
SW Specialised Commissioning Group Response 
 
Q1. Is the current EU definition of rare disease satisfactory? 
 
A1. Yes. Given that the majority of RD affect 1 in 100,000 or less the majority 
of work will be helping people with very rare, or extremely rare conditions. 
However the cut off of 5/10,000 will provide support for those conditions which 
may also be neglected in many countries. 
Q2.Do you agree that there is a pressing need to improve coding and 
classification in this area? 
A2. Yes. This is clearly vital to identify the diseases in question and provide a 
uniform classification system across the EU. 
 
Q3. Can a European inventory of rare diseases help your 
national/regional system to better deal with RD? 
A3. Yes. This will be needed given the very large numbers of different 
conditions covered in the RD classification. 
 
Q4. Should the European Reference Networks privilege the transfer of 
knowledge? The mobility of patients? Both? How? 
A4. Yes. Information sharing is vital to the development of policy and 
improved care for people with RD. The mobility of patients is likely to be 
necessary in circumstances where diagnostic or treatment facilities require 
scarce or expensive equipment where it is more appropriate for the person to 
travel rather than the facility. An EU agency will  help in both these areas. 
 
Q5. Should on-line and electronic tools be implemented in this area? 
A4. Yes. The speed and efficiency of electronic tools will be vital in this work 
bringing together expertise across a wide geographical area. 
 
Q6. What can be done to further improve access to quality testing for 
RD? 
A6.  The suggestions given here are sensible ie having agreed EU standards 
and procedures, proficiency testing and support from reference laboratories. 
Common workforce training pathways and standards will also be necessary to  
ensure this takes place. 
 
Q7. Do you see a major need in having an EU level assessment of 
potential population screening for RD? 
A7. Yes. The work done on understanding and raising awareness of 
screening issues and implementing screening policy has been carried out with 
great thought over the last few years. We will need to ensure that all Member 
States share the same level of understanding to achieve a systematic 
screening approach. 
 
Q8. Do you envisage the solution to the orphan drugs accessibility 
problem on a national scale or an EU scale? 
A8. An EU scale. The advantage of an EU approach is to provide equal 
access to best care to people across all Member States. An EU agency could 
help reduce the administrative and legal constraints currently leading to 



delays. However different health service funding capacity and funding 
systems may still lead to inequities in accessing care. 
 
Q9. Should the EU have an orphan regulation on medical devices and 
diagnostics? 
A9. Yes. Many people with RD are disabled by conditions that can be helped 
by devices or diagnostics rather than medicines. Aids such as specially 
adapted wheelchairs should also be included in this category. 
Q10. What kind of specialised social and educational services for RD 
patients and their families should be recommended at EU level and at 
national level? 
A10. Sharing best practice across different areas has been very beneficial in 
helping to improve care across different services including health, education 
and social care in the UK. This can be extended to sharing best practice 
across different member states where we can learn from different innovative 
approaches, value systems and multi-disciplinary or multi-agency schemes. 
Networking through patient groups and professional groups can lead to the 
introduction of new ideas and can challenge existing practice. This can also 
help reduce isolation for individuals. Sometimes it is not so much procuring 
specialised services but ensuring that existing services are more inclusive. 
Currently there is an emphasis on ‘transition services’ to help provide 
continued support for people moving from children’s services to adult 
services. This is particularly important in RD where specialist expertise may 
be very limited locally and where continuity of care is important but often not 
possible. 
 
Q11. What model of governance and of funding scheme would be 
appropriate for registries, databanks and biobanks? 
A11. Nothing to add here apart from need to maintain confidentiality of patient 
information with ‘need to know’ basis for sharing identifying data. 
 
Q12. How do you see the role of partners (industry and charities) in an 
EU action on rare diseases? What model would be most appropriate? 
Q 12. All partners who have a stakeholder interest need to be involved 
throughout the development and establishment of policy so that all views are 
included and acted on as appropriate bringing a wide and diverse range of 
expertise to the debate. A system for representation and consultation needs 
to be in place from an early stage. 
 
Q13. Do you agree with the idea of having action plans? If yes should 
they be at national or regional level in your country? 
Yes. This helps develop bottom up policy which is well grounded in local and 
national circumstances and will ensure that developing EU policy takes into 
account different situations across the member states. The challenge for the 
EU is to co-ordinate and build on these national plans. 
 
Q14. Do you consider it necessary to establish a new European Agency 
on RD and to launch a feasibility study in 2009? 
A 14. Yes. The case is well made in the consultation document on the value 
added benefit of an EU approach. The extent of the work already carried out 



in the 2003-2008 PH programme suggests that a move to an agency to take 
the work forward would be a sensible next step and a feasibility study will be 
needed before doing this. 
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