
This webinar will start at 14:30 CET

Welcome!



Results of the Rare Barometer survey:
The diagnosis odyssey 

of people living with a rare disease

How to use them in your advocacy work and your actions!



Overview

Factsheet & dashboard

Accessing tailored results (EURORDIS members)

Example of uses of the results:
- Myastenia Gravis – Liselotte Chirakow, Anna Kole
- HHT – Claudia Crocione
- French public campaign
- Global Commission – Toon Digneffe, Danielle Dong

Upcoming Rare Barometer projects

Results of the diagnosis survey Using the results

Welcome and introduction

The Diagnostic odyssey: a Rare Barometer study

Results presented in the peer-reviewed article:
- Measuring the time to diagnosis
- The diagnosis odyssey: a long journey
- The diagnosis odyssey: a difficult journey
- Post-diagnosis changes
- Main determinants of diagnostic delays
- Key results



Context

Many people with rare diseases remain undiagnosed or 
misdiagnosed for years. 

Timely and accurate diagnosis is essential to access to the 
right treatments and support, and ultimately improve quality 
of life.

Diagnosis of rare diseases is often difficult and can take years, 
leading to significant delays in treatment and considerable 
challenges for patients, families, and healthcare systems.

Policy goals set for the diagnosis of rare diseases range from 
six months of coming to medical attention (Rare 2030 
recommendation 2) to one year of coming to medical 
attention (IRDiRC Goal 1)

eurordis.org/our-priorities/diagnosis 

https://www.eurordis.org/our-priorities/diagnosis/


Panel

20,000+
people living with a rare 

disease registered

2,300+ rare diseases

120+ countries

People DO NOT have to register 
to participate in surveys

Make your voice heard!

Collective results shared 
with participants, patient 

organisations, decision makers 
and the wider public

Information is only accessible to the Rare 
Barometer team, saved on a secured server 

in Europe

Surveys

People living with a rare 
disease & family members

1-3 surveys per year

25 languages

Worldwide

Up to 13,000 
respondents to our surveys 

eurordis.org/voicesThe Rare Barometer programme
EURORDIS’ survey initiative to support evidence-based advocacy



Goals of the Rare Barometer diagnosis Study
• Measuring the time necessary to obtain 

a diagnosis as a rare disease patient

• Understanding the different steps of the 
diagnosis odyssey 

• Defining the obstacles limiting the access 
to diagnosis 

• Identifying best practices, tools, support 
and services contributing to a faster 
diagnosis

• Identifying the role of new technologies



Shaping the online questionnaire

Online panel

Refine the 
diagnosis concept 

and identify what is 
new in the field

61 participants

Topic Expert 
Committee

Contribute to 
identifying 
issues and 
indicators 

to include in the 
questionnaire

EURORDIS' 
Council of National 
Alliances Members

Input on 
topics and indicators 

to be included

Feedback
on the questionnaire

Pilot test 
with patients and 
family members

9 participants

Translations checked 
in 15 languages

by native speakers

Literature 
review

Identify 
indicators

already existing 
or still missing



27 languages

1900+

17 MARch      15 JUNE 20
22

10,486

104 countriesTARGET POPULATION

All patients living with a rare disease and their family 
members, including unsolved cases (undiagnosed)

respondents 
worldwide and13,304 in 

Europe

diseases represented

Online questionnaire



Published paper
European Journal of Human Genetics

nature.com/articles/s41431-024-01604-z 

Poll 1: How many time has the peer-reviewed paper been read online?
• 204
• 3048
• 6394
• 9216

https://www.nature.com/articles/s41431-024-01604-z


Published paper
European Journal of Human Genetics

nature.com/articles/s41431-024-01604-z 

https://www.nature.com/articles/s41431-024-01604-z


Published paper
European Journal of Human Genetics

nature.com/articles/s41431-024-01604-z 

Thank you! 
to all the participants in the quantitative 
survey and the online discussion forum, and to 
all those who made this survey possible

https://www.nature.com/articles/s41431-024-01604-z


Respondents worldwide

n=13,307

Non-European respondents

n=2,821

European respondents

n=10,486

European 

respondents who 

did not have a 

confirmed diagnosis 

for their RD

n=1,438

European respondents who 

have a confirmed diagnosis 

for their RD but did not fill 

the dates of perceived 

symptoms onset and of 

confirmed diagnosis

n=2,541

Respondents included

n=6,507

Published paper
European Journal of Human Genetics

nature.com/articles/s41431-024-01604-z 

Estimate the time necessary to obtain a 
diagnosis for all people living with a rare 
disease in Europe,
and describe the difficulties associated with 
the diagnostic odyssey.

