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Encyclopaedia for 
professionals & patients 

7 languages 

Encyclopaedia for professionals 

Encyclopaedia for the general public 

 used by patients, families, 
health professionals, 
teachers, social workers 

 

 12,000 downloads/day 

 

 resource documents for the 
French help line 
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     How to improve the information on disabilities 

 

Needs 
 

• improve the knowledge of disabilities associated with rare diseases 
 

• increase the visibility of the daily difficulties experienced by patients 
  

• provide information to all those implicated 
 

• help social agencies equitably distribute  the appropriate disability 
compensation measures amongst patients 

 

in the 1st French National Program for Rare Disabilities (2009-2013) 
in the 2nd French National Plan for Rare Diseases (2011-2014) 
 

in partnership with the French Solidarity Fund for Autonomy (CNSA) 
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Our answers 
 

disability section in the 
Orphanet Encyclopaedia for 

the General Public 

for the general public 

Orphanet Disability 
Encyclopaedia 

(disability factsheets) 

for professionals 

Orphanet Disability Project 
(disability datasets) 

to cover all the rare diseases and build a database 
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Information about disabilities 
associated with rare diseases 

Marie Daniel 
Ana Rath, MD 
  

   
  

marie.daniel@inserm.fr 
eogp.orphanet@inserm.fr 
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Texts produced by Orphanet 
133 texts in French 
translations in Spanish (some) 

 

External texts evaluated by Orphanet 
90 texts 
in 9 languages 

Orphanet Encyclopaedia for the General Public 

produced by: patient support groups, health 
agencies, expert/reference centers, private 
foundations 
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since 2010, information has been 
added  on disabilities associated 
with each disease 

 

peer-reviewed by medical experts, 
disability professionals and patient 
support groups 

 

collaborative partnership with the 
French Resource Centers for Rare 
Disabilities 

 

18 texts with disability information 
are currently available 
and 40 more are now in progress 
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What are the disabilities resulting from 
the disease? 

What resources are available to limit and 
prevent the disability? 

«Living with»: the disability on a daily basis 

familial life, work, social life, school, 
household, sports, self-sufficiency… 
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Where to find them? 
from each specific disease  page 
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Where to find them? 
from the tab « Encyclopaedia for patients » 
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intended for social services and 
workers and health professionals 
 

derived from both the Orphanet 
Encyclopaedia for Professionals and 
the Orphanet Encyclopaedia for the 
General Public 

 

currently 15 texts available in French 
 

 

 

Disability factsheets 

Orphanet Disability Encyclopaedia 
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brief information on 
the disease 

from the Orphanet Encyclopaedia 
for Professionals 
(validated by medical experts) 
 

definition 
epidemiology 
clinical description 
aetiology 
management and prognosis 

important points are 
highlighted 
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Disability 
information 

What are the disabilities resulting 
from the disease? 

from the Orphanet Encyclopaedia 
for the General Public 

 

What resources are available to limit 
and prevent the disability? 

 

«Living with»: the disability on a daily 
basis 
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soon 

soon 

Where to find them? 
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How can they be useful 

 
Raise awareness for rare diseases and their consequences on the daily 
lives of patients 

 

Help to better inform health professionals, staff of specialized institutions, 
educators, employers,… 

 

In the training of social service providers 
 

Help patients and their families receive appropriate disability 
compensation measures 

 

Can be used by patient organisations for advocacy purposes 
 

Can be added as complementary information to the disability evaluation 
record of a patient 
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The Orphanet Disability Project: 
Indexing the functional consequences of rare 

diseases with the International Classification of 
Functioning, Disability and Health (ICF) 

Myriam de Chalendar, PhD  
Ana Rath, MD 
  

     

myriam.de-chalendar@inserm.fr 
disability.orphanet@inserm.fr 
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Body 
functions 

