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EURORDIS-Rare Diseases Europe
Our vision

EURORDIS’ vision is a world 
where all people living with a 
rare disease can have longer 
and better lives and can 
achieve their full potential, in a 
society that values their well-
being and leaves no one 
behind.

Eddison, xeroderma pigmentosum



The Rare Barometer programme
EURORDIS’ survey initiative to support evidence-based advocacy and actions

Robustly collects experiences and 

opinions of people living with a rare 

disease and their close family members, 

on topics that directly affect them.

Transforms those experiences and 

opinions into facts and figures to feed 

the advocacy work of the rare disease 

community.

Not-for-profit 
initiative

WHAT

Created in 2016

WHEN

Run independently by 
EURORDIS-Rare 
Diseases Europe

WHO

Evidence-based 
advocacy

WHY

eurordis.org/voices

http://eurordis.org/voices


The Rare Barometer programme
EURORDIS’ survey initiative to support evidence-based advocacy and actions

Surveys

People living with a rare 
disease & family members

1-3 studies per year

25 languages

Worldwide

Up to 13,000 
respondents to our surveys 

Panel

23,000+
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

GDPR compliant: information is only 
accessible to the Rare Barometer team, 

saved on secured servers in France

eurordis.org/voices

http://eurordis.org/voices


survey topics
tiny.cc/RBresults

tiny.cc/RBresults

Topic Publication date World 
participants

Juggling care and daily life: the balancing act of the rare disease community May 2017 3017

Access to treatment: unequal care for European rare disease patients February 2017 1350

Rare disease patients’ participation in research February 2018 3213

Data sharing and data protection July 2019 2013

Impact of COVID-19 October 2020 8552

The rare disease community’s experience of medical care January 2021 3905

Rare disease patients’ opinion on the future of rare diseases May 2021 3998

The diagnosis odyssey of people living with a rare disease May 2024 13 304

Voices on newborn screening: the opinion of people living with a rare disease April 2024 6179

The impact of living with a rare disease: barriers and enablers of 
independent living with social participation

February 2025 10 552

The mental wellbeing of people living with a rare disease and their family ongoing ongoing

The diagnosis odyssey of people living with a rare disease

Voices on newborn screening: the opinion of people living with a rare disease

The impact of living with a rare disease: barriers and enablers of 
independent living with social participation

http://tiny.cc/RBresults


Rare Barometer RESULTS

PEER-REVIEWED 
ARTICLES

FACTSHEET
2 pages – 25 languages

DASHBOARD
Each question of the questionnaire

Frequency and percentages
25 languages

REPORT
30-40 pages

Only available in English

MORE DETAILED MORE VISUAL

tiny.cc/RBresults

tiny.cc/RBresults

http://tiny.cc/RBresults


Specific key results

Tailored for EURORDIS members & ERNs 
with 30+ participants: 
per country, geographical region, disease, group of diseases

TAILORED RESULTS for EURORDIS members & ERNs

FACTSHEET
2 pager

25 languages



ONLINE DASHBOARD
Each question of the questionnaire

Descriptive statistics

25 languages

TAILORED RESULTS for EURORDIS members & ERNs

Tailored for EURORDIS members & 
ERNs with 30+ participants: 

per country, geographical region, disease, 
group of diseases



TAILORED RESuLTS
Collective results shared with EURORDIS members and ERNs with 30+ participants in their community

European or 

international results 

for one disease or 

group of diseases

Results for 

all rare 

diseases in 

one country

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

rare.barometer@eurordis.org

eurordis.org/who-we-are/our-members 

mailto:rare.barometer@eurordis.org
https://www.eurordis.org/who-we-are/our-members


Interested in specific results?
Not a patient organisation:

• Write to rare.barometer@eurordis.org to know if the community you are interested in had 30+ 
participants in one of our surveys and get the contact of the patient organisation that received the results.

• Reach out to the EURORDIS member representing the community you are interested in (country, 
disease, group of diseases): if they have 30+ participants in their community, they have received their 
results and can decide to share them with you. eurordis.org/who-we-are/our-members 

For patient organisations

If you are a EURORDIS member AND there are 30+ participants in your community, you can access your 
tailored survey results! 
EURORDIS membership: www.eurordis.org/get-involved/become-a-member/ 

mailto:rare.barometer@eurordis.org
https://www.eurordis.org/who-we-are/our-members
https://www.eurordis.org/get-involved/become-a-member/


Story idea:
the diagnostic odyssey1



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

The diagnostic odyssey of people with rare diseases



The diagnosis odyssey
Most of the diagnostic time stems from health systems

tiny.cc/RBresults

tiny.cc/RBresults

http://tiny.cc/RBresults


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

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 centres of expertise

More holistic care

Better public awareness of rare diseases 
could help improve social acceptance

tiny.cc/RBresults

tiny.cc/RBresults

http://tiny.cc/RBresults


Additional difficulties are 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 year), mostly from health systems

People with rare genetic disorders (access to 
genetic tests)

