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Mission: to work across borders and diseases to improve the lives of people 
living with a rare disease 

 

EURORDIS-Rare Diseases Europe 

 800+ member patient organisations  
 69 countries (28 EU countries) 
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What is a rare disease? 
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Challenges faced by people living with a rare 
disease & their carers 

     Challenges accessing health care: undiagnosed, misdiagnosed, wait years 
   for diagnosis; rejection by HC professionals; difficulties accessing treatment 

Significant impact on everyday life activities: impairments, activity 
limitations, participation restrictions  

    Significant time and care burden, which falls heavily on women (often 
main the main carer) 

     Strong impact on work-life: absence from work, hampered professional 
activity, economic burden 

Impact on mental health and well-being 
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People living with a rare disease have difficulties 
with several Activities of Daily Living 

More than  
4 in 10 have 
difficulties 

with 
Understanding & 

learning 
  

Communicating 
with others 
 
  

More than  
5 in 10 have 
difficulties 

with 

   Controlling  
behaviour 

 
  

Taking care of 
finances & everyday 
administrative tasks 

 
  

              Personal  
        care activities 
 
  

More than  
7 in 10 have 
difficulties 

with 

Daily activities  
& tasks  
 

Motor/ sensorial 
functioning  

Social life 
/relations 

“Disabilities is an umbrella term, covering  
impairments, activity limitations, and participation restrictions” WHO 
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One day you appear completely healthy, the next day you are sick, and 
two days later you appear completely normal again” Female, Spain 

 

Symptoms vary & can be invisible in many ways 

      I don't look ill but am very ill with a condition which no one understands 
or has heard of” Female, United Kingdom 

N.R. looks healthy… 
She has two autoimmune diseases…   
(Myasthenia Gravis & Sjogren Syndrome) 

Katerina  is in a wheel chair...    
She has a complex neurodegenerative 
disease (Friedreich's ataxia) 

https://www.google.ro/url?sa=i&rct=j&q=&esrc=s&source=images&cd=&cad=rja&uact=8&ved=0CAcQjRw&url=https://littledoctors.wordpress.com/tag/clinical-symptoms-of-myasthenia-gravis/&ei=Kgx0VZ2wCYTyUvW0gOAD&bvm=bv.95039771,d.bGg&psig=AFQjCNG9cVDHm4EzYLJCpYmrAnyfSW3gaQ&ust=1433755030646138
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Access to healthcare and habilitation for 
people living with a rare disease: complex 
and hard to manage  

Image used for illustration purposes. Source: Nationella Funktionen Sällsynta Diagnoser, Sweden 

https://www.youtube.com/watch?v=B8ZO9w4eOMM&list=PLrRRsBcz0_Sye1pNRFPsEs-cDJgewhd_B&index=9
https://www.youtube.com/watch?v=B8ZO9w4eOMM&list=PLrRRsBcz0_Sye1pNRFPsEs-cDJgewhd_B&index=9
https://www.youtube.com/watch?v=B8ZO9w4eOMM&list=PLrRRsBcz0_Sye1pNRFPsEs-cDJgewhd_B&index=9
https://www.youtube.com/watch?v=B8ZO9w4eOMM&list=PLrRRsBcz0_Sye1pNRFPsEs-cDJgewhd_B&index=9
https://www.youtube.com/watch?v=B8ZO9w4eOMM&list=PLrRRsBcz0_Sye1pNRFPsEs-cDJgewhd_B&index=9
https://www.youtube.com/watch?v=B8ZO9w4eOMM&list=PLrRRsBcz0_Sye1pNRFPsEs-cDJgewhd_B&index=9
https://www.youtube.com/watch?v=B8ZO9w4eOMM&list=PLrRRsBcz0_Sye1pNRFPsEs-cDJgewhd_B&index=9
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48% 
Have uncovered needs regarding access to 
rehabilitation and therapies (21% have access but find they are not enough 

to cover their needs; 27% do not have access but find that they would need it) 

People living with a rare disease have uncovered 
health and rehabilitation needs 

28% 
Have uncovered needs regarding access to health 
services (14% have access but find that they are not enough to cover their needs; 14% 

do not have access but find that they would need it) 

1 in 5 Experienced rejection by healthcare professionals, 
often due to the complexity of the disease 



9 

have uncovered needs regarding access to 
disability benefits (28% have access but find that these are not enough to 

cover their needs; 22% do not have access but find that they would need it) 

People living with a rare disease have uncovered 
needs regarding disability benefits 

50% 

      of respondents submitted to                
         disability assessment find that the  
         % of disability assigned to them too low 

34% 



Examples of good practices to 
support access to health, 
rehabilitation and habilitation 

Initiatives supporting, empowering 
and engaging people living with rare 
diseases and their carers 
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26 

• Commission Communication (2008): Rare Diseases: Europe’s Challenges  

• Council Recommendation on an action in the field of Rare Diseases (2009)  

• EUCERD and Commission Expert Group on Rare Diseases 

 

European policy 

https://ec.europa.eu/health/rare_diseases/overview_en 
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8. Rare Disease specificities should be integrated into national 
systems assessing a person’s level of functioning, in line with 
the United Nations Convention on the Rights of Persons with 
Disabilities 

Policy: Commission Expert Group Recommendations 
to Support Integration of RD into Social Policy 
Unanimously adopted by representatives of all EU Member States (April 2016) 

