
 
 
 

  

 
 
Reply to the Commission's Public Consultation 'Rare Diseases: 
Europe's challenge  
 
General remarks 
 
The Swedish Government welcomes the Commission's public consultation 
on rare diseases and agrees that Community cooperation in this field may 
yield added value.  
 
The Swedish Government endorses the overarching objective stated in the 
public consultation, i.e. to improve patients' chances of obtaining 
appropriate and timely diagnosis, information and care. The Government 
agrees with the Commission's assessment that in order to reach this goal 
there may be reasons to strengthen the cooperation between various EU 
programmes such as the EU Public Health Programmes, the Framework 
Programmes for Research and Technological Development and the EU 
Statistical Programme.  
 
It is of importance that the financing and organisation of health care remains 
a national responsibility in the future. When the Community takes action in 
the field of public health it must fully respect the Member States' 
responsibility for organising and providing health care. At the same time, 
however, the Swedish Government wishes to state that there are very good 
reasons for continuing to strive for accessible health care of high quality 
throughout the European Union. It is important that we discuss quality 
standards and indicators, as well as 'evidence-based methods', i.e. methods 
that work.  
 
The forthcoming Commission proposal for a Directive on health care 
services could play an important role regarding a number of the issues 
raised in the public consultation, such as the questions on patient mobility or 
European reference networks. There is other work ongoing within the EU 
that touches on the issues raised in the public consultation, for instance 
creating the conditions for e-health care services between Member States. 
The Swedish Government wishes to stress that it is important not to 
introduce too many particular solutions for rare diseases. Future work on 

  
  
  
10 March 2008 S2007/10815/HS 
  

Government Offices
Ministry of Health and Social Affairs 
 
 

European Commission  
Directorate-General Health and Consumer 
Protection  
Consultation on Rare Diseases 



    
 

2 

rare diseases should be based on the principle that existing and proposed 
procedures and instruments should be used whenever possible. Community 
action in the field of rare diseases should be concentrated on areas where 
there is a clear added value from prioritising these diseases. Furthermore, it 
is important for possible future action in the field of rare diseases that a 
common definition of rare diseases is agreed at Community level and that 
this definition is not too broad. 
 

Question 1: Is the current EU definition of a rare disease satisfactory? 
 
The Swedish definition of a rare disease differs from the one used by the 
EU. In Sweden a disease is regarded as rare if it affects no more than one 
person out of 10 000, while the EU definition is much broader - no more 
than five people out of 10 000.  
 
According to Regulation (EC) No 141/2000 on orphan medicinal products, a 
medicinal product is designated as an orphan medicinal product if, inter 
alia, it is intended for the diagnosis, prevention or treatment of a life-
threatening or chronically debilitating condition affecting not more than five 
in 10 000 people in the Community when the application is made.  
 
The definition according to the Regulation on orphan medicinal products 
seems well balanced in order to create the commercial conditions and 
stimulate interest for the pharmaceutical sector to carry out research, 
development and sales of orphan medicinal products, The public 
consultation has shown that the EU strategy for orphan medicinal products 
has been successful. Therefore a definition of orphan medicinal products 
covering somewhat larger patient groups has certainly been justified within 
the area of medicinal products.  
 
As for the definition of a rare disease, however, the Swedish Government is 
of the opinion that a narrower definition would be better. When it comes to 
actions regarding rare diseases in areas other than medicinal products there 
are also other aspects to consider. Choosing a definition of rare diseases that 
is too broad carries the risk that the focus on those patient groups where a 
European population is really needed for studies, pooling of knowledge and 
other improvement measures will disappear. In some places there are 
already working centres etc. for larger groups of diseases. A broad 
definition may furthermore lead to the notion of 'rare' being undermined. 
The particular preconditions which, according to the Swedish definition, are 
related to rarity are then not evident, and understanding of the problems 
related to rarity might diminish.  
According to our information the broader definition, as used by the EU, has 
led to a need to sometimes use the notion of 'ultra rare diseases'. The 
Swedish Government would like to see a definition that includes all rare 
diseases and would like to stress the benefits of agreeing on a common 
definition within the Community. 
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Question 2: Do you agree that there is a pressing need to improve coding 
and classification in this area? 

