
“It’s not my fault”
Webinar on the diagnosis Odyssey

Webinar, 21.03.2024



Welcome & 
Opening Remarks

Philipp, osteogenesis imperfecta



Diagnosis 
Odyssey
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Delayed 
Diagnosis

Symptoms 
Challenge

Lack of Recognition

Undiagnosed 
cases

Psychological Impact

SWAN

Often undiagnosed
5Y and over 6 visits
to specialists

Symptoms difficult to 
recognize and often 

misinterpreted

60% of conditions 
remain undiagnosed

Mislabelling as hypochondriacs 
or psychosomatic

Stress, isolation, 
anxiety, and 

depression, even 
after diagnosis

Some individuals 
never receive a 

diagnosis

https://www.eurordis.org/


4

Psychosocial
Support

https://www.eurordis.org/


Agenda
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Time Topic Speaker

11.00 – 11.05 Welcome & Opening Remarks Concha Mayo, EURORDIS

11.05 – 11.20 Keynote Speech: Impact of the diagnostic odyssey
on mental health and wellbeing.

Helene Cederroth, Wilhelm Foundation

11.20 – 11.40 Advocacy in action, securing support for people
traveling the diagnosed odyssey.

Gulcin Gumus, EURORDIS

11.40 – 12.25 Panel Q&A Matt Bolz-Johnson, EURORDIS

12.25 – 12.30 Closing Remarks & Next Steps Gulcin Gumus, EURORDIS

https://www.eurordis.org/


Impact on Mental 
Wellbeing of Rare 
Diseases 
Helene Cederroth, Wilhelm Foundation

Misha, Duchenne muscular dystrophy



Helene Cederroth 
Founder President
Wilhelm Foundation

It is not my fault! – Webinar on the impact of the 
Diagnostic Odyssey on Mental Health. 



The photos are from Wilhelm Foundation’s activities and the Photo project 
together with photographer Rick Guidotti, Positive Exposure.
We have consent for all pictures. 

I have no conflicts of interest. 



Behind every undiagnosed disease 
stands a family

Undiagnosed Diseases are a global health problem 



Undiagnosed families are left behind.



Undiagnosed diseases are divided into 3 groups:

1. Not yet diagnosed 

2. Undiagnosed, since the 
disease is not discovered yet

3. Misdiagnosed



Without a diagnosis

• no one know the cause

• no one understands the disease

• no treatment

• no prognosis



The undiagnosed diseases affect the whole family



Without a diagnosis – no one knows if it’s a 
hereditary disease or not



Without a diagnosis – no one knows if it’s 
a fatal disease or not



The odyssey to reach an accurate diagnosis can take years



• Epilepsy 

• Intellectual disability 

• Cerebral palsy 

• Rare cancer

• Autoimmune diseases

• Overgrowth diseases

• Degenerative diseases

• Metabolic diseases





In the worst-case scenario, 
a late diagnosis could lead 

to irreversible consequences 
and even be life threatening 



Without a diagnosis relatives, friends, caregivers 
often mistrust the family



Children with undiagnosed diseases 
and their sibling



“It’s in your head”

“Your child is a mystery”

“You are doing harm to your child”

“We don’t know what it is, but it’s nothing dangerous ”

“You harming your child since you take 
him/her to new specialists all the time”

You have to accept that you never will 
get a diagnosis. Learn to live  with it”



Did I do anything wrong during the pregnancy?





Hugo passed away 10 years old 





Lilla Emma 
1994 - 2000

Wille
1983 - 1999

Hugo 
1991 - 2002



Wilhelm Foundation 



350 million people worldwide living 
with an Undiagnosed Disease





Take home messages

To the family:

• It’s hard but there is hope!

