
Dear Sirs, 
  
the following are our answers to some of the questions of the public 
consultation regarding community action on rare diseases. The answer 
to all the other questions is simply "yes", but we preferred to focus on 
the points that we think are most important.  
thank you for the occasion 
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Q2: Do you agree that there is a pressing need to improve coding and 
classification in this area? 
Yes, and also a need to begin to apply and if necessary to improve and 
modify a functional classification (like ICF) to be used together with 
the future ICD-11 codes.  
 
Q4: Should the European Reference Networks privilege the transfer of 
knowledge? Both? How? 
The European Reference Network should absolutely privilege the 
transfer of knowledge and not of patients. Patients transfer should 
remain only when absolutely necessary, like when a specific surgery 
procedure needs to be done, that cannot be dealt with through 
knowledge transfer. 
But RD need a very particular network to be built, that has to include 
specific attention to childhood and to complex disabilities. In these 
cases, the Network needs to be even more flexible, need-driven and 
participated, including the knowledge coming from “every-day-care”, 
rehabilitation, education, social and families and associations, because 
different specific knowledge has emerged in each of these. It should 
also include specific training courses for staff that is going to work in 
RD, regarding the essential common points of the approach to care of 
RD, and activities of sensibilization for the general population. 



 

Q5: Should on-line and electronics tools be implemented in this area? 
Yes, online and electronic tools should be implemented and assume an 
interactive and multidimensional structure, in order to convey 
informations and contact from centre to periphery but also viceversa, 
“back and forward” because different informations and competences 
are available in the different areas of the system. They should also 
actively include the families and users associations. 
 
Q6: What can be done to further improve access to quality testing for 
RD? 
A greater partecipation of the patient’s associations could probably 
help improving access to quality testing of RD.  
 
Q13: Do you agree with the idea of having action plans? If yes, should 
it be at national or regional level in your country? 
We agree with the idea of having action plans, that in Italy need to be 
on both level according to different competences: national guidelines 
and regional specific applications in terms of service organization and 
specific financial support.  
 
 
There is one additional area that we think should be included in the 
document, regarding the legal aspects connected with rare diseases, 
and the differences in the various nations of EU. 
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