
EU PUBLIC CONSULTATION ON RARE DISEASES 
 
Q1 Is the current EU definition of a rare disease satisfactory?  
 
The EU definition does not sit well with the way specialised health services for the 
treatment of rare diseases are organised in the United Kingdom (more detail at 
Appendix A). Many diseases at a prevalence of 5 per 10,000 need no special 
arrangements for commissioning of health services. Furthermore, the EC definition as 
it stands lacks any criterion of severity of the condition. The Regulation (EC 
141/2000) for the designation of orphan medicinal products includes the requirement 
that the disease or condition is ‘life threatening or chronically debilitating’.  
 
Q2 Do you agree that there is a pressing need to improve coding and classification in 
this area?  
 
The UK uses the International Classification of Disease, 10th revision to code hospital 
and mortality data. We agree that this classification is in need of updating and 
improvement in the area of rare diseases, which would also be of benefit in research 
terms. 
 
Q3 Can a European inventory of rare diseases help your national system to better 
deal with rare diseases? 
 
A basic inventory of diseases would be a useful reference tool. 
 
In the UK, the British Paediatric Surveillance Unit (BPSU), funded by the Department 
of Health’s Policy Research Programme since 1998, provides a standardised system 
for surveillance of rare childhood disorders of public health importance.  It aims to: 
 
• facilitate specific research studies into uncommon childhood infections, disorders 

and events, where national data collection is crucial to ensure sufficient sample 
sizes for research 

• bring improvements in prevention, treatment, services and policies 
• enable paediatricians to participate in surveillance 
• increase awareness amongst doctors of the disorders studies 
• respond rapidly to public health emergencies and emerging problems. 
 
The BPSU system supports the collection of specific data to enable a defined analysis 
to be undertaken.  It provides the framework for critically reviewing proposed studies, 
advising on ethics, facilitating collection of data and interpretation of findings.   
 
The methodology devised by the BPSU has been adapted by other EU countries to 
develop their own Units.  In brief, this international network of paediatric surveillance 
units (INOPSU) now includes 14 countries covering a child population of around 50 
million and involving in the region of 10,000 clinicians.   
 
In summary, the aims and activities of the BPSU, and their co-ordinating role in the 
creation of an international network, chime with the general aspirations in the 
consultation document in relation to greater co-ordination of databases/research 
efforts. 



 
Q4 Should the European Reference Networks privilege the transfer of knowledge? 
The mobility of patients? Both? How? 
 
Travel can be difficult and inconvenient for patients, and particularly for patients with 
rare diseases, many of which are severely disabling. Furthermore patients who travel 
to a different country for care may encounter language barriers. Hence European 
reference networks should concentrate on the transfer of knowledge and expertise on 
rare diseases.  
 
However, some patients will need to travel to a centre of expertise for their treatment.  
This is most obvious for those in need of a surgical procedure or intervention, but this 
applies also to patients whose need complex medical assessments or technologies 
which are only available in a small number of locations in Europe. Larger Member 
States such as the UK, will, for many rare diseases, have a national caseload sufficient 
that such centres of expertise are available domestically. However, where this is not 
the case, in particular, for smaller Member States where caseloads are not sufficient to 
support local specialised services, ERNs can add value by facilitating contacts 
between centres of expertise. 
 
Q5 Should on-line and electronic tools be implemented in this area? 
 
There are a wide variety of on-line and electronic tools, each with advantages and 
disadvantages, each raising different legal, ethical and practical issues. A basic on-line 
information source on rare disease, such as ORPHANET, delivers clear benefits to 
patients and professionals and is welcomed.  Work is also underway in England to 
provide end-to-end IT connectivity for pathology so that test results can be available 
speedily and for appropriate clinicians, whatever the setting.  This approach will 
enhance diagnosis for all patients who use this process.  The same principles could 
usefully be applied to other diagnostic data such as images (including radiology, 
histology and video) and genetic testing.  As with electronic patient records (see 
below), for the most part it would not be practical or beneficial for patients with rare 
diseases to be treated separately.  However electronic transmission of data is likely to 
have a valuable role to play where patients and/or clinicians are geographically far 
apart from each other and from service centres. This will be particularly important 
where diagnosis is uncertain and the advice of established international experts is 
sought.   
 
Data entry into databases, subject to proper governance arrangements and legal 
compliance, is obviously superior to paper-based systems.  
 
The issue of electronic patient records is, however, more complex and cannot be 
decided in the rare disease arena alone.  As indicated in the reply to Q6, electronic 
systems should have an important part to play in enhancing access to testing facilities 
by minimising physical travel and the costs involved.   
 
 
 
Q6 What can be done to further improve access to quality testing for rare disease? 
 



