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February 13, 2008 
 
 
 
Subject: EAMDA reaction to EU public consultation on rare diseases 
 
 
Dear Sirs, 
 
The European Alliance of neuroMuscular Disorders Associations (EAMDA) likes to express its high 
appreciation for the public consultation on rare diseases and the proposal by DG Sanco to a 
Commission Communication and a recommendation on rare diseases by the Council. 
 
EAMDA is an umbrella organisation for 30 national neuromuscular diseases patient organisations. 
Our members represent patients with a broad range of neuromuscular diseases (NMD), totalling 
between 200 and 600 different rare diseases, the number depending on the type of classification 
used. None of these diseases has a prevalence above 0,5 to 10.000 inhabitants, which classifies 
NMD in general as very rare.  
 
NMD are life threatening diseases, characterised by increasing weakness of muscles leading to 
severe disability and often early death. Over 75% of neuromuscular diseases are of genetic origin. 
Currently there is only 1 approved orphan drug for NMD on the market (Pompe’s disease), 
treatment of other NMD is mainly symptomatic. 
 
EAMDA is an active member of EURORDIS and we want to express our support to the reaction and 
opinion on the consultation that have been put forward to the European Commission by 
EURORDIS.  
 
In addition to this EAMDA wishes to highlight a number of aspects that are of importance for 
patients with neuromuscular diseases and that to our opinion will accelerate the development of 
new (curative) treatments for all patients with rare diseases. Most of these aspects relate to the 
questions put forward in the public consultation.   
 
EAMDA does fully agree that there is a pressing need to improve coding and classification 
(question 2). In our opinion this has to be combined with the development of  internationally 
recognised diagnostic criteria. 
 
EAMDA considers the solution to the orphan drugs accessibility problem (question 8) to be on an 
EU scale. The costs of drugs to be developed for NMD will be very high and reimbursement will be 
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an increasing problem. An EU approach would be a real test to show what European solidarity 
really means. 
 
EAMDA considers it of utmost importance that all stakeholders are represented in the governing 
bodies of registries, databases and biobanks (question 11). EAMDA wishes to add that patient 
representative participation should be mandatory. 
 
The development of patient registries with quantitative and qualitative data on natural history using 
self reporting by patients (or closely related persons) can be of great influence in determining 
outcome measures for clinical trials or to improve the care for patients with rare diseases.  
 
EAMDA likes to stress the importance of the development of uniform standards of care. Not only for 
the well being and access to the best practice of patients, but also in order to create cohorts of 
patients with an equal base line in favour of  the comparability of outcome measures in research 
and clinical trials. In addition to this, these uniform standards of care can be translated into patient 
friendly information and checklists to be used in communication between patients and their 
physicians and caregivers. In this way patients can be provided with specific information on their 
rare disease and will benefit from this directly. 
 
The role of patient organisations and or charities in an EU action on rare disease (question 12) is 
important and should implicate early involvement of patient organisations in both the pre-clinical, 
clinical phase and the post marketing approval phase of drug development. 
 
Whereas national patient organisations in our opinion need financial support by the respective 
national governments for their national activities, EAMDA advocates structural financial support by 
the EU for pan European patient organisations. Especially since national support for European 
activities usually lacks and the successful development of new drugs and treatments for rare 
diseases are dependent on European collaboration. 
 
EAMDA is more than willing to provide you with additional information if necessary. 
 
Yours sincerely, 
 
 
 
Drs Peter Streng 
EAMDA board member and representative on research and drug development 
streng@enmc.org  
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