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Question 1: Is the current EU definition of a “rare disease” 
satisfactory? 
 
The current definition is considered to be in line with the strategic and technical 
documents developed in Spain. 
 
Question 2: Do you agree that there is a pressing need to improve 
coding and classification in this area? 
 
The answer is yes. A problem of insufficient notification or of imprecise 
diagnoses exists, which, in certain pathologies, makes it difficult to obtain an 
adequate epidemiological knowledge. 
 
The two versions of the WHO International Classification of Diseases currently 
in use are insufficient in order to handle an inventory and to be able to put into 
place good epidemiology practices and resource planning.  
 
Question 3: Can a European inventory of rare diseases help your 
national or regional system to better deal with these diseases? 
 
We consider the existence of a European inventory of rare diseases to be 
appropriate. 
 
The wide range of scientific disciplines involved and the complexity of access to 
updated biomedical information limit the knowledge which health care 
professionals have on these diseases. 
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Question 4: Should the European reference networks privilege the 
transfer of knowledge? Or the mobility of patients? Or both? How? 
 
With respect to the European reference networks and transfers of knowledge, 
the document sets out the objectives of improving prevention, diagnosis and the 
care to be given to patients suffering from rare diseases through the 
dissemination of appropriate information, support to the information networks 
and the development of national or regional reference centres and the creation 
of networks on an EU scale: 
 
It is felt that both options should be permitted and supported and that they are 
not contradictory. 
 
In Spain, with respect to national reference centres, Royal Decree 1302/2006, 
of 10 November 2006, established the bases for developing the procedure for 
the designation and accreditation of the reference centres, services and units in 
the National Health System. These reference services are aimed at the care of 
patients with pathologies which, due to their characteristics, require highly 
specialised care.  This makes it necessary to concentrate the cases to be 
treated or the relevant preventive, diagnostic and therapeutic techniques, 
technologies and procedures in a small number of centres, in order to ensure 
the quality, safety and efficiency of the care. The designation of reference 
services will be determined by the Inter-territorial Council of the National Health 
System, together with the number of such services necessary and their 
strategic location within the System, from an overall planning perspective. 
 
In Spain, the decision was made to designate reference centres to the first 
pathologies, techniques, technologies or procedures. At the present time, the 
reference centres designated are in the process of accreditation. 
 
Question 5: Should on-line and electronic tools be implemented in 
this area? 
 
The answer is yes. The modern communication technologies through the 
Internet, included in the EU e-Health programme, are key elements for the good 
development and efficient handling of some of the problems posed by rare 
diseases, such as consultations with experts on clinical cases, the search for 
resources or the identification of health risks in matters such as medical 
emergencies. 
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Therefore, the use and development of electronic health services do appear to 
be appropriate on a European Union level. 
 
Question 6: What can be done to further improve access to quality 
testing for rare diseases? 
 
This issue is a concern of all specialised laboratories and is one of the basic 
ideas mentioned by the OECD, given that we are faced with a very important 
technological development, involving health care systems, without giving 
ourselves time to assess the quality of the findings which are to be incorporated 
into the routine operation of the system. 
 
Given the number of trials necessary for the validation of the tests, it would be 
difficult for a country to be able to do this alone. The EU countries need to come 
to an agreement in order to standardise procedures, and in this way, to 
overcome the regulatory differences between countries. 
 
Evidently genetic tests should be performed whenever they contribute real 
advantages to patients and to the members of their families. Moreover, if 
necessary, the existing networks of reference centres can be used for the 
validation of such tests. 
 
We propose the establishment of standards and quality assurances in 
laboratory procedures on the national and European levels, as well as the 
accreditation of reference units or laboratories by means of external audit 
procedures.  
 
Question 7: Do you see a major need in having an EU level 
assessment of possible population screening for rare diseases? 
 
Given that the European objectives are cohesion and equality, this issue of 
discussing how far neonatal screening programmes should go is a matter that 
concerns all of Europe. 
 
As put forward in the consultation document, the decision to establish 
population screening campaigns should be taken in each case following a 
rigorous analysis of the efficiency, cost-benefit and impact, among other 
variables. The negative effects which a hasty decision in this regard could have 
in population terms must be kept very much in mind. 
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It would be necessary to draw up a minimum list of neonatal tests, previously 
assessing whether such tests are effective in relation to the incidence and 
prevalence of these diseases in each and every one of the Member States. 
 
In Spain, the vaccine against rubella is included on the vaccine calendar 
throughout the National Health System and the administration of folic acid to 
women is routine in the period around conception. 
 
Question 8: Do you envisage the solution to the orphan drugs 
accessibility problem on a national scale or on an EU scale? 
 
We feel that the only solution in order to avoid inequalities would be the 
proposal of a common authorisation. 
 
Question 9: Should the EU have an orphan regulation on medical 
devices and diagnostics? 
 
Many diagnostic devices and techniques are implemented at the present time 
without a preliminary study to ensure their safety, quality or effectiveness and 
yet these data are necessary in the same way as they are necessary for new 
treatments with drugs. The establishment of a European regulation similar to 
the existing regulation on orphan drugs would facilitate and enable the 
organisation of this significant part of health care expenditure. 
 
Question 10: What kind of specialised social and educational 
services for rare disease patients and their families should be 
recommended, both on a national as well as an EU level? 
 
Insofar as specialised social and educational services, these should be 
provided in relation to need as a consequence of the limitations brought about 
by the disease in patients’ daily activities. 
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Question 11: What model of governance and financing scheme 
would be appropriate for registries, databases and biobanks? 
 
Evidently these should come under the control of public and academic 
authorities or other public institutions. Since these are registries under public 
control, the only possibility of stable financing is on the basis of public funds. 
 
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? 
 
Partners should contribute to the development of strategies as well as of 
research, but through cooperation with public institutions and never unilaterally 
with professionals or patients’ associations. 
 
Question 13: Do you agree with the idea of action plans? If yes, 
should it be at national or regional level in your country? 
 
We agree that there should be action plans on a national level. 
 
In Spain, the process for the preparation of the Strategy on Rare Diseases for 
the National Health System has already been initiated. This will deal with the 
strategic lines, criteria and common objectives to be developed jointly by the 
Ministry of Health and all of the Autonomous Communities. 
 
Question 14: Do you consider it necessary to establish a new EU 
agency for rare diseases? And to launch a feasibility study in 2009? 
 
We consider the development of indicators in the field of rare diseases to be 
appropriate, as well as the organisation of European conferences on this issue, 
the creation of the EU Consultative Committee on Rare Diseases, etc. 
 
Nevertheless, with respect to the creation of an EU Agency for Rare Diseases, 
we consider it advisable to wait until the results of the recently introduced 
National Strategy on Rare Diseases are available. 
 
The creation of new structures within the scope of the Commission calls for a 
detailed analysis of their usefulness, feasibility and maintenance. Non-structural 
formulas could exist that would enable a Community approach to this group of 
diseases. At the present time, we do not consider this action to be 
indispensable.  
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