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SHGT Contribution to the Public Consultation on “Rare Diseases: 
Europe’s Challenges” 

 
 
 
Shire Human Genetic Therapies (SHGT) is grateful for the opportunity to 
contribute to the European Commission Consultation on “Rare Diseases: Europe’s 
Challenges.”  
 
A business unit of Shire plc, SHGT specialises in researching, developing, 
manufacturing and selling therapeutics to treat some of the rarest of rare genetic 
diseases, in particular Lysosomal Storage Diseases (LSD). We are a global specialist 
biopharmaceutical company focusing on developing treatments for very rare life-
threatening and chronically debilitating diseases. SHGT currently has two approved 
products that have orphan designation and a strong pipeline of new potential 
therapies for patients suffering from LSDs such as Fabry Disease, Hunter Disease,  
Gaucher Disease and Pompe Disease. 
 
Ongoing discoveries and breakthroughs in the biotechnology market make this an 
essential sector for the treatment of rare diseases. SHGT is today one of the few 
pharmaceutical companies with the experience and expertise needed to improve the 
understanding and treatment of rare diseases across the EU. 
 
General comments 
 
SHGT welcomes the Commission’s recent moves to address rare diseases in Europe. 
There is a strong need for a broader EU framework and for more coordination to 
address regional inequalities in access to information, diagnosis, treatment and care 
and to improve research and the development of orphan medicines. We therefore 
welcome the Commission’s plans to develop an overall common strategy on rare 
diseases in Europe in a spirit of collaboration with all stakeholders.  In particular, we 
support the consultation document’s bid to reinforce cooperation between Member 
States and encourage the development of national rare disease policies within a 
Community framework. 
 
We believe that SHGT has a substantial role to play – as a contributor and 
stakeholder – in further shaping and supporting European actions in the field of rare 
diseases. SHGT is committed to playing its part therefore. 
 
Every patient in Europe, whether suffering from a rare or a common disease, must 
have the right to access the same high standard of information, diagnosis, treatment 
and care. The EU has a clear role to play in identifying common challenges and 
pointing to solutions. With this in mind, we call on the European Commission to take 
measures to: 
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 Raise public and specialist understanding of rare diseases and develop 

information for patients, health professionals and the general public concerning 
rare diseases.  

 Improve access to treatment and the quality of healthcare provisions for patients, 
particularly for those affected by very rare diseases, especially in Central and 
Eastern Europe (CEE). 

 Facilitate the availability of diagnostic and newborn screening services. 
 Promote and reward research and innovation on rare diseases, notably for 

treatments for very rare diseases and enable greater funding for partnerships 
between academia, charitable trusts and industry. 

 Develop a framework for funding very rare diseases following the granting of a 
marketing authorisation on the basis that they are too rare to be able to follow 
HTA rules. (We refer to the joint response of EBE and EuropaBio on this issue). 

 Enhance transparent and equal access of patients in the EU to Compassionate 
Use programmes prior to EMEA approval. (We refer to the joint response of 
Biomarin, Genzyme and Shire HGT on Question 8 with regard to Compassionate Use). 

 Continue to involve patients, researchers, clinicians, authorities and industry as 
the way forward to guarantee further progress. 

 Develop national and European partnerships in the domain of rare diseases. 
 
 
Specific Comments 
 

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

SHGT generally supports EU Member States to adopt and use a common 
definition of a rare disease. It is important to underline however, that there are 
many very rare diseases that only affect one in 50 - 100,000 people, or even less. 
SHGT therefore supports the use of a common EU definition of a rare disease in 
two categories: the current definition of a rare (Orphan) disease of less than one 
person in 2,000 and less than one person in 50,000 for very rare diseases. 
 
SHGT is also calling on the EU to recognise the specificity of very rare diseases 
and establish additional incentives to reward research and development in this 
field. 
 
 
2 Do you agree that there is a pressing need to improve coding and 

classification in this area? 
 
SHGT supports the development of a coding and classification system that 
classifies rare diseases in a reliable and harmonised way.  
 
It believes that enhanced coding and classification will improve understanding, 
diagnosis and treatment of rare diseases. An updated and extended WHO ICD 
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coding and classification system should incorporate the variety of rare diseases in 
two categories: recurrent rare (Orphan) diseases and very rare diseases. 
 
Distinguishing very rare diseases from more recurrent rare diseases will provide 
more recognition and acceptance for research and funding of treatments. It also 
benefits patients or encourages them and their doctors to seek a cause of their 
symptoms that may be treatable.  
 
 
3 Can a European inventory of rare diseases help your national/regional 

system to better deal with RD? 
 
European, regional and national inventories for patients, families, and health 
professionals help improve the understanding of rare disease and are an essential 
tool in the development of therapies and improved patient care.   
 
SHGT supports the concept of an EU wide inventory dedicated to information on 
rare diseases and believes this will come from strengthening Orphanet through 
increased European level funding.  
 
It also wishes to seek recognition   for different models and information resources 
on rare diseases and treatment, such as physician and clinic-driven databases in 
partnership with industry.  
 