4. Member States (MS) should promote measures that facilitate 
multidisciplinary, holistic, continuous, person-centred and 
participative care provision to people living with rare diseases, 
supporting them in the full realisation of their fundamental 
human rights 

https://ec.europa.eu/health/sites/health/files/rare_diseases/docs/recommendations_socialservices_policies_en.pdf 
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26 
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Healthcare: European Reference Networks (ERNs) 

26 Member States 

• Virtual healthcare: 
specialist advice 
 

• Knowledge 
generation: 
sharing experience 
and expertise, 
research and 
innovation 
 

• Knowledge 
dissemination: 
clinical guidelines, 
healthcare 
pathways, 
education and 
training 

Networks harness the collective knowledge and experience of experts, focusing on a 
common goal to drive improve access to diagnosis and treatment  

by providing high-quality healthcare 

https://ec.europa.eu/health/ern_en 
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Advancing holistic high quality care and services for people living with rare 
diseases across Europe 

Habilitation: European Network of Resource 
Centres for Rare Diseases (RareResourceNet) 

• One-stop shop style services  

• Holistic care and support  

• Complementary to health care and social services  

• Create a bridge between people living with a rare 
disease/families and stakeholders providing health 
care, social care and social support 

 
 

Examples of resource centres for rare diseases: 

Ågrenska, Sweden 

Frambu, Norway 

NoRo, Romania 

List of resource centres in Europe 

 

www.innovcare.eu/rareresourcenet/ 

http://www.eurordis.org/content/resource-centres-list
http://www.eurordis.org/content/resource-centres-list
http://www.eurordis.org/content/resource-centres-list
http://www.eurordis.org/specialised-social-services
http://www.eurordis.org/sites/default/files/publications/fact-sheet-resource-centres.pdf
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European projects: supporting integrated-holistic care 

2015-2018 
• Co-funded by EC-DGSANTE 

• European Joint-Action for Rare Diseases 
• Focus: supporting the development and 

implementation of European and national 
policies/recommendations on policy, 

information and data for rare diseases 
 

 

2015-2018 
• Co-funded by EC-DGEMP 

• Focus: integrated and holistic care 
• Pilot of case management for rare diseases 

and other complex conditions 
 
 

 
 
 
 

 
 

www.innovcare.eu www.rd-action.eu 

These projects co-organised multistakeholder workshop on holistic care for people 
living with a rare disease (April 2018): presentations and outcomes available here 

https://innovcare.eu/event/workshop-creating-sustainable-environment-advance-holistic-innovative-care-rare-diseases-complex-conditions/).
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Orphanet Disability Project www.orpha.net 

26 

• Provide information to health-social sector 

Orphanet Functionning Thesaurus 

 Based on ICF (WHO 2007) 
 139 items in 10 domains + environment items 
 Allowing to describe: frequency, severity, 

temporality 
 Annotations and texts made with contribution 

of: medical experts, medical-social sector 
professionals, patient organisations 

Disability factsheets collection 

 Description of disease 
 Disability situations 
 Living with a disability 
 Aids to limit or prevent disabilities 



Complementary 
information & 
Sources 
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• Access to accurate and timely diagnosis 

• Proper and timely access to treatment  

• Access to infraestructure  

• Availability 

• Marginalisation 

• Examples of good practices from the rare disease community on access to 
health services & on engaging people with a rare disease in service design 

 

www.ngocommitteerarediseases.org 

You can access the full contribution here  

http://www.ohchr.org/Documents/Issues/Disability/StandardHealth/NGOCommitteeRareDiseases.pdf
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EURORDIS-Rare Diseases Europe (2009). The Voice of 12,000 Patients: 
Experiences and Expectations of Rare Disease Patients on Diagnosis and 
Care in Europe. www.eurordis.org/publication/voice-12000-patients. 

 
 
 
 
 
 
 
 
 

Sources: challenges faced by people with a rare disease  

EURORDIS-Rare Diseases Europe (2017). Juggling care and daily life: The 
balancing act of the rare disease community. http://bit.ly/SurveyRD.  

• Over 3000 respondents from 42 European countries; affected by 802 diseases 

• Conducted through the EURORDIS survey initiative Rare Barometer Voices in the scope of 
the EU-funded project INNOVCare 

 
EURORDIS-Rare Diseases Europe (2017). Access to treatment: Unequal care 
for European rare disease patients. http://bit.ly/SurveyAccessTreatment  

• 1350 respondents from 21 European countries from 42 countries 

• Conducted through the EURORDIS survey initiative Rare Barometer Voices 

 

www.eurordis.org/voices  

http://www.eurordis.org/publication/voice-12000-patients
http://www.eurordis.org/publication/voice-12000-patients
http://www.eurordis.org/publication/voice-12000-patients
http://www.eurordis.org/publication/voice-12000-patients
http://www.eurordis.org/publication/voice-12000-patients
http://bit.ly/SurveyRD
http://www.innovcare.eu/
http://bit.ly/SurveyAccessTreatment


eurordis.org/voices 

EURORDIS  would like to thank all Rare Barometer partners for their support to co-fund 
the surveys conducted via EURORDIS survey initiative Rare Barometer Voices 

This project is co-funded by  
the European Union 
EaSI PROGRESS, DG Employment, Social  
Affairs and Inclusion 

Thank you 
raquel.castro@eurordis.org 