 
The Swedish Government considers that the improvement of classification 
and coding in both health care and social care should be continued. It is an 
important element in the efforts made by the Member States to achieve 
more secure patient mobility within the Community, where the transfer of 
electronic case history data between countries increases the need for 
common terms and notions which can be interpreted in a consistent way by 
the national health care systems. Uniform classifications and codes also 
improve the conditions for there to be more uniform diagnoses. This is an 
important part of increased European cooperation in research, knowledge 
transfer and exchange of experience. It is also important in order to be able 
to draw up comparable statistics and create better conditions for evaluating 
health care. The Swedish Government would like to stress that this kind of 
work requires agreement at Community level as to a common definition of 
rare diseases which is not too broad. 
 
The Swedish Government considers it important not to limit the work to 
European countries, but that existing international systems, e.g. the ICD, 
should as far as possible constitute the basis for improvements. The work 
should be coordinated with the updating of existing systems, such as 
SNOMED CT and the forthcoming ICD-11, as well as the ongoing work 
with making classifications and codes transferable between these systems.  
 
Increased coordination may be achieved within the framework of existing 
networks and organisations, e.g. Orphanet, the EU statistical system, the 
IHTSDO and the WHO Family of International Classification network.  
 
 

Question 3: Can a European inventory of rare diseases help your 
national/regional system to better deal with RD? 

 
A well functioning inventory of rare diseases is helpful for both 
professionals and patients. There are already a number of inventories of rare 
diseases in Europe. Sweden has a database for small and less familiar 
groups of disabled persons, operated by Smågruppscentrum – Nationellt 
informationscentrum för ovanliga diagnoser (The Swedish Information 
Centre for Rare Diseases), with the support of the National Board of Health 
and Welfare. It is difficult to say at present whether a common EU 
inventory with its own database would bring added value. The Swedish 
Government considers that a first step would be to identify the databases 
already existing in the Member States, then analyse if there is a need for 
some kind of coordination. 
 
 

Question 4: Should the European Reference Networks privilege the 
transfer of knowledge? The mobility of patients? Both? How? 
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The Swedish Government considers that the European reference networks 
should provide both knowledge transfer and patient mobility. The proposal 
for a Directive on health care services proposes special regulations for 
reference networks and the assumption seems to be that the reference 
networks would be able to promote both patient mobility and knowledge 
transfer.  
 
In practice the work of the reference networks will probably consist mainly 
of knowledge transfer. The exchange of knowledge and experience via 
reference networks is important in building up national competence in the 
field of rare diseases, Such a strategy will be of importance considering the 
fact that many diseases are chronic and require life-long treatment; 
travelling a considerable distance in order to obtain treatment is very trying 
for the patient. 
  
At the same time, the Swedish Government realises that some diseases may 
require patients to travel within the EU for treatment. In such cases the 
European reference networks can contribute to patient mobility. There is 
already cooperation between European countries in highly specialised health 
care and there are several examples of networks. In many cases cooperation 
began on the initiative of individual hospitals or universities. 
 
Since 1 January 2007 Sweden has formalised the coordination of highly 
specialised health care at national level via the Committee for National 
Specialised Medical Care at the National Board of Health and Welfare. This 
Committee decides what care is to be considered highly specialised and 
where it is to be provided. Decisions are taken on the basis of such factors 
as quality of care, finances, etc. The idea to promote patient mobility at 
Community level, e.g. in cases where there are not enough patients to 
financially justify certain investments in equipment, etc. is thus well in line 
with Sweden's logic at national level.  
 
 

Question 5: Should on-line and electronic tools be implemented in this 
area? 

 
E-health services provide health care professionals with better tools for 
handling information on patients and thus reinforce patient safety by 
providing easily accessible necessary information. Moreover, the 
possibilities for providing medical information to patients are increased. At 
the same time, they reduce the costs of exchanging information and save 
considerable time.  
 
Sweden gives a high political priority to the development and use of e-
health services in the health care system. These services are already well 
developed and there is intensive work going on at national and regional 
level in order to combine the existing systems and thus obtain coherent 
information on the patient. 
 
There is ongoing work within the Community in order to create the 
conditions at a concrete level for the use of e-health services between 
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Member States via the SOS e-health project. The Swedish Government is of 
the opinion that the EU should continue to strive for the widest possible 
introduction and use of electronic tools within health care in order to 
support safe patient mobility within Europe. 
 
Moreover, as stated in the public consultation there are now, as far as rare 
diseases are concerned, additional electronic tools in the form of 
information databases. In the opinion of the Swedish Government, special 
measures in this field require an mapping at Community level of the 
existence of electronic tools in this area, followed by an analysis of the need 
for further development of these tools or the introduction of supplementary 
tools.  
 
 

Question 6: What can be done to further improve access to quality 
testing for RD? 

