ; Chi2= 797,1 ; dof= 4.

OA, BEOHDBX

OA, HAKOJIKO NMbTHU

N

1873

2115

1030

E n40

B Under-represented elements

%
67%
38%

48%

AQO/

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.

HE TOTAL
N % N %
287 10% 2805 100%

1988 36% 5 556 100%
510 24% 2125 100%

n 708 e an a0z

B Over-represented elements
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: [10KONKOTO BN € U3BECTHO, FTeHeTUYHUAT TecT/TecToBe, KOUTO ca BU OuUnun HanpaBeHW, ca nacrnegBanu... / ...MorpewHo npunucaHn Ha noHe egHoO Apyro (*)Vl3|/|'~leCKO 3abonsBaHe?

...NMOrPELIHO NPUNMUCAHU HA NMOHE EAHO APYITO ®U3NYECKO 3ABOJIABAHE?

AJOKOINKOTO BU E UBBECTHO, FTEHETUYHUAT TECT/ HE OA, BEOHBX OA, HAKOJIKO MbTU TOTAL
TECTOBE, KOUTO CA B/ BUITU HANPABEHMU, CA
W3CNEOBANMN... N % N % N % N %

Camo eauH reH 632 43% 269 18% 559 38% 1460 100%
Hsikonko reHa eqHOBPEMEHHO (CEKBEHMpPAHE Ha reHHM

641 37% 307 18% 783 45% 1731 100%
naHenmu)
Lisanoto [HK (cekBeHupaHe Ha Lenus reHom) 398 45% 157 18% 325 37% 880 100%
Bcuukuy reHn (cekBeHMpaHe Ha Lienus ek3om) 221 39% 97 17% 249 44% 567 100%
Tymop (reHeTu4HO nNpodhunmupaHe Ha TyMop) 48 36% 32 24% 55 41% 135 100%
Opyru (enureHom, PHK n gp.) 47 40% 17 15% 53 45% 117 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 44,3 ; dof= 12.

Cross: [10KONKOTO BU € U3BeCTHO, FeHETUYHUAT TecT/TecToBe, KOUTO ca BU Gunun HanpaBeHW, ca uacnegBanu... / ...npeHererBaHM WUNU ga He ca 6MNM B3MMaHu Ha Cepuo3HO unu ga ca Ounu cuuTaHm 3a
NMCUXONIOrM4yecKkn?

...NPEHEBPEIBAHU U OA HE CA BT B3UMAHU HA CEPUO3HO 1IN A CA BUITU CHUTAHU 3A NCUXOJTOTMYECKN?

AOKOJIKOTO BU E U3BECTHO, FTEHETUYHUAT TECT/ HE OA, BEOHBX AA, HAKONKO NbTU TOTAL
TECTOBE, KOUTO CA B BUINUA HANPABEHU, CA
W3CNEOBAIMN... N % N % N % N %
Camo eanH reH 670 46% 153 10% 637 44% 1460 100%
Hskonko reHa eqHOBPEMEHHO (CEKBEHMPAHE Ha rEeHHW NaHenm) 735 42% 177 10% 819 47% 1731 100%
Lismoto AHK (cekBeHupaHe Ha Lenusi reHoMm) 441 50% 110 13% 329 37% 880 100%
Bcuukum reHn (cekBeHnpaHe Ha Lienus eK3om) 271 48% 68 12% 228 40% 567 100%
Tymop (reHeTu4HO nNpodhunmpaHe Ha TYMop) 52 39% 21 16% 62 46% 135 100%
Opyrv (enureHom, PHK v gp.) 43 37% 20 17% 54 46% 117 100%

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 37,2 ; dof= 12.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: [10KONKOTO BN € U3BECTHO, FTeHeTUYHUAT TecT/TecToBe, KOUTO ca BU Ounu HanpaBeHU, ca nscnegBanu... / 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.

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.

OOKOINKOTO BU E UBBECTHO, TEEHETUYHUAT TECT/ OA, BEOHBX OA, HAKOIKO MbTU HE TOTAL
TECTOBE, KOUTO CA B BUINMUA HANPABEHHU, CA
W3CNEOBANMW... N % N % N % N %
Camo eunH reH 389 27% 624 43% 447 31% 1460 100%
HsKonko reHa eAHOBPEMEHHO (CEKBEHUPAHEe Ha reHHW NaHenn) 449 26% 844 49% 438 25% 1731 100%
Lanoto AHK (cekBeHnpaHe Ha Lenuns reHom) 225 26% 363 41% 292 33% 880 100%
Bcuukum reHn (cekBeHnpaHe Ha Lienus eK3om) 141 25% 269 47% 157 28% 567 100%
Tymop (reHeTu4HO npodhunupaHe Ha TyMop) 31 23% 67 50% 37 27% 135 100%
Opyru (enureHom, PHK n gp.) 32 27% 58 50% 27 23% 117 100%
He 3Ham 363 24% 672 44% 476 32% 1511 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 37,6 ; dof= 12.

Cross: Hakora Tbpcunu nu cTe YacTHa KNIMHUKa Unu nabopatopus 3a npoBexaaHe Ha reHeTUYHU TeCcTOBe 3a AMarHoCTUKa Ha 3abonsiBaHeTo BU? / ...MOrpeLIHOo NPUNUCaHN Ha NOHe eqHO ApYro husn4vecko
3abonsaBaHe?

...NMOrPELHO NPUMUCAHU HA NOHE EAHO OPYIrO ®U3UYECKO 3ABEO0NABAHE?

HAKOrA TbPCUINN NN CTE YACTHA KINTUMHUKA UINMU OA, BEOHBX OA, HAKOJIKO NbTU HE TOTAL
JIABOPATOPUA 3A NPOBEXOAHE HA TEHETUYHU
TECTOBE 3A OUATHOCTUKA HA 3ABONABAHETO BU? N % N % N % N %
OA, BeOHBX 121 21% 260 44% 209 35% 590 100%
OA, HAKOMKO NbTU 40 15% 152 57% 74 28% 266 100%
HE, Hukora 808 17% 1779 38% 2 047 44% 4 634 100%
TOTAL 969 18% 2191 40% 2 330 42% 5490

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 52,4 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Hskora TbpPCUIIN NN CTe HaCTHa KJIMHUKa unu naﬁopaTopvm 3a npoBexpaHe Ha reHeTU4YHU TeCTOoBEe 3a ANAarHOCTUKa Ha 3abonsBaHeTo BU? / ...npeHererBaHM Wnu ga He ca 6MNM B3MMaHu Ha
Cepno3HO nnun aa ca OMNKU cYuTaHM 3a NCUXONOrNYEeCKn?

...NPEHEBPEIBAHU U OA HE CA UM BBUMAHU HA CEPUO3HO U OA CA BUITU CHUTAHU 3A NCUXOINOIMYECKUN?

HSKOrA TbPCUINU NN CTE YACTHA KITMHUKA Unu OA, BEOHBX OA, HAKONKO NbTHU HE TOTAL
NABOPATOPUSA 3A MPOBEXOAHE HA FrEHETUYHU
TECTOBE 3A IUATHOCTUKA HA 3ABONABAHETO BU? N % N % N % N %
JOA, BeOHBX 75 13% 277 47% 238 40% 590 100%
OA, HAKOMKO MbTU 32 12% 144 54% 920 34% 266 100%
HE, Hukora 499 1% 1960 42% 2175 47% 4634 100%
TOTAL 606 11% 2 381 43% 2503 46% 5490

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 25,6 ; dof= 4.
Cross: HAkora Tbpcunu nu cTe YacTHa KINIMHUKa Unu nabopatopus 3a npoBexaaHe Ha reHeTUYHU TeCTOBe 3a AuarHocTuka Ha 3abonsBaHeto Bu? / 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.

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.

HAKOrA TbPCUINU NN CTE YACTHA KITMHUKA Unu OA, BEOHBX OA, HAKONKO NbTHU HE TOTAL
NABOPATOPUSA 3A MPOBEXOAHE HA FrEHETUYHU
TECTOBE 3A OJUATHOCTUKA HA 3ABONABAHETO BU? N % N % N % N %
A, BeOHBbX 151 26% 297 50% 142 24% 590 100%
OA, HAKOMKO NbTU 49 18% 166 62% 51 19% 266 100%
HE, Hukora 1228 26% 1956 42% 1450 31% 4634 100%
TOTAL 1428 26% 2419 44% 1643 30% 5490

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 55,5 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Kato usano, [OKONKo cTe y4OBrNeTBOPEHU OT Ha4MHa, NO KOMTO BU bsixa npegoctaBeHn pesyntatute ot TEHETUMHUTE TECTOBE? / 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.

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.

KATO LUANO, OOKOJNKO CTE YOOBJNIETBOPEHWU OT HAYMHA, OA, BEOHBX OA, HAKOJKO NbTU HE TOTAL
NO KOUTO BU BAXA NMPEAOCTABEHU PE3YNTATUTE OT
FrEEHETUYHUTE TECTOBE? N % N % N % N %

MHoro HeygoBneTBopeH/a 155 27% 283 49% 134 23% 572 100%
HeynoBneTtBopeH/a 159 26% 335 54% 129 21% 623 100%
HuTO ynoBneTBopeH/a, HATO HEeyLOBMNETBOPEH/a 306 26% 572 49% 281 24% 1159 100%
YooBneTBopeH/a 518 27% 773 40% 639 33% 1930 100%
MHoro ynoeneTsopeH/a 222 24% 323 35% 378 41% 923 100%
He 3Ham 68 24% 133 47% 82 29% 283 100%
TOTAL 1428 26% 2419 44% 1643 30% 5490

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 134,4 ; dof= 10.

Cross: Cneq npoBexaaHe Ha u3cneaBaHusita 6elle nNu BY NpearoXxeHa reHeTUYHa ncuxorepanus (Hanp. nony4yMxre nu uHdopmaLms No KakbB HaYMH FEHETUYHOTO BM CbCTOsIHME OU MOrTo Aa ce oTpa3u Ha
Bac un Baweto cemenctBo)? / 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.

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

CNEQ NPOBEXOAHE HA U3CINNEOBAHUATA BELLE I PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.

BU NPEANOXEHA TEHETUYHA NCUXOTEPANUA (HAMP.

NONYYUXTE NI AHOPOPMALIUA MO KAKbB HAYUH OA, BEOHBX OA, HAKOJNIKO NbTU HE TOTAL

FEHETUYHOTO B CbCTOAHWUE BU MOIO AA CE

OTPA3U HA BAC U BALLETO CEMEWACTBO)? N % N % N % N %

OA, OT reHeTUYeH KOHCYNTaHT UMK KIMHUYEH reHeTUK 565 26% 813 38% 759 36% 2137 100%
OA, oT MeguumHCcKn cneumanmct S8 27% 496 42% 370 31% 1179 100%
HE, He mu Gelle npeanoxeHa reHeTMYHa ncuxorepanms 452 26% 946 53% 372 21% 1770 100%
He cbMm curypeH(a)/He cu cnoMHsaM 98 24% 164 41% 142 35% 404 100%
TOTAL 1428 26% 2419 44% 1643 30% 5490

B under-represented elements M Over-represented elements
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: NeHeTnyeH Tect/TectoBe / 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.

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.

OA, BEOHDBX OA, HAKOJITKO MbTU HE TOTAL
FEHETUYEH TECT/TECTOBE N % N % N % N %
[a 219 26% 397 48% 215 26% 831 100%
He 1171 26% 1967 44% 1377 30% 4515 100%
He 3Ham 37 26% 55 38% 51 36% 143 100%
TOTAL 1427 26% 2419 44% 1643 30% 5489

B Under-represented elements M Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 10,5 ; dof= 4.

Cross: [lpyrv AMarHocTM4HM uscrneaBaHus, KaTo KNMHUYHY npernean, oobpasHa anarHoctuka (FIMP, ckeHepu... ), Buoncusa nnm 6MoxMmmnyHn nscneaBaHus (KPbBHU UK YPUHHU TecToBe... ) n ap. / 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.

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

APYITU OAUATHOCTUYHU U3CNEOBAHUA, KATO PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.
KNMWHWYHU NPEMMEQW, OBPA3HA OUATHOCTUKA (MP,
CKEHEPM... ), BUOMNCUSA UNU BUOXUMUYHIU OA, BEOHBX OA, HAKONKO MbTHU HE TOTAL
WU3CNEOBAHUSA (KPbBHW UNWU YPUHHU TECTOBE... ) U
OP. N % N % N % N %

Ja 337 24% 768 55% 298 21% 1403 100%
He 2036 26% 3780 48% 2092 26% 7908 100%
He 3Ham 48 28% 71 42% 51 30% 170 100%
TOTAL 2421 26% 4619 49% 2 441 26% 9 481

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 29,2 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: [lonbiHUTeNHAa KOHCYNTaLMA OT MeAULIMHCKO nuue, CrneuuanucT no psakoTo 3abonsaBaHe (Ha mscto unu BuptyanHo) / 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.

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.

OOMBbJIHUTENTHA KOHCYNTALUA OT MEOULMHCKO OA, BEOHDBX OA, HAKOJIKO NMbTU HE TOTAL
JIMLE, CNEUUATIUCT NO PAOKOTO 3ABONIABAHE (HA
MACTO UINU BUPTYAITHO) N % N % N % N %
[a 529 25% 1086 52% 468 22% 2083 100%
He 2095 26% 3 856 47% 2243 27% 8194 100%
He 3Ham 59 28% 76 36% 74 35% 209 100%
TOTAL 2683 26% 5018 48% 2785 27% 10 486

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 36,8 ; dof= 4.

Cross: 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. / ...
ncuxorornyecka nogkpena

...NNCUXOJTIOMMMYECKA MNMOAKPENA

OA, HO HE
HAS THE PERSON AFFECTED BY THE RARE DISEASE OA U OOCTATBYHO 3A OOCTATBYHO 3A
ALREADY BEEN MISDIAGNOSED? CALCULATED MOKPUBAHE HA OA, HO HAMAM/HAMAX NMOKPUBAHE HA HE, HO HAMAM/HAMAX HE, HO UMAM/UMAX
VARIABLE THAT COMPUTES THE NUMBER OF TIMES HYXXOUTE MU HYXOA HY>XOUTE MU HYXXOA HYXXOA TOTAL
THE PERSON AFFECTED BY THE RARE DISEASE WAS
MISDIAGNOSED. N % N % N % N % N % N %

OA, BeOHbX 232 9% 237 9% 205 8% 802 30% 1207 45% 2683 100%
OA, HAKOMKO NbTH 358 7% 376 7% 586 12% 1271 25% 2427 48% 5018 100%
He 332 12% 342 12% 161 6% 1092 39% 858 31% 2785 100%

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 416,1 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...nogkpena B KOOPAMHUPAHETO Ha rPUXKNTE, KaTo HanpuMep NOMOLL 3a OTKpUBaHe Ha HeobxoaumaTta uHcgopmauma 3a 3abonsiBaHeToO U TOYHUTE CNeLManucTu, opraHM3MpaHe Ha nperneau c
pas3nuyHu 3apaBHu npocecnoHanucTu n gp. / 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.

...NOAOKPENA B KOOPOUHUPAHETO HA TPUXWUTE, KATO HAS THE PERSON AFFECTED BY THE RARE DISEASE ALREADY BEEN MISDIAGNOSED? CALCULATED VARIABLE THAT COMPUTES THE NUMBER OF TIMES THE
HAMPUMEP NOMOLL 3A OTKPUBAHE HA PERSON AFFECTED BY THE RARE DISEASE WAS MISDIAGNOSED.
HEOBXOOUMATA UHOOPMALUA 3A SABONABAHETO U
TOYHUTE CNELUMANTUCTU, OPTAHU3UPAHE HA OA, BEOHBX OA, HAKOJNKO NbTU HE TOTAL
NPEMEQN C PA3NTUYHU 30PABHU
MPO®ECUOHANUCTU U OP. N % N % N % N %
OA n poctaTbyHO 3a NOKPMBAHE Ha HYXAUTE MU 525 25% 682 33% 876 42% 2 083 100%
OA, HO HAMaM/HAMaX HyXxaa 106 27% 127 32% 158 40% 391 100%
OA, Ho HE gocTaTbyHO 32 NOKpUBaHE Ha HyXauTe Mu 395 27% 744 51% 324 22% 1463 100%
HE, Ho HAMAM/HAMAX Hyxaa 423 26% 556 34% 648 40% 1627 100%
HE, HO umam/umax Hyxaa 1234 25% 2909 59% 779 16% 4 922 100%
TOTAL 2683 26% 5018 48% 2785 27% 10 486

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 866,1 ; dof= 8.

Cross: 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. / ...
c¢mHaHcoBa nogKkpena, BKIIOYUTENTHO NeHCUA no 6onecT

...0OMHAHCOBA NOAKPEMA, BKITKOYUTENHO NMEHCUA NO BOJIECT

HAS THE PERSON AFFECTED BY THE RARE DISEASE OA U JOCTATBYHO 3A OA, HO HE JOCTATBbYHO
ALREADY BEEN MISDIAGNOSED? CALCULATED NMOKPUBAHE HA OA, HO HAMAM/HAMAX 3A NMOKPUBAHE HA HE, HO HAMAM/HAMAX HE, HO UMAM/MMAX
VARIABLE THAT COMPUTES THE NUMBER OF TIMES HYXOUTE MU HYXOA HYXOUTE MU HYXOA HYXOA TOTAL
THE PERSON AFFECTED BY THE RARE DISEASE WAS
MISDIAGNOSED. N % N % N % N % N % N %

JA, BeOHBbX 339 13% 61 2% 306 1% 958 36% 1005 38% 2 669 100%
OA, HAKOMKO NbTH 526 11% 79 2% 633 13% 1443 29% 2 291 46% 4972 100%
He 540 19% 103 4% 293 1% 1143 41% 693 25% 2772 100%
TOTAL 1405 13% 243 2% 1232 12% 3544 34% 3989 38% 10 413

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 436,6 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Bue, unu nmueTo 3a KOeTo ce rpuxute, nogabpxare M Bpb3Ka C APYrM XOpa CbC CbLOTO PAAKO 3abonsiBaHe Uu ¢ HeguarHocTuuupaHo psigko sabonsaBaHe? / 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.

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.

BUE, UNN NNLEETO 3A KOETO CE TrPXKWUTE, NOOAOBLPXATE N OA, BEOHBX OA, HAKOJIKO NbTU HE TOTAL
BPB3KA C APYI'M XOPA CBbC CbLIOTO PAOKO 3ABONABAHE UM C
HEOWATHOCTULIMPAHO PSAIKO 3ABONABAHE? N % N % N % N %

[JA, nocpeacTBOM nauMeHTCcKa opraHmM3aums 1389 26% 2 465 46% 1472 28% 5 326 100%
OA, nocpeacTtBoOM OHNamH O6LLHOCTY 1264 25% 2602 52% 1126 23% 4 992 100%
OA, nocpeacTBOM pervoHanHy Mpexu (Hanp. y4nnuiia) 103 24% 224 51% 109 25% 436 100%
HE, nopaau 3aTpygHeH OOCTbM (Hanp. e3UKOoBM Ui TEXHNYeckn baprepw) 42 22% 100 53% 48 25% 190 100%
HE, Tbl1 kaTo He ycnsax Aa OTKpMs ApYyri Xopa CbC CbLOTO 3abonsiBaHe 325 25% 634 48% 351 27% 1310 100%
HE, 3awoTo a3 He nckam 142 26% 215 39% 190 35% 547 100%
Opyro, yTouHeTe 128 25% 233 45% 153 30% 514 100%
TOTAL 2683 26% 5018 48% 2785 27% 10 486

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 84,3 ; dof= 12.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Chapter 11.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

HE 3HAM/
HE CH
AA HE CMOMH... TOTAL leHeTMYeH TECT/TeCToBE 3a OTKpUBaHE 52% 8%
Ha reHeTUYHIN U3MEHEHNS (MO3HaTK
FeHeTYeH TeCT/TeCToBe 3a OTKPMBAHE Ha reHEeTUYHM 5 490 4171 - 10 486 OLLIE KATO MyTALIMY MM BAPUAHTH)

N3MeHeHns (Mo3HaTK oLe KaTo MyTaLum Unn BapuaHTu)

0, 0,
ﬂpyr TeCT/TeCTOBe, KaTo HanpumMep KrnMHUYHKU nperneau, Dapyr TeCT/TeCTOBe, KATO HATPUMEP ... A)
o6pasHa guarHoctuka (AMP, ckeHep...), Groncus, BUOXUMNYHO

sz T 2 e 0% 20% 40% 60% 80% 100%

n3cnenBaHe/uscnenBaHns (KpbBHU U YPUHHU TECTOBE...) U
Percentage

ap.
® Oa ® He He 3Ham/He cu cnoMHAM

Cross: Genetic diseases / leHeTU4eH TecT/TecTOBe 3a OTKpUBaHe Ha reHeTUYHU U3MEeHEeHUs (MO3HATU OLle KaTo
MyTauuu Unu BapuaHTn)

FEHETUYEH TECT/TECTOBE 3A OTKPUBAHE HA TEHETUYHU M3MEHEHWUA (MO3HATU OLLLE KATO
MYTALWUN UNTN BAPUAHTW)

HE 3HAM/HE CH

OA HE CMOMHSAM TOTAL
GENETIC DISEASES N % N % N % N %
Genetic diseases 3862 71% 1338 25% 247 5% 5447 100%
Non Genetic diseases 540 21% 1760 67% 327 12% 2 627 100%
TOTAL 4 402 55% 3098 38% 574 7% 8 074

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 1 811,7 ; dof= 2.
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Only respondents who had genetic tests

Sample size 10486 responses

Hskora CIly4yuIo nuv ce e ga ce HyXgaete OT reHeTU4eH TeCT, HO Aa He MOXeTe Aa ro Hanpasure,

3auloTo...
HE CE
OTHACA

OA HE 3A MEH TOTAL

...He cTe MOornu ga cu ro nos3sonurte? 1117 7116 2253 10 486

...He e bun gocTbMNeH BLB Baluata cTpaHa? 1197 6 828 2 461 10 486
...MeanUMHCK1TE crneumnanncTi ca ce NpoTMBOMOCTaBUIU

2 805 5 556 2125 10 486

Unu He ca Gunu gocTtaTbyHO A06pe HDOPMUpPaHn?

Hskora cny4yuno nu ce e aa ce Hyxagaete OT reHeTU4YeH TeCT, HO Aa He MOXeTe Aa ro HanpaBuTe,

3awoTo...

...He cTe Mornu aa cu ro no3sonute? 1% 21%

...He e 61N AocTbheH BbB BallaTa 1% 23%
cTpaHa?
...MeauLNHCKMUTE cneumanunucTu ca ... 27% 20%
® [a ® He He ce oTHacs 3a meH

[ OKONKOTO B € N3BeCTHO, FreHEeTUYHUAT TecT/TecToBe, KOUTO ca By Gunm HanpaBeHu, ca

nscnegBanu...
N

Camo eauH reH 1460
Hskonko reHa eqHOBPEMEHHO (CEKBEHMPaHe Ha reHHW NaHenu) 1731
Lisnoto [IHK (cekBeHupaHe Ha Lenvs reHom) 880
Bcuykm reHn (cekBeHpaHe Ha Lienus eK3om) 567
Tymop (reHeTU4HO NpodunmnpaHe Ha Tymop) 135
Opyru (enureHom, PHK 1 ap.) 117
He 3Ham 1511
TOTAL 5490

[lOKONKOTO BM € N3BeCTHO, FeHeTUYHUAT TecT/TecToBe, KOUTO ca BM GUNK HanpaBeHHu, ca
uscrnepBanu...

Camo eavH rex 27%

(cekBeHMpaHe Ha reHHW NaHernm)
Lienns reHom)
Bcuukm reHn (cekBeHnpaHe Ha Lenus _ 10%

€K30M)

Tymop (reHeTn4YHO nNpodunupaHe Ha 2%
Tymop)

Opyru (enureHom, PHK v ap.) 2%

He 3Ham 28%
34
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses
Only respondents who had genetic tests

Hskora Tbpcunu nu cTe YacTHa KIIMHMKa UNu nabopatopus 3a NpoBeXaaHe Ha reHeTUYHU Hsikora Tbpcunu nu cTe YacTHa KIIMHMKA UK nabopaTopus 3a NpoBeXaaHe Ha reHeTUYHU TeCcToBe 3a
TeCcToBe 3a AMarHOCTUKa Ha 3abonaBaHeTo BU? ANarHoCTukKa Ha 3abonsaBaHeTo BU?
N
OA, BeOHbX 590 OA, BeOHbX - 1%
OA, HAKONKO NbTn 266
HE, Hukora 4 634 OA, HAKOMKO MbTH . 5%
TOTAL 5490
HE, Hukora 84%
KaTo usno, noKonko cte yaoBNeTBOPEHU OT Ha4YMHa, MO KOMTO BU DsiXxa npegocTaBeHun KaTo usno, noKonko cte yaOBNeTBOPEHU OT Ha4YMHa, MO KOUTO BU Osixa npeAocTaBeHU pe3ynTaTute ot
pesyntatute ot FTEHETUMHUTE TECTOBE? FrEEHETUYHWUTE TECTOBE?
N
MHoro HeyoBrneTBOpeH/a _ 10%
MHoro HeygoBneTBopeH/a 572
HuTo ynoBneTBopeH/a, HUTO HeyAoBNeTBOPeH/a 1159 HWTO yOBNIETBOPEH/a, HITO _ 21%
YooBneTBopeH/a 1930 HeyAoBneTBopeH/a
MHoro yooBneTBopeH/a 923
He 3Ham 283 MHoro ynoBneTBopeH/a 17%
TOTAL 5490

He 3Ham 5%

) et v
V7o *3
Rare

%
DA
Barometer  EURORDIS

AEURORDIS ¥ INITIATIVE 'RARE DISEASES EUROPE




Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Only respondents who had genetic tests

Cne.q npoBexpaHe Ha n3cnegBaHUATa Oewe nu BU npegrnoXxeHa reHeTu4Ha ncuxortepanuma Cne,q npoBexgaHe Ha n3cnegBaHUATa Oewe nu BU npegnoXxeHa reHeTu4Ha ncuxortepanuna
(Hanp. nony4dyunxrte nu VIH(bOpMaLIMﬂ Nno KakbB Ha4UH reHeTUYHOTO BU CbLCTOSAHUE OU MOrno Aaa (Hanp. nony4dynxrte nu MHd)OpMaLIMﬂ Nno KakbB Ha4uUH reHeTUYHOTO BU CbCTOSAHUE OU MOrno aa
ce OTpa3u Ha Bac M BalleTo CeMenUCcTBO)? ce OTpa3u Ha Bac M BalleTo CeMenUcTBO)?

