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Replies to the document "Public consultation. Rare diseases: Europe's challenges"   
 
The respondent is the Finnish RD patient organisations' network which was established by the 
initiative of the Ministry of Social Affairs and Health in 1993. The network consists of 10 social 
and health organisations, each of which has one employee specialised in rare diseases. The network 
aims at highlighting rare groups of diseases and disabilities e.g. by providing information, by 
organising rehabilitation and adaptation operation for groups suffering from the diseases, by 
training professionals and by bringing patients and their families together.     
 
Question 1. Is the current EU definition of a rare disease satisfactory? 
 
In Finland we use the Nordic definition of a rare disease based on a prevalence rate of 1 per 10 000. 
This means that in Finland the maximum number of people belonging to each group is 500 persons. 
Since the prevalence definition is stricter than elsewhere in Europe, less diagnosis groups are 
included and thus groups considered rare elsewhere in Europe may be excluded from the operation. 
In Finland the definition of rarity includes, in addition to prevalence, the various disadvantages the 
disease or disability bring about in daily life, making life more difficult in several areas of life.   
 
In our country the aim is gradually to introduce the common European definition, but a transition 
period is needed in order to secure the position of new groups.     
   
In matters involving orphan medication we follow the EU practice to make Finnish users of orphan 
drugs equal with other EU citizens.   
 
2. Do you agree that there is a pressing need to improve coding and classification in this area?   
 
The use of ICD-10 within health care is poorly implemented at present. The diagnoses in the 
inventory are classified with a variety of criteria. Some of them are classified according to cause of 
disease, some according to symptom. For this reason the classification must be improved, and 
especially the definitions and diagnostics of rare diseases and disabilities must be specified.    
 
3. Can a European inventory of rare diseases help your national/regional system to better deal 
with RD? 
 
The national inventory of RD is based on data acquired by studying the prevalence of RD in our 
country. The inventory would form a basis of the web portal on RD currently under construction. 
The inventory would also facilitate comparisons between data and the creation of data bases on the 
European level.   
 
4. Should the European Reference Networks privilege the transfer of knowledge? The 
mobility of patients? Both? How?  
 
The primary starting point for transferring knowledge, expertise and care to patients of RD should 
be that the specialists in the country treating the patient have the knowledge (consultation, training, 



specialist meetings). Moving patients to other EU countries is a secondary measure, as e.g. language 
problems may arise. Knowledge on RD, accumulated in European centres of expertise, is needed to 
secure national expertise. 
 
When determining the centres of expertise, the situation of whole Europe must be surveyed. For 
example, in Finland there is knowledge and expertise about diseases rare in the rest of Europe. This 
expertise could be useful in other countries as well.   
 
In Finland the diagnostics and care of RD should also increasingly be centralised.  If no expertise or 
treatment is available in one's own country, care assessment could take place elsewhere and the 
actual care in one's home country.    
 
5. Should on-line and electronic tools be implemented in this area? 
 
Developing electronic tools is highly supportable. They improve e.g. the access to and use of 
expertise and consultation operation. It is especially important to use these tools in the 
communication and peer support between people suffering from RD.  Differences in the privacy 
protection regulations between different countries must, however, be taken into account especially 
when data is collected and exchanged about patients with RD.     
 
6. What can be done to further improve access to quality testing for RD? 
 
On the national level we must develop genetic and other testing in accordance with Finnish laws 
and regulations in order to secure both availability and quality. The unique Finnish disease heredity 
sets national challenges on the work. There already exists European co-operation to obtain research 
data not feasible to produce in Finland. Harmonising the regulations is important.      
 
 7. Do you see a major need in having an EU level assessment of potential population 
screening for RD? 
 
The network considers such an assessment a supportable idea. Measures could be assessed 
afterwards on a national level.   
  
8. Do you envisage the solution to the orphan drugs accessibility problem on a national scale 
or on an EU scale?  
 
The accessibility and introduction of orphan drugs varies in European countries. On the national 
level accessibility appears to depend also on the regulations by the drug compensation system in 
each country. With orphan drugs the question is often about the first introduction of a drug affecting 
the cause of disease. Due to the small number of orphan drug users, it is difficult to conduct 
research and follow-up research, required by the drug compensation system, on the effects of the 
medication. However, in respect of all users, the effects of the new medication are always 
monitored, in accordance with the terms of the sales permit, by the pharmaceutical companies that 
developed the drug. Follow-up is carried out also by EMEA that granted the orphan drug testing 
and centralised sales permit. And the pharmaceutical companies report to EMEA. EU level 
solutions would render all European citizens equal irrespective of their place of residence.      
 
