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 Malta’s replies to questions addressed within the 
Public Consultation paper entitled ‘Rare Diseases: 
Europe’s Challenges’ 

 Q1: Is the current EU definition of a rare disease satisfactory? 

Malta can agree with the EU definition of a rare disease. All diseases falling within the EU 
definition are rare and share the identified problems of scarce research, economical problems 
for the development of medicinal products and medical devices and difficulties with 
development of specific health policies and programmes.    

It is worth noting that in genetic conditions a founder effect (the loss of genetic variation when 
a new colony is established by a very small number of individuals from a larger population) in 
a particular population could result in a higher prevalence of a particular rare disease. 

Q2: Do you agree that there is a pressing need to improve coding and classification in this area? 

Malta agrees with the identified need to improve coding and classification. Coding for 
congenital anomalies needs revision. In dysmorphology, problems arise from the fact that 
different terminologies are used to describe the same phenotypic feature. Thus it would appear 
that first a consensus regarding the terminology is required in order to eliminate ambiguities 
when describing phenotypic features. 

In the area of cancer, this problem is rectified with the ICDO coding which codes a cancer both 
by site and histology. Rare cancers are almost always due to rare histological types. To be 
comprehensive, however, coding systems need to be regularly updated to include newly 
established diagnoses (which are often of newly identified RD) and delete obsolete terms that 
are replaced with the new knowledge. There is also the need to provide regular and appropriate 
training to coding staff for them to be able to use the new information and tools effectively. 

Q3: Can a European inventory of rare diseases help your national / regional system to better 
deal with RD? 

A European inventory of rare diseases will help national systems to better deal with RD. Each 
Member State needs to establish its own national catalogue to assist decision making in the 
management of these conditions.   

Such registers could facilitate certain policy decisions, such as the selection of orphan drugs to 
be supplied. 
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Q 4: Should the European Reference Networks privilege the transfer of knowledge? The 
mobility of patients? Both? How? 

European Reference Networks where expertise on specific rare diseases is concentrated are an 
important development. These will be particularly beneficial for patients residing in the smaller 
Member States. The Malta-UK bilateral agreement has been beneficial to Maltese patients for a 
long period of time. This agreement further supports the notion that networks and transfer of 
knowledge (taking into consideration data protection issues) should be the way forward. 

Small Member States should be aided to develop a few centres of reference in their territory 
especially for particular diseases that may be more common within their populations so that 
they will also be able to actively participate in this network process. 

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

European-wide information networks such as the Orphanet database for RD are good vehicles 
for the transfer of accessible high quality information to professionals and affected persons and 
their carers. The range of tools used may also include telemedicine applications. 

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

Both the public and private sector in Malta already have working relationships with a number 
of reference laboratories in other Member States. The development of laboratory networks need 
to be supported and catalogues of these institutions with their specific specialisations also need 
development and support on an EU-wide level. Results issued by these laboratories need to be 
presented in a way that are understandable by recipients (may need appropriate translation and 
customisation). Also, pre- and post-test genetic counselling expertise need to be developed and 
professionals from Member States will need to receive specific training in this respect.  The 
centres of reference will have an important role in this aspect. 

Such catalogues already exist and these include comprehensive information of laboratories. 
Furthermore, the EU needs to ensure that all listed labs are certified and accredited and that 
the prices quoted are regulated. This is particularly important for the very small Member States 
because the capacity for such facilities is small and therefore will be more dependent on foreign 
labs. 

There should also be a system whereby labs are assigned to carry out specific tests only. Hence, 
they will be designated as reference labs for all Members States needing to outsource work. 
Due to the inherent rarity of RDs, it is often more cost-effective for small countries to outsource 
for these services than to set up these facilities locally in their own laboratories. This is more 
relevant since these often involve genetics tests that are very costly because they involve very 
laborious and time consuming processing. On the other hand, the labs from very small Member 
States can be designated as reference labs for conditions that have a higher prevalence in that 
particular population. This would augur well for increased lab expertise as well as assuring the 
viability of such labs. Reporting of test results should also be standardised. 

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

Proposals for screening for any condition are always very contentious. Malta believes that this 
notion should be considered with caution. In the balance, one need to include the benefit to the 
small number of cases diagnosed and treated and on the other hand, the potential harm to the 
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screened persons and the opportunity costs of the public resources that need to be utilised for 
any screening programme. 