Identify the main determinants of the 
diagnostic delays (1+ year after symptom 
onset) for people living with a rare disease in 
Europe,
while differentiating the impact of patient 
delays and of healthcare system delays.

1

2

https://www.nature.com/articles/s41431-024-01604-z


First study to investigate the time to diagnosis for people living with such a broad scope of rare 
diseases in 41 European countries.

Limitations inherent to any declarative retrospective survey on rare diseases: 

(i) by lack of epidemiological studies on rare diseases, recruitment bias cannot be estimated 
precisely; 

(ii) this study does not allow to monitor the evolution of time to diagnosis over time as this 
measure is subject to too many structural effects and does not fully capture the changing 
situation regarding genetic tests, which are increasingly realised at first intention and lower 
cost, at least in some European countries.

Published paper
European Journal of Human Genetics

nature.com/articles/s41431-024-01604-z 

https://www.nature.com/articles/s41431-024-01604-z


1. Measuring the time to diagnosis Questionnaire in English:
tiny.cc/questionnaire_diagRD

http://tiny.cc/questionnaire_diagRD


1. Measuring the time to diagnosis Questionnaire in English:
tiny.cc/questionnaire_diagRD

http://tiny.cc/questionnaire_diagRD


2. The diagnosis odyssey: a long journey
Time to diagnosis: distribution

Mean = 4.7 years = average value 

Median = 0.8 years (9 months) = 50% of responses below and 50% of responses above

First quartile (Q1)  = 0.1 year (1 month) = 25% of responses below and 75% of responses above

Third quartile (Q3) = 5 years = 75% of responses below and 25% of responses above



25% respondents
1 month

(1st  quartile)

Average 
4,7 years

50% resp.
9 months
(median)

25% respondents
5 years
(3rd quartile)

2. The diagnosis odyssey: a long journey
Time to diagnosis: distribution



2. The diagnosis odyssey: a long journey
Most of the diagnostic time stems from health systems



2. The diagnosis odyssey: a long journey
Comparison with policy objectives

Policy goals set for the diagnosis of rare diseases range from six 
months of coming to medical attention:

Rare2030 Recommendation 2: “All people living with a rare disease 
known in the medical literature will be diagnosed within six months of 
coming to medical attention”.

to one year of coming to medical attention:

IRDiRC’s Goal 1: “All patients coming to medical attention with a 
suspected rare disease will be diagnosed within one year if their disorder 
is known in the medical literature”

56% diagnosed more 
than six months 
after coming to 
medical attention

48% diagnosed more 
than one year after 
coming to medical 
attention



73% were 
misdiagnosed 
at least one time

40% were NOT 
referred to a 
Centre of 
Expertise*

22% consulted at least 
8 healthcare 
professionals

*A Centre of Expertise is a hospital unit specialised in a rare disease or in a group of rare diseases

28%
of those diagnosed within 
one year consulted at least 
5 healthcare professionals

62%
of those diagnosed within 

one year were misdiagnosed 
at least one time

38%
of those diagnosed within 

one year were NOT referred 
to a Centre of Expertise

3. The diagnosis odyssey: a difficult journey
Associated difficulties



3. The diagnosis odyssey: a difficult journey
Consequences of misdiagnosis



3. The diagnosis odyssey: a difficult journey
Access to genetic tests

Among those who had a genetic test and 
were diagnosed after 2010: 
• 34% had gene-panel sequencing,
• 26% had single-gene sequencing, 
• 24% had genome sequencing or exome 

sequencing, 
• 25% didn’t know which test was 

conducted. 

