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Response  
of the Association Française contre les Myopathies 

 (French Muscular Dystrophy Association) 
to  

the public consultation of the European Commission: 
“Rare diseases – a challenge for Europe”  

 
 
 
 

AFM 

Created in 1958 by patients and their families, the AFM – Association Française contre les 
Myopathies – set itself the aims of curing neuromuscular diseases and reducing the handicap 
they cause. To fulfil these two aims, every year since 1987 the AFM has organised the 
Téléthon – a fund-raising and awareness campaign aimed at the general public. This involves 
a 30-hour programme on national television combined with many thousands of events 
throughout France. Since neuromuscular diseases are all rare diseases, the AFM has 
developed a comprehensive strategy for their recognition and the acceleration of research into 
them. Its activities have led to major advances in the field of research, and the raising of 
collective awareness as to why the fight against rare diseases must be undertaken in a 
coherent and comprehensive manner. At present it is supporting more than 40 clinical trials 
concerning rare diseases. The solidarity of millions of French people who have demonstrated 
their confidence in the AFM in this combat bears witness to the interest they take in the 
question of rare diseases. 

 

A positive initiative 

The AFM takes this opportunity to congratulate the European Commission on its initiative for 
a public consultation on the theme “Rare diseases – a challenge for Europe.” It expresses a 
determination to transform the early initiatives into rare diseases taken over recent years into a 
genuine European policy. The AFM cannot but share this determination, which is based on 
three of its own convictions :   

- The effectiveness of the fight against these diseases necessitates a sustained, coherent 
and comprehensive approach. The segregation of policies or sectional initiatives 
cannot alone lead to any real success. This comprehensive approach can only be set up 
by simultaneously mobilising all the actors concerned, whether they are political, 
institutional, patients’ associations, carers, researchers or industrial organisations. 

- To combat rare diseases and offer new prospects to patients, it is vital to work on a 
European scale. In effect, the European element is particularly important in this field. 
Though the diseases are rare, there are many patients, presenting a real public health 
issue. And though the diseases are rare, so is the expertise. Working on a European 
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scale presents an opportunity to optimise costs while improving the situation of 
patients and their families. Finally, the European scale is essential for the development 
of innovative therapies – particularly biotherapies – whose exploitation would affect 
the survival and quality of life of millions of people and have substantial results in 
terms of the economy and job creation. 

- The fight against rare diseases is a model whose knock-on effects could benefit the 
whole of society. From a scientific point of view there are already many examples of 
advances made on rare diseases carried over to benefit more frequent diseases. Rare 
diseases are opening the way to increasingly personalised medical care. They are 
contributing to a redefinition of the notion of general interest as being not only the 
interest of the greatest number, but also the capacity to take into account even the most 
marginal situations.  

 

For an ambitious policy 

On the whole the text presented by the Commission covers the ground well and develops with 
relevance the numerous issues concerning rare diseases. However, it puts too little emphasis 
on the essential issue of the research and development of new therapies. Yet this is the 
main expectation of the millions of patients concerned by these severely disabling 
diseases, which remain today untreatable and incurable.  
 
The strategic objective of community action such as outlined in the fourth chapter of the 
document must be far more ambitious. It should not be limited to “improving the chance for 
patients to get appropriate and timely diagnosis, information and care.” Such improvements 
are obviously necessary, but they are only means in the service of an objective which should 
be far wider. 
 

The strategic objective of community action should be to cure the greatest number of 
rare disease patients. 

  
The “improving the chance” objective can be pursued individually by each Member State. On 
the other hand, none is capable of curing rare diseases on its own. Thus, with the objective 
formulated in this way the European element appears in far greater relief. 
 

Research into rare diseases 

The large majority of rare diseases are of genetic origin. However, they cannot be considered 
in the same way as frequent genetic diseases. Their very rareness creates specific economic, 
organisational and scientific challenges that cannot be met with tools traditionally used. 
 
Most of the diseases for which research is either still in its infancy or non-existent present a 
real challenge which cannot be taken up without a large-scale mobilisation at a European 
level. This mobilisation will involve enormous effort in the fields of genomic, post-genomic 
and physiopathological research.  
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Yet these needs should not hide a new reality – that of an explosion of clinical 
development possibilities in the field of rare diseases. What’s new is the increasing growth 
of situations where trials on humans can be envisaged. There are many therapeutic leads – 
from the most traditional to the most innovative (in particular, biotherapies) – for diseases for 
which no therapy yet exists.  
 
The AFM alone is supporting more than 40 trials on humans, and requests are building up. 
 
Even if public generosity at the European level developed and continued to contribute to 
research into rare diseases, it is important to bear in mind that the sheer extent of the financing 
necessary for clinical development is far below that possible from European public donation.  
 
From an economic point of view, clinical development for rare diseases presents specific 
difficulties. For industrial organisations, the relationship between financial risk and the 
prospects of from the development of new treatments become attractive only late in the 
process of their development. Between the proof of concept and the investment of large 
private funds necessary to obtaining a marketing authorisation, rare diseases must cross a far 
wider “wilderness” than frequent diseases with a much higher market potential. 
  
