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1. Introduction to this submission   

 

Rehab Group welcomes the announcement that a European Commission 

Communication on Rare Diseases was part of the EC Annual Management Plan 2007 

and hopes that the Commission will continue to work towards the development of a 

Recommendation by the Council to coordinate action on Rare Diseases among the 

Member States of the EU. Rare diseases have a significant impact on the lives of 

those who experience them and a pan-European response would draw on the 

resources of all Member States to provide for those affected.  

 

Rehab Group would also like to welcome this opportunity to take part in the European 

Commission’s Public Consultation on Rare Diseases: Europe’s Challenges. This 

submission seeks to complement the response made by the Irish Platform for Patients’ 

Organisation, Science and Industry, to which Rehab has contributed. This document 

will highlight the key issues that Rehab has identified in the course of its work in 

relation to rare diseases undertaken since 1996. This submission has been developed 

following consultation with Rehab Group staff involved in the work to advance the 

services available to those with rare diseases in Ireland. It seeks to suggest issues that 

should be considered by the European Commission in the development of a 

Recommendation regarding Rare Diseases.  

 

The key points made by this submission are:  

• The definition of rare diseases should not be limited to very rare diseases but 

should recognise the needs of rare diseases which are evident in more than 5 

people in every 10,000.  

• Clear coding and classification of rare diseases is required to ensure that service 

needs can be identified and planned for.  

• Online and electronic tools are essential in the provision of information to families 

and health professionals about rare diseases. 

• Any policy in relation to rare diseases should recognise and provide for the 

isolation that many people with rare diseases experience.  
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• The siblings of children with rare diseases often experience difficulties and their 

needs should also be considered in the development of policies for rare diseases. 

• Further research into the social needs of people with rare diseases and their 

families is required at European level. 

• Services to those with rare diseases must be person-centred in order to meet real 

needs. 

 

2. Introduction to Rehab Group and RehabCare 

 

Rehab Group is a not-for-profit organisation providing health and social care, training, 

rehabilitation and employment services to more than 60,000 people with disabilities, 

people with mental health difficulties, older people and others who are marginalised 

in 208 locations in Ireland, the UK, Poland and the Netherlands every year. The 

organisation is dedicated to advocating, championing and progressing greater social 

integration, economic independence and equal opportunities for all.  

 

In Ireland, RehabCare, its health and social care division, provides community-based 

services to people with disabilities and older people throughout Ireland and the UK. 

RehabCare provides respite, residential, resource centre, sheltered workshop, and 

home-based services. It is committed to providing services to those with specific 

needs particularly those with rare diseases such as Prader Willi Syndrome and has 

developed considerable competency in relation to the development of autism services.  

 

3. RehabCare and the development of services for people with rare diseases 

 

Services 

RehabCare has been involved in driving policy to develop social and educational 

services for people with rare disabilities and their families for over 10 years. It has 

proposed the development of a specific all-Ireland centre of excellence to provide 

respite and information services to the families of those with rare diseases. In 2003 

RehabCare opened Ireland’s only residential service for young adults with Prader 

Willi Syndrome. 
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Research 

RehabCare is currently engaging in research to determine the support needs of people 

across the island of Ireland affected by rare diseases such as Prader Willi Syndrome; 

Cornelia de Lange; Rett Syndrome and Fragile X, Williams Syndrome; Cri du Chat; 

Neurofibromatosis; and Sotos Syndrome. Funded by the Health Research Board, the 

research will initially include consultation with a randomly-selected sample of 

approximately 700 GPs in the Republic and 300 GPs in Northern Ireland seeking their 

views on the provision of information on rare diseases and on the specific support 

services for patients and their families. This research is currently in the consultation 

phase. Researchers from RehabCare are meeting with families to discuss their social, 

emotional and information needs.  

 

This research follows a 2002 consultation between RehabCare and the Royal College 

of Paediatricians into the support needs of all stakeholders affected by rare diseases. 

This revealed that information on rare diseases was difficult to access for both 

professionals and families alike. Issues around mental health, general health and stress 

were also cited as being particularly prevalent in families where a child has a rare 

disease.  

 

Partnership 

In its work to develop the services available to those with rare diseases living on the 

island of Ireland, RehabCare has developed partnerships with various organisations 

involved in the field. RehabCare believes that a cross-agency approach is necessary in 

the development of services for people with rare diseases to ensure an approach that 

recognises the full range of needs of individuals with a rare disease including their 

health, social and educational needs. 

