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Reply to Questions: 
 
1. Is the current EU definition of a rare disease satisfactory? 

Yes 
 

2. Do you agree that there is a pressing need to improve coding and classification this area? 
Yes.  The current codes do not reflect the complexity of the conditions, neither the spectrum 
of phenotypes of many 
 

3. Can a European inventory of rare diseases help your national/regional system to better 
deal with RD? 
I believe so by highlighting the extend and complexity of these disorders across member MS 
and reinforcing on national/regional policy makers that these are not just a local problem 
requiring staffing and financial resources 
 

4. Should the European Reference Networks privilege the transfer of knowledge? The 
mobility of patients? Both? How? 
Both but the initial transfer of patients across an ERN could put significant strain on existing 
resources in development MS and significant financial burden on developing MS.  This will 
take time to develop.  MS have different policies re national screening programmes, for 
example based on differing ethical grounds; this will invariably affect the clinical condition of 
individual patients at presentation and thus resources required to treat.  Should these be 
referred to MS who have screening programmes to prevent such complications? 



 
5. Should on-line and electronic tools be implemented in this area? 

Yes although this does exist within the inherited metabolic community 
 

6. What can be done to further improve access to quality testing for RD? 
Audit existing local, regional, national, and pan-European diagnostic services and then 
harmonise and support those involved in specialist diagnostic testing.  Many of the very 
specialist laboratories have developed due to personal interest and there is little support 
nationally for planning and training for longterm continuity  

 
7. Do you see a major need in having an EU level assessment of potential population  

screening for RD? 
Yes – see 4 above.  However, we should move away from the WHO criteria (1968) and 
consider evidence based on best current international experience.  This should be harmonised 
(to a degree) on a core group of disorders within Europe, and then expanded further based on 
regional prevalence of different diseases 

 
8. Do you envisage the solution to the orphan drug accessibility problem on a national or on 

an EU scale? 
If we accept the concept of the individual’s right to optimal healthcare across Europe this 
must be based on an EU scale 

  
9. Should the EU have an orphan regulation on medical devices and diagnostics? 

Yes 
     
10. What kind of specialized social and educational services for RD patients and their families 

should be recommended at EU level and at national level? 
Initially the Council would identify what information is available across the EU by carrying 
out an extensive audit.  The Council should support the development registries, repositories of 
information and biobanks to enable pan-European clinical research and exchange of 
knowledge for rare IMDs.  The EU should support standardisation of information for families 
in the language that they understand and make it readily available.  MS must be 
encouraged/mandated to support initiatives for diagnosis and treatment without delay  

 
11. What model of governance and of funding scheme would be appropriate for registries, 

databases and biobanks? 
The development of and access to biobanks does raise certain ethical problems and needs to 
be carefully considered but it should be encouraged.  There are already pan-European 
databases and registers for certain rare IMD, supported by industry who, at times have a 
commercial interest.  However, their models could be developed 

 
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? 
This already exists on a fragmented basis across some MS.  It should be developed but a strict 
code of Ethics should be developed to prevent partnerships with industry and self-interested 
charities and support groups breaching ethical guidelines.  There are already in existence 
“partnerships” which go beyond this code putting great false hope and financial burden on 
vulnerable parents. 

 
13. Do you agree with the idea of having action plans? If yes should it be at national or 

regional level in you country? 



Yes – they should be National at the least but preferably at EU level as this would force some 
MS to honour individual rights to the best healthcare available 

 
14. Do you consider it necessary to establish a new European Agency on RD and to launch a 

feasibility study in 2009? 
Yes but unlike other pan-EU initiatives, it should not be burdened with bureaucracy.  It 
should be ‘slim’ efficiency, report in a timely fashion and be mandated to implement its 
findings having been set clear goals   
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