Body 
structures 

Impairments 

Environmental 
factors 

Barriers   Facilitators 

Biopsychosocial model of disability 

Activities Participation 

Limitations Restrictions 

Personal 
factors 

CONTEXTUAL FACTORS 

Health 
condition 

b s 

ICF 

International Classification of Functioning, Disability 
and Health (ICF, WHO 2001) 

Activities and participation 

d 

e 

International Classification of Functioning, Disability and Health – 
Children & Youth version (ICF-CY, WHO 2007) 
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Establishing a methodology: 
adapting the ICF-CY to rare disease populations 

b 
Body 

functions 

s 
Body 

structures 
Impairments 

d 
Activities and 
participation 

Limitations, Restrictions 

e 
Environmental 

factors 
Barriers, Facilitators 

mapping  designing a questionnaire 
to collect the data 

Orphanet Functioning Thesaurus 

ICF / ICF-CY 

too complex 

from those who know 

Human Phenotype Ontology 
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279 items 

d 
Activities and participation 

Limitations Restrictions 

568 items 
11 qualifiers 

e 
Environmental factors 

Barriers   Facilitators 

ICF-CY 

4 levels of depth 
ICF-CY concepts 
fully compatible (ICF, ICF-CY, ICD11) 
updated with items missing in the ICF 

mapping 
ICF 
ICF-CY 
ICD11 – Functioning domain 

multilingual 
English/French 
Spanish/German/Italian/Portuguese/Dutch 

enrichment 
synonyms 
keywords 

Orphanet Functioning Thesaurus 

The Orphanet Functioning Thesaurus 

113 descriptors 

15 descriptors 
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The Orphanet Functioning Thesaurus 

Understanding 
Communicating 
Motor skills 
Self-care 
Sleeping/staying awake 
Temperament and behaviour 
Moving around 
Interpersonal skills 
Daily activities 

Household 
Education 
Work and economic life 
Life management 

Social life 

10 main topics 
For all areas of life 
- general items  
- important items to describe all kinds of disabilities 
- important items for children 

4 qualifiers 
disability type (permanent or transient limitation, delay) 
loss of abilities 
severity (low, moderate, severe, complete, unspecified) 
frequency in the population (very frequent, frequent, 

occasional) 

Environmental factors 

   factors from the natural environment, that are 
independent of the individual and his/her personal 
situation 

   important natural factors to take into account to limit 
disability 
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Medical experts 

Disability professionals 
ICF experts 

Patient support 
groups 

Collecting the disability data 

Data collection 

Indexing 

Validation 

Disability 
questionnaires 

Literature 
survey 

Orphanet Functioning 
Thesaurus 

Orphanet Functioning Database 
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The Orphanet Disability Questionnaire 

currently in French, 
English and German 
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Indexing rare diseases 
with the Orphanet Functioning Thesaurus 

Orphanet Functioning Database 
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Progress of the project 
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on-going data collection

collected data 1397 

857 

Diseases with 

Project set up phase 

2600 disability forms sent 

52% 
19% 

29% 

medical experts

disability professionals

patient support groups

60% 16% 
24% 

886 completed forms received 
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Contributors 

from 43 countries 

hundreds of contributors 
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 “This form that aims to quantify and 
assess disabilities of patients with LCH 
is a potentially important tool that may 
be of use to both patients and medical 
providers. “ 
“this may become a resource document” 
Pr Robert Vassallo, lung specialist, USA 

 “I actually think this was a very good 
survey.  While it took me a bit of time at 
first to determine the best way to 
answer, I do think that overall it was well 
done and the information will be quite 
useful, particularly to parents, 
educators, and therapists.” 
Pr Sarah Elsea, geneticist, USA 

 “Merci a vous pour ce 
beau travail “ 
Pr André Mégarbané, 
geneticist, Lebanon 

 “Thank you for 
involving me in this 
important work.“ 
Dr Patrick Yu-Wai-Man, 
ophthalmologist, UK 

 “I will accept the invitation to 
participate in this important 
project“ 
Ms Eva Naess, 
physiotherapist, Norway 

