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PUBLIC CONSULTATION 
RARE DISEASES: EUROPE'S CHALLENGES 

 
Background 
The Royal Hospital for Neuro-Disability, formally the Royal Hospital for the 
Incurables, in Putney was set up on the instigation of Charles Dickens – ‘to 
care for the incurables discharged from the great hospitals of the land’. This 
vision is as valid today as it was 154 years ago.  
 
The Royal Hospital for Neuro-disability is a national not-for-profit medical 
charity that offers assessment, treatment and ongoing care to adults who 
have profound disability as a result of neurological damage or disease.   
It is registered for 260 beds for provision of long stay, short stay, 
rehabilitation, respite and day care. It is the only hospital of its type in the 
United Kingdom providing a wide range of clinical and research skills 
 
The Hospital has an international reputation as the United Kingdom’s 
foremost provider of specialist treatment, rehabilitation and care for young 
adults with chronic and complex neurological disabilities. The skills, expertise 
and experience of the staff enable patients to achieve an optimal quality of life 
within the limits of their disabilities and for some to be able to return home. 
 
Complex Neurological Disabilities 
 
Complex neurological disabilities are usually due to those neurological 
conditions that affect the brain rather than the peripheral nervous system. The 
term ‘complex neurological disabilities’ describes those conditions of the 
nervous system which affect the physical, mental, memory, thinking and 
behavioural abilities as well as other functions such as bladder and bowel 
control, speech, swallowing and balance – usually in combination of two or 
more. 
 
There are two elements to the concept of complex Neuro-Disabilities: 
 
1. They affect a broad range of neurological functions, usually in 

combination, and 
2. They are often rare either as a diagnostic group (e.g. Huntington’s 

disease) or as a stage in their presentation e.g. the later stages of 
multiple sclerosis. 

 
The combination of these two elements creates problems in developing multi-
disciplinary skills since local NHS units see too few people with this level of 
complexity to develop the necessary experience. The Royal Hospital for 
Neuro-disability has the advantage of the volume of patients referred from 
throughout the country and the experience achieved from many years of 
working in these specialised fields. 
 
Rare diseases and complex Neuro-disabilities have in common their rarity, the 
complexity of the presentation and the severity of the condition. 
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The Huntington’s disease services at the hospital are providing care for 40 
residents in middle to late stage Huntington’s Disease.  

---------------------------------------------------- 
 
Question 1: Is the current EU definition of a rare disease satisfactory? 
We have no major comment on the EU definition of a rare disease. As a UK 
based organisation we are facing the problem of two co-existing definitions: 
the UK definition of a rare disease (prevalence of less than 1/50.000) and the 
EU one (less than 1/2000). This means that Huntington ’s disease is a rare 
disease from an EU perspective but not from a UK one. This has not been a 
problem so far and as long as this does not hamper access to drugs, care or 
support and funding opportunities, there is no reason why the two could not 
co-exist harmoniously. 
 
Question2: Do you agree that there is a pressing need to improve 
coding and classification in this area? 
 
Codes present major advantages when dealing with RD at European and 
national level: 

1) they enable one disease to be followed even if it is known under 
different names nationally, locally (often the case with rare diseases).  

2) They ensure that the name of the disease is accurately transcribed, 
eliminating spelling mistakes/ inaccuracies. 

 
Accurate coding and classification will provide much needed information and 
traceability of Rare Disease. A better coding/classification system will enable 
the gathering of important information (diagnostic co-existence or exclusion, 
cause of death, lifespan etc..) to improve healthcare provision and research.  
However a coding system is as good/ as accurate as the diagnosis that 
enabled the code entry. Regardless of how accurate and sophisticated a 
coding/classification system is, the limiting factor for its usefulness will always 
be the accuracy and speed of the diagnostic. 
 
A new coding system also poses the question of the re-coding and diagnosis 
update of a person. Since this has resources implication: Who should be 
responsible for that? Is it always in the person’s best interest? How often 
should a diagnosis be checked and the code updated? 
 
Question 3: Can a European inventory of rare diseases help your 
national/regional system to better deal with RD? 
Yes we believe that a European inventory will be a useful reference tool. The 
use of which will depend on how accessible, how up-to-date, how exhaustive 
and how extensive it is.  
Here we would like to acknowledge the work of orphaned which is our main 
source of information on RD and which has and still is greatly contributing to 
the dissemination of information about RD. 
 
When dealing with RD as when dealing with complex neuro-disabilities the 
key questions that need to be addressed are: 

• What do we know about it? (where to find more information) 
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• What are the drugs/treatments available? 
• Who is/are the best in this field? 
• Is there any research into it? 
 

So from our perspective an inventory to be most useful should contain apart 
from the medical specialty, prevalence, mechanism and aetiology (as 
indicated in the consultation): 

• publications about the disease (journal article, case studies but also 
grey literature) 

• link to support organization 
• available drugs (the inventory may even present a classification of RD 

by the number of drugs available for that RD) 
• details about a reference centre/network 
• details about a registry, database and biobank. 
• On-going or completed major research projects (either having received 

EU-funding or recruiting clinical trials). 
 
We are aware that the resources that such an extensive inventory implies 
may not be available, but we believe that such information will enable a better 
handling of RD at national and regional level. 
 
From a healthcare provision planning perspective, the prevalence at the 
different stages of the disease will also be a useful information. If we take for 
example Huntington’s Disease where four different stages are defined as pre-
symptomatic, early, middle and late. Those stages require very different 
healthcare provisions that are generally provided by different healthcare 
settings. It will be useful to not only know whether the existing provisions are 
sufficient but also whether the system can adjust to the predicted evolution of 
the patient group. 
 
