
Reflections on the paper “Rare diseases: Europe's challenges”. 
Public consultation. 
 
Please find below my observations and conclusions in response to the questions posed in the 
document. 
 
Question 1 
Any attempt to establish a definitive definition must not lose sight of the fact that we will 
need to have a single world standard in the future. 
What standard is used by the World Health Organisation (WHO) and the USA? 
The definition must be fairly strict and narrow. 
Conclusion: I would prefer the prevalence standard to be 4 per 10 000 for the target group. 
But we would have to make sure that this is consistent with the WHO and the USA. 
 
Question 2 
Coding and classification is crucial for registration. 
Conclusion: this must be done as soon as possible. 
 
Question 3  
Conclusion: Of course a European inventory must be established on the basis of the 
codification and classification. The inventory must be constructed per town, province, region 
and country. 
A start has been made via the NEPHIRD programme run by the Instituto Superiore di Sanità 
in Rome, but this is very limited and without any clear input from patients' associations. In 
order to be able to map rare diseases geographically too, EU support is essential. 
 
Question 4 
European rare disease networks at present rely on the enthusiasm of a few inspired 
individuals. Many are linked via Eurordis and through the EU-backed European organisation 
promoting patients' interests. 
There is no structural, officially recognised network. 
In addition to an inventory of rare diseases, a network of centres of excellence is of great 
importance for the purpose of treating these diseases. Knowledge transfer is an essential 
function here. 
But patients must also go to a centre of excellence in another country if the expertise is not 
available in their own country. 
Conclusion: Knowledge transfer and patient mobility are two essential factors for optimum 
care and treatment. When care which is not available in the patient's own country is provided 
by a recognised centre of excellence elsewhere, the costs of such care must be reimbursed by 
the health insurer. This already happens to a limited extent, often with a great deal of 
opposition from the health insurer.  
 
Question 5 
Access to care and awareness of the care possibilities available are still big problems. 
Most people nowadays have access to the Internet and know how to use it or know someone 
who can look something up or sort something out for them. Communication in this area could 
be improved, given the unnecessary delays in diagnosing rare conditions, on which Eurordis 
has conducted some studies. 
Conclusion: In order to improve access to health care, use needs to be made of online 
information. 



 
 
 
Question 6 
Conclusion: What are needed are reference laboratories, online information and support for 
research into reliable tests. 
 
Question 7 
Each country decides on the population studies that will take place under its own national 
health plan. We can therefore learn a great deal from the screening campaigns conducted in 
neighbouring countries. It is also fairly common nowadays for the results of the various 
different studies to be compared at European level. This is often for reasons of cost-
efficiency. 
Conclusion: Pan-European studies could lead to recommendations for individual European 
countries to introduce more or fewer screening instruments into their national plans. 
 
Question 8 
Conclusion: Regulation and approval should take place at European level and this should be 
recognised unconditionally by the Member States. 
 
Question 9 
Rare diseases are a special category, for which the normal economic approaches and the 
market mechanism in health care are inadequate. 
Conclusion: A special approach is required for this category of diseases. This also includes 
special facilities such as equipment for medical treatment and diagnosis. 
 
Question 10 
It is known that patients with a rare, chronic condition are not only unable to earn a normal 
salary but that they are also obliged to spend a lot of money on the complications arising from 
their complaints. They need various types of support to be able to maintain a certain quality of 
life despite the limitations imposed on them by their condition.  
Conclusion: The extra support required must come from the local authorities and from 
legislation (such as the WMO – the Social Support Act – in the Netherlands). However, the 
local authorities must work throughout the whole of the EU in accordance with a European 
standard. 
 
Question 11 
Of course investment in new technologies is important, even though it is not yet cost-efficient.  
Conclusion: Money can only be spent once. I would prefer to see the emphasis placed more 
on quality of life and socio-economic studies of the target group. 
 
Question 12 
The industry already has a permanent consultation body for rare diseases in the form of 
Eurordis, the patients' representative. Eurordis also proposes initiatives to the EU. 
Conclusion: Eurordis is supported by the EU. It is important that this support be continued. 
 
Question 13 
National plans for rare diseases are necessary in order to bring these diseases as a group into 
the spotlight and make progress. A European plan could be a blueprint for national plans.  
Conclusion: It is important that all these national plans be consistent with a European model. 



 
Question 14 
A clear European forum needs to be established to ensure that rare diseases are given the 
necessary level of attention within the EU.  
Conclusion: An agency would be one means of ensuring that rare diseases as a group were 
given the necessary level of attention. 
 
I am delighted to see that the European Union is taking an interest in this field and has now 
produced this paper which mentions practically all aspects of rare diseases. 
At last proper attention is being paid to an almost forgotten category of patients who have 
often been left to suffer alone but whose numbers are now beginning to develop a critical 
mass at European level. 
There is light at the end of the tunnel, thanks especially to the 10 years of hard work by 
Eurordis and the support of the EU. 
The thrust of the document is strongly tilted towards somatic, biotechnical and high-tech 
solutions. 
Admittedly, the socio-economic side and the promotion of quality of life are also mentioned, 
but only minimally. 
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