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Orphanet was established in 1997 Orphanet was established in 1997 
to address identified problemsto address identified problems……....

Lack of informationLack of information Inventory and EncyclopaediaInventory and Encyclopaedia

Scarce expertiseScarce expertise

Too few collaborationsToo few collaborations

Directory of experts/clinicsDirectory of experts/clinics

Directory of research projectsDirectory of research projects

Difficult recruitmentDifficult recruitment

Isolation of patientsIsolation of patients

Directory of clinical trialsDirectory of clinical trials

Directory of patient Directory of patient 
organisationsorganisations
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Indexation by clinical signs
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Contribution of RD categories 
in % of total prevalence

Dysmorphology   16.40
Oncology 10.87
Neurology 10.78
Metabolism 7.39
Haematology 6.82
Cardiology 6.69
Bone 5.55
Dermatology 5.36
Internal Medicine  4.53
Endocrinology 4.46

Ophthalmology 3.72
Pneumology 3.45
Infectiology 2.59
Neuromuscular 2.42
Vascular disease 2.21
Ear-Nose-Throat 1.79
Nephrology 1.65
Gastroenterology 1.65
Hepatology 1.34            
Immunology 0.32
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Supported by DG Sanco (Orphanet contract)
Supported by DG Research (RDPlatform contract)
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Diagnostic tests for genetic diseases

Number of genes tested by country Top 25 of diseases tested in the 
greatest number of European countries
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20 000 accesses daily 
from over 200 countries
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Orphanet Users
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Documents available on orpha.net
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OrphaNews: to stay updated on scientific 
and political facts:12,000 readers