Question 4: Should the European Reference Networks privilege the 
transfer of knowledge? The mobility of patients? Both? How? 
 
The two approaches have their interest. 
A centrifuge approach of transferring knowledge from the central network to a 
broader periphery privileges the proximal delivery of care/treatment to the 
patients while disseminating information. The benefits are care close to the 
patient’s home/environment and dissemination of knowledge to a wide 
community. This however does not guarantee that the knowledge is in the 
hand of expert or that the patient will have access to the latest 
treatment/technology. 
 
A centripetal approach favouring the concentration of patients into an expert 
centre privileges a distal delivery of care while increasing the 
expertise/standard of care of the centre. The benefits are the high quality of 
care/treatment for the patients, access to the latest technology and may 
enable the patient and their family to feel less isolated. It however keeps the 
expertise in the expert’s hand and requires that the patient travels to the 
centre.  
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The two approaches should not be mutually excluding and both should be 
envisaged.  
 
Question 5: Should on-line and electronic tools be implemented in this 
area? 
Online and electronic tools are very useful to disseminate information to a 
dispersed community. They can represent a valuable source of information for 
both patient and professionals. The comments about the kind of information 
provided for Q3 are also pertinent here. The language used may have a 
repercussion on the accessibility of the data (translation in the different EU 
languages) . 
 
Question 6: What can be done to further improve access to quality 
testing for RD? 
The organisation has no experience in this subject and will not comment. 
 
Question 7: Do you see a major need in having an EU level assessment 
of potential population screening for RD? 
This is not an issue that we have dealt with, so we will not offer a comment on 
this. 
 
Question 8: Do you envisage the solution to the orphan drugs 
accessibility problem on a national scale or on an EU scale? 
Drug accessibility in the UK will be mainly dependant on recommendations by 
the Health System and then decisions at local level about whether the drug 
will be paid for. There may also be a certain discrepancy in the acceptance of 
orphan drugs if the definition of rare disease is different at national and 
European level.  
 
Question 9: Should the EU have an orphan regulation on medical 
devices and diagnostics? 
From our own experience medical device development for RD is facing the 
same problem as drug development or for that matter research: 

• Low profile of RD 
• Small number of patients i.e. small market size 
• Low concentration of patients 
• Lack of public interest 
• Lack of funding 
 

By the very nature of our client population we have been faced with patient 
presenting very complex needs. There is very rarely a suitable product on the 
market and so we have developed over the years a wide range of solutions to 
meet our clients needs.  
 
When trying to make those solutions available to a wider, similar patient group 
we have been faced with the systematic refusal from industrial or innovation 
partners based on the size of the market.  
We will then welcome any incentive at European or national level to the 
development of medical devices/assistive technology for RD. 
 



RHN February 2008 5

Assistive technology can have a major impact on a patient’s quality of life by 
maintaining independence and reducing isolation.  
 
 
Question 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? 
Information about a whole range of services should be available. 
Recommendations however may not be desirable as they have legal 
implications and imply some quality control and evidence based decision 
making which may not be always available. Information about technology, 
assistive devices, training, financial support, research, respite care, and 
psychological support are all desirable. Information about specialist leisure 
and holiday opportunities will also be welcome. Our own experience showed 
that families and patients put information about holiday opportunities very high 
on their information priority list. 
 
 
Question 11: What model of governance and of funding scheme would 
be appropriate for registries, databases and biobanks? 
Governance model across Member states should look at: confidentiality, Data 
protection, data sharing, accessibility and language/translation. 
The existing European network and registry for Huntington’s Disease called 
Euro-HD may provide a useful model of governance and functioning for other 
RD. 
 
Question 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? 
As a charity, we can only see a very integrated and cross-fertilising 
partnership between Charities, Industry and the EU action.  
EU action on RD will only reach its full potential if supported by Charities and 
Industries. Charities are an efficient way of disseminating information and 
raising awareness. Industry has the technological and manufacturing potential 
that academia can lack. 
 
Question 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 support the idea of action plan and would see them as national rather 
than regional. Our organisation is accepting referrals from the entire country, 
so we would support plan at national level to ensure coherence and 
consistency in the application of the action plan. 
 
 
Question 14: Do you consider it necessary to establish a new European 
Agency on RD and to launch a feasibility study in 2009? 
We would welcome the establishment of a new European Agency, as this 
seems to be the right step forward.  
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This agency should ensure coherence and co-ordination at European level of 
the different areas concerned by RD and should also include research and 
possibly training. 
 
Other comment: 
 
Most research projects in RD are concentrating on finding a cure or 
understanding the biological process of the disease. There is a lack of funding 
for research projects looking at the treatment and care provision for RD. An 
adapted treatment can improve greatly the quality of life of the patient and 
their family and yet this seems to be rather overlooked by funding bodies. We 
would welcome a facilitation of those projects at EU level to raise the standard 
of care of RD. 
 
Furthermore the gold standard for research design is the double blind 
randomised control trial. This design is rarely possible with a small patient 
group and can raised difficult ethical issues. Other carefully designed project 
(e.g. cross-over design) can be as effective to answer a research question, 
but there is still a lack of acceptance by the research community and journal 
editor of those designs when dealing with RD. 
 
The Royal Hospital for Neuro-disability  
West Hill 
Putney 
London 
SW15 3SW 
 
Contact: 
Dr Sophie Duport 
Research Governance Manager 
Institute of Neuropalliative Rehabilitation 
The Royal Hospital for Neuro-disability  
sduport@rhn.org.uk 
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