It is vital to take the urgency of this new situation into account. If not, promising leads 
for hitherto untreatable severe rare diseases will not be explored and therapeutic trials 
will not get under way or may even have to be halted.  
 
European regulations governing the development of orphan drugs as well as those recently 
adopted concerning advanced therapies have already shown the will of the European Union to 
explore these fields. 
 
However, these measures are not sufficient. 
 
In the field of rare diseases, the European Commission must : 

- Facilitate access to all the technological infrastructures (screening, sequencing, 
imaging, vectorology etc) for research into rare diseases  

- Set up a long-term financing policy of preclinical therapeutic research  

- Invent new risk-sharing facilities between private and public funds with the aim of 
substantially raising the financial potential for the first phases of clinical development. 
This sharing of burden could lead to the development of new treatments while 
lowering the final cost. 

 

A question of definition 

For far too long, rare diseases had been ignored because they hadn’t been “named.” Although 
they had been catalogued individually in their own name, they were not known under any 
collective designation or definition, even though as a consequence of their rarity they raised 
common problems. At present the widest-used definition in European documents and among 
the Member States is that of a prevalence lower than 5 for 10 000 persons. 
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This is the definition that has allowed rare diseases to “exist” and to take their place as an 
issue of European policy. It has shown its relevance in the field of orphan drugs. It would be 
incoherent to change it at this stage. 
 
What is necessary is an improvement and dissemination of knowledge through a process of 
definition, codification, epidemiology and description of the diseases. The size and nature of 
the task fully justify the orientations presented by the Commission on this subject. 
 
 

A real networking policy 

There is an obvious advantage to expertise and rare resources networking at a European level. 
As the text of the Commission proposes, a European policy of encouraging research network 
development, registers, data and biological sample banks, centres of expertise and diagnosis 
laboratories is necessary.  
 
Although the multiplication of networks is desirable, it needs to be coherent, coordinated and 
readable for all the actors : 
 

- For a large number of rare diseases the issues reach much further than Europe. 
European financing must encourage the construction and functioning of networks that 
integrate partners beyond the Member States, in particular North America and Asia. 

- Better harmonisation of regulations must be sought between the different programmes 
launched by the European Union, particularly concerning research policies and public 
health. More than elsewhere, in the field of rare diseases it is often the same teams 
which work on diagnosis and research, as well as patient management. 

- Within the networks a multiplicity of actors and in particular the presence of patients’ 
associations should be encouraged. 

- Infrastructure networks such as biological sample banks or registers should be granted 
a statute and financing to allow their long-term functioning and guarantee a 
capitalisation of the initial investment. 

- The networks should always favour the circulation of expertise rather than that of 
patients. However, it is foreseeable that the development of certain innovative 
therapies, particularly biotherapies, will necessitate structures and specific expertise 
which should be put in common and organised at a European level. From now 
onwards it is necessary to plan for certain rare diseases to be treated and specific 
techniques carried out in only a restricted number of specialist centres at a European 
level. This specialisation is justified also in the field of diagnostic tests, where – 
bearing in mind their ever-increasing number – it would be illusory to imagine that 
each country could carry them out under satisfactory conditions. 

Rare diseases plans 

The suggestion of the Commission that the Member States establish plans in the field of rare 
diseases is to be encouraged. However, these plans will only really be effective if they are 
lateral and based on a general mobilisation of all the actors, particularly patients’ associations. 
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The adoption of a national plan can be positive in that it causes a raising of awareness at a 
given moment. However, by its nature the notion of a Plan implies something of short 
duration, an particular mobilisation to put to rights a situation that has been neglected. Yet 
however effective the measures are, these diseases will remain rare and their consequences be 
with us for a long time yet. 
 
Although plans can be relevant under certain conditions, it appears equally essential to 
encourage Member States to construct sustainable organisational and piloting facilities 
for a coherent policy towards rare diseases. Given this, naming a real pilot with authority 
and appropriate means remains a priority. If rare diseases have been ignored for so long, it is 
because it has been impossible to identify their problems and bring forward solutions through 
legal mechanisms. By their specificity, rare diseases need long-term and specific 
arrangements, particularly those which will allow access to legal mechanisms. 
 
 

Towards a long-term community policy 

For the same reasons as those advanced by each Member State, the AFM strongly supports 
the proposal in the Commission’s text to create “a permanent, sustainable instrument for the 
long-term implementation of rare diseases policy at community level,” particularly “in order 
to ensure the permanence and coherence of relevant strategies at EU level”. 
 
The idea advanced by the Commission to create a European rare diseases agency really 
deserves to be followed up. Due to the specificity of rare diseases and the overlapping of this 
issue with several European policies already in existence, and the substantial plus provided by 
lateral European action, this idea could represent a real step forward and a hope for a long-
lasting policy. 
 
Finally, the “EU advisory Committee on Rare Diseases” proposed by the Commission can in 
no way reach the same objectives. Lacking financial managerial and financial competence, a 
Consultative Committee would not have the necessary legitimacy to carry through any long-
term formative initiatives. 
 
 
 
    =============== 



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. 