55% Had a genetic test as part of the 
diagnosis of the rare disease

Q: Which tests were performed as part of the diagnosis of the 
rare disease? Genetic test(s) looking for genetic changes (also 
called mutations or variants).



3. The diagnosis odyssey: a difficult journey
Access to genetic tests

52% of those who perceived hesitation 
from healthcare professionals still had 
access to genetic tests, and 90% of them 
had a genetic condition

23% Perceived hesitation from 
healthcare professionals to 
prescribe genetic tests

Q: Have you ever needed a genetic test but could not access it 
because healthcare professionals were reluctant or not 
sufficiently informed?



4. Post-diagnosis changes

Since receiving a diagnosis for 
the rare disease, how have the 
following aspects changed for 
you or for the person you care 
for?

Responses ‘not relevant’ were 
removed: totals are not equal 
between categories because of 
varying number of responses 
‘not relevant’ and missing 
values.



5. Main determinants 
of diagnostic delays
Variables

First, we crossed the median time to diagnosis with 

70 variables (patients’ sociodemographic and 

diagnosis-related characteristics; Kruskal-Wallis test) 

and we kept the 20 variables that had significant p-

values.

> Additional file 4 and Table 1 (pp. 1119-1120)

Only one time-related variable included: see 

additional file 5 for methodological considerations.

Non-significant variables:

- City size, education: usual health determinants.

- Point prevalence: for diagnosis, ‘rare is rare’.



5. Main determinants of diagnostic delays
Results

Secondly, we included the 20 variables 

in ordinal logistic regressions with:

• Patient delays 

(< 0; 0-0.25 years; >= 0.25 years)

• Health system delays 

(< 1 year; 1-4 years; >= 5 years). 

• Diagnosis delays

(< 1 year; 1-4 years; >= 5 years).

The model allows to estimate the 

specific influence of each of the 20 

variables on the patient, health system 

and diagnosis delays (all things being 

equal).

Table 2 (pp. 1121-1122)



5. Main determinants of diagnostic delays
Results

Table 1 (pp. 1119-1120)



70%

5. Main determinants of diagnostic delays
Age at first symptoms



Women Men

Patient 
delays

5. Main determinants of diagnostic delays
Sex of the patient



NO Centre
Of Expertise

Centre of
Expertise

5. Main determinants of diagnostic delays
Referral to a Centre of Expertise



Genetic
conditions*

Non-genetic
conditions*

Genetic
tests

No genetic
tests

*Orphanet data All respondents (genetic and non-genetic conditions)

5. Main determinants of diagnostic delays
Genetic conditions and genetic tests



5. Main determinants of diagnostic delays
Financial and psychological support needs

During your search for a diagnosis, were you proposed…

…financial support including social security benefits?

…psychological support?

YES and enough to cover my needs

YES but it is/was not needed

NO but it is/was NOT needed

YES but NOT enough to cover my needs

NO but it is/was needed

Needs met

Needs unmet



Psychological 
support needs 

NOT met

Psychological 
support needs 

met

Financial 
support needs 

NOT met

Financial 
support 

needs met

Patient 
delays

Patient 
delays

5. Main determinants of diagnostic delays
Financial and psychological support needs



5. Main determinants of diagnostic delays
European country groups

Western 
Europe

5.2
years

Northern 
Europe

4.9
years

Southern 
Europe

4.3
years

Eastern 
& Central 

Europe

3.4
years



Time to diagnosis for all people with rare diseases cannot be used as a stand-alone indicator to monitor 
rare disease diagnosis at a national and a European level (at least not across diseases: it is useful per 
disease):

1) Measured time to diagnosis may increase when rare diseases are better known and better managed 
in national healthcare systems, or when new diagnosis technologies allow to end more diagnostic 
odysseys.

2) This measure does not include rare disease patients who are still waiting for a confirmed diagnosis. 

However, when coupled with a better understanding of the main determinants of diagnostic delays, total 
diagnostic time is a robust indicator to inform policies and actions that could be taken to improve access to 
diagnosis for people with rare diseases.