N
OA, OT reHeTUYEeH KOHCYNTaHT UMW KMYHUYEH FTEHETUK 2137 [IA, OT FeHEeTUUEH KOHCYNTaHT M 39%
A, OT MEOULIMHCKM CrieLmanmcT 1179 KITMHUYEH TeHETUK
HE, He mu Gelue npeanoxeHa reHeTUYHa ncmuxoTepanusi 1770
He cbM curypeH(a)/He cu cnomHam 404 OA, oT MeauUnHCKM cneumanuct 21%
TOTAL 5490
HE, He mu Gelue npeanoxeHa 32%

reHeTu4Ha ncuxortepanua

He cbMm curypeH(a)/He cm cnoMHsaM 7%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses
Only respondents who had genetic tests

TIME BETWEEN FIRST SYMPTOMS
FeHeTnueH Tect/TecTtoBe 3a  TIME BETWEEN FIRST SYMPTOMS TIME BETWEEN FIRST SYMPTOM TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS

OTKpUBaHe Ha reHeTUYHU AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
M3MeHeHus (No3HaTK olue YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
KaTo MyTauuu unum
BapuaHTh) MEAN N MEAN N MEAN N MEAN N MEAN N
Oa 0,7 4023 3,7 3655 4.2 2 451 3,8 4 096 5,6 3565
He 0,2 3263 3,4 3138 3,7 1564 3,6 3216 3.9 2 506
He 3Ham/He cu cnoMHAM 0,5 534 2.1 529 2,2 320 2,5 531 29 436

B Under-represented elements [l Over-represented elements

Have you ever needed a TIME BETWEEN FIRST SYMPTOMS
genetic test but could not  TIME BETWEEN FIRST SYMPTOMS  TIME BETWEEN FIRST SYMPTOM  TIME BETWEEN FIRST SYMPTOMS  AND INITIAL DIAGNOSIS (FIRST  TIME BETWEEN FIRST SYMPTOMS

access it because AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
...He CTe Mornu ga cu ro
nozeonute? MEAN N MEAN N MEAN N MEAN N MEAN N
Oa 0,4 812 53 705 6,1 334 5,6 742 7,0 513
He 0,6 5349 3,4 5028 3,7 3148 3,3 5442 4,7 4 639
He ce oTHacs 3a meH 0,3 1659 3.1 1589 3,6 853 3,6 1659 41 1355

B Under-represented elements [l Over-represented elements
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Have you ever needed a

genetic test but could not TIME BETWEEN FIRST SYMPTOMS

access it because... TIME BETWEEN FIRST SYMPTOMS TIME BETWEEN FIRST SYMPTOM TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS
AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
...He e 6un 4oCTLMNEH BLB
BallaTa cTpaHa? MEAN N MEAN N MEAN N MEAN N MEAN N
Oa 0,7 866 4.4 765 5,0 409 51 830 6,8 624
He 0,5 5170 S 4 830 3,8 2972 3,4 5212 4,6 4 405
He ce oTHacsa 3a meH 0,4 1784 3,2 1727 3,7 954 3,5 1801 41 1478

B Under-represented elements [l Over-represented elements

Have you ever needed a
genetic test but could not

access it because... TIME BETWEEN FIRST SYMPTOMS
...MeAuLMHCKUTe TIME BETWEEN FIRST SYMPTOMS TIME BETWEEN FIRST SYMPTOM TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS
cneuuanucTu ca ce AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
NPOTUBONOCTaBUIIN UMK He YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
ca 6unu goctaTbyHoO fo6pe
UHOPMMpaHN? MEAN N MEAN N MEAN N MEAN N MEAN N
Oa 0,6 2081 51 1874 6.0 984 6.1 2014 7.7 1493
He 0,6 4167 29 3930 3.2 2513 2,6 4 247 3.9 3664
He ce oTHacs 3a meH 0,2 1572 3,0 1518 3.2 838 3,2 1582 3.8 1350

B Under-represented elements [ Over-represented elements
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

TIME BETWEEN FIRST

TIME BETWEEN FIRST TIME BETWEEN FIRST TIME BETWEEN FIRST SYMPTOMS AND INITIAL TIME BETWEEN FIRST
SYMPTOMS AND FIRST SYMPTOM AND FIRST SYMPTOMS AND FIRST DIAGNOSIS (FIRST SYMPTOMS AND
MEDICAL CONTACT, IN SYMPTOMATIC REFERRAL TO A CENTRE HEARING THE NAME OF CONFIRMED DIAGNOSIS, IN
YEARS TREATMENT, IN YEARS OF EXPERTISE, IN YEARS THE DISEASE), IN YEARS YEARS
[ OKONKOTO BM € U3BECTHO, FreHETUYHUAT TecT/TecToBe, KOUTO ca BU
6unu HanpaBeHW, ca uscnegBanu... MEAN N MEAN N MEAN N MEAN N MEAN N
Camo efuH reH 0,7 1078 4.1 973 4,3 682 3,3 1097 54 995
Hsikonko reHa eAHOBPEMEHHO (CEKBEHUPAHE Ha reHHW naHenu) 0,8 1328 41 1202 53 800 4.5 1318 6,5 1130
Lisnoto AHK (cekBeHvpaHe Ha Lenus reHoMm) 0,6 653 3,1 588 3.3 413 3,6 674 49 576
Bcuykm reHn (cekBeHMpaHe Ha Lienuns eK3om) 0,5 429 2.9 377 341 236 47 408 53 353
Tymop (reHeTn4YHO npodunmnpaHe Ha Tymop) 0,2 99 3,4 109 3,5 55 2,7 95 31 83
Opyru (enureHom, PHK 1 ap.) 0,7 85 51 73 5,2 48 519 86 6,3 67
He 3Ham 0,8 1065 3,7 986 4,0 636 3,8 1101 54 931

B Under-represented elements [ Over-represented elements

The relationship is not significant. p-value= 1,0 ; Fisher= 0,3.
Inter variance= 11,4. Intra variance= 43,7.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

TIME BETWEEN FIRST
SYMPTOM AND FIRST

TIME BETWEEN FIRST
SYMPTOMS AND FIRST

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL
DIAGNOSIS (FIRST

TIME BETWEEN FIRST
SYMPTOMS AND

CONFIRMED DIAGNOSIS, IN

MEDICAL CONTACT, IN SYMPTOMATIC REFERRAL TO A CENTRE HEARING THE NAME OF
Hsikora Tbpcunu nu cTe YacTHa KIIMHMKA Unu naboparopus 3a YEARS TREATMENT, IN YEARS OF EXPERTISE, IN YEARS THE DISEASE), IN YEARS YEARS
npoBeXnaHe Ha reHeTUYHU TeCTOBe 3a AMarHOCTMKa Ha
OA, BeOHBbX 0,7 437 3,6 372 4,0 215 3,9 434 4,9 373
OA, HAKOMNKO NbTH 0,2 196 3,9 170 4,3 91 3,2 189 4.7 162
0,7 3390 3,8 3113 4,2 2145 3,8 3473 5,7 3030

HE, Hukora

The relationship is not significant. p-value= 0,6 ; Fisher= 0,6.
Inter variance= 26,0. Intra variance= 46,9.

B Under-represented elements

B Over-represented elements
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS

KaTo usino, AOKONKO cTe yAOBNETBOPEHU OT HaYMHa, MO KOUTO BU

6s1xa npegocTaBeHu pesyntatute ot FTEHETUMHUTE TECTOBE? MEAN N
MHoro HeynoBneTBopeH/a 0,4 434
HeynoeneTtBopeH/a 0,8 475
HuTo yooBneTBopeH/a, HATO HEeYOBMNETBOPEH/a 0,7 845
YnosnetsopeH/a 0,8 1405
MHoro ygoeneTtsopeH/a 0,7 666
He 3Ham 0,3 198

B Under-represented elements

The relationship is not significant. p-value= 0,9 ; Fisher= 0, 3.
Inter variance= 14,9. Intra variance= 46,9.

TIME BETWEEN FIRST
SYMPTOM AND FIRST

SYMPTOMATIC

TREATMENT, IN YEARS

MEAN N
3.2 385
43 430
4,4 734
33 1297
3,9 646
35 163

B Over-represented elements

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
REFERRAL TO A CENTRE
OF EXPERTISE, IN YEARS

MEAN
4,5
5,1
43
38
4,5

383

N

249
258
480
879
479
106

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL

DIAGNOSIS (FIRST

HEARING THE NAME OF
THE DISEASE), IN YEARS

MEAN

N

428
470
831
1473
716
178

TIME BETWEEN FIRST
SYMPTOMS AND
CONFIRMED DIAGNOSIS, IN

MEAN
5,6
6,1
55
54
5,9
4,0

YEARS

N

362
373
686
1339
679
126
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cnep npoBexaaHe Ha uscrneaBaHusATa Gelle nNu BY npearoxeHa

reHeTM4YHa ncmxorepanus (Hanp. Nony4mnxTe nn nHcdpopmaums no

KakbB Ha4MH FeHEeTUMYHOTO BU CLCTOsIHME 61 MOrfno Aa ce oTpasm
Ha BacC M BalleTo CeMencTBO)?

OA, OT reHeTUYEeH KOHCYNTaHT UMK KITMHUYEH reHETUK
OA, oT MeguumMHCKM cneumanuct
HE, He mu Belle npeanoXxeHa reHeTMYHa ncuxorepanms

He cbM curypeH(a)/He cu cnoMHsM

The relationship is not significant. p-value= 0,9 ; Fisher= 0,2.
Inter variance= 9,0. Intra variance= 46,9.

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
MEDICAL CONTACT, IN

YEARS
MEAN N
0,7 1594
0,7 859
0,7 1312
0.4 258

B Under-represented elements

TIME BETWEEN FIRST
SYMPTOM AND FIRST
SYMPTOMATIC TREATMENT,

IN YEARS
MEAN N
3,3 1428
4,0 813
4,2 1176
3,5 238

TIME BETWEEN FIRST
SYMPTOMS AND FIRST
REFERRAL TO A CENTRE OF
EXPERTISE, IN YEARS

MEAN N
4,0 1025
3,9 601
52 674
2,9 151

B Over-represented elements

TIME BETWEEN FIRST
SYMPTOMS AND INITIAL
DIAGNOSIS (FIRST HEARING
THE NAME OF THE DISEASE),

IN YEARS
MEAN N
3,3 1629
3,6 915
4.4 1286
4,0 266

TIME BETWEEN FIRST
SYMPTOMS AND CONFIRMED
DIAGNOSIS, IN YEARS

MEAN N
5,6 1477
5,2 817
5,9 1064
4,6 207

’ AR
V7o *y
Rare

*
bAS

Barometer EURORDIS
AEURORDIS ¥ INITIATIVE

'RARE DISEASES EUROPE




Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Gender of the person affected by the rare disease / leHeTu4eH TecT/TecToBe 3a OTKpUBaHe Ha reHETUYHN N3MEHEeHUs (MO3HATU OLUe KaTo MyTauun unum BapuaHTh)

FEHETUYEH TECT/TECTOBE 3A OTKPUBAHE HA TEHETUYHU U3MEHEHUA (MO3HATU OLLE KATO MYTALIUU UITU BAPUAHTW)

GENDER OF THE PERSON OA HE HE 3HAM/HE C/ CMTOMHSAM TOTAL
AFFECTED BY THE RARE
DISEASE N % N % N % N %
»KeHa 3113 47% 3004 45% 542 8% 6 659 100%
MbK 1801 64% 820 29% 189 7% 2810 100%
Opyro 62 61% 31 31% 8 8% 101 100%
TOTAL 4976 52% 3855 40% 739 8% 9 570

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 248,0 ; dof= 4.

Cross: Gender of the person affected by the rare disease / ipyr Tect/TecToBe, KaTo HaNnpUMep KNUHUYHU Nperneaun, obpasHa anarHoctuka (AMP, ckeHep...), Buoncus, GuoxmmmnyHo uscnenBaHe/
uscnepBaHus (KPbBHU UM YPUHHU TECTOBe...) U Aap.

OPYI TECT/TECTOBE, KATO HAMPUMEP KITMHWYHW NPETTIEAN, OBPA3HA ANATHOCTUKA (AMP, CKEHEP...), BUOINCUA, BUOXUMNYHO N3CNEOBAHE/U3CIIEABAHUA (KPBBHU UITU YPUHHU
TECTOBE...) U OP.

GENDER OF THE PERSON OA HE HE 3HAM/HE CY1 CMIOMHSIM TOTAL
AFFECTED BY THE RARE
DISEASE N % N % N % N %
XKewa 6 095 92% 406 6% 158 2% 6 659 100%
Mbx 2 506 89% 229 8% 75 3% 2810 100%
[pyro 89 88% 6 6% 6 6% 101 100%

B under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 19,3 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

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

Cross: Gender of the person affected by the rare disease / ...He cte mornu ga cu ro nossonute?

...HE CTE MOrnu gA cu ro no3BOJIUTE?

GENDER OF THE PERSON OA HE HE CE OTHACA 3A MEH
AFFECTED BY THE RARE
DISEASE N % N % N %
Kena 721 11% 4 376 66% 1562 23%
Mb3K 242 9% 2 053 73% 515 18%
Opyro 21 21% 54 53% 26 26%
TOTAL 984 10% 6 483 68% 2103 22%

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 63,5 ; dof= 4.

Cross: Gender of the person affected by the rare disease / ...He e 6un gocTbneH BbLB Bawlata cTpaHa?

...HE E BN AOCTBHINEH BbB BALWATA CTPAHA?

GENDER OF THE PERSON OA HE HE CE OTHACA 3A MEH
AFFECTED BY THE RARE
DISEASE N % N % N %
YKeHa 726 1% 4 225 63% 1708 26%
Mbx 320 11% 1922 68% 568 20%
Opyro 13 13% 61 60% 27 27%
TOTAL 1059 1% 6 208 65% 2 303 24%

B Under-represented elements Ml Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 33,1 ; dof= 4.

TOTAL
N %
6 659 100%
2810 100%
101 100%
9 570
TOTAL
N %
6 659 100%
2810 100%
101 100%
9 570
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

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

Cross: Gender of the person affected by the rare disease / ...meguUMHCKMUTE cneLManncTu ca ce NPOTMBONOCTABUIIA UMK He ca 6unn gocTaTb4yHO A06pe nHopMUpaHu?

...MEOULUMHCKUTE CNELUMUANTIUCTU CA CE NPOTUBOMOCTABWUITUA UK HE CA BT IOCTATBbYHO NOBPE NH®OPMUPAHWU?

GENDER OF THE PERSON OA HE HE CE OTHACA 3A MEH TOTAL
AFFECTED BY THE RARE
DISEASE N % N % N % N %
YKena 1884 28% 3318 50% 1457 22% 6 659 100%
Mbxx 645 23% 1657 59% 508 18% 2810 100%
Opyro 27 27% 50 50% 24 24% 101 100%
TOTAL 2 556 27% 5025 53% 1989 21% 9 570

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 66,9 ; dof= 4.

Cross: Gender of the person affected by the rare disease / [JokonkoTo B € n3BeCTHO, reHETUYHUAT TECT/TECTOBE, KOUTO Ca BM OMNM HanpaBeHu, ca uscneaBaru...

AOOKOJIKOTO BU E UBBECTHO, TEHETUYHUAT TECT/TECTOBE, KOUTO CA BU BUJTU HANPABEHWU, CA U3CINEOBAIMN...
HAKOJIKO FrEHA

EOHOBPEMEHHO LUANOTO OAHK BCUYKU rEHU TYMOP (FTEHETUYHO
(CEKBEHUPAHE HA (CEKBEHUPAHE HA (CEKBEHUPAHE HA NPO®UNUPAHE HA OPYTU (EMUATEHOM,
GENDER OF THE PERSON CAMO EQVH FEH FEHHU NAHENW) LENUA FrEHOM) LENNA EK30M) TYMOP) PHK 1 OP.) HE 3HAM TOTAL
AFFECTED BY THE RARE
DISEASE N % N % N % N % N % N % N % N %

XKena 820 26% 991 32% 458 15% 279 9% 86 3% 73 2% 899 29% 3113
Mbx 504 28% 575 32% 314 17% 227 13% 38 2% 30 2% 434 24% 1801
Opyro 12 19% 20 32% 7 1% 10 16% 2 3% 0 0% 20 32% 62
TOTAL 1336 27% 1 586 32% 779 16% 516 10% 126 3% 103 2% 1353 27% 4976

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 41,3 ; dof= 12.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: Gender of the person affected by the rare disease / Hakora Tbpcunu nu cte YacTHa KJIMHMKa Unu nabopaTtopus 3a NpoBeXxAaHe Ha reHeTUYHU TeCcToBe 3a AMarHocTuka Ha 3abonsiBaHeTo BU?

GENDER OF THE PERSON
AFFECTED BY THE RARE
DISEASE

YKeHa
Mbx

Apyro
TOTAL

322
191

521

HAKOIA TbPCWUJIN JIN CTE YACTHA KITMHUKA UITN JIABOPATOPUA 3A NMPOBEXAAHE HA TEHETUYHU TECTOBE 3A ANATHOCTUKA HA 3ABOJIABAHETO BU?

OA, BEOHDBX

The relationship is not significant. p-value= 0,5 ; Chi2= 3,1 ; dof= 4.

%

10%
1%
13%
10%

OA, HAKOJIKO NMbTU

141
93
5
239

B Under-represented elements

% N

5% 2650
5% 1517
8% 49
5% 4216

B Over-represented elements

HE, HUKOIrA

%
85%
84%
79%
85%

TOTAL

3113
1801

62
4976

%
100%
100%
100%

Cross: Gender of the person affected by the rare disease / KaTto usano, nokonko cte yaoBneTBOpeH OT Ha4uMHa, No KOUTO BU 6sixa npepoctaBeHu pesyntatute ot FTEHETUMHUTE TECTOBE?

GENDER OF THE PERSON
AFFECTED BY THE RARE
DISEASE

YKena
Mbx

Apyro
TOTAL

N

329
182

517

KATO UANO, AOKONKO CTE YAOBIETBOPEHM OT HAUMHA, MO KOWUTO BU BAXA NMPEOOCTABEHW PE3YNTATUTE OT FTEHETUYHUTE TECTOBE?

MHOIO
HEYOOBJIETBOPEH/A

%

1%
10%
10%
10%

HEYOOBJIETBOPEH/A

N

380
189

576

The relationship is very significant. p-value= < 0,01 ; Chi2= 29,3 ; dof= 10.

%

12%
10%
1%
12%

HUTO YOOBNETBOPEH/
A, HUTO
HEYOOBJIETBOPEH/A
N %

656 21%
375 21%
18 29%
1049 21%

B Under-represented elements

MHOI'O YOOBNETBOPEH/
YOOBJIETBOPEH/A A
N % N %
1056 34% 509 16%
658 37% 333 18%
16 26% 8 13%
1730 35% 850 17%

B Over-represented elements

4

-
&
w

|O5
FSY

IN

254

HE 3HAM

% N
6% 3113
4% 1801

11% 62
5% 4976

TOTAL

%
100%
100%
100%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Gender of the person affected by the rare disease / Cnen npoBexxaaHe Ha uscnegBaHusita 6elle nNu BU npeasioxeHa reHeTUYHa ncuxorepanus (Hanp. Nony4uxrte M MHopmaumus No KakbB Ha4YuH
reHeTMYHOTO BU CLCTOSAHME 61 MOINo Aa ce oTpa3u Ha Bac M BalleTo CeMeNCcTBO)?

CNEQ NPOBEXOAHE HA U3CINTIEABAHUATA BELLE NN BU NPEAJIOXEHA TEHETUYHA NCUXOTEPAMUA (HAMP. MONYYUXTE NN UH®OPMALIMA NO KAKbB HAYUH FTEHETUYHOTO BU
CbCTOAHUE BU MOIO OA CE OTPA3U HA BAC U BALLETO CEMEWCTBO)?

OA, OT TEHETUYEH KOHCYNTAHT OA, OT MEOULUMHCKU HE, HE MU BELLE NPEONOXEHA HE CbM CUI'YPEH(A)/HE CH
GENDER OF THE PERSON U KNMHUYEH TEHETUK CNEUMANUCT FEHETUYHA NCUXOTEPANUA CNOMHSAM TOTAL
AFFECTED BY THE RARE
DISEASE N % N % N % N % N %

YKeHa 1168 38% 623 20% 1071 34% 251 8% 3113 100%
Mbx 734 41% 443 25% 515 29% 109 6% 1801 100%
Opyro 26 42% 8 13% 19 31% 9 15% 62 100%
TOTAL 1928 39% 1074 22% 1605 32% 369 7% 4 976

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 39,0 ; dof= 6.

Cross: Ha konko roguHm 6s1xTe, KOoraTto 3aBbpLUNXTE Han-BUCOKaTa cTerneH Ha BaweTo o6pa3oBaHue - pefoBHO 0Oy4yeHue (6e3 Aa BKIoYBaTe AOMbIIHUTENTHM KypcoBe 3a 00y4yeHue unu kBanudukaums)? /
FeHeTuYeH TecT/TecTOBE 32 OTKPUBAHE Ha FTEHETUYHU U3MEHEHUS (MO3HATU OLle KaTo MyTaLuuu UM BapuaHTH)

HA KOJIKO rOANHU BAXTE,
KOrATO 3ABBLPLUUXTE HAK- FrEHETUYEH TECT/TECTOBE 3A OTKPUBAHE HA TEHETUYHU USMEHEHUA (MO3HATU OLLE KATO MYTALUU UITK BAPUAHTW)
BUCOKATA CTENEH HA BALLETO
OBPA30BAHMUE - PEDHOBHO
OBYYEHMUE (BE3 OA OA HE HE 3HAM/HE CU CTTOMHAM TOTAL
BKITIOYBATE OOMBJIHUTEJTHU
KYPCOBE 3A OBYYEHUE UITU

KBATTUOUKALUA)? N % N % N % N %
15 . unNn no-manko 259 57% 143 31% 53 12% 455 100%
mexay 16 n 19 . 1217 49% 1003 41% 244 10% 2 464 100%
mexay 20 n 23 . 1584 52% 1212 40% 226 7% 3022 100%
24 1. nnu noseYe 1720 55% 1256 40% 169 5% 3145 100%

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 65,1 ; dof= 6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Ha konko roguHm 6s1xTe, KOraTo 3aBbpLUNXTE Han-BUCOKaTa cTerneH Ha BaweTo o6pa3oBaHue - pefoBHO 0Oy4yeHue (6e3 Aa BKIoYBaTe AONMbIIHUTENTHM KypcoBe 3a 06y4yeHue unu kBanudukaums)? /
Opyr Tect/TecToBe, KaTO Hanpumep KIMHUYHK Nperneau, obpasHa gnarHoctuka (AMP, ckeHep...), Guoncusa, 6GuoXMMnYHO nscnegBaHe/nscneaBaHnA (KPbBHU UITU YPUHHU TECTOBE...) U Ap.

HA KOJIKO rOANHU BAXTE,

KOFATO 3ABbPLUNXTE HAW- OPYI TECT/TECTOBE, KATO HAMPUMEP KNWHUYHMW NPETNEQN, OBPA3HA IMATHOCTUKA (IMP, CKEHEP...), BUOTNCUSI, BUOXUMUYHO U3CNEABAHE/M3CNEANBAHUS (KPbBHU UK
BUCOKATA CTENMEH HA BALIETO YPVUHHW TECTOBE....) U IP.
OBPA30BAHVE - PEAOBHO
OBYYEHMUE (BE3 1A OA HE HE 3HAM/HE CU CIOMHSIM TOTAL

BKITIOYBATE OOMBJIHUTEJTHU
KYPCOBE 3A OBYYEHUE UITU

KBATTUOUKALUA)? N % N % N % N %
15 . unu no-manko 406 89% 30 7% 19 4% 455 100%
mexay 16 n 19 . 2240 91% 155 6% 69 3% 2 464 100%
mexay 20 n 23 . 2749 91% 199 7% 74 2% 3022 100%
24 1. unu noseYe 2 858 91% 224 7% 63 2% 3145 100%

B uUnder-represented elements M Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 10,9 ; dof= 6.

Cross: Ha konko roguHu 6s1xTe, Korato 3aBbpLUMXTe HarM-BUCOKaTa cTeneH Ha BaweTo o6pa3oBaHue - pefoBHO oby4yeHue (6e3 Aa BKNo4vBaTe JONBIIHUTENHU KypcoBe 3a 0byveHue unu ksanudpukaums)? /
...He cTe MOrnu ga cu ro nosponurte?

