
 
 
 
Yes, we think so. We prefer to keep the present definition since it is not so restrictive as in USA 
(less than 1 in 10.000), and in this way more RD are included. A prevalence of 5 in 10.000, i.e., 
1 in 2000, is low enough for a disease to have a special treatment by the public Health actions in 
EU. We are in favour of the current definition.  
 

 
 
 
Yes, and this would require a better code and classification of RD, so that rare diseases, 
unknown for a professional in medicine, could be traced in an international  list of  RD. The 
creation of such a list needs the collaboration of a group of specialists in RD working with the 
existing  international CD group of classification of diseases  
 

 
 
Yes, we  think there is a need to establish a classification of all rare diseases known so far, 
collected in a database concerning symptoms, prevalence, type of diagnosis both, clinical and 
molecular (whenever  possible), and the currently treatments in use. 
 

 
 
We support the transfer of knowledge between european reference networks specialized in RD. 
These networks should have their own database of reference for the RD with enough 
stakeholders, and in addition this database should be also included in Orphanet.  The provision of 
individual databases for a determined RD, when there are sufficient supporters for a European 
collaboration should be favoured by the Public Health programs and the VII european 
framework on Health. 
Reference centres for RD should be also favoured and European networks among RD reference 
centres should be supported and helped with consensus about best practices in patient 
management and diagnosis. 
 
 

 
 
 
Of course the answer must be, affirmative. This is one of the critical points for helping RD in EU. 
Since we deal with RD, at difference with other diseases, no many experts can be found easily in 
one particular disease. Hence, the need for a common forum providing an on-line  quick contact 
with a panel of experts on a particular RD is of primary interest. The need of databases with 
diagnosic methods, results of clinical assays and recommended treatments is a must. 
 
 



 
The first measure should be to have a database with a list of the diagnosis tests known for each 
RD. Secondly, to know the list of laboratories in EU performing each test, and thirdly and ideally, 
all the labs making diagnosis should be subjected to proficiency testing according to EU agreed 
standards. 
In  those cases when there are transborder flows for diagnosis, only the qualified laboratories 
should be the recipients of the samples, and these laboratories should be financially helped by 
the EU funds. 
 

 
 
We see only the need of screening in cases of familiar history for a rare disease. If this is not the 
case, there is no justification for screening the general population in RD.  
 

 
 
We think, that a EU level solution enforcing the application to the european members is more 
operative. The strength of the EU compared to single countries is very useful when we think that 
in single countries each rare disease is represented by few patients, however, in terms of EU the 
population suffering RD is significative. In this case, more than in others, the “The union makes 
the strength for the orphan drugs accessibility”. 
 

 
 
The answer is clearly affirmative. The industry and the laboratories should have a special 
financial support when investigating diagnosis or special equipment for RD. We ourselves have 
recently suffered from this problem in our country. We presented a research project to a national 
pharmaceutical company, apparently interested in supporting the development of a new method 
of diagnosis for a disease. The presented project was evaluated but the company was not 
particularly interested when they knew it was for a RD.. If there had been a special regulation to 
“favour” companies investigating on RD diagnosis, probably the answer of the company would 
have been different, and now, we would be developing the new diagnosis method.  
 

 
 
We propose the help through patient associations. These associations, should ideally have 
representatives from clinical, research, social care, psychological support and legal fields. They 
should have also a geneticist counselor and a responsible for information in any circumstance. 
We would suggest that the EU would favour throough the Public Health programs the activities 
of information, support and research promoted by the RD patient associations. These 
associations could also mediate in the compassionate use programme for the orphan drugs when 
needed.  



On the other hand, any initiative of formation on diagnosis, follow up and treatment, promoted 
by clinicians and research groups to spread the knowledge of a RD among primary care doctors, 
or in big hospitals, should be economically supported  

 
 
A special financial support for RD databases and biobanks is necessary. As stated, they 
constitute the only key instrument to achieve a sufficient sample size of population for clinical 
research and clinical trials. The link between a European database and the national/regional 
databases should be encouraged keeping the confidentiality of the data concerning patients.         
 

 
 
We defend a partnership model based on the collaboration of three basic pillars: the clinical basis 
with clinicians specialized in the RD and the reference centre whenever it exists, the research 
laboratories supplying the basic and experimental knowledge on the disease, and the social pillar 
through the patient associations. The three parts should be coordinated,collaborating and 
involved in searching for the industry and private companies and charity movements 
involvement.                                                                                                                                                          
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