
As the Italian coordinator of the Orphanet project, I feel I have a comprehensive view of 
the needs and expectations of the rare disease community. The full text of the document 
gives a good description of the current situation and the proposals made seem sound and 
coherent. However, I would like to suggest some minor changes:  
1. In section 3, which deals with previous and ongoing activities in the field of rare 

diseases, Orphanet should be mentioned as one of the main initiatives within the public 
health programme. Indeed, it is very rare that a European project is able, in a relatively 
short space of time, to become a leading reference point  at world level.  

2. In section 4.1, which deals with identification and knowledge of rare diseases, 
frequency should be mentioned as an important indicator for rare diseases, the 
usefulness of which differs from that of prevalence, particularly for rare carcinomas. I 
agree that it is necessary to create an exhaustive list of rare diseases, particularly if it is 
organised by medical area. At present, Orphanet is participating in the creation of a list 
of rare diseases and a full list of the possible classifications. It is also working, together 
with the WHO, on revising the International Classification of Diseases. Given the 
importance of this project, the allocation of dedicated funds will be of prime importance. 

3. In section 4.2, which deals with prevention, diagnosis and care, I was pleased to see 
the reference to Orphanet as a primary source of information. I am firmly convinced 
that the dissemination of precise, validated information is fundamentally important to 
improving the provision of care to patients in Europe. Orphanet is the key to the 
success of an information policy based on a common European infrastructure, which 
requires significant long-term funding. Unfortunately, all of this is not in place at 
present. The section in question does not place sufficient emphasis on the need to 
allocate funding for translation into other EU languages. 

4. With regard to section 4.5, which deals with action plans and initiatives, I would like to 
stress how necessary it is to guarantee a dedicated budget for rare diseases, 
regardless of the financial decisions taken. Orphanet can play a part in achieving many 
of the objectives described in this section, given that many of the indicators mentioned 
can be extracted from the data collection or extrapolated from Orphanet.   
To conclude, I strongly support the adoption of this text at the end of the consultation 
phase, since I believe that it can only bring benefits to the millions of EU citizens 
affected in one way or another by rare diseases. 
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