 
The Swedish Government considers that further documentation and analysis 
are needed in order to form an opinion on what should be done to improve 
access to high quality testing for rare diseases. However, the Government 
agrees with what has been said in the public consultation as to the need to 
facilitate the exchange within the Community of diagnostic methods and 
standards. It is important to ensure the quality of methods and procedures. 
The use of reference laboratories may be a possible method for this. 
Information on tests performed at Community laboratories should be made 
easily accessible. There may also be a need to investigate at Community 
level whether it is necessary to facilitate the rapid dispatching of samples 
between Member States.  
 
 

Question 7: Do you see a major need in having an EU level assessment 
of potential population screening for RD? 

 
The Swedish Government is not convinced about general screening for rare 
diseases at EU level. Europe's population is not homogenous and it may be 
questioned what the advantages would be of standardising across the whole 
Community on this issue. The WHO criteria for screening should be taken 
into account. One of them is that the disease should be a major public health 
problem.  
 
 

Question 8: Do you envisage the solution to the orphan drugs 
accessibility problem on a national scale or on an EU scale? 

 
Regarding the approval of orphan drugs, the system at EU level works well 
via the central procedure for approval of orphan drugs. As stated in the 
public consultation, this has led to a massive increase in the number of 
orphan drugs.  
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The accessibility to orphan drugs, is however, a matter to be solved at 
national level.  
 
This does not prevent efforts at EU level to remove administrative and 
technical barriers which may delay or obstruct introduction. It may for 
instance concern harmonising or simplifying requirements for the labelling 
of medical products.  
 
Moreover, it may be judicious to exchange experience and information 
within the EU regarding, for instance, matters of principle on subsidies and 
related ethical issues.  
 
 

Question 9: Should the EU have an orphan regulation on medical 
devices and diagnostics? 

 
The Swedish Government agrees with the Commission's assessment that 
there is a need to better investigate the required conditions for developing 
incentive measures and legislation in the field of medical devices on the 
basis of what has been done in the field of orphan drugs. The Swedish 
Government would need, among other things, a thorough analysis of the 
financial impact of possible rules in the area in order to form an opinion on 
this matter.  
 
 

Question 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? 

 
The Swedish Government wishes to stress the importance of keeping the 
organisation of health care and social services as a national responsibility. 
The choice of specialised social services to be provided in the area is a 
matter to be decided at national level. However, this area too would profit 
from the exchange of knowledge and experience via networks, etc.  
 
 

Question 11: What model of governance and of funding scheme would be 
appropriate for registries, databases and biobanks? 

 
The Swedish Government is in favour of the EU continuing to support 
research, development and network establishment in the field of rare 
diseases. As for biobanks, the Government considers that shared 
information might be advantageous, e.g. in the form of registers of 
accessible biobanks. In that way it will be easier for researchers to get in 
touch with relevant biobanks. Cooperation within professional networks 
will be facilitated and samples in national biobanks may be used in the 
network. Biobanks as such should, however, continue to exist in individual 
Member States.  
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Question 12: How do you see the role of partners (industry and charities) 
in an EU action on rare diseases? What model would be the most 
appropriate? 

 
As far as rare diseases are concerned it is extremely important that partners 
in the private and public sectors cooperate in the field of research, clinical 
trials and care. Sweden views positively the proposal to improve the 
conditions for dialogue and partnership between the public and private 
sectors in the area. The proposed forum of public and private partners in the 
field of rare diseases may be a way to achieve this. Naturally, any conflicts 
of roles and objectives should be highlighted in such cooperation. 
 
 

Question 13: Do you agree with the idea of having action plans? If yes, 
should it be at national or regional level in your country? 

 
The Swedish Government considers that there is a need in the health care 
sector to facilitate and support the exchange of information, knowledge and 
experience regarding rare diseases, both in Sweden and within the 
Community. It is difficult at present to asses in what form these activities 
should be supported and whether there is a need for a particular action plan. 
Moreover, it is difficult to say what, in addition to the aforementioned, 
should be included in a particular action plan and what added value an 
action plan in the area would bring.  
 
 
 
 
 

Question 14: Do you consider it necessary to establish a new European 
Agency on RD and to launch a feasibility study in 2009? 

 
At present the Swedish Government sees no need for a special EU agency in 
the area. In the first place, the already existing structures should be used 
instead. If it is later concluded that these are insufficient, there may be a 
point in discussing what further measures should be taken.  
 
 
 
 
Heléne Dahl Fransson 
(Ministry of Health and Social Affairs) 



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. 