5. Main determinants of diagnostic delays
European country groups: consequences



The diagnostic odyssey is long…

Close to 5 years on average 

90% of this time stems from the health system (time in 
the family is also key for children and adolescents)

…and difficult

Several consultations, misdiagnosis is very common 
(73%) and has negative consequences, 40% were not 
referred to a centre of expertise.

Access to diagnosis improved access to healthcare 
but not to psychosocial support

6. Key results

Prioritising actions in the health system: 

• Improving awareness of all rare diseases 
among healthcare professionals, 
especially in primary care and among 
paediatricians 

• Improving referral to centre of expertise

More holistic care

Better public awareness of rare diseases 
could help improve social acceptance



Additional difficulties were encountered by some 
people with rare diseases:

Children and adolescents (9-10 years to diagnosis), 
both from patient delays (1.5-3 years) & health 
system delays (7 years)

Women (+1.7 years), mostly from health systems

People with rare genetic disorders (access to 
genetic tests)

Psychological support, mostly impact on health 
system delays

6. Key results

Improve public and healthcare professionals’ 
awareness of rare diseases among children and 
adolescents.

Considering symptoms of girls and women

Improve access to effective and available 
diagnostic testing technologies.

Improve access to psychological support for 
undiagnosed patients.



Q&A



We are on a 10 min break



The 6 Steps of The diagnosis odyssey



The full diagnosis odyssey
Presented in factsheets



Factsheet
tiny.cc/RB_diag 

http://tiny.cc/RB_diag


Dashboard
450+ pages

tiny.cc/RB_diag 

http://tiny.cc/RB_diag


Dashboard
450+ pages

1. Description of the sample

2. Average diagnosis journey (time from first 
symptoms to other steps of the diagnosis journey)

3. Age of the person affected when first symptoms 
were noticed.

4. Family members previously diagnosed with the 
same rare disease or not

5. Characteristics of first symptoms 1: body parts 
impacted, disease complexity, rare disease causes, 

6. Characteristics of first symptoms (2): behavioural 
disorders, invisible symptoms…

7. Prevention: diagnosed before birth or at birth; 
family members previously diagnosed with the 
same rare disease. 

7. Number of healthcare professionals 
consulted.

8. Referred to a centre of expertise.

9. Misdiagnosis (physical and psychological).

10. Diagnosis tests conducted, including 
questions on genetic tests.

11. Cross-border healthcare

12. Support: psychological, care coordination, 
financial.

13. Access to patient organisations and to other 
people living with the same rare disease.

14. Consequences of diagnosis.

15. Consequences of being undiagnosed.

tiny.cc/RB_diag 

http://tiny.cc/RB_diag


European/ 

international results 

for one disease or 

group of diseases

Results for 

one country 

on all rare 

diseases

Specific results 

(one group of 

diseases in one 

country…)

European 

results for 

diseases of 

each ERN

European 

results

EURORDIS European & 

international 

Federations 

X X

EURORDIS National 

Alliances
X X

Other EURORDIS 

members
X X

European Reference 

Networks (ERNs)
X X

Anyone (EURORDIS 

website)
X

TAILORED RESuLTS
Collective results shared with EURORDIS members and ERNs if 30+ respondents

rare.barometer@eurordis.org



tailored
Factsheet

rare.barometer
@eurordis.org



tailored
dashboard

rare.barometer
@eurordis.org



Diagnosis odyssey – respondents in the World

rare.barometer@eurordis.org



Diagnosis odyssey -
Respondents in Europe

rare.barometer@eurordis.org



Diagnosis odyssey - European FEDERATIONS
rare.barometer@eurordis.org



Diagnostic odyssey
ERNs
rare.barometer@eurordis.org



Rare Barometer resources to go further

tiny.cc/RBguide_members

Rare Barometer guide 
for EURORDIS members

Initiated by the ERNs 

and healthcare team

openacademy.eurordis.org

Open Academy online 
course on survey design

http://tiny.cc/RBguide_members
https://openacademy.eurordis.org/courses/survey-design-rare-disease-patient-organisations/


Examples of uses 
of the results



Communicating on specific disease results
Myasthenia Gravis (MG)

Who: EUMGA & UCB.

