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Why Orphanet disability project? 

• Lack of information on disability associated with rare diseases 

and the need for compensation result in a negative impact on  

social care for persons suffering of a RD, with a risk of 

isolation, and exclusion.  

• There is no literature on the functional consequences of rare 

diseases. 

• Paramedical and social sector practitionners should benefit 

from information allowing to evaluate the needs of RD 

patients. 

• Compensation systems should benefit from information 

allowing to anticipate the solutions the most adapted to 

situations faced by persons suffering from a RD 
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RD disability database: methodology 

• Orphanet Functionning Thesaurus 

– 139 items in 10 domains + environement items 

– Based on CIF-YA (WHO 2007) 

– In 7 languages 

• Questionnaire  

– Derived form the thesaurus 

– Can be adapted for evaluation purposes 

– In English, French and German 

– Allowing to describe 

• Frequency : Very frequent, Frequent, Occasional 

• Severity: Complete, Severe, Moderate, Low 

• Temporality: Permanent, Transient, Episodic, Acquisition delay 

• Annotations and texts made with the contribution of: 

– Medical experts 

– Medical-social sector professionals 

– Patient organisations 

 

Target 

  Annotations: ~1000 more prevalent RD 

  Texts:  40 texts produced/year 
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Functionning thesaurus 
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Provide information to health-social sector 
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Disability factsheets collection 

 

Description of disease 

 

Disability situations 

 

Living with a disability 

Consequences on:  

-daily life,  

-family,  

-social sphere,  

-scholarship,  

-professional life 

 

Aids to limit or prevent 

disabilities 

-paramedical sector profesionals 

to involve,  

-social workers,  

-specialised services,  

-technical, familial, social, 

scholar aids… 

- Link to « Living with a rare 

disease in France » document 
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Orphanet Reports Series 

 «  Living with a rare disease in France» 

• To inform patients with rare diseases and their relatives about aids for 

social, school, professionnal and daily life  

 

• To guide patients with rare disease through the health care system 



In French only 
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Key results 
• Annotations: 532 diseases studied 

– 495 annotated 

• 221 amongst the more prevalent 

– 24,613 annotations produced 

• 50 terms/disease in average 

• Disability factsheets (in French): 

– 53 texts online & 52 under production 

– 128 diseases already covered  

• Disability factsheets (in Spanish): 

– 29 texts online 

– 84 diseases covered 



www.orpha.net 

Examples of exploitation 

Daily activities 

23% 

Motor skills 

15% 

Understanding 

13% 

Communicating with 

others 

10% 

Social life 

9% 

Self-care 

9% 

Interpersonal skills 

7% 

Moving around 

6% 

Temperament and 

behaviour 

3% 

Environmental 

factors 

3% 

Sleeping/staying awake 

2% 

Domains more frequently affected 

permanent 

limitation 

68% 

transient 

limitation 

15% 

acquisition 

delay 

17% 

Complete 

7% 

Severe 

31% 

Moderate 

28% 

Low 

17% 

Unspecified 

17% 

Severity 

Temporality 
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Promote a common language across fields 

Orphanet central 

nomenclature 

Care 

Health Information 

System (EHRs) 

HGNC 

OMIM 

UniProt 

Reactome 

Ensembl 

Genatlas 

IUPHAR 

OMIM 

ICD10/11 

UMLS 

MedDRA 

Genes 

Disabilities Phenotypes 

SNOMED 

Terminologies 

OD 

ODrugs 

Research  

Registries/Cohorts 
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THANK YOU! 

Orphanet disability project 