Have you ever needed a genetic test but could not access it because...
HA KOMNKO FOANHU BAXTE,
KOrATO 3ABBLPLUUXTE HAN- ...HE CTE MO [IA C/ IO NO3BOJIUTE?
BUCOKATA CTEMNEH HA BALLETO
OBPA30BAHME - PEOOBHO
OBYYEHME (BE3 1A DA HE HE CE OTHACS 3A MEH TOTAL
BKNIOYBATE AOMbIHUTENHU
KYPCOBE 3A OBYYEHMWE UINU

KBATITUGUKALUNA)? N % N % N % N %
15 r. unu no-manko 61 13% 297 65% 97 21% 455 100%
mexay 16 n 19 . 283 11% 1641 67% 540 22% 2 464 100%
mexay 20 n 23 . 295 10% 2054 68% 673 22% 3022 100%
24 r. unu noseye 287 9% 2171 69% 687 22% 3145 100%

B Under-represented elements M Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 14,6 ; dof= 6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Ha konko roguHm 6s1xTe, KOraTo 3aBbpLUNXTE Han-BUCOKaTa cTerneH Ha BaweTo o6pa3oBaHue - pefoBHO 0Oy4yeHue (6e3 Aa BKIoYBaTe AONMbIIHUTENTHM KypcoBe 3a 06y4yeHue unu kBanudukaums)? /
...He e 6un gocTbNeH BLB BallarTa cTpaHa?

Have you ever needed a genetic test but could not access it because...
HA KONKO rOANHMU BAXTE,
KOrATO 3ABLPLUUXTE HAM- ...HE E BUN AOCTBMNEH BbB BALIATA CTPAHA?
BUCOKATA CTEMNEH HA BALLETO
OBPA30BAHME - PELJOBHO
OBYYEHME (BE3 IA OA HE HE CE OTHACS 3A MEH TOTAL
BKIMIOYBATE AOMBIHUTENHU
KYPCOBE 3A OBYYEHME UNK

KBATTUOUKALUA)? N % N % N % N %
15 . unu no-manko 60 13% 287 63% 108 24% 455 100%
mexay 16 n 19 . 260 1% 1593 65% 611 25% 2 464 100%
mexay 20 n 23 . 334 1% 1953 65% 735 24% 3022 100%
24 . unu noeseye 355 1% 2 069 66% 721 23% 3145 100%

B uUnder-represented elements M Over-represented elements

The relationship is not significant. p-value= 0,5 ; Chi2= 5,5 ; dof= 6.

Cross: Ha konko rognHu 6s1xTe, Korato 3aBbpLUMXTE Hal-BUCOKaTa cTeneH Ha BalweTo obpa3oBaHue - pefoBHO 00yyeHue (6e3 Aa BKknoYBaTe AOMBbIHUMTENHU KypcoBe 3a obyveHune unu ksanudpukaums)? /
...MegULMHCKNTE CrneumanucTm ca ce NPOTUBONOCTABUIIA UK He ca 6unu gocTaTtb4yHO Aobpe nHpopMUpaHmn?

Have you ever needed a genetic test but could not access it because...
HA KOMNKO rOANHU BAXTE,
KOrATO 3ABBLPLUUXTE HAN- ...MEQULUWHCKUTE CNELMATNUCTU CA CE MPOTUBOMOCTABUIIN UNU HE CA BUNWN OOCTATHYHO AOEPE MHOOPMUPAHU?
BUCOKATA CTEMEH HA BALLETO
OBPA30OBAHMUE - PE[JOBHO
OBYYEHME (BE3 IA DA HE HE CE OTHACS 3A MEH TOTAL
BKIIOYBATE AIOMBLIHUTENHU
KYPCOBE 3A OBYYEHMWE UINU

KBATNTU®UKALIUNA)? N % N % N % N %
15 r. unu no-manko 130 29% 241 53% 84 18% 455 100%
mexay 16 n 19 . 654 27% 1287 52% 523 21% 2 464 100%
mexay 20 n 23 . 762 25% 1610 53% 650 22% 3022 100%
24 . unn noseye 863 27% 1648 52% 634 20% 3145 100%

B under-represented elements M Over-represented elements

The relationship is not significant. p-value= 0,3 ; Chi2= 6,8 ; dof= 6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Ha konko roguHum 6s1xTe, KOorato 3aBbpLUMXTE HaWn-BMCOKaTa cTeneH Ha BaweTo o6pa3oBaHue - pefoBHO oOy4yeHue (6e3 ga BKIoYBaTe AOMbIIHUTENTHM KypcoBe 3a o0y4yeHue unu kBanudukaums)? /
[ OKONKOTO BU € N3BECTHO, FTEHETUYHUSAT TecT/TecToBe, KOMTO ca BM Gunu HanpaBeHu, ca uscnegBanu...

HA KOJNKO rOANHU BAXTE, OOKOJNKOTO B E USBBECTHO, TEHETUYHUAT TECT/TECTOBE, KOUTO CA B/ BUINTU HANMPABEHWU, CA U3CNEOBAIMW...
KOIrATO 3ABBLPLUUXTE HAWU-
BUCOKATA CTENEH HA BALUETO HAKOJKO 'EHA
OBPA30BAHUE - PEOOBHO EAHOBPEMEHHO UANOTO AHK BCUYKU FEEHU TYMOP (TEHETUYHO
OBYYEHME (BE3 OA (CEKBEHUPAHE HA (CEKBEHUPAHE HA (CEKBEHUPAHE HA NMPOOUNTUPAHE HA AOPYTU (EMUTEHOM,
BKIMIOYBATE OOMBIMHUTENHU CAMO EOVH r'EH FEHHU NAHENW) LEENUd rEHOM) LENNA EK30M) TYMOP) PHK U OP.) HE 3HAM TOTAL
KYPCOBE 3A OBYYEHUE U
KBANMU®UKALINA)? N % N % N % N % N % N % N % N %
15 r. unNn no-marnko 63 24% 71 27% 40 15% 32 12% 8 3% 6 2% 75 29% 259
mexay 16 n 19 r. 303 25% 347 29% 213 18% 101 8% 35 3% 20 2% 378 31% 1217
mexay 20 n 23 r. 410 26% 517 33% 245 15% 162 10% 39 2% 36 2% 431 27% 1584
24 1. unu noseYe 508 30% 596 35% 259 15% 208 12% 41 2% 39 2% 398 23% 1720
TOTAL 1284 27% 1531 32% 757 16% 503 1% 123 3% 101 2% 1282 27% 4780

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 51,6 ; dof= 18.

Cross: Ha konko roguHu 6s1xTe, Korato 3aBbpLUMXTe Haru-BUCOKaTa cTeneH Ha BaweTo o6pa3oBaHue - pefoBHO oby4yeHue (6e3 Aa BKNo4vBaTe JONBIIHUTENHU KypcoBe 3a 0byveHue unu kBanudpukaums)? /
Hsikora Tbpcunu nu cTe YacTHa KIMHMKa UNu nabopaTtopus 3a NpoBeXaaHe Ha reHeTUYHU TeCTOBE 3a AUarHOCTUKa Ha 3a6onsiBaHeTo BU?

HA KOJKO roanHn BAXTE,
KOrATO 3ABBbPLUMXTE HAU- HAKOIA TbPCUINU NN CTE YACTHA KINNMHUKA UITU NABOPATOPUA 3A NPOBEXOAHE HA TEHETUYHU TECTOBE 3A IUATHOCTUKA HA 3ABEONABAHETO BU?
BUCOKATA CTENEH HA BALLETO
OBPA30OBAHMUE - PEOOBHO
OBYYEHUE (BE3 A OA, BEOHBX OA, HAKOJIKO NbTU HE, HAKOIA TOTAL
BKNIOYBATE JONMBJIHATEITHU
KYPCOBE 3A OBYYEHUE UITN

KBANU®UKALINA)? N % N % N % N %
15 . unn no-manko 26 10% 18 7% 215 83% 259 100%
mexay 16 n 19 . 137 1% 45 4% 1035 85% 1217 100%
mexay 20 1 23 . 160 10% 77 5% 1347 85% 1 584 100%
24 1. unu noeeve 176 10% 89 5% 1455 85% 1720 100%

B Under-represented elements M Over-represented elements

The relationship is not significant. p-value= 0,3 ; Chi2= 7,3 ; dof= 6. 1y ;;.;;;;-
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Ha konko roguHum 6s1xTe, KOorato 3aBbpLUMXTE HaWn-BMCOKaTa cTeneH Ha BaweTo o6pa3oBaHue - pefoBHO oOy4yeHue (6e3 ga BKIoYBaTe AOMbIIHUTENTHM KypcoBe 3a o0y4yeHue unu kBanudukaums)? /
KaTo usano, 4OKONKO cTe yAOBNEeTBOPEHU OT Ha4YMHa, No KOMTO BU bsixa npegocTtaBeHun pesyntatute ot TEHETUMHUTE TECTOBE?

HA KOINKO rOANHU BAXTE, KATO LISiNO, OKOMKO CTE YAOBNETBOPEHM OT HAYMHA, MO KOWTO BU BSIXA NPEQOCTABEHM PE3YNTATUTE OT FEHETUYMHUTE TECTOBE?
KOFATO 3ABBLPLUMXTE HAM-

BUCOKATA CTEMNEH HA BALLETO

OBPA30OBAHME - PE[JOBHO HUTO YAOBNETBOPEH/
OBYYEHME (BE3 A MHOIO A, HUTO MHOIo
BKMIOYBATE JOMBNHUTENHM  HEYAOBNETBOPEH/A HEYOBNETBOPEH/A HEYOBNETBOPEH/A YAOBNETBOPEH/A YAOBNETBOPEH/A HE 3HAM TOTAL
KYPCOBE 3A OBYYEHUE UIMN
KBANTUOUKALNA)? N % N % N % N % N % N % N %
15 . unn no-mariko 4 16% 29 1% 54 21% 89 34% 36 14% 10 4% 259 100%
mMexagy 16 n 19 1. 143 12% 124 10% 259 21% 412 34% 208 17% 71 6% 1217 100%
mexay 20 n 23 r. 151 10% 185 12% 333 21% 576 36% 261 16% 78 5% 1584 100%
24 1. ynn noBeve 167 10% 221 13% 357 21% 579 34% 312 18% 84 5% 1720 100%
TOTAL 502 11% 559 12% 1003 21% 1 656 35% 817 17% 243 5% 4780

B under-represented elements M Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 23,1 ; dof= 15.

Cross: Ha konko roguHu 6s1xTe, Korato 3aBbpLUNXTe Han-BUCOKaTa cTeneH Ha BalleTto o6pa3oBaHue - pegoBHO 00y4yeHue (6e3 aa BknovBaTe JONBIIHUTENHU KypcoBe 3a obyueHue unu ksanudpukaums)? /

Cnepa npoBexaaHe Ha u3cnegBaHusiTa belle Ny BU npegnoxeHa reHeTUYHa nNcuxorepanus (Hanp. nosyyYmMxrte nu MHopmMauus no KakbB Ha4UH FreHETUYHOTO BU CbCTOSIHUE GM MOINO fa ce oTpa3u Ha Bac U
BalleTo CEMEeNCTBO)?

HA KOJIKO rOANHU BAXTE,
KOrATO 3ABBbPLUNXTE HAU-
BUCOKATA CTEMNEH HA BALLETO
OBPA30BAHME - PEOOBHO

CNEA NPOBEXOAHE HA U3CINEABAHUATA BELLE N BU NPEANTOXEHA TrEHETUYHA NCUXOTEPANUA (HAMNP. NONYYUXTE 1IN UHO®OPMALIUSA NO KAKbB HAYMH TEEHETUMHOTO BU
CbCTOAHUE BU MOINO AOA CE OTPA3U HA BAC U BALLETO CEMEUCTBO)?

OBYUYEHMUE (BE3 [1A OA, OT TEHETUYEH KOHCYNTAHT OA, OT MEOUUUHCKU HE, HE MU BELLE NMPEONOXEHA HE CbM CUT'YPEH(A)/HE CH
BKMIOYBATE AOMbIHUTENHU U KNUMHUYEH TEHETUK CNEUUATIUCT FEHETUYHA NCUXOTEPAMUA CNOMHAM TOTAL
KYPCOBE 3A OBYYEHUE U
KBANU®UKALINSA)? N % N % N % N % N %
15 r. unn no-marnko 87 34% 71 27% 78 30% 23 9% 259 100%
mexay 16 n 19 . 459 38% 246 20% 413 34% 99 8% 1217 100%
mexay 20 n 23 r. 606 38% 368 23% 496 31% 114 7% 1584 100%
24 . unu noeeye 711 41% 348 20% 550 32% 111 6% 1720 100%

B under-represented elements WM Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 19,3 ; dof= 9.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Kak 6uxTte ce onucanu? / FleHeTu4eH TecT/TecToBe 3a OTKPMBaHe HA reHETUYHU U3MEeHEHUA (MO3HaTK oLe KaTo MyTaLuuu Un BapuaHTun)

FEHETUYEH TECT/TECTOBE 3A OTKPUBAHE HA TEHETUYHU U3MEHEHUA (MO3HATU OLLE KATO MYTALIUU UITU BAPUAHTW)

OA HE HE 3HAM/HE CU CITOMHSAM TOTAL
KAK BUXTE CE OMUCANN? N % N % N % N %
I'IpMHa/qnema KbM €THN4YeCKOTO MHO3MHCTBO B ,D,'bp)KaBaTa,
3701 52% 2899 41% 525 7% 7125 100%
KbOETO XKXuBed
l"|aCT CbM OT €THUYECKO MariymMHCTBO B ﬂ'bp)KaBaTa, KbOETO
269 58% 147 32% 49 1% 465 100%
xXuped
[ipyro, yTouHeTe 169 50% 131 39% 37 1% 337 100%
TOTAL 4139 52% 3177 40% 611 8% 7 927

B Under-represented elements Ml Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 22,9 ; dof= 4.

Cross: Kak 6uxte ce onucanu? / Apyr Tect/TectoBe, KaTo HaNnpumep KIIMHUYHU nperneam, obpasHa guarHoctuka (AMP, ckeHep...), bMoncusa, 6GMoxuMmnyHo uscnegBaHe/mscneaBaHUA (KPbBHU UMW YPUHHU
TecToBe...) u Aap.

OPYI TECT/TECTOBE, KATO HANPUMEP KNWHUYHU NPEMMEQN, OBPA3SHA OUATHOCTUKA (AMP, CKEHEP...), BUOMNCUA, BUOXUMNYHO U3CNEOBAHE/U3CINEONBAHUA
(KPbBHU UMUK YPUHHU TECTOBE...) U [IP.

OA HE HE 3HAM/HE C/ CMMTOMHSAM TOTAL
KAK BUXTE CE OMUCANU? N % N % N % N %

MpuHagnexa KbM eTHUYECKOTO MHO3MHCTBO B AbpXXaBaTa,

6483 91% 472 7% 170 2% 7125 100%
KbEeTo Xuses
YacT cbM OT eTHMYECKO ManLMHCTBO B Abp)KaBaTta, KbAeTo

417 90% 35 8% 13 3% 465 100%

Xuses
[pvro, vToyHeTe 299 89% 23 7% 15 4% 337 100%

B uUnder-represented elements M Over-represented elements

The relationship is not significant. p-value= 0,2 ; Chi2= 6,5 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Kak 6uxTte ce onucanu? / ...He cTe MOrnu ga cu ro nossonurte?

Have you ever needed a genetic test but could not access it because... ...HE CTE MOIMn A CU IO NO3BOJIUTE?
OA HE HE CE OTHACS 3A MEH TOTAL
KAK BUXTE CE OMUCANN? N % N % N % N %

I'IpMHa/qnema KbM €THMYEeCKOTO MHO3MHCTBO B AbpKaBaTa,

736 10% 4 880 68% 1509 21% 7125 100%
KbOETO XKXuBed
YacT cbM OT €THUYECKO ManuuMHCTBO B AbpXaBaTta, KbEeTOo

76 16% 309 66% 80 17% 465 100%

KuBed
Opyro, yTouHeTe 45 13% 202 60% 90 27% 337 100%
TOTAL 857 1% 5 391 68% 1679 21% 7927

B Under-represented elements Ml Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 28,7 ; dof= 4.

Cross: Kak 6uxTe ce onucanu? / ...He e 6un gocTbNeH BLB Bawarta cTpaHa?

Have you ever needed a genetic test but could not access it because... ...HE E BUN OOCTHMNEH BbB BALLATA CTPAHA?
OA HE HE CE OTHACS 3A MEH TOTAL
KAK BUXTE CE OMUCATNN? N % N % N % N %

I'IpMHannema KbM €THNYECKOTO MHO3MHCTBO B ObpXXaBaTa,

809 1% 4 691 66% 1625 23% 7125 100%
KbOETO XuBe4d
YacT cbM OT €THMYEeCKO ManuuHCTBO B AbpXxXaBaTa, KbeTo

67 14% 300 65% 98 21% 465 100%

XnuBed
[Opyro, yTouHeTe 48 14% 191 57% 98 29% 337 100%
TOTAL 924 12% 5182 65% 1821 23% 7927

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 16,0 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Kak 6uxTte ce onucanu? / ...MegULMHCKUTE cneumnanunucTu ca ce NpoTUBONOCTaBUIIA UITN He ca Ounun goctaTb4yHO J06pe nHdopMmMpaHu?

Have you ever needed a genetic test but could not access it because... ...MEOUUMNHCKUTE CNEUUATIUCTU CA CE NPOTUBONMOCTABUIIN U HE CA BUIT OOCTATBYHO AOBPE NH®OPMUPAHU?
OA HE HE CE OTHACA 3A MEH TOTAL
KAK BUXTE CE OMNMUCANU? N % N % N % N %

I'IpMHannema KbM €THMYEeCKOTO MHO3MHCTBO B AbpKaBaTa,

1913 27% 3778 53% 1434 20% 7125 100%
KbETO XunBes
YacT cbM OT ETHUYECKO MarnLMHCTBO B Abp)KaBaTta, KbAeTo
150 32% 236 51% 79 17% 465 100%
Xuses
Opyro, yTouHeTe 101 30% 156 46% 80 24% 337 100%
TOTAL 2164 27% 4170 53% 1593 20% 7 927

B Under-represented elements Ml Over-represented elements
The relationship is significant. p-value= 0,0 ; Chi2= 13,2 ; dof= 4.
Cross: Kak 6uxTte ce onucanu? / JOKONIKOTO B € U3BECTHO, FTeHETUYHUAT TecT/TecToBe, KOUTO ca B GMNK HanpaBeHU, ca n3cnegBanu...
OOKOINKOTO BU E UIBBECTHO, FTEHETUYHUAT TECT/TECTOBE, KOUTO CA BU BUNM HANMPABEHWU, CA U3CITEOBAITMN...
HAKOIKO N'EHA

EOHOBPEMEHHO TYMOP
(CEKBEHUPAHE UAnoToO OHK BCUYKU FrEHN (TEHETUYHO OPYIU
HA TrEHHU (CEKBEHUPAHE (CEKBEHUPAHE NMPOOUNTUPAHE (EMUEHOM, PHK
CAMO EOWH TEH MAHEIMN) HA LENUA FrEHOM) HA LENUA EK30M) HA TYMOP) v aop.) HE 3HAM TOTAL
KAK BUXTE CE ONMUCANN? N % N % N % N % N % N % N % N
MpuHagnexa KbM eTHUYECKOTO MHO3MHCTBO B Abp)KaBaTa,
975 26% 1225 33% 584 16% 408 1% 94 3% 83 2% 965 26% 3701
KbIETOo XuBes
YacT cbM OT eTHMYEeCKO ManuUHCTBO B AbpXKaBaTa, KbAeTo
64 24% 86 32% 53 20% 29 1% 7 3% 6 2% 83 31% 269
Xuses
Opyro, yTouHeTe 54 32% 35 21% 32 19% 15 9% 7 4% 4 2% 59 35% 169

B uUnder-represented elements M Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 22,4 ; dof= 12.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Kak ouxte ce onucanu? / Hakora TbPCUIIN NN CTe HaCTHa KJIMHUKa unum naﬁopaTopml 3a npoBexpaHe Ha reHeTU4YHU TeCTOoBEe 3a ANArHOCTUKa Ha 3abonsiBaHeTO BU?

HAKOIA TbPCUINU NN CTE YACTHA KITMUHUKA UMK NABOPATOPUA 3A NMPOBEXOAHE HA TEHETUYHU TECTOBE 3A AUATHOCTUKA HA 3ABOJTABAHETO BU?

OA, BEOHBX OA, HAKONKO NbTU HE, HUKOlA TOTAL
KAK BUXTE CE OMUCANN? N % N % N % N %

MprHagnexa KbM eTHUYECKOTO MHO3MHCTBO B AbpKaBaTta,

401 1% 185 5% 3115 84% 3701 100%
KbETO XnBesi
YacT cbM OT €THMYECKO ManLMHCTBO B AbpXKaBaTta, KbAeTo

43 16% 14 5% 212 79% 269 100%

xupes
[Opyro, yTouHeTe 20 12% 12 7% 137 81% 169 100%
TOTAL 464 1% 211 5% 3464 84% 4139

B Under-represented elements Ml Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 8,4 ; dof= 4.
Cross: Kak 6uxTte ce onucanu? / Kato usno, 4OKOJNKO CTe yAOBMeTBOPEHU OT HaYMHa, NO KOMTO BU 6sixa npegocTtaBeHu pesyntatute ot TEHETUMHUTE TECTOBE?

KATO LUAANO, AOKOMNKO CTE YQOBNETBOPEHWU OT HAYMHA, MO KOUTO BU BAXA NPEOOCTABEHU PE3YNTATUTE OT FTEHETUYHUTE TECTOBE?

HUTO
YOOBJIETBOPEH/A,
MHOro HUTO MHOro
HEYOOBINETBOPEH/A HEYOOBIETBOPEH/A HEYOOBIETBOPEH/A YOOBNETBOPEH/A YOOBNETBOPEH/A HE 3HAM TOTAL
KAK BUXTE CE ONMUCANN? N % N % N % N % N % N % N %

MpuHaanexa KbM eTHUYECKOTO MHO3MHCTBO B AbpKaBara,

374 10% 431 12% 776 21% 1295 35% 657 18% 168 5% 3701 100%
KbIETO XuMBes
YacT cbM OT ETHUYECKO MasLUHCTBO B AbpxaBaTta, KbAeTo

33 12% 29 1% 65 24% 92 34% 32 12% 18 7% 269 100%

XuBest
Opyro, yTouHeTe 25 15% 22 13% 37 22% 51 30% 22 13% 12 7% 169 100%
TOTAL 432 10% 482 12% 878 21% 1438 35% 711 17% 198 5% 4139

B Under-represented elements [l Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 18,3 ; dof= 10.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Kak 6uxTte ce onucanu? / Cnep npoBexgaHe Ha uscriegBaHusATa 6elle nv B1 NpeanoXxeHa reHeTMYHA NncuxoTepanus (Hanp. NoAy4YMxTe nM uHopmaumsa No KaKkbB HAYUH FEHETUYHOTO BU CbCTOsIHME
Ou Morno ga ce oTpasuv Ha Bac U BalleTo CEMENCTBO)?

CNnEQ NPOBEXOAHE HA U3CNEABAHUATA BELLE N BU NPEANOXEHA TEEHETUYHA NMCUXOTEPANUA (HANP. NONYYUXTE NN UHO®OPMALIUA MO KAKBB HAYNH
FEHETUYHOTO BU CbCTOSAAHUE BU MOITIO A CE OTPA3U HA BAC U BALLETO CEMEWCTBO)?

OA, OT TEHETUYEH HE, HE MU BELLE
KOHCYNTAHT N KNMHUYEH OA, OT MEOULIMHCKHA NMPEANOXEHA FrEHETUYHA HE CbM CUI'YPEH(A)/HE CU
FEHETUK CNEUUATINUCT NMCUXOTEPANUA CMNOMHSAM TOTAL
KAK BUXTE CE OMNMUCAIIN? N % N % N % N % N %

MpuHagnexa KbM €THUYECKOTO MHO3MHCTBO B AbprkaBara,

1445 39% 823 22% 1184 32% 249 7% 3701 100%
KbAETO XMBes
YacT cbM OT eTHMYECKO MarnLUMHCTBO B AbpKaBarta, KbaeTo

88 33% 53] 20% 102 38% 26 10% 269 100%

Xusesi
Opyro, yTouHeTe 58 34% 20 12% 71 42% 20 12% 169 100%
TOTAL 1 591 38% 896 22% 1 357 33% 295 7% 4139

B Under-represented elements M Over-represented elements

The relationship is very significagt. p-value= < 0,01 ; Chj2= %7, 7; %of= 6. .
Cross: Typology of countries based on size and welfare / lTeHeTM4YeH TecT/TecTOBe 3a OTKPMBaAHE Ha reHETUYHU U3MEHEHUA (Mo3HaTH oLe KaTo MyTaLuu UM BapuaHTK)

FrEHETUYEH TECT/TECTOBE 3A OTKPUBAHE HA TrEHETUYHU USMEHEHUA (MO3HATHU OLLE KATO MYTALUU UITU BAPUAHTW)

OA HE HE 3HAM/HE CU CMTOMHSAM TOTAL
TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE N % N % N % N %
Group A ('Eastern Europe') 1158 65% 485 27% 151 8% 1794 100%
Group B ('Western Europe') 2702 53% 2 090 41% 313 6% 5105 100%
Group C ('Northern Europe") 1470 45% 1476 45% 327 10% 3273 100%
TOTAL 5330 52% 4 051 40% 791 8% 10 172

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 223,3 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Typology of countries based on size and welfare / [ipyr Tect/TecTtoBe, KaTo HanpuMep KNUHUYHU Nperneaun, oopasHa amarHocTtuka (AMP, ckeHep...), GBuoncus, GUOXUMNYHO U3cnenBaHe/

n3cnegBaHuA (Kp'bBHVI Wnn YypuHHu TeCTOBe...) n ap.

APYI TECT/TECTOBE, KATO HANMPUMEP KNMHWYHW NPEIMEQN, OBPA3HA OANATHOCTUKA (AMP, CKEHEP...), BUOINCUA, BUOXUMNYHO N3CNEOBAHE/U3CJIEABAHUA

(KPbBHWU U YPUHHU TECTOBE...) U OP.

OA HE HE 3HAM/HE C/ CMTOMHAM
TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE N % N % N %
Group A ('Eastern Europe') 1632 91% 108 6% 54 3%
Group B ('Western Europe') 4614 90% 365 7% 126 2%
Group C ('Northern Europe') 2 951 90% 239 7% 83 3%
TOTAL 9197 90% 712 7% 263 3%

B under-represented elements M Over-represented elements

The relationship is not significant. p-value= 0,3 ; Chi2= 4,7 ; dof= 4.