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

Orphan drugs by definition have low volumes of sale. Economies of scale will therefore be 
improved if the whole of the EU is considered as one market. The main cause of problems with 
respect to accessibility is the packaging requirements and the high price.  Orphan drugs should 
be available across all of Europe and there should be one EU pack so as to remove the barriers 
of distribution.  The price should reflect the recovery of the true costs of R & D and 
manufacture.  A true holistic public health perspective should be adopted which includes 
consideration of accessibility, affordability, true orphan nature of the disease and global sales 
of the drug in Europe (monitored over time). 

When manufacturers 'discover' and manufacture a drug for an orphan disease they get 
incentives - mainly through increased data exclusivity and less rigorous requirements to prove 
efficacy of the drug.  The main benefit is that there is increased incentive to develop drugs for 
orphan diseases.  The main issues with the implementation are that this status (as orphan) and 
the incentives give protection to allow for less competition and thus higher prices of the 
products (at times exorbitant prices).  Moreover, the true efficacy and added benefit over 
existent treatment may be questionable and are not proven in long-term clinical use.  Moreover, 
most of these drugs get introduced for a rare disease and then end up being used for a whole 
array of other indications in clinical practice. An evaluation of the balance between incentive 
and EU-wide accessibility is considered necessary. 

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

In the case of medical devices, there are much lower benefits of having an orphan regulation. 
Malta feels that such an orphan regulation on medical devices would neither be necessary nor 
beneficial. The legal framework and industry characteristics of the medical devices industry are 
different from the medicinal products regime in that the industry is mainly made up of SMEs 
which already produce devices in low volumes. The current legislation already allow a lot of 
freedom for manufacturers in the choice of conformity assessment procedures to suite the needs 
of SMEs (in certain low-risk cases, self-declaration by the manufacturer is sufficient). The 
Directives also already cater for custom-made devices which are produced for just one 
individual person. Moreover, once a device is produced, there are no additional requirements, 
expenses or difficulties to distribute the device to all the Member States due to the CE-marking 
system.  

Therefore, Malta feels that the current legal framework already caters for rare diseases. The 
opinion of the Medical Devices Expert Group should also be sought on this matter.   

Q 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 specialised social services mentioned in the consultation document all need national 
coordination. Wider coordination may be useful for the promotion of EU-wide patient support 
networks and for social and educational exchanges (e.g. youth meetings) of affected persons 
and their carers.  
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Essentially the ‘needs’ of any particular RD will depend on the diagnosis and its implications 
(in the widest sense, including family members etc) and therefore they cannot be considered as 
one entity in this respect. Many patients with RDs are additionally ‘disadvantaged’ since their 
local health system usually has no provision for adequate support/therapy/follow-up etc and a 
central coordinating body would be helpful. In Malta this is performed, for example, by the 
Visiting Consultant Clinics. At these clinics, patients are reviewed and obtain shared-care in 
designated specialist clinics from time to time. 

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

Registries, databases and biobanks where they exist, require national funding. However, EU-
wide funding is necessary to establish and sustain these institutions where they are not already 
available. EU funding is also necessary to establish and sustain EU-wide networks between 
these centres and to develop the expertise and knowledge that is essential to render them 
effective and capable to supply services of high and consistent quality. Biobanks should be 
regulated to safeguard ethical concerns. 

Q 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? 

Industry, charities and patient groups should be defined as interested parties.  It should be 
clearly stated that these 'partners' are in fact competing and have interests in getting as much of 
the share of the limited resources and funding as possible.  One has to mitigate against the 
practice that these partners may try to push and prioritise their specific agenda and expert area 
over those of other parties. 

The ideal model for an EU action against rare diseases is to have a centralised holistic and 
'independent' body or approach which identifies the rare diseases to be included, holds central 
pooled funding which can be prioritised according to specific criteria and merits, and in which 
the partners can contribute and lobby using transparent and accepted methods. 

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

It should be up to each Member State to determine whether an action plan is required. An EU 
action plan developed in this regard needs to be linked to or tap on possible synergies with 
other initiatives involving medicines or paediatric issues, such as the Public Health 
Programme. For Malta, the numbers will be very small even at the national level. 

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

Malta does not think that the establishment of a new Agency will be beneficial or necessary at 
this stage. There would be more benefit in including R& D and prioritising in the agenda of 
already established institutions as is the case of orphan drugs within the European Medicines 
Agency (EMEA).  This would ensure that there is best utilisation of resources and thus there 
can be more focus and funds devoted to R&D. 
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