
Response to the Public Consultation 2008 of EURORDIS on Rare diaseases: Europe’s 
challenges 
 
I think that EURORDIS, including the present initiative is performing a very important and 
absolutely unique approach ont he wellfare of patients suffering from rare diseases.  
As for the questions I would like to make short comments on them – where I felt it necessary.  
 
Q1 Current definition: it seems to me (dealing with more than 6th years with rare disease 
patients as Chair of Division of Rare Diseases at Debrecen University) that the number 5 per 
10 000 generates such a great number of patients which frightens health authorities especially 
when pricing and reimbursement comes into question…Therefore the definition should 
emphasize the diversity of diseases and that not the cost of diagnosis and/or therapy is the 
main question or shrink the number. The dynamism should also emphasize, i.e. geographical 
diversity! 
 
Q2. Codification/classification: Yes, definitely. Maybe it sound rather surprising but changes 
in BNO (ICD) are also mandatory. It is very scientific to classificate ont he basis of etiology 
and scientific points but for every day clinical life a simplier and phenotype-user-friendly 
version is more useful and acceptable. 
 
Q3. Improvement.  Directories of Orphanet, NORDA  are very useful.  I think that every 
step to improve this system important. As for the languages: nowadays – at least in my 
country – most of young doctors speak medical English sufficiently that maybe the efforts to 
have translations to each language does not seem to me justified (depending also on the costs 
and effort).  
 
Q4. Reference Network. I do not think anybody should have privilege. European Reference 
Networks should include specialized centres (more in one country) e.g. care for haemorrhagic 
diathesis. It is patient’s elementary interest they should find centers not very far away. 
Electronic tools are important but the only right way. The network of roads, transport etc are 
also different int he member states. The most imnportant is that always good clinical practice 
should remain the guide and not authority. „I have the right you not…” (GCP however, 
should be controled!) 
 
Q5,6. On-line and electronic tools, screening.  As for the second part: the financial burden 
should be carefully evaluated before each decision. Should always be a 3-5 year period of  
provisional period. Quality control is essential, I think that e.g. practice lead by ETRO or 
determination of thromboplastin (comparison to the Machester thromboplastin) is a good 
exemple for this. Q7. EU level of screening.  Again local diferencies in distribution should be 
considered.  
 
Q8,9. Orphan Drug regulation, diagnostics.  It is mandatory to improve diagnostic facilities 
the right diagnosis is the first step (almost the most imnportant one). An expert-pannel can 
help a lot. E.g. a doctor has the impression (based on data) that his/her patient is suffering 
form a rare disease. He/she should be able via internet to get a response on why the diagnosis 
is not possible or what (maybe cheap, simple) tests are still lacking. Once an expert (or an 
expert committe) agrees on the suspicion should the test be carried out. However at present, 
unfortunately there are several centres, doctors who „collect” data of patients for a high-
ranking publication and the doctor who gave the most important contribution to solving the 



case (i.e. the knowledge, time and will of his/her brain) will be dropped. The centres should 
make it clear that the patient remains also patient of the original doctor.  
 
Action plans. We found it very useful to organize meetings on rare diseases (this year 23rd 
May will be the 3rd one) where doctors (not exclusively) are coming from diferent parts of 
the country. A second action is: Rare diseases credit course taken by the students (30-40/year). 
In postgradual course for internal medicine and PhD students there is an additional course (4 
hrs).  
 
Finally, I have to express my great appreciation to the participants and authors of this 
thorough and important work. We will do our best in Hungary.  
 
Yours sincerely 
 
G. Pfliegler MD 
Division Rare Diseases 
2nd Dept. Med.  
University of Debrecen 
pfliegle@dote.hu 
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