
  
 

 
From: Gillaspy Emma (RW3) CM&MC Manchester [mailto:emma.gillaspy@CMMC.nhs.uk]  
Sent: Thursday, February 07, 2008 1:22 PM 
To: SANCO RAREDISEASES CONSULTATION 
Subject: Public Consultation Response from Nowgen and Orphanet UK & Ireland 

Dear European Commission, 
Please accept our response to the public consultation on RD below: 
  
A response from Nowgen – A Centre for Genetics in Healthcare, Manchester, UK 
1.      Is the current EU definition of a rare disease (RD) satisfactory? 
The same standard definition of a rare disease should be used across each of the EU 
Member States (MS). Harmonisation across Europe would facilitate the accurate assessment 
of the combined impact of all RD on healthcare systems. As the majority of countries have 
adopted current EU definition of 1 in 2000, it would make sense for the remaining MS to 
adopt the same definition. 
 
2.      Do you agree that there is a pressing need to improve coding and classification in 

this area (RD)? 
There is certainly a need to improve coding and classification for RD. A standard 
classification system and integration of this into MS healthcare systems would enable the 
accurate collection of statistics for the large number of RD. This would in turn lead to a more 
accurate picture of the impact of RD in each MS. Strategies to improve patient care in each 
MS could then be implemented and monitored in the relevant areas. Improved coding and 
classification would also aid patients in their search for information on RD. 
 
3.      Can a European inventory of RD help your national/regional system to better deal 

with RD? 
An inventory of RD would be extremely useful for the reasons stated in question 2. Also, an 
inventory would enable the publication of data on RD in order to raise public awareness of 
this neglected area of healthcare. 
 
4.      Should the European Reference Networks privilege the transfer of knowledge? 

The mobility of patients? Both? How? 
European Reference Networks can aid patient care by bringing together professionals in 
centres of expertise to consider diagnostic and management pathways. The network might 
be a virtual one, retaining expertise in the centres, thereby allowing easy access by patients. 
In general, patients should not have to travel undue distances, and should, where possible, 
be cared for in their own country.  
 
5.      Should online and electronic tools be implemented in RD? 
Online and electronic tools are vital for progress in the diagnosis, research and development 
of therapeutics for RD. The low prevalence of individual RD means that research data often 
needs to be gathered from multiple countries for the studies to reach statistical significance. 
The expertise in diagnosing individual RD are often located across great distances. Without 
the use of specialised electronic tools which access the relevant expertise, diagnosing 
patients with RD is very difficult. Information provision is vital in the care of patients with RD. 
Having RD online resources enables clinicians to access the most recent developments for 
patient management and treatment. The availability of information also facilitates 
collaboration in research and industry. Importantly, RD information resources allow patients 
and their families to feel less isolated by providing the means to know more about their 
condition and to find relevant support organisations. 
 



6.      What can be done to further improve access to quality testing for RD? 
Initiatives such as Eurogentest are developing systems to ensure quality of testing. 
Information on testing, including details of laboratory participation in External Quality 
Assessment schemes, is available via Orphanet. 
 
7.      Do you see a major need in having an EU level assessment of potential population 

screening for RD? 
An assessment of potential population screening for RD in individual MS would be useful. 
This would allow MS to ensure they had accurate information to facilitate healthcare 
planning. 
 
8.      Do you envisage the solution to the orphan drugs accessibility problem on a 

national scale or on an EU scale? 
This has to be on a national scale because of the differing healthcare systems. However, EU 
recommendations would be very valuable. 
 
9.      Should the EU have an orphan regulation on medical devices and diagnostics? 
The implementation of an orphan regulation on medical devices and diagnostics would be 
welcomed. To reach an optimal level in the testing for RD, Certified medical devices and 
diagnostics must be developed but the current legislation means this process is extremely 
expensive and therefore not an attractive option for industry. 
 
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? 
The needs of the whole person and their families should be considered together, as should 
the integration of healthcare, social and educational services. Particular care needs to be 
given to transitional care, when the affected individual moves from paediatric to adult care. 
 
11.  What model of governance and of funding scheme would be appropriate for 

registries, databases and biobanks? 
Governance is a complex area and impacts on MS legal systems, which may include 
differing data protection laws. This would be an area for an expert working group. It is 
important in the field of RD that the development of registries, databases and biobanks 
includes consideration of merging data from different MS. Any future arrangements must 
allow for national, as well as international, initiatives. So funding is likely to be needed at both 
national and EU level.  
 
12.  How do you see the role of partners (industry and charities) in an EU action on 

RD? What model would be the most appropriate? 
EU and national government committees should work with patient groups and professional 
organisations. 
 
13.  Do you agree with the idea of having action plans? If yes, should it be at national 

or regional level in your country? 
We believe that action plans are needed to ensure the needs of those with rare diseases are 
kept in the forefront. The UK would benefit from having policies at both national and regional 
levels. 
 
14.  Do you consider it necessary to establish a new European Agency on RD and to 

launch a feasibility study in 2009? 
Establishing a European Agency of RD would help generate recommendations for the co-
ordination of care for patients with RD. Such an agency could develop an overview of 
ongoing service delivery, research and development in the different MS and may be able to 
highlight areas where further support or organisation is required. However, policies must be 



left to individual MS, whose national priorities for their healthcare systems might conflict with 
these recommendations. 
 
Contributors to this response from Nowgen – A Centre for Genetics in Healthcare, 
Manchester, UK: 
-          Professor Dian Donnai, Executive Director, Nowgen, and Professor of Medical Genetics, 

University of Manchester 
-          Dr Emma Gillaspy, Orphanet UK & Ireland, Nowgen 
-          Dr Helen Middleton-Price, Director, Nowgen 
  
  
We strongly support the adoption of this text at the end of the consultation round, as it can only be 
beneficial to the millions of EU citizens affected by rare diseases. Please contact me if you require any 
further details with regard to our response.  
Best Wishes, 
  
Emma Gillaspy, PhD 
Orphanet UK and Ireland 
Nowgen - A Centre for Genetics in Healthcare 
(part of the University of Manchester & CMMC NHS Trust) 
The Nowgen Centre 
Grafton Street 
Manchester 
M13 9WU 
Tel: 0161 276 3203 
Fax: 0161 276 4058 
Email: emma.gillaspy@cmmc.nhs.uk 
www.orpha.net  
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This paper represents the views of its author on the subject. These views have not been adopted or in any way approved by the Commission 
and should not be relied upon as a statement of the Commission's or Health & Consumer Protection DG's views. The European Commission 
does not guarantee the accuracy of the data included in this paper, nor does it accept responsibility for any use made thereof. 




