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Question 1: Is the current EU definition of a rare disease satisfactory? 
 

• The definition is crucial, since all the legal interventions (which can establish the 
special services for RDs) need the exact definition of the target. 

• It is useful to avoid the restriction of the scope of RD oriented actions/programs by 
defining the RD in a narrowing way. 

• The nature of the RD related problems are not really sensitive to the 5/10000 
threshold. (1: The Down syndrome is more frequent than this threshold, but the 
problems caused by this syndrome can not be separated from the RDs. 2: The 
Orphanet database covers some diseases which has higher than 5/10000 prevalence 
and has RD-like nature. 3: The live born Down-syndrome can be a rare condition in 
regions where the prenatal diagnosis and abortion are applied intensively.) 

• The definition should be more focused on the nature of rarity-problems and less on the 
prevalence. Practically, the 5/10000 prevalence threshold should not be used as a hard 
dichotomizing value. 

• On the other hand, there are significant differences within RD group between rare and 
very rare diseases. The definition should take into consideration this aspect also by 
multi-leveling the definition. 

• Finally a technical point: the occurrence can be measured as point prevalence 
(counting the diseased and denominator populations at a certain time point) or 
cumulative incidence (counting the diseased and denominator populations at a certain 
time interval). Because of the significant early mortality of many RD, this point is also 
to be clarified. 

 
Question 2: Do you agree that there is a pressing need to improve coding and 
classification in this area? 
 

• The data-based decision making needs the detailed description of the epidemiological 
characteristics of the diseases. The comprehensive data collecting systems (e.g. death 
certificate, hospital discharge records) could apply the improved classification and 
could present the required information. The important technical point is that the time 
requirement of entering the exact name or code into the data collecting forms should 
not exceed a rational degree. The improvement of classification has to be accompanied 
by the improvement of the technical support also. 

 
Question 3: Can a European inventory of rare diseases help your national/regional 
system to better deal with RD? 
 

• The financing of care for RD-patients follows the general rules, which had been 
elaborated mainly for common diseases. Many dysfunction of care can be explained 



by this factor. The need for special financing system could be supported by the EU-list 
of RD. 

 
Question 4: Should the European Reference Networks privilege the transfer of 
knowledge? The mobility of patients? Both? How? 
 

• The work within reference networks should de determined the diagnostical-
therapeutical opportunities, which highly variable among RD. The priorization among 
patient mobility, expert mobility, information mobility, biological sample mobility 
cannot be carried out in general. The only thing which has to be declared is the need of 
multicenter-collaboration, the need of patient-need-driven service organization. The 
organization of collaboration should be exceeded the elaboration of protocols. Having 
the protocol, the role of local (easy-to-access) care, of the regional reference centers, 
and of EU networks can be optimized for a distinct RD, or for a group of RDs. 

• The infrastructure for knowledge and expert mobility should be improved urgently. It 
could lead significant improvement of RD-care, and the resources required for this 
purpose are significantly smaller than the resource-need of the mobility of biological 
samples to diagnose and the patients’ mobility. 

• The organization of European Networks has to be exceeded by the organization of 
national reference centers. Without well functioning national systems there is no base 
for co-operation (according to the principle of subsidiarity). 

 
Question 5: Should on-line and electronic tools be implemented in this area? 
 
Question 6: What can be done to further improve access to quality testing for RD? 
 

• There are very good international recommendations on the QA for genetic testing, 
which should be applied. The interest conflicts in certain countries are among the most 
important obstacles which hinder the use of these recommendations. 

• The EU level declarations are frequently used in internal (national) problem 
management. Declaration on the importance of quality control could influence the 
internal debates. This declaration should be supported by the establishment of EU-
level reference lab system, and by the elaboration of the technical opportunity to join 
this QA-network. The joining could be enforced by introduction of regular national 
reporting system (report on the state of genetic testing). 

 
Question 7: Do you see a major need in having an EU level assessment of potential 
population screening for RD? 
 

• The rationality of population level screening is very sensitive to the diagnostical and 
therapeutical opportunities can be provided for screening-positive patients. There will 
be significant differences among European countries in this respect in the near future. 
The screening program has to be elaborated within national frame taking into 
consideration the scientific/technical development.  

 
Question 8: Do you envisage the solution to the orphan drugs accessibility problem on a 
national scale or on an EU scale? 
 
Question 9: Should the EU have an orphan regulation on medical devices and 
diagnostics? 



 
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? 
 

• In the case of RD the lack of causal therapy increases the importance of social care. 
The communication should emphasize this aspect. 

• It could be also important to recommend to the national governments to establish 
expert groups which could summarize time-to-time the state of RD social care in its 
country, and the EU could prepare regular reports to summarize the national 
achievements. 

 
Question 11: What model of governance and of funding scheme would be appropriate 
for registries, databases and biobanks? 
 

• The patient level registration can be based on the system developed by EUROCAT 
(quality control, data security, comparability, processing schemes etc. has been 
elaborated in that system). 

• The sustainable and independent funding mechanism is basic requirement. The 
appropriate mechanism can be varied among countries. 

 
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 capacity building of patient organization is an effective way of improvement of 
quality of life of RD-patients. In certain cases it can be the most cost-effective 
intervention. The governmental support of these patient organizations, and its 
umbrella organizations should be recommended at least. 

• The notion on the pedagogical materials should be completed by the teaching 
materials for different faculties of universities. (to improve the attitude of the next 
generation of professions against RD) The coordination of the curriculum 
development can be organized at EU-level. 

 
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? 
 

• There are a lot of experts in every country, who are dealing with certain aspects of 
RD. Their effectivity could be increased by the national coordination of RD health 
policy. 

• The subnational policy adaptation could be added to this national intervention. 
 
Question 14: Do you consider it necessary to establish a new European Agency on RD 
and to launch a feasibility study in 2009?  
 

• Absolutely required. The feasibility study should involve the national expert groups’ 
established by governments. 
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