• New diseases are discovered all 

the time

• We are working to help you

• You are not alone

• You know your child best

To care givers:

• Don't try to normalize

• The undiagnosed are the Zebras 

– listen for them

• Don't make it more difficult for 

to search for a diagnosis

• Refer the patients



Advocacy in action 
for individuals travelling 
the diagnosis Odyssey
Gulcin Gumus, EURORDIS

Daniel, Williams syndrome



Gulcin Gumus, PhD 

Research and Policy Senior Manager 

EURORDIS 

21 March 2024

It’s not my fault

The role of patient
organizations in supporting

the undiagnosed
community

https://www.eurordis.org/


1009
Member patient 
organisations

74 countries (28 EU 

countries)

44 National Alliances of rare 

disease patient organisations

72 European Federations 

for specific rare diseases2,500
Outreach to over

patient groups 

440
Over

volunteers

1997
Founded in

40+
Staff members with 
offices in Paris, Brussels 
and Barcelona

EURORDIS works across borders and diseases to improve the 
lives of people living with a rare disease

Our Mission

https://www.eurordis.org/
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Contributing to make change happen:

• Engaging and partnering with policy makers, experts 

and organisations, to provide input to the design and 

implementation of policies, initiatives, good practices 

and funding instruments. 

• Developing or taking part in relevant European 

projects.

• Empowering its members and the rare disease 

community on social and other human rights topics. 

• Contributing to or leading publications on relevant 

topics.

EURORDIS work to reduce the psychosocial 
impact of living with a rare disease

https://www.eurordis.org/


International Joint Recommendations
to Address Specific Needs of
Undiagnosed Rare Disease Patients
1. Undiagnosed rare disease patients should be recognised by national authorities 

as a distinct population with specific unmet needs to enable development of 
personalised health and social care 

2. National sustainable programmes dedicated specifically for undiagnosed 
diseases should be developed and supported by appropriate authorities in each 
country to enable rapid and equitable access to diagnosis and social support

3. Knowledge and information sharing should be structured and coordinated at 
national and international levels to facilitate access to relevant resources for 
all undiagnosed patients

4. Patients should be equally involved with other stakeholders in the governance of 
undiagnosed diseases programmes and international networks to adequately 
address the priorities of undiagnosed rare disease patients and contribute to 
improved healthcare

5. Ethical and responsible international data sharing should be promoted through 
existing initiatives to increase collaboration, improve diagnosis, facilitate 
research and accelerate treatment of undiagnosed and rare conditions

https://www.eurordis.org/


Tools: Rare Barometer Surveys

https://www.eurordis.org/


Tools: Rare Barometer Surveys

• 24+ languages

• PLWRD & carers

• Participate from any country in the world

• Country based analysis

• Fact sheet

• Main findings discussed in webinars 

Peer reviewed articles

https://www.eurordis.org/


https://www.eurordis.org/


H-Care: The Healthcare 
Experience of People 
living with a Rare Disease

https://www.eurordis.org/


https://www.eurordis.org/


New Global Rare barometer survey
On the journey to diagnosis for people living with a rare 

disease
Identifying personal and external factors influencing the process of obtaining 

timely and accurate diagnosis from a patient perspective

All patients living with a rare disease 
and their family members, including:

• Former or recovering patients 
(e.g. cancer survivors)

• Undiagnosed
• Any experience of diagnosis: 

difficult or easy, long or short.

The survey is open to people living with a 
rare disease and their family members 
from any country in the world, and is 
translated in 26 languages.

The survey run from 
17 March to 15 June 2022.

Target population worldwide

timeline



SHAPING THE ONLINE 
QUESTIONNAIRE

Refine the 
diagnosis concept 

and identify what is 
new in the field

61 participants + 8 
individual 
interviews

Contribute to 
identifying 
issues and 
indicators 

to include in the 
questionnaire

Input on 
topics and indicators 

to be included

Feedback
on the questionnaire

9 participants

Translations checked 
in 15 languages

by native speakers

Identify 
indicators

already existing 
or still missing

Literature review Online panel Topic Expert 
Committee

Council of National 
Alliances

Pilot test with 
patients





• Listen to the podcast! 