9. Should the EU have an orphan regulation on medical devices and diagnostics? 
 



Developing equipment and diagnostics, and determining norms in the EU would help those 
countries who still have challenges to improve their national standard. Possibilities to improve the 
national standard are poor in many EU countries and the markets are too small.   
 
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?  
 
Development of services ought to take place mainly on the national level. The EU might have a 
certain target level and norms for all member states. The RD patient organisations' network 
considers it especially important to develop the following services for people suffering from RD 
and their families: 
 
Temporary care (care given by a professional at home, day-care centre type care or institutional 
care) must be available for different situations and based on the needs of families. Holiday 
substitute practices for care giving relatives must be developed. Information and counselling 
services, such as regular meetings between families and specialists, written material, counselling 
phones, information desks, web enquiry services should be available to everyone according to need. 
Improving the financial situation of patients, their families and care giving relatives is also 
important.  
 
In our country multi-disciplinary bio-psycho-social rehabilitation and adaptation training, organised 
mainly by social and health organisations, has long been available for people in many disease and 
disability groups and for their families. The operation consists of long-term support of patients and 
their families, starting when the first diagnosis is confirmed and continuing as necessary in different 
phases of life. During periods of varying lengths the patient and his/her family members receive a 
wide range of information about the disease, its care and social security; training on self-care and 
fitness maintenance; and peer support. The most important part of the operation is empowerment 
work in which the life situation transformed by the disease is analysed and the means of coping are 
mapped.  
 
For RD patient groups rehabilitation and adaptation training is especially important because the 
groups are small and possibilities to receive peer support otherwise are scarce. The adaptation 
training and rehabilitation operation intended for RD patient groups will strengthen in the future e.g. 
because it is part of the focus area of the fund providers of the operation.   
 
Organisations of the RD patient groups organise peer support and recreation operation, monitor the 
patients' interest and promote civic participation.    
 
11. What model of governance and of funding scheme would be appropriate for registries, 
databases and biobanks?  
 
EU norms must be created and harmonised with national norms. National privacy legislation must 
be taken into account when creating national registries. Quality norms and minimum information 
must be determined to make European-level comparisons possible.  
 
12. No reply.  
 
13. Do you agree with the idea of having action plans? If yes should it be at national or 
regional level in your country? 
 



There is no national action plan for RD in Finland. Such a plan should quickly be prepared. The 
task belongs to the Ministry of Social Affairs and Health. Late in 2007 the RD patient organisations' 
network has presented a proposal to the Ministry about the issues to which special attention should 
be paid when preparing the national action plan. 
 
On the national level at least the following matters should be determined: 1. Is it necessary to 
determine the position of RD patient groups in the legislation, and in which way the overall services 
are secured for these groups in the social and health care? 2. Determining the reference and 
consultation practices and care paths. 3. Organising special compensation to members of RD patient 
groups for medication in established use for symptom based care. 4. Could care and rehabilitation 
recommendations be created for RD?  
 
In addition, the Ministry of Social Affairs and Health is expected to deal with the following issues 
or to present a proposal about where these issues could be dealt with:  
1.  How can the adaptation training and rehabilitation courses of RD patients be secured in the 
future? 2. Should the care of RD patients be centralised? 3. How could health care professionals be 
provided with training about RD and rare disabilities?     
 
The RD patient organisations' network has promoted networking between people in RD patient 
groups and different diagnosis groups. The network is currently expanding, and it has received 
project funding to build a web portal for RD patient groups. The networking continues on the 
national and Nordic levels. Networking is expanding also beyond the field of social and health care.      
 
The EU should monitor and co-ordinate the preparation of national action plans and their 
implementation, in order to integrate them and make them comply with the EU strategy for health 
promotion.   
 
14. Do you consider it necessary to establish a new European Agency on RD and to launch a 
feasibility study in 2009?   
 
No reply. 
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