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To improve knowledge for the majority of rare diseases
To increase the capacity of public health intervention
a) in many countries; b) country /Region specificity

 Prevention
 Diagnosis
 Treatments
 Rehabilitation

 Social and health services
 Health care  
 Education / training courses

 Research
 Natural history of diseases
 Etc.



A) Situation analysis of a Country

B) Tailored training courses for professionals and policy 
makers on

 Country specific needs

 emerging national issues



The courses will encompass 

 the evidence-based characterization of risk factors 

 genetic counseling

 running and use of registries 

 epidemiological studies 

 risk communication 

 ethical and legal issues

 Privacy

 Data sharing



Training courses on 

Prevention (I, II and III) 

in collaboration with EUROCAT  and /or  
Clearinghouse for the  prevention of congenital 
anomalies

Epidemiology of rare diseases (e.g. registries )

Health care guidelines 

Towards a diagnosis 



Experiences at the Istituto Superiore di Sanità
since several years

 International Summer Schools

 Training Courses

Registries

Guidelines

Diagnostic suspicion

Quality assurance of genetic testing

Primary prevention of congenital anomalies

Secondary prevention of rare metabolic diseases





Intl Summer School Rare Diseases & Orphan Drug Registries.
Rome (Italy),  September 15-19, 2014