 “Je vous remercie, au nom des 
adhérents TOP de APTES pour le 
travail que vous accomplissez 
pour la reconnaissance du 
handicap dans le cadre des 
maladies rares“ 
Ms Monique Nait, 
APTES association, France 

 “Congratulations for your 
excellent project“ 
Dr Luis Javier Jara 
Quezada, rheumatologist, 
Mexico 

 “I appreciate your 
project very much“ 
Dr Anna Caciotti, 
clinical pathologist, 
Italy 

 “Good initiative!” 
Mr Bart Bartels, 
pediatric physical 
therapist, 
Netherlands 

 “I think what you are doing is 
fantastic!  A good resource for 
health care providers and 
scientific investigators.  Well 
done!“ 
Ms Lindsay A. Middelton, 
genetic counselor, USA 

 “Thank you for giving us the 
opportunity to share our 
experiences for those who 
need it.“ 
Ms Mary Anne Meskis, Dravet 
syndrome foundation, USA 

 “Thank you again for your 
interest in improving the 
knowledge base on this 
topic.” 
Ms Pam Joseph, social 
worker, Australia  “I was excited to get your 

e-mail concerning the 
survey and have the 
nonprofit participate. We 
support you 100% to have 
this survey be successful.“ 
Ms Billie Yvonne Duncan-
Smith, CADASIL 
Foundation, USA 

 “I strongly believe that such 
encyclopedia will be very helpful for 
both patients and health care 
providers and I am glad to get the 
opportunity to participate.“ 
Dr Ayman El-Hattab, paediatrician, 
Saudi Arabia 
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Results 

Providing for each rare disease: 
• a full list of the functional difficulties 
• with their temporality and course 
• with their degree of severity 
• with their frequency in patient populations 
• with the current care and management 
• keeping in mind that  each situation is unique 
• from expertise and experience of all interested parties 
• in a controlled vocabulary, compatible and mapped with the international 

classification 
• in 7 languages 

RD disability core sets 

For numerous diseases in quite little time 
 Pioneer project with international stature 
 

The enthusiasm of all the stakeholders 
(medical experts, health professionals, patient representatives, social workers and 
services,…) 
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Where will you find them? 

On Orphadata : 
the Orphanet dataset download platform 
www.orphadata.org 
for extracting the whole data 
 
 

 
 

In a specifically designed search engine 
to be developed 

 
On each specific disease page of the Orphanet website (currently under 
discussion) 

When giving access to disability information, care should be taken to avoid 
 excessively distressing patients and their families. 
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How can they be useful 
 

to raise awareness of the functional consequences of RD(s) 
 

to help better evaluate the difficulties and the needs of patients 
(i.e. use of the questionnaire/ thesaurus as a guide for assessing the disabilities, 
use of the disease specific disability core set as a checklist) 
 

to inform and train health professionals, staff of specialized institutions, 
educators, therapists and social service providers 

 

to ensure the better care and support of patients, and to improve their 
quality of life 

 

to help the patients and their families receive the disability compensation 
measures they need with equity and equality 
(example: partnership with the French Disability Benefit Offices, MDPH) 
 

to provide decision makers with a tool that can help assess the social 
burden of RD(s) 
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How you can help 

 

send us any relevant documents 
(general public information , information on diseases and disabilities) 
whatever their language 
We will assess their quality according to our standards 
prior to dissemination 
 

contribute to the Orphanet Disability Project by answering the 
questionnaire for disease(s) you are familiar with 

 

Help in the translation of: 
• the Orphanet disability questionnaire 
• the Orphanet Encyclopaedia for the General Public 
• the Orphanet Disability  Encyclopaedia (disability factsheets) 
Orphanet will provide translation procedures to volunteers. 

 
 

 

marie.daniel@inserm.fr 
eogp.orphanet@inserm.fr 

myriam.de-chalendar@inserm.fr 
disability.orphanet@inserm.fr 
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Thank you for your attention ! 
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