Cross: Typology of countries based on size and welfare / ...He cTe mornu ga cu ro nosBonute?

Have you ever needed a genetic test but could not access it because... ...HE CTE MOIMn JA CU o NO3BOJIUTE?
OA HE HE CE OTHACH 3A MEH
TYPOLOGY OF COUNTRIES BASED ON SIZE AND

WELFARE N % N % N %
Group A ('Eastern Europe') 389 22% 1174 65% 231 13%
Group B ('Western Europe') 473 9% 3 507 69% 1125 22%
Group C ('Northern Europe') 216 7% 2220 68% 837 26%
TOTAL 1078 1% 6 901 68% 2193 22%

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 355,8 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Typology of countries based on size and welfare / ...He e 6un gocTbneH BbLB Bawiata cTpaHa?

Have you ever needed a genetic test but could not access it because... ...HE E BUN AOCTHMNEH BbB BALLATA CTPAHA?
OA HE HE CE OTHACH 3A MEH
TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE N % N % N % N
Group A ('Eastern Europe') 492 27% 1056 59% 246 14% 1794
Group B ('Western Europe') 400 8% 3493 68% 1212 24% 5105
Group C ('Northern Europe') 277 8% 2 060 63% 936 29% 3273
TOTAL 1169 11% 6 609 65% 2394 24% 10172

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 612,8 ; dof= 4.

TOTAL

Cross: Typology of countries based on size and welfare / ...meguUnHCKNTE cneunanucTy ca ce NPOTUBONOCTABUIIM UITU He ca Ounu AocTaTtb4yHO Aobpe nHpopmmupaHmn?

Have you ever needed a genetic test but could not access it because... ...MEANUUNHCKUTE CNELMANUCTU CA CE NPOTUBONMOCTABUIUN UK HE CA BUITM OOCTATbYHO JOBPE UH®OPMUPAHU?
OA HE HE CE OTHACA 3A MEH TOTAL
TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE N % N % N % N
Group A ('Eastern Europe') 614 34% 948 53% 232 13% 1794
Group B ('Western Europe') 1273 25% 2779 54% 1053 21% 5105
Group C ('Northern Europe') 834 25% 1652 50% 787 24% 3273
TOTAL 2721 27% 5379 53% 2072 20% 10 172

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 122,2 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Typology of countries based on size and welfare / [10konkoTo Bu € N3BeCTHO, reHETUYHUAT TeCT/TeCToBe, KOUTO ca BU OUINM HanpaBeHU, ca uscnenBarnu...

AOKOJIKOTO BU E UBBECTHO, FTEHETUYHUAT TECT/TECTOBE, KOUTO CA BU BUINU HANPABEHWU, CA U3CNEOBAIJIN...
HAKOJIKO FrEHA

EOHOBPEMEHHO LsANOTO AHK BCUYKU rEHU TYMOP (FTEHETU4YHO
(CEKBEHUPAHE HA (CEKBEHUPAHE HA (CEKBEHUPAHE HA NPOPUNUPAHE HA APYIU (EMUAFEHOM,
TYPOLOGY OF CAMO EQVH l'EH FEHHU MNAHENN) LENUdA rEHOM) LENUA EK30M) TYMOP) PHK U AOP.) HE 3HAM TOTAL
COUNTRIES BASED ON
SIZE AND WELFARE 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% 1158
Group B ('Western Europe') 761 28% 904 33% 387 14% 258 10% 49 2% 49 2% 695 26% 2702
Group C ('Northern Europe') 370 25% 416 28% 282 19% 149 10% 46 3% 31 2% 442 30% 1470
TOTAL 1415 27% 1688 32% 862 16% 555 10% 133 2% 114 2% 1456 27% 5330

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 57,6 ; dof= 12.

Cross: Typology of countries based on size and welfare / Hakora Tbpcunu nu cre YacTHa KJIMHMKa Unun nabopaTtopus 3a NpoBeXxaaHe Ha reHeTUYHU TecToBe 3a AMarHocTuka Ha 3abonsiBaHeTo BU?

HAKOIA TbPCUIU NN CTE YACTHA KNMHUKA UITN NNTABOPATOPUA 3A NMPOBEXAAHE HA TrEHETUYHU TECTOBE 3A JUATHOCTUKA HA 3ABONABAHETO BU?

OA, BEOHBX OA, HAKOJNKO NbTU HE, HUKOTA TOTAL
TYPOLOGY OF COUNTRIES BASED ON SIZE AND
WELFARE N % N % N % N %
Group A ('Eastern Europe') 261 23% 139 12% 758 65% 1158 100%
Group B ('Western Europe') 235 9% 89 3% 2 378 88% 2702 100%
Group C ('Northern Europe') 79 5% 33 2% 1358 92% 1470 100%
TOTAL 575 1% 261 5% 4494 84% 5330

B Under-represented elements Ml Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 418,4 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Typology of countries based on size and welfare / Kato usano, nokonko cte yaoBneTBopeHM OT Ha4uHa, No KOUTO BM G6sixa npenoctaBeHu pesyntatute ot TEHETUYHUTE TECTOBE?

KATO LUANO, AOKOJKO CTE YAOBNIETBOPEHW OT HAYMHA, MO KOUTO BU BAXA NMPEOOCTABEHU PE3YNTATUTE OT FTEHETUYHUTE TECTOBE?

HUTO YOOBNETBOPEH/
MHOIO A, HUTO MHOro
HEYOOBNETBOPEH/A HEYOOBNETBOPEH/A HEYOOBNETBOPEH/A YOOBNETBOPEH/A YOOBMNETBOPEH/A HE 3HAM TOTAL
TYPOLOGY OF COUNTRIES
BASED ON SIZE AND WELFARE N % N % N % N % N % N % N %
Group A (‘Eastern Europe') 109 9% 124 11% 279 24% 432 37% 161 14% 53 5% 1158 100%
Group B ('Western Europe') 330 12% 332 12% 577 21% 917 34% 416 15% 130 5% 2702 100%
Group C (‘Northern Europe') 118 8% 149 10% 270 18% 526 36% 320 22% 87 6% 1470 100%
TOTAL 557 10% 605 1% 1126 21% 1875 35% 897 17% 270 5% 5330

B Under-represented elements Ml Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 68,4 ; dof= 10.

Cross: Typology of countries based on size and welfare / Cnep npoBexaaHe Ha nscnegBaHusATa 6ewe nu BU NpeanoXeHa reHeTU4Ha ncuxorepanus (Hanp. nony4uxrte nm nHopmaums no KakbB Ha4YuH
reHeTM4YHOTO BU CHCTOsIHME OM MOrJo Aa ce OoTpa3u Ha Bac M BalleTo CEMenCcTBO)?

CNEN NPOBEXOAHE HA U3CNEABAHUATA BELLE N BU NPEANOXEHA TrEHETUYHA NCUXOTEPANKUA (HAMNP. NONYYUXTE NN UHOOPMALIUA NO KAKbB HAYMH FTEHETUYHOTO BU!
CbCTOAHUE BU MOINoO OA CE OTPA3U HA BAC U BALLETO CEMEUCTBO)?

OA, OT FTEHETUYEH KOHCYNTAHT OA, OT MEOUUMHCKU HE, HE MU BELLE NPEONOXEHA HE CbM CUT'YPEH(A)/HE CH
U KNMHUYEH FrEHETUK CNEUMANUCT FEHETUYHA NCUXOTEPAMUA CNOMHSAM TOTAL
TYPOLOGY OF COUNTRIES
BASED ON SIZE AND WELFARE N % N % N % N % N %
Group A ('Eastern Europe') 410 35% 229 20% 447 39% 72 6% 1158 100%
Group B ('Western Europe') 1049 39% 629 23% 817 30% 207 8% 2702 100%
Group C ('Northern Europe') 617 42% 283 19% 458 31% 112 8% 1470 100%
TOTAL 2 076 39% 1141 21% 1722 32% 391 7% 5330

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 37,2 ; dof= 6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: buxTte nu kasanu, 4Ye Bue, Unu nuue To 3a KOETOo ce rpnXxunTe, XkuBeete B: | FeHeTn4eH TecTt/TecToBe 3a OTKpUBaHe Ha reHeTU4YHN N3MeHeHusA (I103HaTVI oLje Kato MyTauum nnum BapVIaHTVI)

FEHETUYEH TECT/TECTOBE 3A OTKPUBAHE HA TEHETUYHU U3SMEHEHUA (MO3HATU OLLEE KATO MYTALIUK UITU BAPUAHTH)

BUXTE I KA3AIU, YE BUE, OA HE HE 3HAM/HE CU CMTOMHSAM TOTAL
Mnuv NULE TO 3A KOETO CE
FPUXWUTE, XKUBEETE B: N % N % N % N %
Cenckv paiioH unu cerno 1245 52% 968 40% 203 8% 2416 100%
Manbk unu cpegeH rpag 2 065 53% 1546 40% 290 7% 3901 100%
lonsm rpag 1468 53% 1094 40% 198 7% 2760 100%
TOTAL 4778 53% 3608 40% 691 8% 9077

B under-represented elements [l Over-represented elements

The relationship is not significant. p-value= 0,4 ; Chi2= 3,7 ; dof= 4.

Cross: buxTte nu kasanu, 4Ye Bue, UM Nnue To 3a KOETO Ce rpuxuTe, xxmuseete B: / [lpyr Tect/TecToBe, KaTo Hanpumep KIMHUYHU nperneaun, oopasHa amarHoctuka (AMP, ckeHep...), buoncus, 6GUOXUMUYHO
n3cnepBaHe/uscneaBaHusa (KPbBHU UK YPUHHU TeCTOBe...) U Ap.

AOPYTI TECT/TECTOBE, KATO HANMPUMEP KITMHWYHW NPEMEOWU, OBPA3HA AMATHOCTUKA (AMP, CKEHEP...), BUOINCUA, BUOXUMUYHO U3CNEABAHE/U3CINEOBAHUA (KPBBHU UIA
YPWUHHU TECTOBE...) U OP.

BUXTE N KA3AINW, YE BUE, UNN OA HE HE 3HAM/HE CU CMTOMHSAM TOTAL

JIULIE TO 3A KOETO CE

ITPUXWUTE, XXUBEETE B: N % N % N % N %
Cencku parioH unm ceno 2212 92% 147 6% 57 2% 2416 100%
Manbk unu cpegex rpag 3520 90% 273 7% 108 3% 3901 100%
[onam rpag 2515 91% 185 7% 60 2% 2760 100%
TOTAL 8 247 91% 605 7% 225 2% 9077

B Under-represented elements M Over-represented elements

The relationship is not significant. p-value= 0,3 ; Chi2= 4,7 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

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

Cross: BuxTte nu kasanu, 4e BMe, UNu nuue To 3a KOETO ce rpnXxuTe, XKuBeete B: |/ ...He cTe Mornu ga cu ro nossonuTte?

...HE CTE MOIMn oA CU ro NO3BOJIUTE?

BUXTE JIN KA3AIN, YE BMUE, OA HE HE CE OTHACA 3A MEH TOTAL
UINKn NULE TO 3A KOETO CE
FPWXXWUTE, X)XUBEETE B: N % N % N % N %
Cerncku paioH nnm ceno 201 8% 1 646 68% 569 24% 2 416 100%
Manbk unu cpegeH rpag 400 10% 2 665 68% 836 21% 3901 100%
[onam rpag 323 12% 1847 67% 590 21% 2760 100%
TOTAL 924 10% 6 158 68% 1995 22% 9 077

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 18,7 ; dof= 4.

Cross: buxTte nu kasanu, Ye Bue, Unn nNuue To 3a KOETO Ce rPMXUTe, XXuBeeTe B: / ...He e 6un AoCcTbLNEeH BbB BallaTta cTpaHa?

...HE E BN OOCTBIMNEH BbB BALUATA CTPAHA?

BUXTE N KA3ANW, YE BUE, UMK OA HE HE CE OTHACS 3A MEH TOTAL

NULE TO 3A KOETO CE

FPUXWUTE, Y)XUBEETE B: N % N % N % N %
Cercku paiioH Unu ceno 230 10% 1578 65% 608 25% 2416 100%
Manbk unu cpegex rpag 401 10% 2584 66% 916 23% 3901 100%
FonsiM rpag 376 14% 1736 63% 648 23% 2760 100%
TOTAL 1007 1% 5898 65% 2172 24% 9077

B uUnder-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 28,6 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

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

Cross: BuxTte nu kasanu, Ye Bue, UIn nuue To 3a KOETO ce rpnxunTe, XkuBeete B: [ ...MmeAULMHCKNTE CreumanucTm ca ce npoTuBOoNOCTaBUIIN UJTN HE Ca 6unun goctaTb4yHO AoGpe VIHCbOpMMpaHM?

...MEOUUUHCKUTE CNEUMUATIUCTU CA CE NPOTUBOINMOCTABUITU UNUN HE CA BUITU OCTATBYHO JOBPE UH®OPMWUPAHU?

BUXTE JIN KA3AIIN, YE BUE, OA HE HE CE OTHACH 3A MEH TOTAL
Unun NULE TO 3A KOETO CE
FPUXUTE, )XUBEETE B: N % N % N %o N %
Cerncku paioH nnm ceno 589 24% 1301 54% 526 22% 2416 100%
Mantk unu cpegeH rpag 1052 27% 2 053 53% 796 20% 3 901 100%
lonsim rpag 765 28% 1428 52% 567 21% 2760 100%
TOTAL 2 406 27% 4782 53% 1889 21% 9077

B under-represented elements [l Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 8,5 ; dof= 4.

Cross: BuxTte nu kasanu, Ye Bue, NN Nu1ue TO 3a KOETO ce rpnXxuTe, XKuBeete B: | LOKONKOTO BM € U3BECTHO, FeHETUYHUAT TecT/TecToBe, KOUTO ca BM Ounu HanpaBeHW, ca nacnenBarnm...

OOKOJIKOTO BU E U3BECTHO, FTEHETUYHUAT TECT/TECTOBE, KOUTO CA BU BN HANPABEHU, CA U3CNEOBAINMN...
HAKOJKO rEHA

EAHOBPEMEHHO LANOTO AHK BCUYKN MEHN TYMOP (FTEHETUYHO
(CEKBEHMPAHE HA (CEKBEHUPAHE HA (CEKBEHUPAHE HA NMPODUNUPAHE HA APYIU (ENUIrEHOM,

BUXTE NN KA3ANW, YE BUE, UNKA CAMO EQVH FEH FEHHU NAHENN) LIENAA TEHOM) LIENTUA EK30M) TYMOP) PHK U OP.) HE 3HAM TOTAL

JNIULE TO 3A KOETO CE

FPWXWUTE, YXMUBEETE B: N % N % N % N % N % N % N % N %
Cencku panoH unm ceno 329 26% 366 29% 200 16% 133 1% 34 3% 24 2% 368 30% 1245
Manbk unu cpefeH rpag 565 27% 678 33% 341 17% 193 9% 47 2% 40 2% 538 26% 2 065
Fonsam rpag 390 27% 485 33% 216 15% 177 12% 42 3% 37 3% 376 26% 1468
TOTAL 1284 27% 1529 32% 757 16% 503 1% 123 3% 101 2% 1282 27% 4778

B Under-represented elements [l Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 19,4 ; dof= 12.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: BbuxTte nu kasanu, Ye Bue, UnNu nuue To 3a KOeTo ce rpnXxuTe, XxuBeete B: | Hakora TbPCUIIN NN CTe HaCTHa KJIMHUKa unu na60paTopvm 3a npoBexpaHe Ha reHeTU4YHU TeCTOoBEe 3a ANAarHOCTUKa Ha

BUXTE I KA3AIU, YE BUE,
Unu NULE TO 3A KOETO CE
FPUXWUTE, XKUBEETE B:
Cerncku paioH nnm ceno
Manbk unv cpegeH rpag

[onam rpag

TOTAL

3abonsaBaHeTo BU?

HAKOI'A TbPCUINU NN CTE YACTHA KNMHUKA UITN NNTABOPATOPUA 3A NMPOBEXOAHE HA rEHETUYHU TECTOBE 3A AUWATHOCTUKA HA 3ABOJIABAHETO BU?

DA, BEOHBX OA, HAKOJIKO MbTU HE, HUKOI'A TOTAL
N % N % N % N %
108 9% 38 3% 1099 88% 1245 100%
195 9% 83 4% 1787 87% 2 065 100%
196 13% 108 7% 1164 79% 1468 100%
499 10% 229 5% 4 050 85% 4778

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 55,9 ; dof= 4.

Cross: buxTte nu kasanu, 4ye Bue, UM NuLe TO 3a KOETO ce rpuxuTe, xxuseete B: / KaTo Uano, JOKOMKO cTe yAOBNeTBOPEHM OT Ha4uuHa, No KOUTO BM 6sixa npegoctaBeHu pesyntatute ot TEHETUYHUTE

BUXTE 1N KA3AIN, YE BUE, UNN
JINLIE TO 3A KOETO CE
FPUXWUTE, XXUBEETE B:

Cercku paiioH unu ceno

Manbk unu cpegeH rpag

lonam rpag

TOTAL

TECTOBE?

KATO UANO, AOKOJKO CTE YAOBNETBOPEHU OT HAUMHA, MO KOWTO BU BAXA NMPEAOCTABEHW PE3YNTATUTE OT FTEHETUYHUTE TECTOBE?

HWUTO YOOBNETBOPEH/
MHOIo A, HUTO MHOIO
HEYOOBJIETBOPEH/A HEYOOBJIETBOPEH/A HEYOOBJIETBOPEH/A YOOBJIETBOPEH/A YOOBJIETBOPEH/A HE 3HAM TOTAL
N % N % N % N % N % N % N %
126 10% 137 1% 269 22% 440 35% 211 17% 62 5% 1245 100%
230 1% 239 12% 406 20% 747 36% 329 16% 114 6% 2065 100%
146 10% 183 12% 328 22% 469 32% 275 19% 67 5% 1468 100%
502 1% 559 12% 1003 21% 1656 35% 815 17% 243 5% 4778

B under-represented elements M Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 16,1 ; dof= 10.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: BbuxTte nu kasanu, Ye BMe, Unu nuue To 3a KOeTo ce rpnXxuTe, XxuBeete B: | Cnen npoBexpnaHe Ha ns3crneaBaHuATa Oewe nu Bu npeagnoXxeHa reHeTu4Ha ncuxortepanunsa (Hanp. nony4vyunxrte num
VIHd)OpMaLWIH Mo KakbB HAa4YMH FreHeTUYHOTO BU CbCTOsIHME 6M Morso ga ce OTpa3un Ha Bac U BalleTo CeMeﬁCTBO)?

CNEQ NPOBEXOAHE HA U3CINEABAHUATA BELLE N BU NPEANOXEHA TEHETUYHA NCUXOTEPAMNUA (HAMP. MONYYUXTE NI UH®OPMALINA NO KAKbB HAYUH FTEHETUYHOTO BU
CbCTOAHUE BU MOITIO IA CE OTPA3U HA BAC 1 BALLETO CEMEMACTBO)?

OA, OT TEHETUYEH KOHCYNTAHT OA, OT MEQULUUHCKH HE, HE MU BELLE NPEONOXEHA HE CbM CUI'YPEH(A)/HE CH

BUXTE 1N KA3AINW, YE BUE, UNAN Unn KNMHUYEH FrEHETUK CNEUMANUCT FEHETUYHA NCUXOTEPANUA CMNOMHSAM TOTAL

JINLIE TO 3A KOETO CE

ITPUXWUTE, XXUBEETE B: N % N % N % N % N %
Cericku paioH nnu ceno 466 37% 280 22% 401 32% 98 8% 1245 100%
Manbk unu cpeneH rpag 839 41% 458 22% 619 30% 149 7% 2 065 100%
lonam rpag 557 38% 295 20% 516 35% 100 7% 1468 100%
TOTAL 1862 39% 1033 22% 1536 32% 347 7% 4778

B Under-represented elements M Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 13,1 ; dof= 6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Orphacode associated nomenclature (english) / [lokonkoto B e U3BeCTHO, FeHETUYHUAT TeCcT/TecToBe, KOUTO ca BM OMNM HanpaBeHU, ca U3crneanBasn...

AOKOJIKOTO BU E UBBECTHO, FTEHETUYHUAT TECT/TECTOBE, KOUTO CA BU BUITU HANPABEHWU, CA U3CNEOBAIJN...
HAKOJIKO rEHA

EOHOBPEMEHHO UANOTO AHK BCUYKU N'EHN TYMOP (TEHETU4YHO
(CEKBEHUPAHE HA (CEKBEHUPAHE HA (CEKBEHUPAHE HA NMPO®PUNUPAHE HA  OPYIU (EMUCEHOM,
CAMO EOVH I'EH FEHHU NAHENW) LUENNA rEHOM) LENUA EK30M) TYMOP) PHK 1 OP.) HE 3HAM TOTAL
ORPHACODE ASSOCIATED
NOMENCLATURE (ENGLISH) N % N % N % N % N % N % N % N %

Hereditary hemorrhagic telangiectasia 115 31% 131 36% 45 12% 7 2% 2 1% 1 0% 92 25% 369
Hypermobile Ehlers-Danlos syndrome 15 16% 51 54% 8 8% 9 9% 0 0% 3 3% 22 23% 95
Sarcoidosis 2 20% 2 20% 0 0% 1 10% 0 0% 0 0% 5 50% 10
Classical Ehlers-Danlos syndrome 6 9% 36 56% 7 1% 3 5% 1 2% 2 3% 16 25% 64
Williams syndrome 49 37% 39 30% 17 13% 5 4% 1 1% 0 0% 30 23% 131
Cystic fibrosis 47 39% 42 35% 13 1% 6 5% 0 0% 0 0% 22 18% 121
Myasthenia gravis 1 6% 8 47% 2 12% 0 0% 2 12% 3 18% 5 29% 17
Systemic sclerosis 0 0% 0 0% 1 25% 0 0% 0 0% 0 0% 3 75% 4
Tuberous sclerosis complex 17 19% 33 37% 12 13% 3 3% 1 1% 4 4% 26 29% 89
Neurofibromatosis type 1 20 32% 14 22% 12 19% 1 2% 6 10% 2 3% 20 32% 63
Interstitial cystitis 0 0% 0 0% 1 25% 0 0% 1 25% 1 25% 2 50% 4
Addison disease 2 25% 2 25% 0 0% 0 0% 0 0% 0 0% 4 50% 8
22911.2 deletion syndrome 20 32% 15 24% 10 16% 6 10% 0 0% 1 2% 16 25% 63
Chronic inflammatory demyelinating

4 25% 3] 19% 1 6% 0 0% 0 0% 1 6% 8 50% 16
polyneuropathy
Perineural cyst 1 17% 4 67% 2 33% 0 0% 1 17% 0 0% 2 33% 6
Acute inflammatory demyelinating

0 0% 0 0% 0 0% 0 0% 0 0% 0 0% & 100% 3
polyradiculoneuropathy
Rett syndrome 27 48% 19 34% 10 18% 10 18% 0 0% 0 0% 11 20% 56
Marfan evndrama 12 210/, 12 210/ 2 70/ 1 20/, n no/. n no/ 11 210/ A2

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 9 611,8 ; dof=7 314.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Mons, M36epeTe n3peyvyeHneTo, Koeto Ha|7|-.q06pe onucea BawaTta cutyauuda nnm nonoxeHmeTo Ha YoBeKa, 3a KOroto ce rpuxuTe: / oKONKOTO BU € N3BECTHO, FEHETUYHUAT TeCcT/TecToBe, KOUTO Ca BU
ounun HanpaBeHW, ca nacnegBanu...

OOKOJIKOTO BU E U3BECTHO, FTEHETUYHUAT TECT/TECTOBE, KOUTO CA BU BUINN HANPABEHW, CA U3CNEOBAIMN...

HSIKONKO NEHA TYMOP
EAHOBPEMEHHO LSANOTO OHK BCUYKU FEHU (TEHETUYHO
MOnS, U3BEPETE U3PEYEHUETO, (CEKBEHUPAHE HA  (CEKBEHWPAHE HA  (CEKBEHWPAHE HA MPO®UIIUPAHE HA  [PYIY (EMUrEHOM,
KOETO HAN-OOBPE OMNMUCBA BALLATA CAMO EOWH Ir'EH FEHHU MAHENW) LIEENUA FrEHOM) LIENUA EK30M) TYMOP) PHK U P HE 3HAM TOTAL
CUTYALIMS VNN NOJTOXXEHUETO HA
YOBEKA, 3A KOFOTO CE MPVXWUTE: N % N % N % N % N % N % N % N %

3Ham MMETO Ha psigkoTo 3abonsiBaHe,
CUHAPOM Unn mandopmMaums, n 1o e

MOTBBPOEHO nocpeactsBoM Noaxoasim

~J
o
3]
IS
5]
co
<
BN

rEHEeTUYHW, KITMHUYHKU, 0BpasHo- 1346 27% 1510 31% 16% 121 2% 97 2% 1345 27% 4901

AVNarHoCTUYHU, MOMEKYSIPHU UK
B1oxrmMunyHn nacneasaxHus (Hanp. Guoncus,

KPBBHM UIN YPUHHM TECTOBE)

3Ham MMETO Ha psiakoTo 3abonsiBaHe,
CMHOPOM unu mandgopmaums, Ho To owe HE e
NoTBbPAEHO NOCPEACTBOM MOAXOASLLN
49 21% 93 39% 31 13% 30 13% 5 2% 10 4% 75 31% 239
FEHETUYHU, KNUHUYHK, 0BpasHo-
AVNarHoCTUYHU, MOMEKYMSIPHU UK

OMOXNMUYHN mn3cnegBaHud

Mmam camo YACTUYHA nHdpopmaums 3a
UMETO Ha pAAKOTO 3abonsiBaHe Unn reHa,

5 30 18% 53 32% 36 22% 31 19% 6 4% 4 2% 48 29% 164
KOWTO ro NpUYUHSBA, UMK BUAA Ha

3abonsiBaHeTo

3Hawm, Ye 3abonsABaHeTo € PAAKO, HO UMETO
22 190/ 7 ANO/ A7 2RO/ AR 2RO/ el 20/, R 20/, N1 220/, 121

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 120,1 ; dof= 24.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Point prevalence of the rare disease / FeHeTU4eH TecT/TecToBe 3a OTKpUBaHE Ha TEHETUYHU U3MEHEHUs (MO3HATM OLle KaTo MyTaLuu UNnu BapuaHTu)

FEHETUYEH TECT/TECTOBE 3A OTKPUBAHE HA TEHETUYHU N3BMEHEHUA (MO3HATU OLLIE KATO MYTALIMK UITU BAPUAHTN)

OA HE HE 3HAM/HE CU CITOMHSAM TOTAL
POINT PREVALENCE OF THE RARE
DISEASE N % N % N % N %

1-5/10 000 1195 50% 1026 43% 186 8% 2 407 100%
1-9/100 000 1111 56% 751 38% 137 7% 1999 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 3153 55% 2167 38% 401 7% 5721

B Under-represented elements Ml Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 75,9 ; dof= 6.

