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Italian National Health Service 
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Mission:  

research, information, education, 
surveillance and epidemiological 
studies for prevention, diagnosis, 

treatment  of rare diseases 
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http://it.wikipedia.org/wiki/Immagine:NIH_logo.svg




National  Regitry  of Rare Diseases (D.M.279/2001) 

National Registry of 
rare diseases 

Centres  of  
“Expertise” 

Regional  registries Common data set  
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www.epirare.eu 



http://www.rd-connect.eu 
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www.europlanproject.eu 
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Co-operation at international level  
to stimulate, better coordinate & maximise output  
of rare disease research efforts around the world 

www.irdic.org  
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200 New Therapies 

Means to Diagnose Most Rare Diseases  
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IRDiRC vision and 2020 goals 
in rare diseases research  

www.irdic.org  
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• Presence of registries and biobanks: 

 sharing epidemiological and biological samples 

 

• International collaboration trans-national call 

 

• Presence of Patient’s Associations/Groups 

 

• Dedicated resources (funds,etc.) 

MAIN FACTORS INFLUENCING SCIENTIFIC 
RESEARCH IN RARE DISEASES 

2° International Summer School  “Rare Disease and Orphan Drug Registries, Rome,  Sept 15-19, 2014 



  



2° International Summer School  “Rare Disease and Orphan Drug Registries, Rome,  Sept 15-19, 2014 



2° International Summer School  “Rare Disease and Orphan Drug Registries, Rome,  Sept 15-19, 2014 

Raphael (Vatican Museum) - The school of Athens (1509-1511)  

Plato, Aristotle, Pythagoras, Diogenes, Heraclitus, Euclides,etc. 
 

 



AREAS OF THE COUNCIL RECOMMENDATION 
 

7.   SUSTAINABILITY 

6.   EMPOWERMENT OF PATIENT ORGANISATIONS 

5.   GATHERING THE EXPERTISE ON RARE DISEASES AT EUROPEAN LEVEL 

4.   CENTRES OF EXPERTISE AND EUROPEAN  REFERENCE NETWORKS FOR RARE DISEASES 

3.   RESEARCH ON RARE DISEASES 

2.   ADEQUATE DEFINITION, CODIFICATION AND INVENTORYING 

1.   PLANS AND STRATEGIES IN THE FIELD OF RARE DISEASES 

www.europlanproiect.eu 