• Article submitted to the European Journal
of Human Genetics (published soon)

https://www.eurordis.org/


Solve-RD: Solving the unsolved

25 members  from 19 organizations within 4 
networks (UDNI, SWAN EUROPE, ePAG rep, 
Global Commission) and Solve-RD

Community Engagement Task Force

• 2018-2024 
• EU funded project
• To solve large numbers of rare disease, for 

which a molecular cause is not known yet by 
sophisticated combined omics approaches

• 23 Institutions (including ERNs and UDPs)

• Community Engagement Task Force
• Experience Based Co-Design

https://www.eurordis.org/


47



49



3 years €18 million funding to improve the diagnosis, treatment and care of 

patients with rare diseases

Develop recommendations for national patient organizations for undiagnosed 

patients 

A task force with key stakeholders

• Patient experts 

• Clinicians

• Psychologists

• Policymakers 

• ERN network   

Improving the pathways /Best practices 

What type of support is needed?  (Psychological) Where can patients find that support? 

Take part in our

task force!

51

Integration of ERNs into Healthcare Systems

https://www.eurordis.org/


UDNI PATIENT ENGAGEMENT 
GROUP
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UDNI PATIENT ENGAGEMENT GROUP

Objectives:

• A platform to bring together the organizations that focus 

on undiagnosed 

• To guarantee increased involvement 
and active contribution  in the UDNI 

22 Member organisations from all continents (Countries including US,Uruguay,Argentina,India, Ghana, 
China, Australia)

https://www.eurordis.org/


Patient session 
at the 12th

International 
UDNI 
Conference

• 50+ participants 

• Undiagnosed families and patients from

23 patient organizations 

• Presentations from Wilhelm Foundation,

EURORDIS, NORD and SCN2A Georgia on: 
• Diagnostic Odyssey
• Newborn Screening 
• Centers of Excellence 
• Mental health 

Pre-conference session: “Towards
International Integration”

Activities

UDNI PATIENT ENGAGEMENT GROUP

https://www.eurordis.org/


• The organization is listed on the UDNI website

• Invited to join our PEG meetings

• View slides from presentations of our membership

• Register to the UDNI Conferences & information on UDNI 
meetings  

• Email updates from the PEG on meetings, networking 
opportunities and other activities

https://www.udninternational.org/

UDNI PATIENT ENGAGEMENT GROUP

https://www.eurordis.org/


Take home messages

• Undiagnosed rare disease patients should be 
recognised by national authorities as a distinct 
population with specific unmet needs

• Patient empowerment is needed for adequate and 
full involvement of patient representatives in 
research for undiagnosed and to integrate 
psychosocial support in policy topics concerning 
undiagnosed diseases. 

• Establishing an active undiagnosed community is 
key!

https://www.eurordis.org/
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Thank you for your attention!
Gulcin Gumus, PhD

EURORDIS 

Research and Policy Senior Manager 

gulcin.gumus@eurordis.org



Panel Discusion
Matt Bolz-Johnson, EURORDIS

Kasper from Poland is living with Kawasaki disease



Panellists
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FEDERATIE 
MEDISCH 

SPECIALISTEN

Charlotte 
Gaasterland

Helene Cederroth

WESTERN 
AUSTRALIA
UNIVERSITY

Gareth BaynamGulcin Gumus

EURORDISWILHELM 
FOUNDATION

Panellist

Matt Bolz-
Johnson

EURORDIS

Moderator Panellist Panellist Panellist

https://www.eurordis.org/


Q&A

Misha, Duchenne muscular dystrophy



Closing 
Remarks

Iris, Ehlers-Danlos syndrome, chronic paroxysmal hemicrania, cluster headaches





Thank you!

Please 
complete the 
webinar survey

Eddison, xeroderma pigmentosum
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