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INPUT ON QUESTIONS 6 & 7 OF 

EUROPEAN COMMISSION CONSULTATION ON RARE DISEASES 
 

Contribution of Italian Bioindustry 
 
 
Question 6: What can be done to further improve access to quality testing for 

Rare Diseases? 
 
Access to quality diagnostic testing is critical to the care of patients with rare genetic 
diseases.  An inventory of quality, qualified testing laboratories in the EU should be 
established and maintained. 
 
Quality diagnostic labs have written procedures regarding all aspects of a given test, 
including personnel training, document management, equipment management, specimen 
handling, method validation, quality control, quality assurance, results reporting, and 
proficiency testing.  Good diagnostic labs monitor the quality of their services and deliver 
accurate and reliable patient test results.  Good diagnostic labs maintain the quality of 
their services by, for example, regularly participating in proficiency testing and taking 
corrective action when deficiencies are identified. 
 
The availability and accessibility of accurate diagnostic tests is hampered, as so many 
other aspects are, by the rarity of the conditions in question.  There are simply not enough 
tests ordered to warrant huge investment in development, validation and certification.  
Certification and proficiency testing organisations are likely to focus on other areas 
where the testing is ordered more frequently.  This leads to gaps in proficiency testing 
and means that, however well-meaning, testing is often not accurate. 
 
As long as the field of testing remains rare, the ability of organisations and governments 
to invest in the field will also remain low.  If screening and testing were to be more 
widely explored, investments could be justified in developing and certifying quality tests 
for rare diseases.  European Centres of Reference could play a key role in providing these 
testing facilities as part of the information-gathering and expertise-building.  Regional 
reference laboratories, properly funded, would be best for channelling samples for the 
diagnosis of rare diseases.  This would also fit well with the “Centres of Reference” 
concept. 
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Question 7: Do you see a major need in having an EU level assessment of potential 

population screening for Rare Diseases? 
 
The consultation document acknowledges the role that population screening can play 
in helping prevent disabilities in certain conditions.  This is not an argument for universal 
pan-European screening programmes, as these need to be carried out on a national basis, 
according to the cultural and social values of the country in question. 
 
Nevertheless, it should be acknowledged that early intervention is the key to successful 
treatment, especially in the case of progressive conditions.  And, the earlier the 
diagnosis, the earlier treatment can start. 
 
Diagnosis does not automatically lead to automatic treatment.  This should be evaluated 
in each single situation, but the early diagnosis will ensure that patients can get the 
appropriate evaluation and long-term follow-up. 
 
Currently, rare disease patients often have to undergo a long diagnostic journey before 
arriving at a correct diagnosis.  This results in high economic and social costs in terms of 
physicians’ visits, hospitalisation, wrong therapies, including, in some cases, unnecessary 
surgery.  It can also add unnecessary pain and suffering to patients who, in some cases, 
might have to wait years for diagnosis. 
 
Depending on the disease, diagnosis by means of a test before clinical signs appear can 
mean that treatment is initiated before the disease has a chance to cause its clinical 
burden.  This can result in better health outcomes, reduced disability and an increased 
chance of a healthy life. 
 
New Born Screening programmes, currently in place in some EU Member States, have 
proven a useful tool to identify genetic diseases.  Where New Born Screening 
programmes are being used, rare diseases for which treatment is available should 
have their specific genetic diagnosis inserted into those programmes. 
 
Experience from countries or regions where New Born Screening and other screening 
programmes are in place should be gathered and best practices – and any benefits 
accrued from the programmes – should be shared.  The European Commission should 
convene a workshop on the subject to encourage this information exchange.  Member 
States and regions, where applicable, should be invited to participate in this workshop. 
 
The EU’s STRATA recommendations identified genetic testing as a potential tool 
for the diagnosis and treatment of diseases.  It also laid down a series of conditions 
that should be met for the screening, including genetic counselling.  The WHO’s criteria 
laid down in 1965 might not be wholly appropriate in the early 21st Century, given 
that they were written in a time when the possibility of diagnosis and treatment was 
unlikely.  It will be important to ensure that we as a society move forward in light of 
technological advances, while still holding the key principles intact. 
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Another question often raised is the value of knowing that one has a condition, if there is 
no treatment available.  Despite the fact that, at the time of diagnosis, there might be no 
available treatment, information helps patients understand their condition, know what to 
expect and potentially avoid further unnecessary or inappropriate testing or therapies.  
They can also seek advice on how to manage their condition better for the best outcomes, 
even in the absence of a pharmacological treatment.  Additionally, if a moment would 
come that research into the condition would begin, it could be important for 
sufferers to be aware of their condition so that they can choose to participate should 
they so wish. 
 
Finally, diagnosed patients could participate in disease registries, which can contribute 
to both increased awareness of the condition and better understanding of the 
condition and its progression.  One of the key issues facing the rare disease community, 
in particular, is that there is simply not enough understanding the aetiology of their 
conditions.  A continued evaluation would help researchers to build a fuller 
understanding of what they are, what causes them and – maybe more importantly – how 
they are caused.  This understanding of the condition could help future research and 
could support therapy development by helping researchers understand how 
therapies can or could intervene in the process and design appropriate clinical 
trials. 
 
Therefore, the combination of New Born Screening and registries, potentially funded at 
national level by a fund for rare diseases, could significantly increase the information 
(epidemiological, clinical evolution, etc.) available about these pathologies. 
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