Psychological support (+1.3 year), mostly impact 
on health system delays

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.

tiny.cc/RBresults

tiny.cc/RBresults

http://tiny.cc/RBresults


Diagnosis odyssey -
participants in Europe

rare.barometer@eurordis.org

eurordis.org/who-we-are/our-members 

https://www.eurordis.org/who-we-are/our-members


Diagnosis odyssey – participants in the World

rare.barometer@eurordis.org

eurordis.org/who-we-are/our-members 

https://www.eurordis.org/who-we-are/our-members


Diagnosis odyssey – Participants European FEDERATIONS
rare.barometer@eurordis.org eurordis.org/who-we-are/our-members 

https://www.eurordis.org/who-we-are/our-members


Diagnosis odyssey – references
rare.barometer@eurordis.org

Press release: Major survey reveals lengthy diagnostic delays for rare disease patients, 16 May 2024. eurordis.org/survey-reveals-lengthy-
diagnostic-delays/ 

Press: EURACTIV, Study reveals long diagnostic delays for rare diseases in Europe, 14 May 2024. euractiv.com/news/study-reveals-long-
diagnostic-delays-for-rare-diseases-in-europe/ 

Press: EURACTIV, Genetic diagnostic technology is a game changer for rare diseases but ethics concerns linger, 21 May 2024. 
euractiv.com/news/genetic-diagnostic-technology-a-game-changer-for-rare-diseases-but-ethics-concerns-linger/ 

Peer-reviewed paper: Faye, F., Crocione, C., Anido de Peña, R. et al. Time to diagnosis and determinants of diagnostic delays of people living 
with a rare disease: results of a Rare Barometer retrospective patient survey. Eur J Hum Genet 32, 1116–1126 (2024). doi.org/10.1038/s41431-
024-01604-z 

Factsheet key results: EURORDIS, The diagnosis odyssey of people living with a rare disease. Key findings of a Rare Barometer survey. 
2024. tiny.cc/RB_diag 

Webinar: Rare Barometer Diagnosis Survey Results – 30 January 2025. youtube.com/watch?v=DyO-l7B7LqM 

Podcast: Rare on Air. Ayça Sahin’s story and what our survey reveals about long diagnostic journeys. eurordis.org/rare-on-air/ 

More on rare disease diagnosis: EURORDIS. Earlier, faster and more accurate diagnosis. eurordis.org/our-priorities/diagnosis/ 

https://www.eurordis.org/survey-reveals-lengthy-diagnostic-delays/
https://www.eurordis.org/survey-reveals-lengthy-diagnostic-delays/
https://www.euractiv.com/news/study-reveals-long-diagnostic-delays-for-rare-diseases-in-europe/
https://www.euractiv.com/news/study-reveals-long-diagnostic-delays-for-rare-diseases-in-europe/
https://www.euractiv.com/news/genetic-diagnostic-technology-a-game-changer-for-rare-diseases-but-ethics-concerns-linger/
https://doi.org/10.1038/s41431-024-01604-z
https://doi.org/10.1038/s41431-024-01604-z
http://tiny.cc/RB_diag
https://www.youtube.com/watch?v=DyO-l7B7LqM
https://www.eurordis.org/rare-on-air/
https://www.eurordis.org/our-priorities/diagnosis/


2
Story idea:
Impact of rare diseases 
on daily life



25 languages

1,754

9,591

92 countriesTARGET POPULATION

All people 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

The impact of living with a rare disease on daily life

tiny.cc/RBresults

tiny.cc/RBresults

http://tiny.cc/RBresults


Most people with rare diseases live with disabilities

tiny.cc/RBresults

tiny.cc/RBresults

http://tiny.cc/RBresults


Their disabilities are diverse and complex
Often time, they live with multiple disabilities

72%

53%

35%

tiny.cc/RBresults

tiny.cc/RBresults

http://tiny.cc/RBresults


SOCIAL PARTICIPATION
Unemployment of people with rare diseases is higher 
than in the general population

23%

tiny.cc/RBresults

tiny.cc/RBresults

http://tiny.cc/RBresults


Daily life -
Participants in Europe

eurordis.org/who-we-are/our-members 

rare.barometer@eurordis.org

https://www.eurordis.org/who-we-are/our-members


Daily life - World participants 

eurordis.org/who-we-are/our-members 

rare.barometer@eurordis.org

https://www.eurordis.org/who-we-are/our-members


Daily life – 
federations with 30+ 
respondents

eurordis.org/who-we-are/our-members 

rare.barometer@eurordis.org

https://www.eurordis.org/who-we-are/our-members


Daily life – references
rare.barometer@eurordis.org

Press release: EURORDIS Rare Barometer finds major barriers to disability recognition and social 
participation. 13 February 2025. eurordis.org/rare-barometer-findings-daily-life-survey/ 

Report: Faye F., Castro R., Dubief J., The impact of living with a rare disease: barriers and enablers of 
independent living and social participation. A Rare Barometer survey. EURORDIS-Rare Diseases Europe. 
March 2025. doi.org/10.70790/PDIR1346 