Cross: A3, Unu NULETo 3a KOeTo ce rpuxa, 6sAXMe Haco4YeHn KbM OOJNTHMYHO oTAeNeHune, cneyunann3npaHo 3a paakoTo 3abonsaBaHe unu rpynarta pegku 3abonaBaHus / leHeTnYeH TecT/TecToBe 3a OTKpUBaHe
Ha reHeTu4Hn N3ameHeHus (I'IO3HaTVI oLje Kato MmyTauum nnum BapVIaHTVI)

A3, UNU NIULIETO 3A KOETO CE F'PUXA, FEHETUYEH TECT/TECTOBE 3A OTKPUBAHE HA TEHETUYHU U3MEHEHUSA (MO3HATU OLLEE KATO MYTALIUU UNU BAPUAHTH)
BAXME HACOYEHU KbM BONMHUYHO
OTOENEHUE, CNELIMANTU3NPAHO 3A OA HE HE 3HAM/HE CU CMTOMHSAM TOTAL
PAOKOTO 3ABONABAHE UMK MPYMATA
PEOKU 3ABOJIABAHUS N % N % N % N %
Ja 3458 58% 2038 34% 502 8% 5998 100%
He 1998 45% 2 097 47% 320 7% 4415 100%
TOTAL 5 456 52% 4135 40% 822 8% 10 413

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 195,7 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: A3, Unu nuueTo 3a KOeTo ce rpuxa, 6s1Xxme HaCo4YeHU KbM GONMHUYHO oTAeNieHue, cnelnanu3npaHo 3a pAAKoTo 3abonsiBaHe unu rpynaTta peaku 3abonsasanusa / pyr Tect/TecTtoBe, KaTo Hanpumep
KITMHUYHW nperneau, obpasHa guarHoctuka (AMP, ckeHep...), Guoncua, GMoxmmmyHoO uscneaBaHe/nscnegBaHus (KPbBHU UM YPUHHU TECTOBeE...) U Ap.

AOPYTI TECT/TECTOBE, KATO HANMPUMEP KITMHWYHW NPEMEQOW, OBPA3HA AUATHOCTUKA (AMP, CKEHEP...), BUOINCUA, BUOXUMUYHO U3CINEABAHE/U3CINEOBAHUA (KPBBHU UIA

A3, WU NNLUETO 3A KOETO CE NIPUXA, YPUHHW TECTOBE...) U OP.
BAXME HACO4YEHU KbM BOJTHUYHO
OTAENEHUE, CNELUUATNTU3NPAHO 3A OA HE HE 3HAM/HE CU CITOMHAM TOTAL
PAOKOTO 3ABONABAHE UITU TPYMATA
PEOKU 3ABOJIABAHUA N % N % N % N %
Oa 5513 92% 348 6% 137 2% 5998 100%
He 3906 88% 381 9% 128 3% 4415 100%
TOTAL 9419 90% 729 7% 265 3% 10 413

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 36,2 ; dof= 2.

Cross: A3, Unu nuueTo 3a KOeTo ce rpuxa, 6sxme Haco4eHU KbM BOSNTHUYHO oTAeNeHue, cneunanu3npaHo 3a pAAKoTo 3abonsiBaHe unu rpynara peaku 3abonsiBaHus / ...He cTe MOrnu a cu ro nosBonute?

Have you ever needed a ﬁenetic test but could not access it because...

A3, UM NIULIETO 3A KOETO CE MPUXA, ...HE CTE MOInif A CU O NO3BONUTE?
BAXME HACOYEHU KbM BONHUYHO
OTOENEHUE, CNELMATIU3UPAHO 3A OA HE HE CE OTHACSH 3A MEH TOTAL
PAOKOTO 3ABONABAHE UMW IPYMATA
PEOKW 3ABONSABAHUA N % N % N % N %
[a 507 8% 4292 72% 1199 20% 5998 100%
He 587 13% 2780 63% 1048 24% 4 415 100%
TOTAL 1094 1% 7072 68% 2 247 22% 10 413

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 100,9 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: A3, UWnn nnyeTo 3a KoeTo ce rpuxa, 6s1XMe Haco4YeHU KbM ODONMHUYHO oTgerieHue, cneuynanum3npaHo 3a paakoto 3abonaBaHe Unu rpynarta pegkum 3abonaBaHua / ...He e 6un AOCTbMNEeH BbB BallaTa
2 . .
Have you evet'Hé&lfed a genetic test but could not access it because...

A3, NN NIULIETO 3A KOETO CE I'PUXA, ...HE E BN OCTBIEH BbB BALLATA CTPAHA?
BAXME HACOYEHU KbM BOJIHUYHO
OTAENEHUE, CNELUMUATIUSUPAHO 3A OA HE HE CE OTHACHA 3A MEH TOTAL
PAOKOTO 3ABONABAHE UMK TPYNATA
PEOKWU 3ABOJIABAHUA N % N % N % N %
Ha 607 10% 4 045 67% 1346 22% 5998 100%
He 578 13% 2738 62% 1099 25% 4415 100%
TOTAL 1185 1% 6783 65% 2445 23% 10 413

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 37,7 ; dof= 2.

Cross: A3, Unu nUuUeTO 3a KOETOo ce rpuxa, 6s1XxMe HacoYeHn KbM GONMHUYHO OoTAeNeHue, cneunanusMpaHo 3a psiaKkoTo 3abonsiBaHe Unu rpynarta peaku 3abonsiBaHus / ...MeAULUUHCKUTE CNeunanucTu ca ce

NPOTMBOMNOCTABMUIIN UNN He ca UM AOCTAaThLYHO No6pe MHopMUpaHn?
P H%veyou ever needed a genetic test but C8U|d n%’t ccegs |t1)ecause...

A3, UNn NNULIETO 3A KOETO CE I'PUXA, ...MEONUMHCKUTE CMNEUUAIINCTU CA CE NPOTUBOINMOCTABUITU UITU HE CA BUJTU IOCTATBbYHO JOBPE UHOOPMUPAHU?
BAXME HACOYEHU KbM BONMHUYHO
OTAENEHUE, CNELUMANTU3UPAHO 3A OA HE HE CE OTHACA 3A MEH TOTAL
PAOKOTO 3ABOJIABAHE UIMU TPYTNATA
PEOKW 3ABONABAHUA N % N % N % N %
[a 1372 23% 3 451 58% 1175 20% 5998 100%
He 1408 32% 2064 47% 943 21% 4415 100%
TOTAL 2780 27% 5515 53% 2118 20% 10 413

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 137,2 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: A3, nnu nuueTo 3a KOeTo ce rpuxa, 0siXMe Haco4YeHU KbM GONHUYHO oTaeneHue, cneyunann3npaHo 3a pAaakoTo 3abonsiBaHe unu rpynarta pegku 3a6onsiBaHuA / [JOKONKOTO BU € U3BECTHO,
reHeTUYHUAT TecT/TecToBe, KOUTO ca BM Gunun HanpaBeHu, Ca n3cnenBarnm...

A3, NN NULIETO 3A KOETO CE 'PUNXA,
BAXME HACOYEHU KbM BOJIHUYHO

OTAENEHME, CMELUMATNTU3UPAHO 3A CAMO EOWH I'EH
PAOKOTO 3ABOJIABAHE UITU TPYNATA
PEOKU 3ABONABAHUA N %
[a 945 27%
He 498 25%

The relationship is weakly significant. p-value= 0,1 ; Chi2= 9,5 ; dof= 6.

AOKOJIKOTO BU E UBBECTHO, TEHETUYHUAT TECT/TECTOBE, KOUTO CA BU BUJTM HANPABEHWU, CA U3CINEOBAIMN...

HAKOJIKO rEHA TYMOP
EAHOBPEMEHHO LUANOTO AHK BCUYKU NEHN (TEHETUYHO
(CEKBEHWPAHE HA  (CEKBEHUWPAHE HA  (CEKBEHUPAHE HA  MNMPO®UITUPAHE HA  OPYIrU (EMUCEHOM,
FEHHW NMNAHENN) LENUA rEHOM) LENUA EK30M) TYMOP) PHK W OP.) HE 3HAM
N % N % N % N % N % N %
1079 31% 562 16% 330 10% 84 2% 70 2% 960 28%
648 32% 315 16% 231 12% 51 3% 47 2% 540 27%

B Under-represented elements

B Over-represented elements

TOTAL
%

3 458

1998

Cross: A3, Unn NULETO 3a KOETO ce rpuxa, 6sixme Haco4eHU KbM DOSNTHUYHO oTAeneHue, cneyManu3npaHo 3a psaaKoTo 3abonsiBaHe Uy rpynarta peaky 3abonasaHus / Hakora Tbpcunu nu cte 4acTtHa
KNTMHUKa UNu nabopaTtopusa 3a NpoBexaaHe Ha reHeTUYHU TeCTOBE 3a AUarHOCTUKa Ha 3abonsiBaHeTo BU?

A3, WU NULIETO 3A KOETO CE 'PUXA,
BAXME HACOYEHU KbM BOJTHUYHO

OTAENEHUE, CNELUUATIUSUPAHO 3A OA, BEOHBX
PAOKOTO 3ABONABAHE UMK TPYNATA
PEOKW 3ABOJIABAHUA N
Ra 325
He 258
TOTAL 583

The relationship is very significant. p-value= < 0,01 ; Chi2= 27,6 ; dof= 2.

OA, HAKOJTIKO NbTHU

262

B Under-represented elements

% N
4% 2990
6% 1621
5% 461

B Over-represented elements

HE, HAKOIA

%
86%
81%

85%

3458
1998
5456

TOTAL

HAKOI'A TbPCUINU NN CTE YACTHA KNMHUKA UITN NTABOPATOPUA 3A NMPOBEXOAHE HA FrEHETUYHU TECTOBE 3A AUATHOCTUKA HA 3ABOJIABAHETO BU?

%
100%
100%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: A3, Unu NMueTo 3a KOeTO ce rpuxka, 6sXMe HaCoOYeHU KbM GONMHUYHO OoTAerieHMe, creunanu3npaHo 3a pAaaKkoTo 3abonsBaHe Unu rpynaTta pegku 3abonsasaHusa / Kato usano, gokonko cte
YAOBNETBOPEHU OT Ha4YMHa, No KOMTO BU bsixa npegocTaBeHun pesyntatute ot TEHETUMHUTE TECTOBE?

KATO LiAN0O, AOKONKO CTE YAOBNETBOPEHWU OT HAYMHA, MO KOUTO BU BAXA NPEAOCTABEHW PE3YNTATUTE OT FTEHETUYHUTE TECTOBE?

HUTO
A3, UITN NULUETO 3A KOETO CE N'PUXA, YOOBINETBOPEH/A,
BAXME HACO4YEHU KbM BOJTHUYHO MHOIro HUTO MHOIo
OTAENEHUE, CNEUUWATNIU3UPAHO 3A HEYOOBIIETBOPEH/A HEYOOBIETBOPEH/A HEYOOBIIETBOPEH/A YOOBINETBOPEH/A YOOBJIETBOPEH/A HE 3HAM TOTAL
PAOKOTO 3ABONABAHE UINMU FPYNATA
PEQOKW 3ABONABAHUA N % N % N % N % N % N % N %
Oa 351 10% 353 10% 690 20% 1232 36% 656 19% 176 5% 3458 100%
He 216 11% 269 13% 459 23% 685 34% 264 13% 105 5% 1998 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 43,4 ; dof= 5.

Cross: A3, unu nNuueTo 3a KOeTo ce rpuxa, 6sixme Haco4eHU KbM DONMHUYHO oTAeneHue, crneuanu3npaHo 3a pAaKoTo 3abonsBaHe UK rpynarta peaky 3abonasaHusa / Cnen npoBeXxaaHe Ha uscneaBaHusiTa
Gele Nu BM NpeasioxeHa reHeTUYHa ncmxorepanus (Hanp. nony4uxre v HopMaumsa no KakbB Ha4MH reHeTUYHOTO BM CbCTOSIHME OM MOFJIO Aa ce oTpa3u Ha Bac U BalleTo CEMeNCTBO)?

CNnef NPOBEXOAHE HA U3CJNTIEABAHUATA BELLE NI BU NPEAJIOXEHA TEHETUYHA NMCUXOTEPAMNUA (HAMP. MONYYUXTE JIM UH®OPMALINA NO KAKbB HAYUH FTEHETUYHOTO BU

CBbCTOAHUE BU MOITIO A CE OTPA3U HA BAC U BALLETO CEMENCTBO)?
A3, NN NULIETO 3A KOETO CE 'PUNXA,

BAXME HACOYEHU KbM BOJIHUYHO OA, OT TEHETUYEH KOHCYJTAHT OA, OT MEAULIMHCKH HE, HE MU BELLE NPEAJIOXXEHA HE CbM CUT'YPEH(A)/HE CU
OTAENEHME, CMELUMATNTU3UPAHO 3A UIA KIMMMHUYEH FrEHETUK CMEUMANUCT FEHETUYHA NMCUXOTEPAMUA CMOMHAM TOTAL
PAOKOTO 3ABOJIABAHE UITU TPYNATA
PEOKU 3ABONABAHUA N % N % N % N % N %
[a 1398 40% 827 24% 972 28% 261 8% 3 458 100%
He 733 37% 340 17% 785 39% 140 7% 1998 100%
TOTAL 2131 39% 1167 21% 1757 32% 401 7% 5 456

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 82,4 ; dof= 3.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: ...He cTe mornu ga cu ro nosponute? / Hakora TbpPCUIIN NN CTe HYaCTHa KITIMHUKa unu naﬁopaTopvm 3a npoBexpaHe Ha reHeTU4YHU TeCTOoBEe 3a ANArHOCTUKa Ha 3abonsiBaHeTO BU?

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

...HECTE MOIMMU OA CUTO
NO3BOJIUTE?

Oa
He
He ce oTHacs 3a MeH

TOTAL

HAKOIA TbPCUINU NN CTE YACTHA KITMHUKA UK NABOPATOPUA 3A MPOBEXOAHE HA TEHETUYHUN TECTOBE 3A IUATHOCTUKA HA 3ABOJIABAHETO BU?

OA, BEOHDBX OA, HAKOIKO NbTHU HE, HUKOrA TOTAL
N % N % N % N %
136 24% 83 15% 353 62% 572 100%
398 9% 164 4% 3750 87% 4312 100%
56 9% 19 3% 531 88% 606 100%
590 1% 266 5% 4634 84% 5490

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 263,5 ; dof= 4.

Cross: ...He e 6un gocTbNeH BbB Bawara ctpaHa? / Hakora Tbpcunu nu cte 4acTtHa KIMHUKA Unu naboparopus 3a npoBexaaHe Ha reHeTUYHU TeCTOBe 3a AMarHocTuKa Ha 3abonsiBaHeTo BU?

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

...HE E BN JOCTBMNEH BbB BALLUATA
CTPAHA?

Oa
He
He ce oTHacs 3a meH

TOTAL

HAKOI'A TbPCUINU NN CTE YACTHA KNMHUKA UITN NTABOPATOPUA 3A NMPOBEXOAHE HA FrEHETUYHU TECTOBE 3A AUATHOCTUKA HA 3ABOJIABAHETO BU?

OA, BEOHBX OA, HAKOJTIKO NbTHU HE, HAKOIA TOTAL
N % N % N % N %
174 24% 95 13% 470 64% 739 100%
370 9% 153 4% 3 632 87% 4155 100%
46 8% 18 3% 532 89% 596 100%
590 1% 266 5% 4634 84% 5490

B uUnder-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 288,4 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...MeauLUMHCKNTE cneuunanucTm ca ce npoTuBonocTaBUIIN UM He ca Oounu goctatb4yHO p,o6pe VIH(*)OpMMpaHVI? / Hakora TbpPCUIN NN CTe YaCTHa KIMHUKa unun na6opaTopm| 3a npoBexgaHe Ha
Have you ever needed a genetic test reHeTU4HM TEeCTOoBe 3a AUarHocTukKa Ha 3abonsiBaHeTo BU?

but could not access it because...
HSIKOFA TbPCUNU NN CTE YACTHA KITMHUKA UNU NTABOPATOPUSA 3A NPOBEXOAHE HA TEHETUYHU TECTOBE 3A OUMATHOCTUKA HA 3ABONSABAHETO BU?
...MEOULUMUHCKUTE CNELUUATIUCTU CA

CE NPOTUBONOCTABWUIINA UINTU HE CA DA, BEOHBX DA, HAKOJIKO NbTU HE, HUKOTA TOTAL
BUIMN AOCTATBbYHO OOBPE
UWHDOOPMUPAHU? N % N % N % N %
Oa 264 17% 150 10% 1106 73% 1520 100%
He 287 8% 101 3% 3104 89% 3492 100%
He ce oTHacs 3a meH 39 8% 15 3% 424 89% 478 100%
TOTAL 590 1% 266 5% 4634 84% 5490

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 229,0 ; dof= 4.
Cross: HOKOHKOTO BU € N3BeCTHO, FreHeTUYHUAT TeCT/TeCTOBe, KOWUTO ca By 6unun HanpaBeHW, ca nacnegBanu... / Cne.q npoeexpaHe Ha n3cnegBaHUATa Oelle nNn Bn npegrioXeHa reHetTu4Ha ncuxortepanumsa
(Hanp. nony4vyunxrte nu VIHCbOpMaLWIFI Nno KakbB Ha4MH reHeTUYHOTO BM CbCTOsIHUE OU MOrno Aa ce oTpa3un Ha BaC U BalleTo CeMeVICTBO)?

CNEQ NPOBEXOAHE HA U3CINEOBAHUATA BELLE 1M BU NPEANTOXEHA TEHETUYHA NMCUXOTEPAMNUA (HAMP. MONYYUXTE NN NH®OPMALINA NO KAKbB HAYUH
FEHETUYHOTO BU CbCTOSAHUE BU MOINO OA CE OTPA3U HA BAC U BALUETO CEMEUCTBO)?

OA, OT TEHETUYEH HE, HE MU BELLE
KOHCYNTAHT UNU KNUHUYEH OA, OT MEOULUMUHCKU NPEOANOXEHA FrEHETUYHA HE CbM CUT'YPEH(A)/HE CH
OOKOJIKOTO B E UBBECTHO, TEHETUYHUAT TECT/ FEHETUK CNEUMANUCT NMCUXOTEPANUA CMNOMHSAM TOTAL
TECTOBE, KOUTO CA B/ BT HAMNMPABEHMU, CA
WU3CNEAOBAIMN... N % N % N % N % N %

CaMo eaivH reH 590 40% 324 22% 471 32% 75 5% 1460 100%
Hsikonko reHa eqHOBPEMEHHO (CEKBEHMPAHE Ha reHHN

775 45% 359 21% 514 30% 83 5% 1731 100%
naHernmu)
Lianoto OHK (cekBeHvpaHe Ha Lenusi reHom) 440 50% 173 20% 214 24% 53 6% 880 100%
Bcunukm reHmn (cekBeHupaHe Ha Lienus ek3om) 283 50% 99 17% 163 29% 22 4% 567 100%
Tymop (reHeTu4HO NpodunupaHe Ha Tymop) 38 28% 25 19% 60 44% 12 9% 135 100%
Opyrv (enureHom, PHK v gp.) 37 32% 26 22% 42 36% 12 10% 117 100%
He 3Ham 394 26% 352 23% 568 38% 197 13% 1511 100%

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 288,0 ; dof= 18.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: Hsakora TbpCUIN NN CTe YaCTHa KIMMHUKa unun na6opaTopM;| 3a npoBexanaHe Ha reHeTu4Hn TeCctoBe 3a ANArHOCTUKA Ha 3ab6onsiaHeTo Bu? / Kato usano, 4oKonko cre yAoBIieTBOPEeHU OT Ha4unHa, no

KOMTO BU 65ixa npepocTtaBeHun pesyntatute ot FTEHETUYMHUTE TECTOBE?

KATO UANO, AOKONKO CTE YAOBNIETBOPEHM OT HAUMHA, MO KOWUTO BU BAXA NMPEOOCTABEHU PE3YNTATUTE OT FEEHETUYHUTE TECTOBE?

HAKOI'A TbPCUINU NN CTE YACTHA KITMHUKA UIA MHOIo

JIABOPATOPUA 3A NMPOBEXOAHE HA TEHETUYHU HEYOOBJIETBOPEH/A HEYOOBJIETBOPEH/A HEYOOBJIETBOPEH/A

TECTOBE 3A OUATHOCTUKA HA 3ABONTABAHETO

BU? N
OA, BegHbX 63
OA, HAKOMNKO NbTH 44
HE, Hukora 465
TOTAL 572

The relationship is very significant. p-value= < 0,01 ; Chi2= 45,0 ; dof= 10.

%

1%
17%
10%

10%

N

623

HUTO
YOOBIETBOPEH/A,
HUTO
YOOBJIETBOPEH/A
% N % N %
14% 149 25% 193 33%
15% 68 26% 74 28%
1% 942 20% 1663 36%
1% 1159 21% 1930 35%

B Under-represented elements

B Over-represented elements

MHOIo
YOOBJIETBOPEH/A HE 3HAM
N % N
85 14% 20
32 12% 8
806 17% 255
923 17% 283

TOTAL
N %
590 100%
266 100%
4634 100%
5490

Cross: Hakora Tbpcunu nm cte 4yacTHa KNMHMKa unm naboparopus 3a npoBexgaHe Ha reHeTUYHM TeCToBe 3a AuarHocTuka Ha 3abonsiBaHeTo B1? / Cnep npoBexaaHe Ha nscnegBaHusTa 6eLue nu Bu
npennoxeHa reHeTUYHa Ncuxortepanua (Hanp. Nosy4YynuxrTe N1 MHoOpMauusi No KakbB Ha4MH reHETUYHOTO BU CbCTOSIHUE 61 MOIJIO Aa ce OTpa3u Ha Bac M BalleTo CeMEeUCTBO)?

CNEN NPOBEXOAHE HA U3CNEABAHUATA BELLE 1TW BU NPEANTOXKEHA FrEHETUYHA NCUXOTEPANKUA (HAMNP. NONYYUXTE NI UHOOPMALIUA NO KAKBbB HAYUH
FTEHETUYHOTO BU CbCTOAHUE BU MOIO AA CE OTPA3U HA BAC U BALLETO CEMEUCTBO)?

OA, OT TEHETUYEH
HAKOI'A TbPCUIN NI CTE YACTHA KITMHUKA UITN KOHCYNTAHT U KNUHUYEH

JNTABOPATOPUA 3A NPOBEXOAHE HA TEHETUYHU
TECTOBE 3A OUATHOCTUKA HA 3ABONTABAHETO
BU? N
OA, BeaHbX 211
OA, HAKOMNKO NbTH 85
HE, Hukora 1841
TOTAL 2137

The relationship is very significant. p-value= < 0,01 ; Chi2= 32,0 ; dof= 6.

FEHETUK
%
36%
32%
40%

39%

OA, OT MEAULIMHCKH

CMNMEUUANIUCT

N

125
55
999
1179

B Under-represented elements

%
21%
21%
22%
21%

B Over-represented elements

HE, HE MU BELLE

NMPEONTOXEHA TEHETUYHA

NMCUXOTEPAMUSA
N %
224 38%
114 43%
1432 31%
1770 32%

HE CbM CUT'YPEH(A)/HE CU

CIMOMHAM

590
266
4634
5490

TOTAL
%
100%
100%
100%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Chapter 12.
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Bb3non3BaxTe N1 ce OT HAKOA OT CNeAHUTe yCnyru B Yy)Xx6uHa?

OA
[eHeTunyeH TecT/TecToBe 831
[Opyry anarHoCcTUYHM U3CcneaBaHus, KaTo KIMHWYHU nperneau, obpasHa amardoctuka (AMP, ckeHepw... ), Guoncus unm 14
OMOXMMUYHU n3cneaBaHns (KPbBHU MW YPUHHM TECTOBE... ) U Ap. 03
JonbnHuTenHa KoHCynTaums OT MEAULMHCKO NULEe, CNELManuCT Nno psiaKoTo 3abonsiBaHe (Ha MSICTO UMM BUPTYarHo) 2083
TOTAL 4317

Bb3nonsBaxTe Nnu ce OT HAKOA OT CNeAHUTe YCNnyru B Yy)XX6uHa?

[eHeTnyeH TecT/TecToBe 15%

[pyrv OnarHoCTUYHM U3crneaBaHust, Kato KNMHUYHK Npernean, obpasHa
aunarHocTtuka (AMP, ckeHepu... ), Broncusa nnm GMOXMMUYHK U3cneaBaHnst
(KPBBHM UMW YPUHHW TECTOBE... ) U Op.

