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Question 1: The CFW Board is in favor of supporting the current EU definition 
for the whole of Europe, since it is the one used in all the European institutions 
and documents, as well as in most Member states. A more restrictive definition 
would endanger the reimbursement of Orphan Drugs for some of the "less rare" 
rare diseases (eg Cystic Fibrosis).  
 
Question 4:The CFW Board support the development of national/regional 
centers of reference and the establishment of European Reference Networks. 
The issue of centers of reference is of primary importance for rare diseases 
patients. This issue was discussed at the European Workshop on Centers of 
Expertise and Reference Networks for rare Diseases in Prague 12-13 July. The 
CFW Board supports the idea of not only creating but also funding European 
Reference Networks. These should have a capacity to provide expert advice, to 
produce and adhere to best practice guidelines, to implement outcome measures 
and quality control. They should also be involved in creating and funding 
epidemiological surveillance, such as registries. Databases and registries are 
very important tools to develop clinical research. The CFW board believes that 
EU has a major role in supporting and maintaining registers of patients with rare 
disorders. Many of these groups are so small that they have to be maintained at 
a European level. The registries should include information on disease severity 
and treatment. These registries could play an important role for the evaluation of 
novel and old therapies, as it would often be difficult to enroll sufficient number of 
patient in each country. Thus these registers must have long-term funding and 
and cannot be subjected to, for example, uncertain 3 year funding cycles.  
Registries can also play a critical role in auditing the performance at different 
care centers, serve as a help to promote best practice and help to identify poorly 
performing centers in need of assistance. 
 
Question 7 and 9: The CFW board supports the idea of the Commission to 
propose necessary legislative modifications in order to guarantee equal access 
not only to orphan drugs, but all necessary drugs throughout the EU. Very 
expensive orphan drugs and other necessary drugs have to be funded at another 
level than the local hospital or the local community. Medical devices can often 



 

play an as big role as the drugs for health outcome, eg for administering the 
drugs, for medical diagnosing or other treatments. The CFW board supports the 
idea of EU having an orphan regulation on medical devices and diagnostics. 
 
Question 10  The CFW board is in favor of specialized social and educational 
services for patients and families. The burden of treating Cystic Fibrosis is high. 
The best practice treatment is time consuming and expensive. The treatment has 
to be done on a daily bases in the home and sometimes in the hospital (many 
oral drugs, inhalation therapy, chest physiotherapy, intravenous antibiotic 
treatment and more).The parents/patients need surveillance and updated 
education to perform the treatment correctly. Respite care service and financial 
support to families for unpaid caring and other extra costs related to the 
treatment is also needed. 
 
Question 11: The CFW board thinks it is important that patients or patient 
representatives should be associated in the management of patient registries 
and databases. Patients are more than just material providers and they have the 
right to participate in decisions that concern them directly. 
 
Question 14: The CFW board supports the idea of creating an EU Agency for 
Rare Diseases. That body would ensure long-term funding and sustainability of 
essential activities in the field of rare diseases. The support otherwise depends 
on calls for proposals and attribution of funding that has to be regularly secured 
with a maximum of 3 to 5 years per project. 
 
Priorities for research. The CFW board wants to see a priority for research on 
rare diseases. Biomarkers as a tool for the following of disease progression is of 
course important, but many of the rare diseases are severe and the patients are 
more in the need of basic research into the fundamental causes and 
pathophysiology of their disease. This is well exemplified from Cystic Fibrosis 
where the pipeline of novel therapies did not take a step forward until the last 
couple of years, despite the basic defect was discovered already 1989. Despite a 
lot of research efforts it is not until now that an understanding has come to the 
stage where rational therapies can begin to be envisioned and developed 
 
The major problems for the rare diseases are the lack of interest from Big 
Pharma for the development of novel therapies. This means that the effort has to 
be taken over by academia. However, as the diseases are rare, it is difficult to 
obtain sufficient funding in each European country. Therefore EU should take a 
major step towards funding basic research and the development of novel 
therapies for rare diseases. This can be considered an important role for EU as 
these patients otherwise will be left without the important help they so well need. 
These efforts must be organized in Frame work programs where the best 
scientists come together, something that probably requires also a proactive role 
to bring them together.  
 



 

As the Big Pharma lack interest in orphan drugs, it is very important that drug 
development and clinical trials can be supported by EU. Part of that work could 
be a joint effort with small biotech companies, something that will also contribute 
to the development of new industries.  
 
The CFW board and its European members consider it important that EU is 
proactive in the development of novel therapies also in Europe. The current trend 
is that all these efforts take place in the USA. The European patients will of 
course eventually benefit from that development also, but it is still inferior to 
Europe to take a more active part. That should give more competition and faster 
development, something the European patients are eagerly waiting for.  
 
Support of Patient Organizations: The CFW board finds it disappointing that 
nothing is mentioned about financial or other support to Patient Organizations. 
Because of the fact that a rare disorder is rare, it is difficult to engage many 
patients and patient representatives within a state, or even within a region, to 
form and sustain a Patient Organization. Empowerment is a necessity for the 
rare disease patient to improve the health outcome and Patient Organizations 
play an important role for the empowerment. 
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