Factsheet key results: Faye F., Castro R., Dubief J., Recognising disabilities and barriers! Key findings from a 
Rare Barometer survey on the impact of living with a rare disease. EURORDIS-Rare Diseases Europe. 
February 2025. tiny.cc/RB_DailyLife_Results 

Webinar: Rare Barometer Daily Life Survey Results – 13 February 2025. youtu.be/B3krthKaEf4 

https://www.eurordis.org/rare-barometer-findings-daily-life-survey/
https://doi.org/10.70790/PDIR1346
http://tiny.cc/RB_DailyLife_Results
https://youtu.be/B3krthKaEf4


3
Story idea:
newborn screening



24 languages

1331

24 MAY       23 July 20
23

5,569

50 countriesTARGET POPULATION

All patients living with a rare disease and their family 
members

respondents 
worldwide and6,179 in 

Europe

rare diseases 
represented

The opinion of people living with a rare disease
on newborn screening



Relying on the lived experience of people living with a 
rare disease

People living with a rare disease
2,567 respondents (46%)

If it is or were possible, I would have liked to be diagnosed at birth

FAMILY MEMBERS
3,002 respondents (54%)
Mostly parents of people living with rare diseases (49% of the sample)

If it is or were possible, I would have liked the person I care for to 
be diagnosed at birth

Strongly agree

Agree

Neither agree nor disagree

Disagree

Strongly disagree



A wide majority of participants would have liked 
their rare disease to be diagnosed at birth

50%

23% 16%
5% 6%

73% ²Boardman et al. (2017). Newborn genetic screening 
for spinal muscular atrophy in the UK: The views of 
the general population. Mol Genet Genomic Med.



The rare disease community STRONGLY SUPPORts 
NEWBORN SCREENING FOR all RARE CONDITIONS

5Etchegary et al. (2012) Interest in 
newborn genetic testing: a survey of 
prospective parents and the general public. 
Genet Test Mol Biomarkers. 



Newborn screening - 
participants in Europe

eurordis.org/who-we-are/our-members 

rare.barometer@eurordis.org

https://www.eurordis.org/who-we-are/our-members


Newborn screening - world participants

eurordis.org/who-we-are/our-members 

rare.barometer@eurordis.org

https://www.eurordis.org/who-we-are/our-members


Hereditary hemorrhagic telangiectasia 199

Cystic fibrosis 197

Hypermobile Ehlers-Danlos syndrome 120

Neurofibromatosis type 1 103

Fragile X syndrome 76

22q11.2 deletion syndrome 61

Tuberous sclerosis complex 49

Sarcoidosis 47

Duchenne muscular dystrophy 45

Phenylketonuria 40

Williams syndrome 39

Coffin-Lowry syndrome 37

Wilson disease 34

Fabry disease 33

Gaucher disease 32

Marfan syndrome 32

Classical Ehlers-Danlos syndrome 31

Osteogenesis imperfecta 31

Classic phenylketonuria 30

Rett syndrome 30

Newborn screening
Federations with 30+ participants

eurordis.org/who-we-are/our-members 

rare.barometer@eurordis.org

https://www.eurordis.org/who-we-are/our-members


Newborn screening – references
rare.barometer@eurordis.org

Press release: Major survey reveals rare disease community’s overwhelming support for screening at birth. 7 May 2024. 
download2.eurordis.org/pressreleases/2024-05-07-Press-release-on-survey-into-newborn-screening.pdf 

Report: Dubief J., Gross E.S., Faye F., Voices on newborn screening: the opinion of people living with a rare disease. A Rare 
Barometer survey with the Screen4Care project. EURORDIS-Rare Diseases Europe. May 2024. 
doi.org/10.70790/NLMC2114 

Factsheet key results: Dubief J. Screening Rare Diseases at Birth! Key findings from a Rare Barometer survey on the 
opinion of people living with rare diseases on newborn screening. April 2024. tiny.cc/RB_NBS

Webinar: Rare Barometer Webinar on the results of the newborn screening survey. youtube.com/watch?v=FeBjCEoYrNk 

Position paper: Key principles for newborn screening. A EURORDIS Position Paper. January 2021. 
eurordis.org/publications/key-principles-for-newborn-screening/ 

Podcast: Rare on Air. Should more diseases be screened at birth? eurordis.org/rare-on-air/ 

https://download2.eurordis.org/pressreleases/2024-05-07-Press-release-on-survey-into-newborn-screening.pdf
https://doi.org/10.70790/NLMC2114
http://tiny.cc/RB_NBS
https://www.youtube.com/watch?v=FeBjCEoYrNk
https://www.eurordis.org/publications/key-principles-for-newborn-screening/
https://www.eurordis.org/rare-on-air/


Thank you! 
to the Rare Barometer participants, partners and corporate donors in 2024-2025

rare.barometer@eurordis.org

<

https://www.eurordis.org/
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