[onbnHuTenHa KoHcynTaums oT MeguLMHCKO nuue, CneLmnanmncT no psakoTo 20%
3abonsBaHe (Ha MACTO N BUPTyarHo)

@®@O0a O He He 3Ham

4515

7908

8 194
20 617

HE 3HAM

143

170

209
522

TOTAL

5489

9481

10 486
25 456

3%

2%
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

TIME BETWEEN FIRST

TIME BETWEEN FIRST TIME BETWEEN FIRST TIME BETWEEN FIRST SYMPTOMS AND INITIAL
SYMPTOMS AND FIRST SYMPTOM AND FIRST SYMPTOMS AND FIRST DIAGNOSIS (FIRST HEARING TIME BETWEEN FIRST
MEDICAL CONTACT, IN SYMPTOMATIC TREATMENT, REFERRAL TO A CENTRE OF THE NAME OF THE DISEASE), SYMPTOMS AND CONFIRMED
YEARS IN YEARS EXPERTISE, IN YEARS IN YEARS DIAGNOSIS, IN YEARS
leHeTU4eH TecT/TecToBe MEAN N MEAN N MEAN N MEAN N MEAN N
Oa 0,0 624 3,1 548 3,5 344 3,8 612 5,0 543
He 0,8 3307 3,9 3019 4.4 2 049 3,8 3388 57 2952
He 3Ham 1,2 91 3,5 87 3,7 57 2,6 95 4.6 69

B Under-represented elements [l Over-represented elements

The relationship is significant. p-value= 0,0 ; Fisher= 3,5.
Inter variance= 161,7. Intra variance= 46,8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Opyru AMarHoCTU4YHU uscnenBaHus, TIME BETWEEN FIRST SYMPTOMS
KaTo KIMHW4YHU Nperneau, obpasHa TIME BETWEEN FIRST SYMPTOMS TIME BETWEEN FIRST SYMPTOM TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST TIME BETWEEN FIRST SYMPTOMS
anarHoctuka (AMP, ckeHepwm... ), AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
ouoncusi UM OMOXUMUNYHMU YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
uscneaBaHUA (KPbBHU U YPUHHU
TecToBe... ) u Ap. MEAN N MEAN N MEAN N MEAN N MEAN N
Oa 0,2 1067 3,8 992 3,6 513 4,3 1028 54 861
He 0,5 6 037 315 5700 3,9 3449 35 6 062 4,6 5105
He 3Ham 0,6 101 2,6 103 2,8 65 1,5 106 25 88

B under-represented elements [l Over-represented elements

The relationship is not significant. p-value= 0,3 ; Fisher= 1,2.
Inter variance= 52,0. Intra variance= 43,6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

TIME BETWEEN FIRST SYMPTOMS
TIME BETWEEN FIRST SYMPTOMS TIME BETWEEN FIRST SYMPTOM TIME BETWEEN FIRST SYMPTOMS AND INITIAL DIAGNOSIS (FIRST

TIME BETWEEN FIRST SYMPTOMS
[lOMbLAHNTENHA KOHCYNTauusl OT AND FIRST MEDICAL CONTACT, IN AND FIRST SYMPTOMATIC AND FIRST REFERRAL TO A HEARING THE NAME OF THE AND CONFIRMED DIAGNOSIS, IN
MEAMLMHCKO NnLe, CReLnanmcT no YEARS TREATMENT, IN YEARS CENTRE OF EXPERTISE, IN YEARS DISEASE), IN YEARS YEARS
pAAKOTO 3abonsaBaHe (Ha MACTO UNn
BNpTYanHo) MEAN N MEAN N MEAN N MEAN N MEAN N
[a 01 1591 33 1484 37 787 4,0 1558 4,9 1291
He 06 6113 3,6 5723 3,9 3475 35 6 165 4,7 5119
He 3Ham 2,1 116 3,4 115 3.2 73 3,4 120 35 97

B under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Fisher= 6,1.
Inter variance= 279,8. Intra variance= 45,9.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Gender of the person affected by the rare disease / leHeTu4eH TecT/TecToBe Cross: Gender of the person affected by the rare disease / Apyru gnarHoctuyHu nscrnenBaHusA, KaTo
KITMHUYHU nperneau, obpasHa guarHoctuka (AMP, ckeHepu... ), Guoncusa nnm 6MOXMMUYHU
GENDER OF FEHETMYEH TECT/TECTOBE u3crnegBaHus (KPbBHU UMM YPUHHU TeCTOBeE... ) U Ap.
THE PERSON
AFFECTED BY RA HE HE 3HAM TOTAL OPYIYM OBUATHOCTUYHU U3CNELOBAHUSA, KATO KNMHUYHW NPEMMEQW, OBPA3HA
THE RARE N o N o N o N o OVMATHOCTUKA (SIMP, CKEHEPM... ), BUOMNCUSA UNU BUOXMMUYHWU U3CNEOBAHUSA
DISEASE ° ° ° ° GENDER OF (KPbBHUW UNWN YPUHHU TECTOBE... ) U AIP.
THE PERSON
Kewa 396 13% 2628 84% 88 3% 3112 100% AFFECTED BY OA HE HE 3HAM TOTAL
THE RARE
M 320 18% 1450 81% 31 2% 1 801 100% DISEASE N % N % N % N %
Apyro 2 32% iz 60% 5 8% g2 100%  ena 853 14% 5131 84% 111 2% 6 095 100%
TOTAL 736 15% 4115 83% 124 2% 4975 M 394 16% 2074 83% 37 1% 2 505 100%
B Under-represented elements M Over-represented elements Opyro 20 22%, 65 73% 4 4% 89 100%
The relationship is very significant. p-value= < 0,01 ; Chi2= 52,1 ; dof= 4. TOTAL 1267 15% 7270 84% 152 2% 8 689

B under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 14,2 ; dof= 4.
Cross: Gender of the person affected by the rare disease / [lonbnHuTenHa KoHcynTauusa oT MeAULIMHCKO nuue, cneuuanucT no psakoTto 3abonsisaHe (Ha
MSCTO UM BUPTYasiHo)

AOONMBIIHUTENHA KOHCYNTALUA OT MEAULUMHCKO JNIULE, CNELUMWAIIUCT MO PAOKOTO 3ABOJIABAHE (HA MACTO N BUPTYAITHO)

GENDER OF THE PERSON OA HE HE 3HAM TOTAL
AFFECTED BY THE RARE
DISEASE N % N % N % N %
XKeHa 1228 18% 5298 80% 133 2% 6 659 100%
Mbx 643 23% 2130 76% 37 1% 2810 100%
[pyro 25 25% 70 69% 6 6% 101 100%
TOTAL 1896 20% 7 498 78% 176 2% 9 570

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 39,9 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Ha konko roguHm 65ixTe, KOraTo saBbpLUMXTE Hal-BMCOKaTa cTeneH Ha BaweTto o6pasoBaHue - Cross: Ha konko roamHu 651xTe, KOorato 3aBbpLUNXTE Han-BMCOKaTa cTeneH Ha BaweTto o6pasoBaHue -

penoBHO obyyeHue (Ge3 Aa BKMoYBaTe AONBLHUTENHU KypcoBe 3a o6yyeHue unu kBanudgukauus)? /| peaoBHO obyyeHune (6e3 Aa BKnoYBaTe AONBLIIHUTENHN KypcoBe 3a oGyyeHune unu ksanudukauus)? /
FeHeTuyYeH TecT/TecToBe Opyrv AMarHocTU4HU U3cneaBaHUs, KaTo KIIMHMYHU Nperneaun, o6pa3Ha auarHocTtuka (FMP,

CKeHepu... ), buoncusa unm 6MoXMMNYHN nscnenBaHus (KPbBHU U YPUHHU TECTOBeE... ) U Ap.

HA KONKO roguHu

BAXTE, KOFATO HA KOJIKO roguHu1

BAXTE, KOFATO

SABBPLUNXTE HAN- FEHETUYEH TECT/TECTOBE 3
BUCOKATA CTENEH 3ABBPLUUXTE HAU-
HA BALLUETO BUCOKATA CTENEH OPYr QUArHOCTUYHU U3CNEOBAHUA, KATO KNMUMHUYHU NPEMMEQN, OBPA3HA
OBPA30OBAHUE - HA BALLUETO OUATHOCTUKA (AMP, CKEHEPM... ), BUONCuda Ui sMoOXmMmmyH U3CNEOBAHUA
PEOOBHO OBYYEHUE OBPA30BAHMUE - (KPbBHU UTU YPUHHU TECTOBE... ) U OP.
(BE3 OA BKITIOYBATE AA HE HE 3HAM TOTAL PEOOBHO
OOMBNHUTENHU OBYYEHUE (BE3 0A
KYPCOBE 3A BKNIOYBATE
OBYYEHUE UNn OOMBbIHUTENHU AA HE HE 3HAM TOTAL
KBANTMOUKALIUA)? N % N % N % N % KYPCOBE 3A
OBYYEHUE Unu
15 . unu no-manko 52 20% 197 76% 10 4% 259 100% KBANU®UKALIUA)? N % N % N % N %
mexay 16 n19r. 161 13% 1021 84% 35 3% 1217 100% 15 I. UM NO-Marnko 65 16% 328 81% 13 3% 406 100%
mexay 20 n 23 r. 218 14% 1332 84% 34 2% 1584 100% mexay 16 n 19 1. 269 12% 1931 86% 40 2% 2 240 100%
24 1. vnn noseve 286 17% 1396 81% 37 2% 1719 100% mexay 20 n 23 r. 415 15% 2 291 83% 43 2% 2749 100%
[ | Under-represented elements [ | Over-represented elements [ | Under-represented elements [ | Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 18,4 ; dof= 6. . The relationship is very significant. p-value= < 0,01 ; Chi2= 22,2 ; dof= 6.
Cross: Ha konko roguHu 6sxTe, KOraTo 3aBbPLUMXTE Hal-BMCOKaTa cTeneH Ha BaweTo o6pa3oBaHue - peOBHO 0OyueHMe (6e3 Aa BKNoYBaTe AONBLIHUTENHN KypcoBe 3a

oqueHMe unnm KBanM(*)VIKaLIVIH)? | DonbnHuTenHa KOHCynTauuda ot MeanUuMHCKO nuue, cneynanucT no pAaakoTo 3abonsaBaHe (Ha MACTO Unun BVIpTya.ﬂHO)

HA KONKO rOVHW BAXTE,
KOrATO SABBLPLUUXTE OOMbAHUTENHA KOHCYNTALMS OT MEAULIMHCKO NILIE, CNELIMANIUCT NO PAAKOTO 3ABOMNSIBAHE (HA MSICTO UMW BUPTYAITHO)
HAW-BUCOKATA CTEMEH HA
BALLETO OGPA30BAHMUE -
PEHOEE%&E%:E%E (BE3 DA HE HE 3HAM TOTAL
OOMbAHUTENHW KYPCOBE

3A OBYYEHUE UNn

KBATTUOUKALUA)? N % N % N % N %
15 . M no-marko 103 23% 338 74% 14 3% 455 100%
mexay 16 n 19 r. 430 17% 1979 80% 55 2% 2 464 100%
mexay 20 n 23 . 601 20% 2376 79% 45 1% 3022 100%

~rEn na0/ N Anp 770/ cn A0/ A AArE Annos

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 22,4 ; dof= 6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Kak 6uxTte ce onucanun? / FeHeTu4eH TecTt/TectoBe Cross: Kak 6uxTte ce onucanu? / [lpyrm AnarHoCTUYHU nscnepBaHUs, KaTo KIIMHUYHU Nperneau,
obpasHa guarHoctuka (AMP, ckeHepwm... ), Buoncusa nnm 6MOXMMUYHU n3cnegBaHnUA (KPbBHU UIN

FEHETMYEH TECT/TECTOBE YPUHHN TecToBe... ) U Ap.

KAK BUXTE CE RA HE HE 3HAM TOTAL OPYMM AUATHOCTUYHU U3CNEOBAHUSA, KATO KNMHUYHW NPEFMEQW, Ol
OMNVCANN? N % N % N o N % OUATHOCTUKA (AMP, CKEHEPM... ), BUorncusa nnu sMoOXmmMmmn4HuU U3CJiE,
’ (KPbBHWU UM YPUHHU TECTOBE... ) U OP.
rIpMHa,EI,J'Ie>Ka KbM nA HE HE 3HAM TO
KAK BUXTE CE
€THUYECKOTO MHO3UHCTBO
561 15% 3 055 83% 84 2% 3700 100% OMUCANKU? N % N % N % N
B Abp)KaBara, Kb[eTo
MpuvHagnexa KeM
xuses
E€THNYECKOTO MHO3UHCTBO B 909 14% 5471 84% 102 2% 6 482
YacT CbM OT eTHUYECKO
ObpKaBaTa, KbAEeTO XMBes
ManuuHCTBO B
65 24% 201 5% 3 1% 269 100% YacT CbM OT eTHUYECKO
ObpKaBaTta, KbOeTo
MarnuuHCTBO B AbpkaBara, 120 29% 295 71% 2 0% 417
Xues
Kb[ETOo X1Bes
MrvirA vrAlnATA 2 240/ 100 700/ A 0/ 120 ANNO0/
B Under-represented elements M Over-represented elements [pyro, yTo4HeTe 56 19% 231 7% 12 4% 299
The relationship is very significant. p-value= < 0,01 ; Chi2= 19,9 ; dof= 4. TOTAL 1085 15% 5997 83% 116 2% 7 198

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 83,6 ; dof= 4.
Cross: Kak 6uxTte ce onucanu? / lonbrHUTENHa KOHCYnTauus oT MegUUMHCKO nuue, cneymanucT no paaKkoTo 3abonsaBaHe (HA MACTO UM BUPTYyariHo)

AOMBbIHUTENHA KOHCYNTAUMA OT MEOAUUUHCKO NIULE, CNEUMANUCT MO PAOKOTO 3ABONIABAHE (HA MACTO UITU BUPTYAIHO)

OA HE HE 3HAM TOTAL
KAK BUXTE CE ONMUCANN? N % N % N % N %
MpuHagnexa kbM eTHUYECKOTO MHO3WHCTBO B AbpKaBaTa, KbAeTo
1417 20% 5 598 79% 110 2% 7125 100%
Xuses
YacT cbM OT €THMYECKO MarnuMHCTBO B AbpKaBaTta, KbAETO XMBES 132 28% 323 69% 10 2% 465 100%
[Opyro, yTouHeTe 69 20% 252 75% 16 5% 337 100%

—Aan 4 ~nan AAns ~ a=a =nAns ann Ans - An=

B Under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 40,3 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Typology of countries based on size and welfare / pyru gmarHocTu4yHm uscnenBaHus, KaTo
Cross: Typology of countries based on size and welfare / leHeTn4eH Tect/TecToBe KITMHUYHU nperneau, obpasHa guarHoctuka (AMP, ckeHepu... ), Guoncusa nnm 6MOXMMUYHU
n3cnenBaHuA (KPbBHU UITU YPUHHU TECTOBE... ) U Ap.

FEHETUYEH TECT/TECTOBE

TYPOLOGY OF OPYIM AIMATHOCTUYHM U3CNEOBAHUS, KATO KNTMHWUYHW NPEFNEQWN, OBPA3HA
COUNTRIES BASED PA HE HE 3HAM TOTAL OUATHOCTUKA (IMP, CKEHEPM... ), BUOTCUS UM BUOXUMUYHU U3CNEOBAHUSA
O\TVS:_Z;Q:D N % N % N % N % (KPBHW U YPUHHU TECTOBE... ) U [IP.
TYPOLOGY OF
Group A (East COUNTRIES OA HE HE 3HAM TOTAL
roup A (‘Eastern BASED ON SIZE
urope) 341 29% 776 67% M 4% 1158 100% AND WELFARE N % N % N % N %
' Group A ('Eastern
Group 8 (Western 234 9% 2419 90% 49 2% 2702 100% . 387 24% 1184 3% 60 4% 1631 100%
Europe') T T — — Europe')
' Group B ('Western
Group © (Northern 230 16% 1190 81% 49 3% 1469 100% : 216 N 4042 88% 26 1% Gk U
Europe') — — Europe')
o ) ) Group C ('Northern
TOTAL 805 15% 4385 82% 139 3% 5329 : 453 159% 0 449 83% 49 ” ] o
urope'
B Under-represented elements [l Over-represented elements pe’)
TOTAL 1356 15% 7675 83% 165 2% 9196

The relationship is very significant. p-value= < 0,01 ; Chi2= 296,0 ; dof= 4.
B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 203,6 ; dof= 4.

Cross: Typology of countries based on size and welfare / lonbnHUTeNHa KOHCynTauusa oT MeAULIMHCKO nuue, cneuuanucT no psakoTto 3abonsiBaHe (Ha MACTO UM BUPTYariHO)

AOOMBIHUTENHA KOHCYNTALUUA OT MEANWUMUHCKO JNIULE, CNELUMWAIIACT MO PAAKOTO 3ABONTABAHE (HA MACTO UMK BUPTYAITHO)

TYPOLOGY OF COUNTRIES OA HE HE 3HAM TOTAL
BASED ON SIZE AND
WELFARE N % N % N % N %
Group A ('Eastern Europe') 576 32% 1150 64% 68 4% 1794 100%
Group B ('Western Europe') 848 17% 4190 82% 67 1% 5105 100%
Group C ('Northern Europe') 606 19% 2 602 79% 65 2% 3273 100%
TOTAL 2030 20% 7 942 78% 200 2% 10172

B Under-represented elements [ Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 262,4 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Orphacode associated nomenclature (english) / FeHeTu4eH TecT/TecToBe

FEHETUYEH TECT/TECTOBE

OA HE HE 3HAM TOTAL
ORPHACODE ASSOCIATED
NOMENCLATURE (ENGLISH) N % N % N % N %

Hereditary hemorrhagic telangiectasia 22 6% 339 92% 8 2% 369 100%
Hypermobile Ehlers-Danlos syndrome 6 6% 88 93% 1 1% 95 100%
Sarcoidosis 1 10% 8 80% 1 10% 10 100%
Classical Ehlers-Danlos syndrome 4 6% 58 91% 2 3% 64 100%
Williams syndrome 6 5% 121 92% 4 3% 131 100%
Cystic fibrosis 14 12% 101 83% 6 5% 121 100%
Myasthenia gravis 3 18% 14 82% 0 0% 17 100%
Systemic sclerosis 0 0% 4 100% 0 0% 4 100%
Tuberous sclerosis complex 16 18% 73 82% 0 0% 89 100%
Neurofibromatosis type 1 6 10% 54 86% 3 5% 63 100%
Interstitial cystitis 0 0% 4 100% 0 0% 4 100%
Addison disease 3 38% 5 63% 0 0% 8 100%
22q11.2 deletion syndrome 4 6% 55 87% 4 6% 63 100%
Chronic inflammatory demyelinating

polyneuropathy 3 19% 13 81% 0 0% 16 100%
Perineural cyst 0 0% 6 100% 0 0% 6 100%
Acute inflammatory demyelinating

polyradiculoneuropathy 0 0% 2 o7 ! 5% 3 100%
Rett syndrome 8 14% 46 82% 2 4% 56 100%
Marfan svndrome 3 12% 37 88% 0 0% 42 100%

B Under-represented elements M Over-represented elements

The relationship is not significant. p-value= 0,4 ; Chi2= 2 456,3 ; dof= 2 438.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Orphacode associated nomenclature (english) / Opyrn anarHoctu4Hu uscnegBaHusi, KaTo KNIMHUYHKU Nperneaun, oopasHa amarHoctuka (FIMP, ckeHepum... ), Guoncma nnm 6MOXMMUYHN uscnenBaHus
(KPBBHWU MU YPUHHM TECTOBE... ) U Ap.

APYIT' AMATrHOCTUYHU N3CNEOBAHUA, KATO KIMTMHWYHW NPEMMEQN, OBPA3SHA OUATHOCTUKA (AMP, CKEHEPM... ), BUONCUA UM BUOXUMUYHU U3CINEOBAHUA (KPBBHU UIN
YPUHHU TECTOBE... ) U [IP.

OA HE HE 3HAM TOTAL
ORPHACODE ASSOCIATED
NOMENCLATURE (ENGLISH) N % N % N % N %

Hereditary hemorrhagic telangiectasia 32 8% 368 90% 8 2% 408 100%
Hypermobile Ehlers-Danlos syndrome 46 16% 235 83% 2 1% 283 100%
Sarcoidosis 14 8% 154 91% 1 1% 169 100%
Classical Ehlers-Danlos syndrome 14 1% 110 89% 0 0% 124 100%
Williams syndrome 5 6% 72 90% 3 4% 80 100%
Cystic fibrosis 19 17% 89 7% 7 6% 115 100%
Myasthenia gravis 33 28% 83 70% 2 2% 118 100%
Systemic sclerosis 6 6% 100 94% 0 0% 106 100%
Tuberous sclerosis complex 5 5% 91 95% 0 0% 96 100%
Neurofibromatosis type 1 14 16% 70 81% 2 2% 86 100%
Interstitial cystitis 7 10% 65 90% 0 0% 72 100%
Addison disease 9 13% 60 83% 3] 4% 72 100%
22q11.2 deletion syndrome 4 8% 46 88% 2 4% 52 100%
Chronic inflammatory demyelinating

| " 12 19% 52 81% 0 0% 64 100%
polyneuropathy
Perineural cyst 12 20% 48 79% 1 2% 61 100%
Acute inflammatory demyelinating

5 8% 55 90% 1 2% 61 100%

polyradiculoneuropathy
Rett syndrome 6 12% 41 84% 2 4% 49 100%
Marfan syndrome 4 9% 39 91% 0 0% 43 100%

B under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 3 368,8 ; dof= 3 164.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Orphacode associated nomenclature (english) / JonbnHuTenHa KOHcynTaumMa oT MeAULMHCKO nuue, crneumanucT no pagkoTo 3abonaBaHe (Ha MACTO UM BUPTYyarHo)

OOMBbIHUTENHA KOHCYNTAUUA OT MEAULUMHCKO NULUE, CNEUMANNCT MO PAOKOTO 3ABOJIABAHE (HA MACTO UITU BUPTYAITHO)

DA HE HE 3HAM TOTAL
ORPHACODE ASSOCIATED
NOMENCLATURE (ENGLISH) N % N % N % N %

Hereditary hemorrhagic telangiectasia 59 13% 389 85% 10 2% 458 100%
Hypermobile Ehlers-Danlos syndrome 59 19% 255 80% 3 1% 317 100%
Sarcoidosis 14 8% 155 91% 1 1% 170 100%
Classical Ehlers-Danlos syndrome 17 12% 119 87% 1 1% 137 100%
Williams syndrome 18 13% 116 85% 2 1% 136 100%
Cystic fibrosis 26 20% 92 72% 10 8% 128 100%
Myasthenia gravis 26 22% 93 78% 1 1% 120 100%
Systemic sclerosis 8 7% 99 93% 0 0% 107 100%
Tuberous sclerosis complex 23 23% 75 77% 0 0% 98 100%
Neurofibromatosis type 1 15 16% 75 82% 2 2% 92 100%
Interstitial cystitis 13 18% 61 82% 0 0% 74 100%
Addison disease 12 16% 57 78% 4 5% 73 100%
22q11.2 deletion syndrome 11 16% 56 82% 1 1% 68 100%
Chronic inflammatory demyelinating

| " 13 20% 51 78% 1 2% 65 100%
polyneuropathy
Perineural cyst 22 35% 40 63% 1 2% 63 100%
Acute inflammatory demyelinating

7 1% 53 85% 2 3% 62 100%

polyradiculoneuropathy
Rett syndrome 10 17% 48 80% 2 3% 60 100%
Marfan syndrome 10 19% 41 79% 1 2% 52 100%
Fragile X syndrome 6 12% 40 82% 3 6% 49 100%

B under-represented elements WM Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 3 696,6 ; dof= 3 350.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Orphanet classification of rare diseases (one disease can be classified in several categories) / leHeTu4yeH Tect/TecToBe

FEHETUYEH TECT/TECTOBE

ORPHANET CLASSIFICATION OF RARE OA HE HE 3HAM TOTAL
DISEASES (ONE DISEASE CAN BE
CLASSIFIED IN SEVERAL CATEGORIES) N % N % N % N %

Abdominal surgical diseases 7 7% 93 89% 5 5% 105 100%
Allergic diseases 0 0% 1 100% 0 0% 1 100%
Bone diseases 78 14% 482 84% 16 3% 576 100%
Cardiac diseases 46 15% 247 83% ) 2% 298 100%
Cardiac malformations 19 7% 223 88% 12 5% 254 100%
Circulatory system diseases 82 9% 823 89% 20 2% 925 100%
Clinical sign 0 0% 0 0% 0 0% 0 100%
Developmental anomalies during

embryogenesis 272 12% 1942 86% 49 2% 2263 100%
Diseases due to toxic effects 0 0% 2 100% 0 0% 2 100%
Endocrine diseases 70 14% 409 83% 15 3% 494 100%
Gastroenterological diseases 30 13% 187 83% 9 4% 226 100%
Genetic diseases 584 15% 3190 83% 88 2% 3 862 100%
Gynecologic/obstetric diseases 31 18% 139 79% 6 3% 176 100%
Hematological diseases 32 15% 181 84% 3] 1% 216 100%
Hepatic diseases 66 10% 585 87% 21 3% 672 100%
Immunological diseases 42 21% 158 7% 4 2% 204 100%
Inborn errors of metabolism 139 22% 469 75% 18 3% 626 100%
Infectious diseases 0 0% 1 100% 0 0% 1 100%
Infertility 41 13% 250 82% 13 4% 304 100%

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 201,0 ; dof= 68.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Orphanet classification of rare diseases (one disease can be classified in several categories) / lpyru gnarHoctuyHu nscnenBaHusA, KaTo KNMHUYHU nperneam, obpasHa gnarHoctuka (FAMP,
CKeHepM... ), buoncusa unm 6GUOXMMNYHUN nscnenBaHus (KPbBHU UNU YPUHHU TECTOBeE... ) U Ap.

