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PUBLIC CONSULTATION RARE DISEASE: EUROPE’S CHALLENGES 

 

1) Is the current EU definition of a rare disease satisfactory? 

We believe that it is essential to use a unique definition for all rare diseases (not more than 5 in 

10.000). In addition it will be important to minimise the difference between rare and ultra rare 

diseases as all rare diseases should be considered the same.  

 

 

2) Do you agree that there is a pressing need to improve coding and classification in this 

area? 

We are completely in agreement as this is the only way to ensure that RD will be adequately 

coded and therefore traceable in all health information system.  

 

 

3) Can a European inventory of a rare disease help your national/regional system to 

better deal with RD? 

We believe it would be of help, however it will be essential to ensure a continue update of such 

inventory and it will be essential to provide explanations on the criteria and methods used to 

develop the list and include/define a disease as “rare disease” 

 

 

4) Should the European Reference Networks privilege the transfer of knowledge? The 

mobility of patients? Both’ How? 

The transfer of knowledge should be a priority in order to improve and ensure access to health 

service close to the patient’s “home” when possible. Rotational physician programme, 

telemedicine are possible suggestions of how to ameliorate the exchange of information and 

expertise 

 

 

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

Electronic services should be implemented to improve exchange of information and case 

management: for example, as mentioned in the previous answer, the use of the telemedicine 

should be encouraged 

 

 

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

We agree with the areas identified however we believe that each MS should be encouraged to 

ensure the quality of reference laboratories available in its own Country. In addition we would 

like to reinforce the importance of ensuring pre and post-test counselling. 
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7) Do you see a major need in having an EU level assessment of potential population 

screening for RD? 

We think it will be important to have a common evaluation of at least sensitivity, specificity and 

efficacy of the test proposed for a screening programme. This should be ensured at EU level. 

Each MS will evaluate the impact and feasibility of screening programme in its own population.  

 

 

8) Do you envisage the solution to the orphan drugs accessibility problem on a national 

scale or on an EU scale?  

It is important to stress that before to think to an European or a national level approach we have 

to consider that often pharmaceutical companies neither market orphan drugs that obtained a 

reimbursement nor apply for a national pricing/reimbursement procedure after having obtained 

a centralised authorisation.  

This happens also in wide pharmaceutical markets where industry’s revenue could be higher. In 

Italy more than 30% of licensed OD are not available because they are reimbursed but not 

marketed by companies (6%) or companies withdrew or never started a request for 

reimbursement (26%). 

 

In addition it is important to point out that the administrative delays in the availability of 

authorised orphan drugs at MS level, are strongly linked to the limited level of evidence in the 

documentation that pharmaceutical companies provided for authorization (limited number of 

patients also in relationship to the rarity of the disease, limited number of RCT, no comparative 

studies also when a comparator could be available, dossiers with only Phase II studies). 

  

The problem could be faced on EU level, however the differences in availability and 

accessibility existing at national level may continue to represent a major problem. Further and 

open discussion with competent authorities of MS should be encouraged on this topic. 

 

Finally, the high cost of most orphan drugs could represent a risk to the sustainability of health 

care systems. Some orphan drugs have revenue of more than €1 billion a year, the industry’s 

measure of a blockbuster. 

 

 

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

EU should  provide incentives for device development.  

The rationale for providing incentives for orphan medical devices is not significantly different 

than that for drugs.  

In any case it will be important to consider in addition to the effectiveness of the device also its 

cost-effectiveness.  

 

 

9) What kind of specialised social and educational services for RD patients and their 

families should be recommended at EU level and at national level? 

In addition to specific services that should be identified ad hoc per each patients, it will be 

essential  to ensure and stress the importance of  the continuity of care including coordination 

between medical and social services within each MS. 
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10) What model of governance and of funding scheme would be appropriate for registries, 

databases and biobanks? 

In order to collect information on rare diseases and/or orphan drugs it will be essential to ensure 

funding at EU as well as at national level through ad hoc research and/or public health 

programme. 

Competent authorities are in the best position to stress the importance of data collection linking 

the provision of data with reimbursement of health care services and treatment. 

The AIFA experience on independent research could be of interest to other MS. In 2005 and 

2006 calls AIFA funded 43 trials on rare diseases, 15 of which involving children as special 

population, with a total of 4,883 patients involved. 

 

 

11) 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? 

Cooperation is essential among all stakeholders including industries and charities. However 

transparency should be always ensured  

 

 

12) Do you agree with the idea of having action plans? If yes should be at national or 

regional level in your country? 

The development of action plans for rare diseases is essential. It will be important to learn from 

the experience of MS that already have  a national plan for rare diseases  in order to understand 

what works better. Each MS will have, anyway, develop its own national plan on the basis of its 

own needs and priorities. 

 

 

13) Do you consider it necessary to establish a new European Agency on RD and to launch 

a feasibility study in 2009? 

We agree with the idea of launching a feasibility study in 2009 to establish a European Agency 

 

 

 

 

 

Agenzia Italiana del Farmaco – AIFA 

Italian Medicines Agency  

Via della Sierra Nevada, 60 

00144 – Roma, Italy 

 

and 

 

Centro Nazionale per le Malattie Rare 

National Centre for Rare Diseases 

Istituto Superiore di Sanità 

Via Giano della Bella, 34  

00161 – Roma, Italy 
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