Today, SHGT supports and enables physicians to track health data among 
individuals affected by Hunter syndrome and Fabry Disease as part of the Hunter 
Outcome Survey (HOS) and Fabry Outcome Survey (FOS). HOS and FOS are 
designed to support the gathering, analysis, reporting and sharing of data from 
around the world about Hunter syndrome and Fabry Disease. SHGT believes that 
these initiatives will allow for further understanding of very rare diseases by 
combining data on a global scale. HOS and FOS are physician driven and 
governed and conducted on a strictly non interventional basis.  
 

 
4 Should the European Reference Networks privilege the transfer of 

knowledge? The mobility of patients? Both? How? 
 
SHGT believes that European reference networks should be used as a way to 
provide patients in Europe with access to information (including research 
activities), diagnosis, expert support, treatment, and care across Europe.  
 
It is essential that patients can whenever possible receive the treatment and care 
they need as close as possible to home, so that they can benefit from moral 
support from family and friends. SHGT therefore calls for designation of centres 
of reference for rare diseases in all EU member States – both national and 
regional. 
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However, the small population base makes cooperation across borders – no 
matter which region or country they are from – crucial for patients with a [very] 
rare disease. Crossing borders to access medical treatment should be facilitated 
therefore with funding following the patient.  
 
Patient mobility across regions within a Member State (e.g. Spain) or even across 
Member States is a reality for many people living with a [very] rare disease today. 
Whilst large Member States are often in a position to have clinical centres of 
reference, smaller countries may have a need to refer patients abroad when the 
expertise is not available at a national level. For the rarest diseases, even in large 
countries, it is unlikely that there will be one national expert for each category. 
For patients and health professionals, knowing where reliable clinics and 
knowledge exist in other regions and countries would help enormously in order to 
access medical treatment and healthcare. 
 
SHGT would also welcome the support of the European Commission to create 
more specialist centres for [very rare] diseases through central (National or 
European) level funding. 
 
We furthermore strongly believe that funding of treatment and care for very rare 
diseases deserves a specialised status and a centralised funding and reimbursement 
system. To that end, we would welcome a discussion on the mechanisms for 
creating a dedicated funding policy that would reduce inequalities in provision 
across regions and countries in Europe. 
 
Finally, SHGT will closely follow the adoption of the European health services 
directive which should help patient mobility.  

 
 

5 Should on-line and electronic tools be implemented in this area? 
 
Knowledge and information play a key role in empowering patients, families and 
professionals. Promoting a pan-European community and online communication 
between patients and caregivers affected by a rare disease is therefore of key 
importance.  SHGT considers that an EU of 27 countries with differing national 
approaches to rare diseases can only benefit from the use of easily accessible 
online and electronic information tools.  Particular care must be taken however to 
ensure that the existence of 23 EU languages does not constitute a barrier to 
sharing clear and high quality rare disease information. Discussions on the 
development of on-line and electronic tools must also take into account the 
existence of disadvantaged or elderly groups, with no or limited internet access, 
who have equal need of improved access to rare disease information.  
 
We believe that public/private partnerships can play an important role in the 
development of online and electronic tools.  In the case of very rare diseases, 
SHGT also believes that there is a need to change the regulatory framework in 
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Europe to allow industry to provide patients with good quality, fair, and 
balanced information about the disease and possible treatment options.  
 
It will carefully monitor forthcoming European legislation in this field. 
 
 
6 What can be done to further improve access to quality testing for RD? 
 
SHGT believes that misdiagnosis and non-diagnosis are the main hurdles to 
improving life-quality for thousands of rare disease patients.  
 
Increased access to rare disease information for both patients and professionals 
should lead to improved levels of testing and diagnosis. We therefore 
recommend concentrating efforts on three areas: improved training for 
professionals, better patient information, and the development of quality testing 
devices and diagnostics.  
 
In particular, early detection of very rare diseases in children is of key importance 
and can reduce the risk of disease, disability, and even death. SHGT therefore 
calls on the EU to support the development, availability and accessibility of 
accurate newborn screening tests.  
 
 
7 Do you see a major need in having an EU level assessment of potential 

population screening for RD?  
 
SHGT believes that it is helpful to share information and best practices. It 
therefore supports an EU-wide stocktaking of genetic testing and newborn and 
other screening programmes and policies in Europe.  
 
In particular, SHGT calls on the European Commission to take measures to:  1). 
facilitate the availability of genetic testing for rare diseases; 2). Create and 
financially support EU-wide networks or centres for diagnostic testing and 
population / neo-natal screening of rare genetic diseases; 3). Harmonise, 
validate, standardise testing for very rare diseases across Europe with 
Eurogentest a best practice example.  
 
In addition, the European Commission should augment genetic counselling 
facilities in line with greater availabilities of genetic testing in Europe.    
 
 
8 Do you envisage the solution to the orphan drugs accessibility problem on a 

national scale or on an EU scale? 
 