APYIr' AUArHOCTUYHU U3CNEOBAHUA, KATO KITMHWYHW NPEMMEQN, OBPA3HA OUATHOCTUKA (AMP, CKEHEPM... ), BUONCUA UNTN BUOXUMNYHU U3CINEOBAHUA (KPBBHU UIN
YPUHHU TECTOBE... ) U P.

ORPHANET CLASSIFICATION OF RARE OA HE HE 3HAM TOTAL
DISEASES (ONE DISEASE CAN BE
CLASSIFIED IN SEVERAL CATEGORIES) N % N % N % N %

Abdominal surgical diseases 26 12% 191 87% 3 1% 220 100%
Allergic diseases 0 0% 3] 100% 0 0% 3 100%
Bone diseases 90 13% 579 86% 7 1% 676 100%
Cardiac diseases 65 10% 549 89% 6 1% 620 100%
Cardiac malformations 20 10% 178 86% 9 4% 207 100%
Circulatory system diseases 128 11% 1038 87% 21 2% 1187 100%
Clinical sign 0 0% 0 0% 0 0% 0 100%
Developmental anomalies during a73 139% 2488 86% . - 568 o
embryogenesis

Diseases due to toxic effects 0 0% 3 100% 0 0% 3 100%
Endocrine diseases 115 13% 778 86% 14 2% 907 100%
Gastroenterological diseases 37 13% 230 83% 1" 4% 278 100%
Genetic diseases 684 14% 4 025 84% 81 2% 4790 100%
Gynecologic/obstetric diseases 39 15% 210 83% 3 1% 252 100%
Hematological diseases 64 16% 319 81% 10 3% 393 100%
Hepatic diseases 95 12% 697 86% 19 2% 811 100%
Immunological diseases 41 16% 207 81% 8 3% 256 100%
Inborn errors of metabolism 136 19% 563 78% 1 3% 718 100%

I N N N N n 400/ 44 onos n no/s A=y Annos

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 122,9 ; dof= 68.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Orphanet classification of rare diseases (one disease can be classified in several categories) / JonbnHUTeNnHa KOHCynTauusa oT MeAULIMHCKO nuue, cneuuanucT no psgkorto 3abonsiBaHe (Ha MACTO
WM BUPTYyarHo)

AOONBIHUTENHA KOHCYNTALUA OT MEOAULUMHCKO JNINLE, CNELUMWAIIUACT MO PAOKOTO 3ABONABAHE (HA MACTO UMK BUPTYAITHO)

ORPHANET CLASSIFICATION OF RARE OA HE HE 3HAM TOTAL
DISEASES (ONE DISEASE CAN BE
CLASSIFIED IN SEVERAL CATEGORIES) N % N % N % N %

Abdominal surgical diseases 43 18% 193 81% 3 1% 239 100%
Allergic diseases 1 33% 2 67% 0 0% 3 100%
Bone diseases 179 22% 606 76% 14 2% 799 100%
Cardiac diseases 111 17% 542 82% 7 1% 660 100%
Cardiac malformations 48 16% 238 81% 9 3% 295 100%
Circulatory system diseases 226 17% 1104 82% 21 2% 1 351 100%
Clinical sign 0 0% 0 0% 0 0% 0 100%
Developmental anomalies during

embryogenesis 664 20% 2626 78% 57 2% 3347 100%
Diseases due to toxic effects 1 33% 2 67% 0 0% 3 100%
Endocrine diseases 197 20% 775 78% 23 2% 995 100%
Gastroenterological diseases 55 18% 234 7% 16 5% 305 100%
Genetic diseases 1135 21% 4 205 7% 107 2% 5447 100%
Gynecologic/obstetric diseases 65 23% 212 75% 7 2% 284 100%
Hematological diseases 85 21% 317 77% 10 2% 412 100%
Hepatic diseases 133 15% 730 82% 28 3% 891 100%
Immunological diseases 58 20% 221 77% 7 2% 286 100%
Inborn errors of metabolism 188 24% 560 72% 26 3% 774 100%
Infectious diseases 3] 18% 14 82% 0 0% 17 100%

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 173,2 ; dof= 68.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Mons, nséepete uspe4yeHneTo, KOeTo Han-gob6pe onucBa BaliaTa CUTyaLMsi UM MNOSIOXKEHMETO Ha YOBeKa, 3a KOroTo ce rpuxute: / FeHeTUYeH TecT/TecToBe

FEHETUYEH TECT/TECTOBE

} OA HE HE 3HAM TOTAL
MonA, UIBBEPETE U3SPEYEHUETO, KOETO HAU-OOBPE OMUCBA BALUATA CUTYALUUA UNAN
NONOXEHMETO HA YOBEKA, 3A KOrOTO CE MPUXUTE: N % N % N % N %
3Ham MMETO Ha psigkoTo 3abonsiBaHe, cMHAPOM v Mandgopmaums, n 1o e MOTBBbPOEHO nocpeactsom
NOAXOASALLM FEHETUYHW, KITMHUYHK, 0OPA3HO-ANArHOCTUYHUN, MOMEKYISIPHU UM BUOXMMWUYHN U3cneaBaHus 726 15% 4 053 83% 122 2% 4901 100%
(Hanp. 6uoncus, KPbBHU UK YPUHHW TECTOBE)
3Ham MMETO Ha psgkoTo 3abonsiBaHe, CUHAPOM UM Mandopmaumsi, Ho To owe HE e noTBbpaeHo
NoCcpeaCcTBOM MOAXOAALMN FEHETUYHU, KIMHUYHW, 06pa3HO-ANarHOCTUYHN, MOMEKYNAPHU NN GUOXMMUYHU 37 16% 191 80% 10 4% 238 100%
n3cneaBaHus
Mmam camo HACTUYHA nHdbopmMauusi 3a MMETO Ha psaaKoTo 3abonsBaHe UNn reHa, KOMTO ro MPUYNHABA,
29 18% 130 79% 5 3% 164 100%

unu Bmaa Ha 3abonsiBaHeTo
3HaMm, Ye 3abonsaBaHETO e pSAKo, HO MMeTo unu npudnHuTenaT gocera HE CA OTKPUTU 37 20% 138 76% 6 3% 181 100%
[pyro, yTouHeTe 2 40% 3 60% 0 0% 5 100%
TOTAL 831 15% 4 515 82% 143 3% 5489

B Under-represented elements Ml Over-represented elements

The relationship is not significant. p-value= 0,2 ; Chi2= 11,2 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Mons, nsbepete nuspe4yeHneTo, KOeTo Han-gobpe onvceBa BallaTa CUTyaLUs UU NOJIOXKEHUETO Ha YOBeKa, 3a KOroto ce rpwxurte: / Jpyry AMarHoCTUYHU U3cneaBaHUSA, KaTo KITMHUYHU
nperneau, obpasHa guarHoctuka (AMP, ckeHepu... ), Guoncus unm GMOXMMNYHUN uscnenBaHusi (KPbLBHU U YPUHHU TECTOBeE... ) U Ap.

AOPYrv AIMArHOCTU4YHU N3CNEOBAHUA, KATO KITMHUYHU NPEMMEQN, OBPA3SHA OJUATHOCTUKA (AMP,
CKEHEPM... ), Buoncuma nin sMOXmmMmm4Hu U3CNegBAHUA (KPbBHU WU YPUHHWU TECTOBE... ) U OP.

. OA HE HE 3HAM TOTAL
MonA, USBBEPETE U3SPEYEHUETO, KOETO HAU-OOBPE OMUCBA BALLATA CUTYALUA UNA
NMONOXEHUWETO HA YOBEKA, 3A KOFOTO CE IrPUXWUTE: N % N % N % N %
3Ham UMETO Ha psigkoTo 3abonsiBaHe, CMHAPOM U1 Mandopmauus, u To e MOTBBbPOEHO nocpeactsom
NOAXOASALLN FrEHETUYHN, KITMHUYHU, 0OPa3HO-gNarHOCTUYHU, MOMEKYNSAPHA UMM BUOXUMUYHU N3CNeaBaHUs 1183 14% 6 942 84% 146 2% 8 271 100%
(Hanp. 6roncus, KPBBHW NN YPUHHN TECTOBE)
3Ham UMETO Ha psgkoTo 3abonsiBaHe, CMHOPOM M Mmandopmauums, Ho To owle HE e notBbpaeHo
NOCPeACTBOM MOAXOAALLM FEHETUYHU, KITMHUYHW, 06pa3HO-ANArHOCTUYHN, MOMEKYNAPHU NN BUOXMMUYHN 96 16% 502 83% 9 1% 607 100%
n3cnenBaHus
Mmam camo HACTUYHA nHdopmMaums 3a UMETO Ha psaakoTo 3abonseaHe Unm reHa, KOMTo ro NPUYNHABA,
62 23% 206 76% 4 1% 272 100%

Unu BMaa Ha 3abonsiBaHeTo
3Ham, Ye 3abonsABaHETO € PSAKO, HO MMETO U npudnHuTenat gocera HE CA OTKPUTU 54 17% 250 80% 8 3% 312 100%
Opyro, yTouHeTe 8 42% 8 42% 3 16% 19 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 53,3 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Mons, nsbepete nspeyeHmeTo, KOeTo Han-4obpe onnucea BallaTa CUTyaUUs UKW NOJNIOXKEHMETO Ha YOBeKa, 3a KOroto ce rpwmxure: / [lonbnH1UTenHa KOHCynTaumsa oT MeauLIMHCKO nuue,
cneuvanucT no paaKoTo 3abonsiBaHe (Ha MACTO UNU BUPTYarHo)

OOMBbIIHUTEJNTHA KOHCYNTALUUA OT MEONUUHCKO JIMLE, CNELUNATIUCT MO PAOKOTO 3ABOJIABAHE (HA
MACTO Unn BUPTYAITHO)

} OA HE HE 3HAM TOTAL
Mond, UBBEPETE U3SPEYEHUETO, KOETO HAU-OOBPE OMUCBA BALUATA CUTYALUUA UNA
MONOXEHUETO HA YOBEKA, 3A KOFOTO CE NrPUXXWUTE: N % N % N % N %
3Ham MMETO Ha psigkoTo 3abonsiBaHe, CMHAPOM 11 Mandopmaums, u To e MOTBBPOEHO nocpeactsom
NOAXOASALLM FEHETUYHW, KITMHUYHW, 0OPa3HO-ANArHOCTUYHUN, MOMEKYIISAPHU U BUOXMMUYHN U3CreaBaHus 1795 20% 7079 78% 174 2% 9 048 100%
(Hanp. 6roncus, KPbBHU N YPUHHWN TECTOBE)
3Ham IMETO Ha psigkoTo 3abonsiBaHe, CUHAPOM UM Mandgopmaumsi, Ho To owe HE e notBbpaeHo
NoCcpeACTBOM MOAXOOALLM FEHETUYHU, KITMHUYHWU, 0Opa3HO-ANArHOCTUYHN, MOMEKYISAPHU U BUOXUMUYHN 141 19% 609 80% 10 1% 760 100%
nacnegBaHus
Mmam camo HACTUYHA nHdopmMaums 3a UMETO Ha psaKoTO 3abonsBaHe Unu reHa, KOWTo ro NPUYnHABA,
73 24% 221 72% 12 4% 306 100%

Wnu BMaa Ha 3abonsiBaHeTo
3Hawm, Ye 3abonaBaHEeTo € PSAKO, HO MMeTo unu npuunHutenat gocera HE CA OTKPUTU 68 20% 271 78% 9 3% 348 100%
[Opyro, yTouHeTe 6 25% 14 58% 4 17% 24 100%

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 40,7 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Point prevalence of the rare disease / lpyru gnarHoctuiHu nscnegBaHuA, KaTo KIMMHUYHU

Cross: Point prevalence of the rare disease / leHeTu4eH TecT/TecToBe npernegm, obpasHa gnarHoctuka (FAAMP, ckeHepwu... ), GBuoncusa nnm GMOXMMNUYHU U3CcreaBaHUA
(KPBBHWU NN YPUHHM TECTOBE... ) U Ap.

FEHETUYEH TECT/TECTOBE

POINT OPYrM OUATHOCTUYHU U3CNEABAHUSA, KATO KNMHWYHU NPEMNEQMN, OBEPA3HA
PRETY_l”I‘E'-EXEE OF PA HE HE 3HAM TOTAL OVWATHOCTUKA (SIMP, CKEHEPM... ), BUOMCMS UM BUOXUMWUYHUN U3CNEQBAHMS
DISEASE N % N % N % N % COINT (KPbBHU UKW YPUHHU TECTOBE... ) U [IP.
1-5/10 000 123 10% 1039 87% 33 3% 1195 100% SF,SET‘L,AEL,E:{‘;E hA HE HE 3HAM TOTAL

1-9/100 000 160 14% 924 83% 26 2% 1110 100% DISEASE N % N " N % N "
1-9/1 000 000 65 22% 227 76% 8 3% 300 100% 1-5/10 000 243 1% 1925 8% 34 2% alars el
P y—— _8 ;% ; ;% 10 -~ 547 100% 1-9/ 100 000 263 14% 1532 84% 37 2% 1832 100%
TOTAL 4; :% ) ; Q 77 29, 3152 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%

B Under-represented elements [l Over-represented elements

The I’e/ationship is very Signiﬁcant. p-Va/ue= < 0,01 : Chi2= 36,1 ; dof= 6. . Under-l’epl’esented elements . Ovel’-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 22,6 ; dof= 6.

Cross: Point prevalence of the rare disease / [lonbnHUTeNHa KOHCyNnTauusa oT MeAULMHCKO fnvue, cneuuManncTt no psagkoTo 3abonsiBaHe (Ha MACTO UM BUPTYarlHO)

OOMBbIHUTENHA KOHCYNTAUUA OT MEAULUMHCKO NULE, CNELUMANNCT MO PAOKOTO 3ABONABAHE (HA MACTO UITU BUPTYANHO)

OA HE HE 3HAM TOTAL
POINT PREVALENCE OF
THE RARE DISEASE N % N % N % N %

1-5/10 000 375 16% 1989 83% 43 2% 2 407 100%
1-9 /100 000 392 20% 1565 78% 42 2% 1999 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 1067 19% 4 541 79% 113 2% 5721

B Under-represented elements [ Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 34,5 ; dof= 6.

34 W
J
Rare j \

Barometer EURORDIS
AEURORDIS ¥ INITIATIVE

'RARE DISEASES EUROPE




Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...noBegeH4YeckKun HapyweHus, Bogewiun oo np06neMM B yuYunnuuie, BKblin UIIN Ha ob6LwwecTBeHU

Cross: ...noBeAeH4YeCKN HapyLweHusi, BOAewmn Jo NpobnemMun B yuunuile, BKbLM UIN Ha mecTa / [lpyrn AnarHoCTUYHU n3cnepgBaHuUs, KaTo KIIMHUYHU Nperneaun, obpasHa guarHoctuka (AMP,
obwecTBeHn MecTa / leHeTUYeH TecT/TecToBe CKeHepMm... ), buoncus unm 6MOXMMNYHUN U3crnenBaHnA (KPbBHU UITN YPUHHU TECTOBE... ) U Ap.
...NOBEOEHYECKHU ...NOBEOEHYECKM
HAPYLLEHUS, FEHETUYEH TECT/TECTOBE HAPYLLEHUS AOPYIM QAUATHOCTUYHU U3CNEOBAHUSA, KATO KNIUHUYHW NPECMEQN, OBPA3HA
BOOELUM 0O BOZLELLM 110, OWATHOCTUKA (AMP, CKEHEPMU... ), BUONCUA UM BUOXUMUYHN U3CNEOBAHUA
NMPOBNEMU B NPOEMEMU B (KPbBHU UNX YPUHHU TECTOBE... ) U OP.
YYUNULLE, BKbLLUA dA HE HE 3HAM TOTAL YYUNULLE, BKbLLM
VNN HA UM HA OA HE HE 3HAM TOTAL
OBLUECTBEHMU OBLUECTBEHMU
MECTA N % N % N % N % MECTA N % N % N % N %
Ja 263 15% 1453 82% 54 3% 1770 100% Ja 424 16% 2122 82% 51 2% 2 597 100%
He 538 15% 2892 82% 80 2% 3510 100% He 915 14% 5480 84% 107 2% 6 502 100%
He 3Ham 30 14% 170 81% 9 4% 209 100% He 3Ham 64 17% 306 80% 12 3% 382 100%
TOTAL 831 15% 4515 82% 143 3% 5489 TOTAL 1403 15% 7908 83% 170 2% 9 481
B under-represented elements M Over-represented elements B under-represented elements [l Over-represented elements
The relationship is not significant. p-value= 0,2 ; Chi2= 5,4 ; dof= 4. The relationship is very significant. p-value= < 0,01 ; Chi2= 14,5 ; dof= 4.

Cross: ...noBeAeH4YeCKM HapyLueHUsl, BoAellu A0 NpobnemMu B yuunuile, BKbLUM UNKN Ha o6lecTBeHU MecTa / [lonbnHUTeNHa KOHCynTauus oT MeAUMLMHCKO nuue, cneuuanucT no pagkoTo 3abonsBaHe (Ha
MSICTO UNU BUPTYyarHo)

...NOBEAEHYECKHU OONBIHUTENHA KOHCYNTAUUA OT MEOULUUMHCKO NULUE, CNMELMANUCT NO PAOKOTO 3ABONABAHE (HA MACTO UNMU BUPTYAIHO)
HAPYLWUEHWA, BOOELLX OO
NMPOBJNIEMU B YYUITULLE, OA HE HE 3HAM TOTAL
BKbLUU UITU HA
OBLLUECTBEHU MECTA N % N % N % N %

Oa 712 24% 2185 74% 60 2% 2 957 100%
He 1304 18% 5647 80% 134 2% 7 085 100%
He 3Ham 67 15% 362 82% 15 3% 444 100%
TOTAL 2083 20% 8194 78% 209 2% 10 486

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 53,5 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: ...yMCTBEeHU YBpeXaaHUsa Ui KOrHUTMBHU CUMNTOMM (Hanp. npobnemu ¢ naMmeTTa, e3uka,
MUCIIeHeTO unu npeueHkara) / FleHeTU4YeH TecT/TecToBe

...YMCTBEHU
YBPEXOAHUA UNN FEHETUYEH TECT/TECTOBE
KOrHUTUBHU
CUMNTOMU (HANP.
NPOBJIEMU C OA HE HE 3HAM TOTAL

NAMETTA, E3UKA,
MWUCIIEHETO UINKN

MPELLEHKATA) N % N % N % N %
[a 309 16% 1528 81% 51 3% 1888 100%
He 502 14% 2875 83% 88 3% 3 465 100%
He 3Ham 20 15% 12 82% 4 3% 136 100%
TOTAL 831 15% 4515 82% 143 3% 5489

B uUnder-represented elements M Over-represented elements

The relationship is not significant. p-value= 0,5 ; Chi2= 3,7 ; dof= 4.

Cross: ...yMCTBEHM yBpeXaAaHUsi UNIM KOTHUTUBHU CUMMTOMM (Hanp. NpobneMu ¢ nameTTa, e3UKa,
MUCIIeHeTO unu npeueHkarta) / Jpyru AMarHoCTUYHU U3CreABaHUA, KAaToO KNMMHUYHU Nperneaum,
ob6pa3sHa guarHoctuka (AMP, ckeHepwm... ), Bnoncus unm 6MOXMMUYHU N3cneaBaHNA (KPbBHU UINn
YPUHHU TeCTOBeE... ) 1 Ap.

yBé'éwnT:vlf;: m OPYTY ANATHOCTUYHM N3CNEABAHWS, KATO KITMHUYHW NPETNEON, OBPA3HA
KOFHVTVEHM [MATHOCTMKA (SIMP, CKEHEPM... ), BUONCMS UM BUOXVMUYHN U3CNEABAHMS
CUMMTOMM (HANP. (KPbBHU UNW YPUHHM TECTOBE... ) U [IP.
NPOBMEMM C
NAMETTA, E3VIKA, DA HE HE 3HAM TOTAL
MWUCAEHETO WK
MPELIEHKATA) N % N % N % N %
[la 424 16% 2116 82% 47 2% 2587 100%
He 932 14% 5 577 84% 114 2% 6 623 100%
He aHam 47 17% 215 79% 9 3% 271 100%
TOTAL 1403 15% 7908 83% 170 2% 9 481

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 13,6 ; dof= 4.

Cross: ...yMCTBEHM YBpeXOaHUsA UNN KOTHUTUBHU CUMNTOMM (Hanp. npobnemu ¢ naMeTTa, e3uka, MUCNIeHeTO Unu npeueHkaTta) / lonbHUTENHa KOHCYNTaUuA OT MeAULMHCKO Nule, CneunanucT no

psiAakoTo 3abonsABaHe (Ha

MSICTO N1 BUPTYasiHo)

OOMBIIHUTENTHA KOHCYNTALUUA OT MEOAUUMHCKO JIULE, CNELUMWATIUCT MO PAOKOTO 3ABOJNIABAHE (HA MACTO UK BUPTYAITHO)

...YMCTBEHUW YBPEXOAHUA UINN
KOrHUTUBHU CUMITOMMU (HAIP. OA HE
NMPOBJIEMU C NMAMETTA, E3UKA,

MWUCNEHETO UINW NPELIEHKATA) N % N
Ha 706 24% 2175
He 1328 18% 5769
He 3Ham 49 16% 250
TOTAL 2083 20% 8194

B Under-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 58,3 ; dof= 4.

HE 3HAM TOTAL
% N % N %
74% 55 2% 2936 100%
80% 139 2% 7 236 100%
80% 15 5% 314 100%
78% 209 2% 10 486

B Over-represented elements
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...KNMHUYHU npu3Hauyn mnam cMuMmnTomMmn, KOUTO Ce nodABABaT U n3ve3Bart / ,uperI ANarHoCTU4Hu

Cross: ...KNMMHUYHWU NPU3HALM UM CUMNITOMU, KOUTO ce NosiBABaT U n34vesBart / FleHeTn4eH Tect/ u3cnenBaHusl, KaTo KNMHUYHK Npernean, obpasHa gnarHoctuka (AMP, ckeHepwm... ), Guoncusa mnu
TecToBe OMOXMMUNYHU U3crneaBaHusA (KPbBHU UM YPUHHU TECTOBE... ) U Ap.
-..KINMHUYHA FEHETUYEH TECT/TECTOBE OPY OUATHOCTUYHU U3CNEABAHUSA, KATO KNMMHUYHU NPEMMEQW, OBPA3HA
NPU3HALIX UK -..KITMHUYHHA OUATHOCTUKA (SIMP, CKEHEPM... ), BUONCUSA UNU BUOXUMUYHU U3CNEABAHUA
CUMMTOMMU, KOUTO OA HE HE 3HAM TOTAL MPU3HALIM UMK (KPbBHU WU YPUHHW TECTOBE... ) U OP.
CE NOSABABAT U CUMNTOMM,
W3YE3BAT N % N % N % N % KOWUTO CE OA HE HE 3HAM TOTAL
MOSABABAT U
fa 421 15% 2 350 83% 67 2% 2838 100% WU3YE3BAT N % N % N % N %
He 362 16% 1827 81% 61 3% 2250 100% Ja 844 15% 4 557 83% 86 2% 5487 100%
He 3Ham 48 12% 338 84% 15 4% 401 100% He 484 14% 2 805 84% 55 2% 3344 100%
TOTAL 831 15% 4 515 82% 143 3% 5489 He 3Ham 75 12% 546 84% 29 4% 650 100%
B uUnder-represented elements M Over-represented elements TOTAL 1403 15% 7908 83% 170 2% 9 481

The relationship is weakly significant. p-value= 0,1 ; Chi2= 7,5 ; dof= 4. B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 34,2 ; dof= 4.

Cross: ...KIMHNYHMU npu3Hauun nam CUMNTOMU, KOUTO Ce noABABaT N n34vye3BaTt / JonbnHutenHa KOHCynTauuda oT MeaAuUuMHCKO nuue, cneunanucTt no pagoKoTo 3abonsBaHe (Ha MACTO UNu BVIpTyaHHO)

OOMBJIHUTEJNTHA KOHCYNTALUUA OT MEOUUMHCKO JIMLE, CNELUNAJIUCT MO PAOKOTO 3ABOJIABAHE (HA MACTO UK BUPTYAJTHO)

...KMMHWYHU NPU3HALU NN OA HE HE 3HAM TOTAL
CUMNTOMMU, KOUTO CE NOABABAT
Y U3YE3BAT N % N % N % N %
Ja 1205 20% 4 635 78% 100 2% 5940 100%
He 757 20% 2955 78% 76 2% 3788 100%
He 3Ham 121 16% 604 80% 33 4% 758 100%
TOTAL 2083 20% 8194 78% 209 2% 10 486

B Under-represented elements [ Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 30,7 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...HeBMANMM CUMINTOMM KaTo Oonka, 3aMasiHOCT, rnmaBobonus, npeymopa v ap. / Apyru

Cross: ...HeBMAMMM CMMNTOMM KaTo 6orka, 3amasiHoCT, rnaBo6onus, npeymopa v ap. / FeHeTnyeH ANarHoCTUYHU u3cnenBaHUsl, KaTo KNMMHUYHU Nperneau, obpasHa anarHocTtuka (AMP, ckeHepu... ),
TecT/TecToBe ouoncusa nnu GUMOXMMNUYHU U3crneaBaHusA (KPbBHU UKW YPUHHU TECTOBE... ) 1 Ap.
-.HEBUONMU FEHETUYEH TECT/TECTOBE OPYIY OUATHOCTUYHU U3CNEOBAHUS, KATO KINMHUYHU NMPEMMEQW, OBPA3HA
CV'MT;T(%'& KATO ...HEBUOAUMU AWATHOCTUKA (AMP, CKEHEPM... ), BUONCUSA UNU BUOXUMUYHU U3CTNEABAHUSA
SAMASHOCT, OA HE HE 3HAM TOTAL CMMFllsToonlm KATO (KPBHW U YPUHHU TECTOBE... ) U OP.
rMABOBONUA, 3AMASHOCT, OA HE HE 3HAM TOTAL
NMPEYMOPA U [IP. N % N % N % N % rMABOBONWUS,
NPEYMOPA W JIP. N % N % N % N %
[a 461 15% 2587 82% 92 3% 3140 100%
Oa 994 15% 5412 83% 114 2% 6 520 100%
He 313 16% 1592 82% 40 2% 1945 100%
He 344 14% 2110 84% 45 2% 2 499 100%
He 3Ham 57 14% 336 83% 11 3% 404 100%
He 3Ham 65 14% 386 84% 11 2% 462 100%
TOTAL 831 15% 4515 82% 143 3% 5489
TOTAL 1403 15% 7908 83% 170 2% 9 481

B under-represented elements [l Over-represented elements

The relationship is not significant. p-value= 0,2 ; Chi2= 5,5 ; dof= 4. B Under-represented elements Wl Over-represented elements

The relationship is not significant. p-value= 0,4 ; Chi2= 4,3 ; dof= 4.

