
 
 
 

 

 
Paris, 28 February 2017 

28 February 2017: International Rare Disease Day 

 
 

The 28 February 2017 marks the 10th edition of World Rare Disease Day, with the 
slogan “Join us in making the voice of rare diseases heard.” While  
there are 7,000 known rare diseases, 80% of them genetic in origin, new rare diseases 
are regularly discovered. 
 
According to the definition used in Europe, a disease is called “rare” if affects fewer than 1 
person in 2,000. 
 
Of the 25 million Europeans affected, over 3 million French people are directly concerned, or 
4.5% of the population, although each condition affects fewer than 30,000 people in France. 
 
Often chronic and progressive in nature, they affect patient quality of life, causing motor, 
sensory or intellectual impairment in 50% of cases, and a total loss of autonomy in 9% of 
cases. 
 
Coordinated by Inserm, and a member of the Rare Disease Platform, Orphanet is the portal 
of reference on rare diseases and orphan drugs, offering open access to many services to 
enable patients to understand their disease and its consequences, and guide them through 
their care pathway by identifying diagnostic laboratories and centres of reference. By 
facilitating access to patient associations, it also helps them to overcome their isolation. 
 
Inserm researchers remain committed to advancing research, on both improvement of 
patient care and the efficiency of existing therapies. Some examples of research carried out 
by Inserm on this theme are available at the Press Room: 
 
Rituximab effective in the treatment of membranous glomerulonephritis, published on  

7 October 2016. 
 
Long term correction of hyperbilirubinemia in animal models of Crigler-Najjar syndrome after 
AAV vector-mediated liver gene transfer, published on 21 July 2016. 
 
An effective drug for myoclonus-dystonia, a rare disease of the nervous system, published 
on 8 April 2016. 
 
The origin of heart dysfunctions in myotonic dystrophy identified, published on 19 April 2016. 
 
 

 
Orphanet contact 
 
Ana-Maria Rath 
Inserm Research Director 

http://www.orpha.net/consor/cgi-bin/index.php?lng=EN
file:///C:/Users/murielle.gigandet/Documents/Re/Le%20rituximab%20efficace%20dans%20le%20traitement%20de%20la%20glomÃ©rulopathie%20extramembraneuse
http://presse.inserm.fr/en/correction-of-hyperbilirubinemia-in-animal-crigler-najjar-syndrome/24629/
http://presse.inserm.fr/en/correction-of-hyperbilirubinemia-in-animal-crigler-najjar-syndrome/24629/
http://presse.inserm.fr/en/an-effective-drug-for-myoclonus-dystonia-a-rare-disease-of-the-nervous-system/23396/
file:///C:/Users/murielle.gigandet/Documents/Re/L&apos;origine%20des%20troubles%20cardiaques%20dans%20la%20dystrophie%20myotonique%20identifiÃ©e


Information and service platform for rare diseases and orphan drugs  
+33 (0)1 56 53 81 47 

ana.rath@inserm.fr 
 
Investigator contacts 
 
Federico Mingozzi 
Inserm Research Director 
Unit 951/ Généthon 
+33 (0)1 69 47 29 90 
fmingozzi@genethon.fr 
 

Nicolas Charlet-Berguerand 
Inserm Research Director 
Institute of Genetics and Molecular and Cellular Biology (IGBMC) 
+33 (0) 3 88 65 33 09 
ncharlet@igbmc.fr  
 
 

Press contact  
presse@inserm.fr  
Access the Inserm press room    
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