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Replies: 
 
Question 1: Is the current EU definition of a rare disease satisfactory? 
Yes as regards frequency (incidence of 5 per 10 000), although it is too general 
because it groups together too many diseases of different types. Given the very 
large increase in the number of diseases discovered, it would be useful to 
distinguish between those which are already recognised and have a therapeutic 
approach that has been tried and tested over years and the others. 
 
 
Question 2: Do you agree that there is a pressing need to improve coding and 
classification in this area? 
Yes. In Italy, for example, despite the fact that myasthenia is covered by the 
European definition of rare disease, it is not considered as such by the 
national health system. Another reason why European-level coding agreed on by 
all the Member States is necessary is that, in the absence of uniformity as 
regards diagnosis in the various European countries, there is always the risk of 
underestimating the number of sufferers. 
(Note: It is estimated that between 12 000 and 15 000 people in Italy suffer 
from myasthenia gravis, i.e. between 2 and 2.6 per 10 000. 
Italian population in 2005: approximately 58 463 000. 
Myasthenia gravis: ICD code 358.0) 
 
 
Question 3: Can a European inventory of rare diseases help your 
national/regional system to better deal with RD? 
Yes, classifying diseases by aetiology, medical speciality, prevalence, etc. 
would help.  
 
 
Question 4: Should the European Reference Networks privilege the transfer of 
knowledge?  The mobility of patients? Both? How? 
They should privilege the transfer of knowledge so that patients can receive 
treatment in their own countries and find there the highest possible level of 
expertise (including because they could be suffering from more than one rare 
disease). 
However, they should also make provision for patients to go to the leading 
centres of expertise in Europe, through the creation of specific facilities to 



receive them and the people accompanying them, so as to allow all patients to 
feel that they have the opportunity to consult all the best experts available. 
The health services in each country could help patients to go to these centres 
by facilitating their journeys with resources and information. 
For VERY RARE diseases, patient mobility could be privileged, at least 
initially, given the limited number of such patients. 
 
 
Question 5: Should on-line and electronic tools be implemented in this area? 
Yes. It is often very difficult for patients searching for information on the 
internet to know whether the information is correct (e.g. whom to contact and 
where to go). Charities’ websites could be certified and official European 
health websites could be created. 
Moreover, on-line and electronic tools are essential for communication between 
doctors, researchers and specialised centres, both for research and for the 
treatment and management of patients. 
 
 
Question 6: What can be done to further improve access to quality testing for 
RD? 
For example, the national health system could provide free diagnostic tests to 
the family members of people suffering from rare diseases, if they are at risk. 
Even if they were not made available free of charge, it is important to provide 
information to the at-risk groups on the existence of such tests and how to 
avail of them. 
Providing tests to wider segments of the population through increased healthcare 
spending on behalf of (or by) each individual could help make their use more 
widespread and thereby reduce the production costs for the tests. 
 
 
Question 7: Do you see a major need in having an EU level assessment of 
potential population screening for RD? 
Yes, statistical and epidemiological studies should be carried out in order to 
ascertain the economic impact of both prevention and non-prevention in the 
population as a whole and in the at-risk groups.  
In any case, it should be possible for individuals who are not at risk to 
receive the various tests voluntarily and at their own expense, with the 
proceeds being revenue for the public health services.  
 
 
Question 8: Do you envisage the solution to the orphan drugs accessibility 
problem on a national scale or on an EU scale? 
If they are not available in one country, it should be possible to reserve them 
in another country by means of official systems managed by the public health 
services, including through computerisation. Given that rare diseases are 
CHRONIC diseases and thus follow a rather predictable course, effective planning 
should be possible.   
 
 
Question 9: Should the EU have an orphan regulation on medical devices and 
diagnostics? 
Yes, as is the case for medicines. However, if expenditure was found to be too 
high, in the initial stages it would be better, in some cases, to privilege 
patient mobility to specialised centres.  
 
 



Question 10: What kind of specialised social and educational services for RD 
patients and their families should be recommended at EU level and at national 
level? 
Information provision: information is very important so that patients are aware 
of the treatment that they are following. Doctors do not always have the time to 
explain to patients how their illnesses and treatment work.  
Economic and social support: where the disease leads to disability. 
Psychological support is also important. 
 
 
Question 11: What model of governance and of funding scheme would be appropriate 
for registries, databases and biobanks? 
Regular, guaranteed funding conditional upon compliance with strict quality 
criteria set at European level. 
 
 
Question 12: How do you see the role of partners (industry and charities) in an 
EU action on rare diseases?  What model would be the most appropriate? 
The role of charities could be to make patients’ needs known. 
Each firm could specialise in several diseases, thereby benefiting financially 
from the size of the European market, which, by bringing together many “small” 
markets, together with EU incentives, could be profitable. 
 
 
Question 13: Do you agree with the idea of having action plans? If yes should it 
be at national or regional level in your country? 
Yes. In Italy, action plans should be issued at national rather than regional 
level. In this way, the best of each region (ideas, laws) would be available to 
all of them and equal treatment for all citizens would be guaranteed. 
 
 
Question 14: Do you consider it necessary to establish a new European Agency on 
RD and to launch a feasibility study in 2009? 
Yes, the feasibility study should be carried out. 
A single European central coordination agency would be a good idea, although it 
would have to pay attention to studying local/regional contexts. 
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