Diagnosis of rare disease depends on both clinical assessment and laboratory 
investigation. Clinical assessment must be undertaken in expert centres which meet 
the criteria set out in the report from the Rare Disease Task Force to the High Level 
Working Group on Health and Health Services. Laboratory services should only be 
provided by laboratories which deal with an appropriate minimum level of samples / 
tests to maintain quality and which participate in external quality assurance schemes, 
of which there are many good examples in Europe, including UK NEQAS and some 
medical device manufacturers.  In the UK, we encourage participation in external 
quality assurance schemes where they exist.  A scoping exercise, as suggested in our 
reply to question 8, could usefully cover the future availability of such schemes for 
rare diseases.   
 
With particular reference to genetic tests, the UK Genetic Testing Network (UK 
GTN) was established in 2003 to support equitable access.  The UK GTN brings 
together NHS molecular genetic laboratories and shares information about available 
genetic tests and which laboratories can provide them.  In particular it provides a 
means for new tests to be introduced into service on the basis of the evidence of 
clinical validity and utility (based on the ACCE1 framework), the 'gene dossier' 
process, which also includes clear information about testing criteria to support 
appropriate use of tests.  The UK GTN is  recognised internationally as a model of 
how to provide equitable evidence based testing services for genetic conditions. 
 
Q7 Do you see a major need in having an EU level assessment of potential population 
screening for rare disease? 
 
The UK National Screening Committee (UK NSC) is an independent committee, 
made up of experts including: General Practitioners, commissioners of health 
services, child health professionals, geneticists, public health professionals, 
researchers and representatives from the four UK health departments. It advises 
Ministers and the NHS in all four UK countries about all aspects of screening policy 
and supports implementation. Using research evidence, pilot programmes and 
economic evaluation, it assesses the evidence for programmes against a set of 
internationally recognised criteria, originating from the World Health Organisation. 
Assessing programmes in this way is intended to ensure that they do more good than 
harm at a reasonable cost. The NHS does not introduce any new screening 
programmes until the UK NSC had reviewed their effectiveness.  
 
Therefore, from a UK perspective, we do not see a need for an EU level assessment 
process in this area. Our view is that each Member State will need to be ultimately 
responsible for determining whether a screening programme would be appropriate for 
them, given the particular circumstances of their population. 
 
Q8 Do you envisage the solution to the orphan drugs accessibility problem on a 
national scale or an EU scale? 
 
The ‘accessibility problem’, as set out in the consultation document, has two 
elements: (1) willingness of authorisation holders to market their products in specific 
member states, and (2) decisions by health systems on whether or not to pay for the 

                                                 
1 Analytical validity, Clinical validity, Clinical utility, Ethical, legal and social implications 



product. The first of these is not a substantive issue in the United Kingdom. We 
believe processes for assessment and appraisal of orphan products should remain at 
member state level.   
 
With regard to incentives for development of products for patients with rare diseases, 
it is hard to find firm evidence to support either the fact or the size of the market being 
a disincentive.   A scoping exercise would be a useful first step to understand the 
issues.  It is difficult to see how the sort of incentives used on the drugs side could be 
applicable within the medical devices regulatory regime.  Market exclusivity cannot 
be offered under the single market medical devices regulatory regime because this 
would be a barrier to the trade.  Providing Protocol Assistance would also be contrary 
to the spirit of the Medical Devices Directive (MDD) where responsibility for 
compliance rests firmly with the manufacturer and Competent Authorities’ main role 
is in post market surveillance.  Access to central EU systems already exists in that CE 
marking allows products to be marketed freely in the European Economic Area, 
common technical specifications are already in place for higher risk IVDs and 
manufacturers can submit their portfolios to notified bodies (independent 
accreditation organisations) in any member state. 
  
In the context of in vitro diagnostic medical devices (IVDs), the number of people 
affected could be defined as the number of people tested, rather than the number of 
people with the disease.  Within the existing EU regulatory regime for IVDs, 
provision is made for humanitarian exemptions, available in individual cases, which 
may act as an incentive to manufacturers.  For tests that are intended to screen larger 
populations, in the UK the in-house manufacturing provision allows hospitals to 
produce tests and analyse the results for their own patients.  Whether a solution 
should be on a national or EU scale will depend not only on the prevalence of disease 
but also on national strategies for testing and screening – see our comments under 
question 7. 
 
The medical devices industry is expected to favour an EU approach, together with 
financial incentives and support mechanisms, as businesses are unlikely to invest in 
the small markets involved. 
 
Q9 Should the EU have an orphan regulation on medical devices and diagnostics? 
 
The answer will depend on the outcome of any scoping exercise (see our comments of 
question 8).  It would be difficult to devise a cost effectiveness assessment 
methodology that could be applied across member states due to the varying health 
systems and economic models.  This is very much the territory of national 
governments, although sharing of relevant data might be advantageous. 
 