How: presenting MG results at the 
UCB Rare Disease Connect in 
Neurology conference (RDCN)

Main results: diagnostic odyssey for 
people living with MG

• Main results, dashboard and 
factsheet accessed by EUMGA

• Presented alongside scope of 
literature on delays in diagnosis for 
people living with MG by UCB





RDCN Patient 
Track

Over a four-day learning 
journey, sessions 
covered topics including 
consensus guidelines, 
delays in 
diagnosis, the 
importance of registries, 
quality of life and patient 
experience studies, the 
importance of 
multidisciplinary care 
and the role of nurses 
and patients in shared 
decision making.



• Differing perspectives between HCPs and patients?

• Gender differences

• Fluctuating symptoms resulting in difficulty to diagnose, misdiagnosis

• Delayed referrals

• Unnecessary exacerbations especially at beginning of disease

• More evidence-based awareness raising is needed for anyone working in 
the MG Community







Scientific communication and strategic planning
HHT-Europe: Claudia Crocione

Participation: dissemination, 458 
respondents in Europe & 145 in Italy.

Co-author of the EJHG article: more 
than 300 responses, helped analyse 
specific results.

Specific results for HHT: longer time 
to diagnosis when the condition is 
known in the family; those delays 
mostly stemmed from patient delays 
(diagnostic time in the family).

Presentation

https://www.canva.com/design/DAGdY84VuBM/lkblQ79eUoNdhbfUiNJUDA/view?utm_content=DAGdY84VuBM&utm_campaign=designshare&utm_medium=link&utm_source=recording_view


RDD Awareness campaign on the Diagnosis odyssey
Alliance maladies rares (France)

National campaign for Rare Disease Day: 
“Let’s speed up diagnosis” (3 years)

Target: general public

Aspects addressed: several consultations 
and exams, ‘culture of doubt’, disease 
unknown or ‘it’s in your head’, 5 years, 
impact on daily life, isolation

Call to action: 
- call the French hotline
- visit www.orpha.net

Communications material:
• Short films: 30 sec for TV; 1 min for cinema

30 sec: https://youtu.be/ofOjF4Lk1EY
1 min: https://youtu.be/W3GQ9CCCBlI

• Ribbon: pharmacies, doctors, politicians… 
(public affairs)

• Posters (medical cabinets, pharmacies)

• Contact card of the RD hotline

Highest impact on calls to the hotline: talking about RDs and 
diagnostic odyssey on national TV (ex. morning shows with big 
audience).

https://youtu.be/ofOjF4Lk1EY
https://youtu.be/W3GQ9CCCBlI


RDD Awareness campaign on the Diagnosis odyssey
Alliance maladies rares (France)

Film: “Let’s speed up diagnosis”

Brief: written internally

Agency: Strike

Budget: 
- Film 70k€. Cheaper if reuse: contact Strike 

(pb@strike.paris)
- Rights to show the movie every year (France)
- Voices = employees and families

“It's always the same story. First, you sense that 
something is wrong. You go to the doctor. He 
examines us. He says ‘come back if it doesn't go 
away’. We come back. He prescribes tests. Nothing 
happens. A year passes, then two, then five. You lose 
your self-confidence, your social life, your job, and 
after years of odyssey, you identify a rare disease. It's 
always the same story. Let's change it together”. 

1 French person in 20 lives with a rare disease. To help 
them, let's speed up diagnosis.
For advice, information and guidance: Call Maladies 
Rares Info Services. Visit www.orpha.net

https://youtu.be/ofOjF4Lk1EY

https://youtu.be/ofOjF4Lk1EY


The Global Commission to End the Diagnostic Odyssey 
for Children with a Rare Disease

Li Mu‘en, U.K.Sergio, Spain.