Cross: ...HeBUANMM CUMNTOMM KaTo Gorka, 3aMasiHOCT, rmaBo6onus, npeymopa u ap. / JonbnH1UTeNHa KOHCYNnTaumMsa oT MeAULIMHCKO nuue, crneuuanucT no paakoTo sabonssaHe (Ha MACTO UM BUPTYariHoO)

OOMBJIHUTENTHA KOHCYNTALUUA OT MEOAUUMHCKO JIMLE, CNELUMWATIUCT MO PAOKOTO 3ABOJIABAHE (HA MACTO MU BUPTYAJTHO)

...HEBMOUMW CUMINTOMM KATO OA HE HE 3HAM TOTAL
BOMNKA, 3AMASIHOCT,
rMABOBONUS, MPEYMOPA U [P. N % N % N % N %
Ja 1380 20% 5505 78% 135 2% 7 020 100%
He 593 20% 2266 78% 57 2% 2916 100%
He 3Ham 110 20% 423 77% 17 3% 550 100%
TOTAL 2083 20% 8194 78% 209 2% 10 486

B Under-represented elements [ Over-represented elements

The relationship is not significant. p-value= 0,4 ; Chi2= 4,2 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: ...BHe3anHo NosABUIIN ce CUMNTOMU, U3UCKBALLM cneluHa nomoLy, / OpyrM AMarHoCTUYHU
Cross: ...BHe3anHo nosiBUsin ce CUMNTOMMU, U3UCKBALLM criellHa nomoly, / FeHeTU4YeH TecT/TecToBe n3cnenBaHuUA, KaTo KNMHUYHM npernegm, obpasHa guarHoctuka (FIMP, ckeHepwu... ), Guoncusa nnm
OMOXMMUNYHU U3cneaBaHUsA (KPbBHU UK YPUHHU TECTOBE... ) U Ap.

...BHE3AMHO FrEHETUYEH TECT/TECTOBE
nosABUINU CE AOPYr' AMATHOCTUYHU U3CNEOBAHUSA, KATO KNMHUYHU NPEIMEQN, OBPA3HA
CUMNTOMMU, AA HE HE 3HAM TOTAL ...BHE3AMNHO OVMATHOCTUKA (SIMP, CKEHEPM... ), BUOMNCUA UM BUOXUMUYHU U3CNEOBAHUA
U3UCKBALLM , . . , NosABUNKU CE (KPbBHU WU YPUHHW TECTOBE... ) U OP.
CMELLHA NMOMOLY, N % N %o N %o N % CUMMNTOMM,
MU3UCKBALLM OA HE HE 3HAM TOTAL
Ja 418 17% 1907 80% 72 3% 2 397 100% CMELLHA . » . . . . . »
HOMO (] (] (] (]
He 387 14% 2372 84% 57 2% 2816 100% t
He 3Ham 26 9% 236 86% 1 5% 276 100% Ra 132 - — 8% & 2% 4313 100%
<0 J/0 (o] 14 o7/ (]
TOTAL 831 15% 4 515 82% 143 3Y% 5 489 He 610 13% 3981 85% " 2% 4668 100%
0 0 0
He 3Ham 61 12% 419 84% 20 4% 500 100%
B under-represented elements Il Over-represented elements
TOTAL 1403 15% 7908 83% 170 2% 9 481

The relationship is very significant. p-value= < 0,01 ; Chi2= 33,3 ; dof= 4.

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 44,1 ; dof= 4.

Cross: ...BHe3arnHo NnosiBUIu ce CMMNTOMU, N3UCKBALLUU CneLluHa noMoLy / JonbnHutenHa KOHCynTauuda ot MeauumMHCKO nuue, cneunanuncTt no pagKkoTo 3abonsiBaHe (Ha MACTO Unun BVIpTyaﬂHO)

OOMBJIHUTENTHA KOHCYNTALUUA OT MEOAUUMHCKO JIMLE, CNELUMWATIUCT MO PAOKOTO 3ABOJIABAHE (HA MACTO MU BUPTYAJTHO)

...BHE3AMNHO NOABUINU CE OA HE HE 3HAM TOTAL
CUMNTOMMU, NU3NCKBALLIM CMELLUHA
rnomoty N % N % N % N %
Ja 1052 23% 3 514 76% 82 2% 4648 100%
He 932 18% 4 221 80% 98 2% 5 251 100%
He 3Ham 99 17% 459 78% 29 5% 587 100%
TOTAL 2083 20% 8194 78% 209 2% 10 486

B Under-represented elements [ Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 66,9 ; dof= 4.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: C konko pas3nnyiHn vegnuMHCKM cneumarnimCTtm ce KOHCynTupaxrTe (|-|a MACTO Unun BI/IpTyanHO) B TbpPCeHe Ha AnarHosarta? / leHeTu4eH Tect/TecToBe

FEHETUYEH TECT/TECTOBE

C KOJKO PA3MTUYHU MEOULIMHCKN DA HE HE 3HAM TOTAL
CNEUMANUCTU CE KOHCYNTUPAXTE (HA MSCTO
WNW BUPTYANHO) B TbPCEHE HA IUATHO3ATA? N % N % N % N %
0-1 70 9% 664 88% 22 3% 756 100%
mexay 2 v 4 303 13% 1935 84% 56 2% 2294 100%
mexay 51 7 158 15% 870 82% 31 3% 1059 100%
mexay 8 u 10 76 19% 312 79% 9 2% 397 100%
Hag 10 224 23% 734 75% 25 3% 983 100%
TOTAL 831 15% 4515 82% 143 3% 5 489

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 77,9 ; dof= 8.

Cross: C KONKO pa3fiMiH1 MeAULIMHCKU cneumnanucTu ce KOHcynTupaxTte (Ha MACTO UM BUPTYasiHO) B TbPCeHe Ha AuarHosaTa? / [lpyrn AMarHoCTUYHU u3cneaBaHusl, KaTo KIIMHUYHU nperneau,
obpas3Ha guarHoctuka (AMP, ckeHepu... ), Guoncus nnm 6MOXMMUYHUN UscnenBaHust (KPbLBHU UU YPUHHU TECTOBeE... ) U ap.

APYI AMATHOCTUYHU U3CNEABAHUA, KATO KINTMHUYHU NPEMMEQN, OBPA3HA OUATHOCTUKA (AMP, CKEHEPM... ), BUONCUA N sBMOXUMUYHU U3CNEOBAHUA
(KPbBHU U YPUHHU TECTOBE... ) U OP.

C KOJNKO PA3NNYHN MEOULIMHCKHU OA HE HE 3HAM TOTAL
CMEUMATIUCTU CE KOHCYNTUPAXTE (HA MACTO

Unu BUPTYAINHO) B TbPCEHE HA OUATHO3ATA? N % N % N % N %
0-1 121 11% 939 86% 27 2% 1087 100%
mexay 2 n 4 526 13% 3 535 86% 65 2% 4126 100%
mexay 5u 7 257 14% 1582 84% 39 2% 1878 100%
mexay 8 n 10 140 19% 579 79% 18 2% 737 100%
Hag 10 359 22% 1273 7% 21 1% 1653 100%
TOTAL 1403 15% 7908 83% 170 2% 9481

B Under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 108,5 ; dof= 8.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: C KONKO pasfM4yHu MeauLMHCKM CneuuanucTu ce KOHcynTupaxrte (Ha MsACTO UM BUPTYyasriHO) B TbpceHe Ha anarHo3ata? / JonbiHUTeNIHa KOHCYnTauusa oT MeAULMHCKO nuue,
cneuManucT no psAaKoTo 3abonsaBaHe (Ha MACTO UKW BUPTYasHo)

OOMbIHUTENHA KOHCYNTALUUA OT MEAULUMHCKO NULE, CNELUMANUCT MO PAOKOTO 3ABONABAHE (HA MACTO UITU BUPTYAIHO)

C KOJIKO PA3JINYHU MEOULIMHCKA OA HE HE 3HAM TOTAL
CMNEUMANNCTHU CE KOHCYNTUPAXTE (HA MACTO

WUNU BUPTYAIHO) B TbPCEHE HA OIUATHO3ATA? N % N % N % N %
0-1 185 14% 1083 83% 37 3% 1 305 100%
mexay 2 u 4 765 17% 3728 82% 76 2% 4 569 100%
Mexay 5u 7 430 21% 1560 77% 43 2% 2033 100%
mexay 8 n 10 210 27% 563 71% 18 2% 791 100%
Han 10 493 28% 1260 70% 35 2% 1788 100%
TOTAL 2083 20% 8194 78% 209 2% 10 486

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 154,0 ; dof= 8.

Cross: A3, UM NULETO 3a KOETO ce rpuxa, 6sixme Haco4eHM KbM OONTHUYHO oTAeNneHue, cneymanu3npaHo 3a psgKkoTo 3abonsiBaHe Unu rpynarta peakm sabonasanusa / FleHeTu4yeH Tect/TecToBe

FEEHETUYEH TECT/TECTOBE
A3, NN NIULIETO 3A KOETO CE 'PUXA, BAXME

HACOYEHM KbM BOJTHUYHO OTAENEHME, OA HE HE 3HAM TOTAL
CMEUMANU3UPAHO 3A PAOKOTO 3ABONABAHE .
N1 rPYNATA PEOKU 3ABOJIABAHUA N % N % N % N %o
Ha 490 14% 2871 83% 96 3% 3 457 100%
He 337 17% 1615 81% 46 2% 1998 100%
TOTAL 827 15% 4 486 82% 142 3% 5 455

B Under-represented elements [ Over-represented elements

The relationship is significant. p-value= 0,0 ; Chi2= 7,9 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”

Sample size 10486 responses

Cross: A3, Unn NULETO 3a KOETO Ce rpuxa, 6sixme HacoYeHU KbM GONMHUYHO OTAENeHue, crneuManM3npaHo 3a psaaKoTo 3abonsieaHe UNU rpynata peaky 3abonsaBanus / Jpyru AMarHoCTUYHU
uscnenBaHus, KaTo KITMHUYHKU Nperneau, o6pasHa guarHoctuka (SIMP, ckeHepu... ), Guoncusa nnu GMOXMMUYHU M3cneaBaHUA (KPbBHU UMM YPUHHU TeCTOBeE... ) U Ap.

APYI IMATHOCTUYHU U3CNEABAHUA, KATO KITMHUYHU NPEMEQN, OBPA3HA OUWATHOCTUKA (AMP, CKEHEPM... ), BUONCUA N sMOXMMUYHAU
WU3CNEOBAHUA (KPBBHU UMW YPUHHU TECTOBE... ) U AP.

A3, WNN NULIETO 3A KOETO CE N'PNXA, BAXME
HACOYEHM KbM BOJTHUYHO OTOENEHME, OA HE HE 3HAM TOTAL
CMEUMATTIU3NPAHO 3A PAOKOTO 3ABONIABAHE
NN rPYNATA PEOKU 3ABOJIABAHUA N % N % N % N %
Ha 754 14% 4 652 84% 107 2% 5513 100%
He 644 16% 3199 82% 62 2% 3905 100%
TOTAL 1398 15% 7 851 83% 169 2% 9418

B uUnder-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 15,5 ; dof= 2.

Cross: A3, nnu nuueTo 3a KOeTo ce rpunxa, 0sixMe Haco4YeHU KbM GONTHUYHO OoTAeNneHue, cneyunann3npaHo 3a pAaAaKoTo 3abonsiBaHe unu rpynarta pegku 3abonsBaHusa / JonbnHUTENHa
KOHCynTauuda ot MeguumnHCKO nuue, cneymnanucT no pAaakotTo 3abonsiBaHe (Ha MACTO Unun BVIpTyanHO)

AOOMBIHUTENHA KOHCYNTALUUA OT MEANMLUMUHCKO JNIULE, CNELUMWATIACT MO PAAKOTO 3ABONABAHE (HA MACTO UMK BUPTYAITHO)

A3, WNN NULIETO 3A KOETO CE N'PNXA, BAXME
HACOYEHM KbM BOJTHUYHO OTOENEHME, OA HE HE 3HAM TOTAL
CMEUMATTIUINPAHO 3A PAOKOTO 3ABONIABAHE
NN rPYNATA PEOKU 3ABOJIABAHUA N % N % N % N %
Ha 1150 19% 4720 79% 128 2% 5998 100%
He 920 21% 3417 77% 78 2% 4415 100%
TOTAL 2070 20% 8137 78% 206 2% 10 413

B uUnder-represented elements M Over-represented elements

The relationship is weakly significant. p-value= 0,1 ; Chi2= 5,8 ; dof= 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: NeHeTn4eH Tect/TectoBe / Cnen npoeexpaHe Ha nacnegBaHuATa Oewe nu Bu npegrnoXxeHa reHeTu4Ha ncuxortepanumsa (Hanp. nony4vyunxrte nu Mmbopmauvm no
KaKbB Ha4MH reHeTUYHOTO BM CbCTOSAHME 6M Morno ga ce OTpa3un Ha Bac U BalleTo CeMeﬁCTBO)?

CNneQ NPOBEXOAHE HA U3CNEABAHUATA BELLE N BU NPEANOXEHA TEEHETUYHA NMCUXOTEPANUA (HAMP. MONYYUXTE NN MHOPOPMALIUA MO KAKBB HAYNH
F’EHETUYHOTO BU CbCTOSAHUE BU MOINO OA CE OTPA3U HA BAC U BALLETO CEMEWUCTBO)?

OA, OT TEHETUYEH HE, HE MU BELLE
KOHCYNTAHT N KNUHUYEH OA, OT MEOULIMHCKU NPEANTOXEHA TEHETUYHA HE CbM CUTI'YPEH(A)/HE CU
FrEHETUK CMEUMANUCT NCUXOTEPAINUA CMOMHAM TOTAL
FrEHETUYEH
TECT/TECTOBE N % N % N % N % N %
Ha 338 41% 181 22% 268 32% 44 5% 831 100%
He 1753 39% 974 22% 1455 32% 333 7% 4 515 100%
He 3Ham 46 32% 23 16% 47 33% 27 19% 143 100%
TOTAL 2137 39% 1178 21% 1770 32% 404 7% 5489

B under-represented elements M Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 35,0 ; dof= 6.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Chapter 13.
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Sample information : IN_TOUCH is not among "Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

B TbpceHe Ha AMarHosa Gelue Ny BU NpearoxeHa...

B TbpceHe Ha gnarHo3a Gelue N1 BU nNpennoxeHa...

OA, HO ...ncuxonornyecka nogkpena 9% | 9% 30% 43%
OA U HE
OOCTA... OOCTA...
3A 3A
MOKPMU... OA, HO MOKPMW... HE, HO HE, HO ...noaKpena B KOOPAMHUPAHETO Ha Tp... 20% 4% 16% 47%
HA HAMAM/ HA HAMAM/ UMAM/
HYXOMN... HAMAX  HYXOM... HAMAX UMAX
MU HYXOA MU HY>XXOA HYXXOA TOTAL
...hnHaHcoBa noakpena, BKAYUTENHO 13% 2% 34% 38%
...Mncuxornornyecka nogkpena 922 955 952 3165 4492 10 486 neHcus no 6onect
...NMoAKpena B KOOPANHMPAHETO
Ha TPIKWTE, KATO HANPUMEp @ [A v focTaTbuHO 3a NOKPMBAaHE Ha HYXAUTE MU @ [A, Ho HAMaM/HsIMaX HyXAaa
@ [A, Ho HE goctaTbyHO 3a MoKpuBaHe Ha HyXauTe MU HE, Ho HAMAM/HAMAX Hyxnaa
NMoMOLL, 3a OTKpMBaHe Ha
HE, Ho umam/umax Hyxpaa
HeobxogumaTta uHdopmauus
3a 3ab0naABaHETO N TOYHUTE 2083 391 1463 1627 4922 10 486
crneumanucTu, opraHusmpaHe
b2 ([P © [SERIRTLL B TbpceHe Ha AvMarHo3a 6elwe nNu BM npeanoxexa...
30paBHU NPOdECUOHANUCTU U
Aap.
...icuxonoruyecka nogkpena 48% 52%
...bMHaHcoBa noakpena,
BKITHOUYUTENHO NEHCUSI MO 1405 243 1232 3544 3989 10 413

Needs met: YES and enough to meet my needs + YES but it is/was not needed + -+ (PMHaHCOBA NOAKPENa, BKITIOMMTENHO S0
NO but it is/was NOT needed.

...NMOAKpena B KOOPAMHUPAHETO Ha Ip... 39% 61%

neHcusa no 6onect

@ Needs met Needs unmet

Needs unmet: YES but NOT enough to meet my needs + NO but it is/was needed
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Multiple Cross

TIME BETWEEN FIRST

TIME BETWEEN FIRST TIME BETWEEN FIRST SYMPTOMS AND INITIAL
TIME BETWEEN FIRST SYMPTOM AND FIRST SYMPTOMS AND FIRST DIAGNOSIS (FIRST HEARING TIME BETWEEN FIRST
SYMPTOMS AND FIRST SYMPTOMATIC TREATMENT, IN REFERRAL TO A CENTRE OF THE NAME OF THE DISEASE), IN SYMPTOMS AND CONFIRMED
MEDICAL CONTACT, IN YEARS YEARS EXPERTISE, IN YEARS YEARS DIAGNOSIS, IN YEARS
...ficuxorornyecka noaxKpena MEAN N MEAN N MEAN N MEAN N MEAN N
OA n gocTtaTtbyHO 3a NOKpMBaHe Ha
-0.3 685 21 670 2.0 471 2.0 695 2,5 584
HY>XOUTe Mn
OA, HO HAMaM/HAMaX Hyxaa 0,3 688 3,1 664 3,6 461 3,4 17 4.0 615
OA, Ho HE pgocTtaTtbuyHoO 3a
0,5 739 3,5 674 4.4 425 4.5 724 51 555
NOKpMBaHE Ha HYXXAUTe MU
HE, Ho HAMAM/HAMAX Hyxaa 0,8 2 255 3,9 2166 3,9 1280 31 2 330 4,9 1965
HE, Ho nmam/mmax Hyxaa 0,5 3453 3,6 3148 4.3 1698 41 3377 5,2 2788

B Under-represented elements [l Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Fisher= 3,5.
Inter variance= 159, 1. Intra variance= 45,9.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Multiple Cross

...nogKpena B KOOpAUHUpPaHeETO

Ha rpuXxuTe, KaTo Hanpumep TIME BETWEEN FIRST
nomoLL 3a OTKPpUBaHe Ha TIME BETWEEN FIRST TIME BETWEEN FIRST SYMPTOMS AND INITIAL
Heo6xoaumaTa uHdopmaums 3a TIME BETWEEN FIRST SYMPTOM AND FIRST SYMPTOMS AND FIRST DIAGNOSIS (FIRST HEARING TIME BETWEEN FIRST
3360MSIBAHETO U TOYHUTE SYMPTOMS AND FIRST SYMPTOMATIC TREATMENT, IN REFERRAL TO A CENTRE OF THE NAME OF THE DISEASE), IN SYMPTOMS AND CONFIRMED
cneuuanucTy, opraHusmpaHe Ha MEDICAL CONTACT, IN YEARS YEARS EXPERTISE, IN YEARS YEARS DIAGNOSIS, IN YEARS
nperneau ¢ pasnuyHu 3gpaBHU
npodecMoHanuncT u ap. MEAN N MEAN N MEAN N MEAN N MEAN N
OA n goctaTbyHO 3a NOKpMBaHE Ha
0,4 1551 2,3 1535 24 1117 1.7 1619 2,8 1425
HY>XOUTe Mn
OA, HO HAMaM/HAMaX Hyxaa 0,5 258 2,2 248 2,0 167 2,2 268 3.2 2:35)
OA, Ho HE pocTtaTtbyHO 3a
0,5 1109 3,4 1028 3,6 678 3,7 1100 4,7 921
NOKpPUBaHe Ha HyXXauTe Mu
HE, Ho HAMAM/HAMAX Hyxaa 0,5 1109 315 1068 3,7 646 2,7 1149 44 978
HE, HO umam/umax Hyxzaa 0,5 3793 4,2 3443 52 1727 4.8 3707 59 2948

B Under-represented elements [ Over-represented elements

The relationship is not significant. p-value= 1,0 ; Fisher= 0,1.
Inter variance= 3,4. Intra variance= 46,0.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Multiple Cross

TIME BETWEEN FIRST

TIME BETWEEN FIRST TIME BETWEEN FIRST SYMPTOMS AND INITIAL
TIME BETWEEN FIRST SYMPTOM AND FIRST SYMPTOMS AND FIRST DIAGNOSIS (FIRST HEARING TIME BETWEEN FIRST
SYMPTOMS AND FIRST SYMPTOMATIC TREATMENT, IN REFERRAL TO A CENTRE OF THE NAME OF THE DISEASE), SYMPTOMS AND CONFIRMED
MEDICAL CONTACT, IN YEARS YEARS EXPERTISE, IN YEARS IN YEARS DIAGNOSIS, IN YEARS
...(puHaHCcOBa noakpena,
BKIIOYUTENHO NeHcus no 6onect MEAN N MEAN N MEAN N MEAN N MEAN N
OA n gocTtaTtbyHO 3a NOKpMBaHe Ha
0,4 1050 2.6 1012 2.7 701 2.6 1084 3.2 932
HY>XOUTe Mn
OA, HO HAMaM/HAMaX Hyxaa 0,7 162 2,2 171 3,0 113 1.8 166 29 152
OA, Ho HE poctaTbyHO 3a nokpuBaHe Ha
0,3 903 3,2 815 3,8 505 3,9 869 4,6 717
HY>XOUTE Mn
HE, Ho HAMAM/HAMAX Hyxaa 0,3 2 686 3,6 2 589 3,5 1576 2.9 2 756 4,5 2 375
HE, Ho nmam/mmax Hyxaa 0,7 2 966 4.0 2 684 4.9 1440 4,7 2915 5.8 2 293

B Under-represented elements [l Over-represented elements

The relationship is not significant. p-value= 0,2 ; Fisher= 1,5.
Inter variance= 67,9. Intra variance= 46, 2.
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Sample information : IN_.TOUCH is not among “Non-response” And CONSENT is not among "He" And EUROPE_VS_WORLD among "Europe”
Sample size 10486 responses

Cross: Gender of the person affected by the rare disease / ...ncuxonoru4yecka nogkpena

...NMCUXONOIr'M4YECKA NOOKPEMNA

OA U OOCTATBYHO 3A OA, HO HE JOCTATBbYHO
MOKPUBAHE HA HYXOUTE OA, HO HAMAM/HAMAX 3A NMOKPUBAHE HA HE, HO HAMAM/HAMAX HE, HO UMAM/UMAX
GENDER OF THE PERSON MU HYXOA HYXOUTE MU HYXXOA HYXOA TOTAL
AFFECTED BY THE RARE
DISEASE N % N % N % N % N % N %

»Kena 536 8% 546 8% 639 10% 1973 30% 2 965 45% 6 659 100%
Mbx 280 10% 301 11% 226 8% 921 33% 1082 39% 2810 100%
Opyro 7 7% 15 15% 9 9% 19 19% 51 50% 101 100%
TOTAL 823 9% 862 9% 874 9% 2913 30% 4 098 43% 9 570

B Under-represented elements [ Over-represented elements

The relationship is very significant. p-value= < 0,01 ; Chi2= 60,8 ; dof= 8.

Cross: Gender of the person affected by the rare disease / ...nogkpena B KOOpAMHMPAHETO HA FPUXUTE, KATO HanNnpuMep NoMoLl, 3a OTKpUBaHe Ha HeobxogumaTa nHcpopmauua 3a
3abonsBaHeTO U TOYHUTE CrneuunanucTu, opraHM3mpaHe Ha npernegu ¢ pasnuyHu 3gpaBHU NpocecnoHanucT u ap.

...NMOAKPENA B KOOPOUHUPAHETO HA NrPUXXWUTE, KATO HAMPUMEP NOMOLL, 3A OTKPUBAHE HA HEOBEXOOUMATA UH®OPMALUA 3A 3ABONTABAHETO U TOYHUTE
CMEUMANNCTU, OPTAHU3UPAHE HA NPEIMEAU C PA3ITUYHU 30PABHU NPO®ECUOHATNIUCTU U OP.

OA U OOCTATBYHO 3A OA, HO HE JOCTATBYHO
NMOKPUBAHE HA HYXXOUTE OA, HO HAMAM/HAMAX 3A NOKPUBAHE HA HE, HO HAMAM/HAMAX HE, HO UMAM/MMAX
GENDER OF THE PERSON MU HYXOA HY>XXOUTE MU HYXOA HYXOA TOTAL
AFFECTED BY THE RARE
DISEASE N % N % N % N % N % N %

YKeHa 1165 17% 201 3% 902 14% 1040 16% 3 351 50% 6 659 100%
Mbx 689 25% 127 5% 424 15% 427 15% 1143 41% 2810 100%
Opyro 19 19% 4 4% 10 10% 14 14% 54 53% 10