As far as a compassionate use programme is concerned provision for this is already 
made in the humanitarian exemption in the MDD.  It might be possible to have some 
sort of agreed approval system between member states, but it is hard to see how all 
the different systems could be effectively co-ordinated.  
 
In summary, we agree in principle that encouraging the development of medical 
devices for rare diseases is desirable, but the sort of measures adopted for drugs 
would not be practical for devices.  



 
Q10 What kind of specialised social and educational services for rare disease patients 
and their families should be recommended at EU level and at national level? 
 
Patients with rare diseases and their families undoubtedly need specialised social and 
educational services.  These must, however, by their very nature be provided close to 
the patient’s home.  Therefore decisions on the provision of specific social and 
educational services should be made at local level, not at EU or national level.  On the 
other hand, further development of internet-based educational resources should be 
driven at EU and national level. 
 
Q11 What model of governance and of funding scheme would be appropriate for 
registries, databases and biobanks? 
 
All registries, databases and biobanks must fully respect legal and ethical principles. 
We recognise that registries and databases for very rare conditions are most 
conveniently organised on a Europe-wide basis and hence should be eligible, subject 
to normal rules and processes, for EU funding.   
 
Q12 How do you see the role of partners (industry and charities) in an EU action on 
rare disease? What model would be most appropriate? 
 
The treatment of any disease or condition is a partnership between patients and 
professionals.  Charities which effectively represent patients, and have proper 
governance structures, are therefore key partners in any action.  The Committee on 
Orphan Medicinal Products of the European Medicines Evaluation Agency could 
offer a model for this form of partnership.  
 
A thriving industry is also essential to bring to market products which patients need 
for the treatment of their condition. There is an obvious tension between the need of 
industry for commercial success and the ability of health care systems to minimise 
costs, and between the requirements of commercial confidentiality and the need for 
openness in public funding decisions. These tensions are best addressed by open and 
constructive dialogue. In the UK, Government has developed an effective dialogue 
with the pharmaceutical and medical devices industries where issues such as these can 
be discussed constructively and solutions developed.  We would see these 
arrangements as our national mechanism for contributing to European initiatives 
which would benefit from a joint approach. 
 
Q13 Do you agree with the idea of having action plans? If yes should it be at national 
or regional level in your country? 
 
It is clear that a different approach is required for rare diseases that require specialised 
services than for more common conditions, for which services can be commissioned 
and organised at the local level. As set out in Question 1 and Appendix i, within 
England commissioning arrangements for specialised services are taken forward by 
the 10 Specialised Commissioning Groups, and by the National Commissioning 
Group, depending on the rarity of the condition or treatment. Similar structures carry 
out these functions for the devolved administrations of Scotland, Wales and Northern 
Ireland. In our view, these arrangements are essentially equivalent to action plans, as 



they provide a rational and practical approach to commissioning specialised services, 
at the level (regional or national) that is appropriate based on the level of need for a 
particular service. Therefore, we do not see any added value for the UK in developing 
action plans in addition to existing arrangements. 
 
Q14 Do you consider it necessary to establish a new European Agency on rare 
disease and to launch a feasibility study in 2009?  
 
A feasibility study to set out the scope, structures and cost of the Agency must be 
completed before any judgement can be made as to whether such an Agency is 
‘necessary’.  



Appendix i: Commissioning Specialised Services for the treatment of rare 
diseases in the UK 
 
Commissioning (that is, the planning, funding and monitoring) of health services in 
the NHS in England is the responsibility of Primary Care Trusts, Specialised 
Commissioning Groups and the National Commissioning Group. Similar structures 
exist in the devolved administrations for Scotland, Wales and Northern Ireland.  
 
It is not practical to commission separately services for each of the 8000 or more 
identifiable ‘rare’ diseases. The provision of services must take place around sensible 
groupings of expertise. For example one would not separately commission services 
for each of the many rare disorders of nerve and muscle, but rather establish centres of 
expertise in neuromuscular disorders. Hence the organising principle in the UK is not 
‘rare diseases’ but specialised services’. Specialised services are broadly defined as 
those with low patient numbers but which need a critical mass of patients to make 
treatment centres cost effective. 
 
Specialised services are subject to different commissioning arrangements than other 
NHS services. Specialised services are those services provided in relatively few 
specialist centres to catchment populations of more than 1 million people. Specialised 
services are either commissioned regionally, by the 10 Specialised Commissioning 
Groups (SCGs), or nationally by the National Commissioning Group (NCG). This 
depends on the rarity of the condition or treatment.  
 
The National Commissioning Group commissions services on a national basis for 
England for a specific group of extremely rare conditions or very unusual treatments.  
Most services commissioned by the NCG relate to a condition where the national 
caseload is less than 400 people. Examples include heart and lung transplantation and 
secure forensic mental health services for adolescents. The underlying aim of the 
arrangements for commissioning specialised services is to ensure fair access to 
clinically effective, first class, standard, specialised services right across England.  
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