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Despite the major advances in understanding rare diseases (RD) in recent years, there remains gaps in terms of epidemiological data concerning 

these diseases, as population-based studies and registries are few and far between. Orphanet (www.orpha.net), the European RD knowledge base, 

is developing strategies to improve epidemiological information on RD. 
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Geographic coverage of epidemiological data 

With its wide coverage of epidemiological data about RD, Orphanet represents the most comprehensive source of validated RD 

epidemiological data. This is of high interest for political decision-makers, researchers and the pharmaceutical industry. Analysis of this data 

will allow more accurate estimates of the global prevalence of RD in the general population to be carried out. 
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Epidemiological data life cycle Representation of Epidemiological data in the Orphanet database 
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Point prevalence class distribution 

RD not yet 

documented 

 1154  

(18.81%) 

1 indicator 

 1311 

 (21.36%) 
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