Orphan drug accessibility is a problem at both national and EU level. We 
therefore welcome moves and policy that specifically address the unique 
problems of providing access to orphan drugs in Europe, especially for very rare 
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diseases. An EU approach and enhanced coordination and harmonisation of 
policies in such fields as pricing & reimbursement potentially play an important 
role.  
 
Often too rare and with no alternative for treatment, orphan medicinal products 
for very rare diseases should be exempt from HTA rules and receive 
reimbursement following marketing authorisation. With only a small population 
base, the market for very rare diseases is very small. It is therefore important to 
differentiate health technology and economic assessments of orphan drugs from 
the assessments of common disease medicines. Especially in the case of very rare 
diseases, specific consideration should be given to rarity, innovation, and social 
values. SHGT supports the joint EBE/EuropaBio position on this issue. 
 
SHGT would also welcome a European approach to improve funding and patient 
access to orphan medicines in CEE markets through, for example, central funding 
by the EU.  Patients in CEE have a right to expect the same level of access as in 
other countries in the EU. Today this is not the case; as a consequence, their lives 
are threatened.  

 
9 Should the EU have an orphan regulation on medical devices and 

diagnostics? 
 
SHGT strongly supports an EU level incentive system for the development of 
diagnostic tools and genetic tests for very rare diseases as a matter of urgency. 
Accurate diagnosis and high quality testing should be available for all patients 
with a rare genetic disease  
 
Initiatives therefore to develop greater incentive for industry in the field of 
medical devices and diagnostics of rare diseases should be explored on the model 
of what has been done for orphan medicinal products. 
 
It also calls for the creation of an EU funded network for diagnostic testing of 
[very] rare genetic diseases. 
 

 
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?  
 
Social and educational services for patients with a very rare disease are of 
tremendous importance. Rare disease patient groups such as the MPS Society in 
the UK and the VML in France play a crucial role in supporting patients and their 
families on a local level. They provide information about the disease and 
available treatments and support patients and families on all social and medical 
aspects of living with a rare disease, such as day care, support groups, 
administrative support to receive social benefits, summer camps, etc.   
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Today, rare disease patient group support varies significantly across the EU 
however, with rare disease patient advocacy and support in its infancy in most 
countries. They depend on a great deal of good will and voluntary support for 
their survival and are often under-resourced.  
 
Therefore, in order to support the work of patient and patient/family groups 
across Europe, SHGT calls for enhanced funding at EU (and Member State) level 
of rare disease patient groups and networks. 
 

 
11 What model of governance and of funding scheme would be appropriate for 

registries, databases and biobanks? 
 

SHGT generally supports the work of the International Society for 
Pharmacoeconomics and Outcomes Research (ISPOR) to develop good research 
practices on patient registries and the data they generate in health care decisions.  
 
We believe that global registries play an important role in enhancing medical 
understanding of [very] rare diseases - improving patient care and health 
outcomes beyond randomised clinical trials. SHGT furthermore believes that 
partnerships are the most appropriate way for them to be developed and 
governed. 
 
SHGT currently supports the development of two global Outcome Surveys (i.e. 
Registries) for Hunter Disease (HOS) and Fabry Disease (FOS). HOS and FOS are 
global databases for patients with Hunter and Fabry Disease. SHGT supports the 
infrastructure of both Surveys and supports the collection of high quality data in 
compliance with EU and US data protection regulations. Contributing to 
increased knowledge of the disease and their treatment, the Scientific Boards of 
participating physicians regularly evaluate this data. In addition, they set the 
scientific direction of the Surveys and decide on the use and publication of data.  
 
 
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? 
 
Given the limited amount of available information on rare diseases, SHGT 
recommends action to mobilise as much knowledge as possible from all partners. 
This is particularly important with regard to increasing levels of information to 
patients, which are specifically key for rare diseases. Information exchange must 
not however be restricted to a single player. The upcoming revision of the 
Information to Patients framework in October 2008 should address this issue, and 
provide more flexibility for patients, patient groups and industry alike to 
communicate more easily and directly. 
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SHGT recognises the role already played by patient groups in raising the profile 
of rare diseases and winning public support, and believes they have a leading 
role to play in sharing communicating information on diseases and treatments.  

 
 

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

 
We believe the EU has an important role to play in addressing key issues 
preventing access to information, diagnosis, treatment and care; suggesting 
solutions; and coordinating actions European-wide – notably in CEE It should 
nevertheless be up to each Member State to decide what level of action would be 
most effective in tackling these issues and challenges.  
 

 
14 Do you consider it necessary to establish a new European Agency on RD and 

to launch a feasibility study in 2009? 
 
SHGT recognises that a centralised European Agency on Rare Diseases can play 
an important role in supporting equitable and sustainable access to information, 
diagnosis, treatment and care across the EU. However, its establishment may 
divert resources away from the pressing needs of the rare disease community. 
SHGT therefore shares and refers to the position of EBE/EuropaBio and supports 
the launch of a European Research Foundation for Rare Diseases. 
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