Global Commission members

Mike Porath Durhane Wong-Rieger
Dau-Ming Niu Anne O’Donnell-Luria

Maryam Mohd. 
Fatima Matar Marshall SummarCarmencita Padilla Samuel Agyei Wiafe

Yann Le Cam Neil InhaberAlaa Hamed

Kym Boycott
Derralynn HughesKevin HuangMoeen AlSayed Pamela GavinGareth Baynam Roberto Giugliani Alexandra Heumber 

Perry



MISSION
   Harness the power of innovation, advances in genetics and motivation of families to accelerate the

 time to diagnose a rare disease for children around the world

Our vision, mission and framework 



Amplifying innovations in diagnosis: 10 case studies 

Case Study Pillar

Casa Dos Raros (Brazil) Patient & Family Empowerment 

The Global Nursing Network for Rare Diseases 
(Global)

Equipping Providers

New Zealand’s First Rare Disease Strategy (New 
Zealand)

Policy

UTOPIA (Australia & Singapore) Equipping Providers

DxGPT (Global) Patient & Family Empowerment
Equipping Providers

Newborn Screening Program and Rare Disease 
Act (Philippines)

Policy

Ghana Diagnostic Access Program (Ghana) Patient & Family Empowerment

Nanbyo Act (Japan) Policy

Africa Rare Disease Initiative (Democratic 
Republic of Congo)

Equipping Providers

Undiagnosed Hackathon (Europe) Patient & Family Empowerment

Exemplars from eight different countries, two 
global and one regional effort



Casa dos Raros: Brazil 

Significantly reduced the time to diagnose a 
patient with a rare disease to an average of 58 days 

from first contact with the Center. 

This timeline is considerably shorter than the 
national average of 5.4 years for patients to 
receive a diagnosis and much faster than the 

average two-year wait for a first consultation with 
rare disease specialists

Significantly reduced the time to diagnose a 
patient with a rare disease to an average of 58 days 

from first contact with the Center. 

This timeline is considerably shorter than the 
national average of 5.4 years for patients to 
receive a diagnosis and much faster than the 

average two-year wait for a first consultation with 
rare disease specialists



Call to action

Please send us examples of compelling innovations in 
diagnosis at info@globalrarediseasecommission.com

Learn more about our work and read our case studies: 
 https://globalrarediseasecommission.com/

Look out for our forthcoming report in early February 2025

Follow us on LinkedIn Check out our website

mailto:info@globalrarediseasecommission.com
https://globalrarediseasecommission.com/


Thank you!

Toon Digneffe, Head of Public Affairs & Public Policy, 
Takeda, Toon.Digneffe@takeda.com

Danielle Dong, Scientific Advocacy Lead Global Medical 
Affairs, Rare Disease, Sanofi, Danielle.Dong@sanofi.com

The Global Commission to End the Diagnostic Odyssey for Children with a Rare Disease is an association composed of a diverse group of organizations and individuals committed to shortening the 
time for an accurate diagnosis for all children with rare diseases.  The views expressed herein are solely those of the Commission and do not represent any individual, co-chair, or member 

organization’s views or opinions.



EU Policy Event to mark Rare Disease Day

5 March 2025, 13:30–15:30
European Parliament, Brussels

"Impact of Rare Diseases: 
More Than You Can Imagine“

Hosted by MEP Stine Bosse & EURORDIS

Opportunity to:
1. Delve into the impact of rare diseases.
2. Explore the challenges faced by people 

living with rare diseases and their families.
3. Discuss concrete EU-level solutions.

https://www.eurordis.org/


EU Policy Event to mark Rare Disease Day

Opportunity to use results of several Rare Barometer Surveys, to:
1. Build a robust narrative of the journey of people with rare diseases.
2. Bringing policy maker's attention to the issues that EU policy and 

initiatives can help solve.

Using figures on:
1. Time to diagnosis.
2. Limited treatments.
3. Daily life with a rare disease e.g. disability, employment, mental health.

https://www.eurordis.org/


25 languages

1,754

9,591

92 countriesTARGET POPULATION

All patients living with a rare disease and their family 
members, including unsolved cases (undiagnosed)

respondents 
worldwide and10,478 in 

Europe

rare diseases 
represented

10 July       8 September 20
24

Results of the ‘daily life’ survey
February 13th

tiny.cc/daily_life_RD_webinar 

http://tiny.cc/daily_life_RD_webinar


73

Thank you! 
To the Rare Barometer participants, 

partners and corporate donors in 2024

rare.barometer@eurordis.org
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