 

o Rapsody 

RehabCare is represented on the Rare Disease Patient Solidarity Project (RAPSODY), 

funded by Eurordis. In this project RehabCare is involved in a sub-group focusing on 

the development of respite services for those with rare diseases. This group aims to 

create a network of respite services which will provide for the education, learning and 

rehabilitation needs of people and families living with a rare disease, as well as 
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developing a set of best practices to assist in overcoming the obstacles faced by 

respite care services. 

 

4. Key points made by this submission 

 

The following points represent RehabCare’s responses to some of the questions posed 

by the Commission. They seek to emphasise key messages which RehabCare feels are 

essential to the development of comprehensive services and information to people 

with rare diseases and their families. 

 

Question 1:  

Is the current EU definition of a rare disease satisfactory? 

• The definition of rare diseases should not be limited to very rare diseases but 

should recognise the needs of less rare diseases. 

RehabCare supports the current European Commission definition of Rare Diseases, 

however, it is important to highlight the negative impact that a restrictive definition of 

rare diseases may have on those who have been diagnosed with diseases which are not 

strictly rare but which occur very infrequently. The very precise definition of a rare 

disease of less than 5 cases in 10,000 people may lead to insufficient service planning 

for those who have been diagnosed disability which is very uncommon but one which 

is evident in more than 5 people in every 10,000.  It should also take account of 

variances in prevalence between members states due to certain population’s genetic 

predispositions. Such disabilities are often complex and the individuals who have 

them could benefit from being included in the definition of rare diseases as their needs 

may not be adequately met by general disability services.  

 

In the development of services for people with rare diseases, policy makers and 

service planners should acknowledge the need for a flexible approach to the definition 

of rare diseases in order to ensure that as many people as possible benefit. Indeed a 

broader definition of rare diseases could drive the development of services because 

they would benefit a greater proportion of the population.  

 

 



 6

Question 2: 

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

area? 

• Clear coding and classification of rare diseases is required to ensure that 

service needs can be identified and planned for.  

There is little information available about the prevalence and nature of many rare 

diseases because they are often recorded as ‘other’ in the development of national 

registries of disability. Unfortunately this can have a serious impact on service 

planning as the specific needs of those with rare diseases are not considered in 

planning at national level.  

 

By improving the coding and classification of rare diseases in the compilation of 

figures showing the prevalence of disabilities at both national and European level, 

service planners would be better placed to ensure that the needs of those with rare 

diseases are considered and provided for in the prioritisation and development of 

services.  

 

Question 5: 

Should online and electronic tools be implemented in this area? 

• Online and electronic tools are essential in the provision of information to 

families and health professionals about rare diseases. 

In the development of its work the European Commission should recognise the 

benefits that online and electronic tools could have in the sharing of knowledge about 

rare diseases. Often when a person is first diagnosed with a rare disease considerable 

challenges exist for the individual, for their family and for health professionals in 

finding out information about the condition. Given the low prevalence of individual 

rare diseases but the significant impact that such diseases can have on the lives of 

those who have them, a pan-European electronic repository for information could 

ensure that up-to-date information is available to all those who need it. 

 

RehabCare has consistently emphasised the importance of access to information about 

rare diseases. Through its ongoing work it has in particular identified a lack of up-to-

date information for health professionals engaged in the provision of services to those 
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with rare diseases. Initial analysis from RehabCare’s on-going research indicates that 

approximately 75% of General Practitioners experience difficulty in providing 

information to people with rare diseases and their families. Early indications also 

suggest that approximately 50% of General Practitioners do not have time to access 

information on rare diseases, and many have suggested a website as an appropriate 

and convenient means of accessing information.   

 

It is important to note that the provision of information to both health professionals 

and families should not be limited to on-line resources. A strategy to provide 

information to those with rare diseases must take account of the access needs of those 

who require that information and should recognise the importance of communication 

between professionals and people with rare diseases. Other means of communicating 

information for those without internet access must be also be utilised, for example 

help lines and support groups.  

 

Question 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 following points seek to consider key social and educational aspects of the lives 

of people with rare diseases and their families.  

 

• Any policy in relation to rare diseases should recognise and provide for the 

isolation that many people with rare diseases experience.  

Through its work in services for those with rare diseases, RehabCare has found that 

many people with rare diseases and their families have experienced considerable 

social isolation, poverty and other difficulties. It is important that any policy 

recognises that by their nature rare diseases can exacerbate the social exclusion often 

experienced by people with more common disabilities. It is important that any 

structures put in place recognise the benefits of peer support in providing information 

about the disease, about entitlements and emotional support, contact with other 

families in a similar position as well as access to necessary, flexible services such as 

respite care.  
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• The siblings of children with rare diseases often experience difficulties and 

their needs should also be considered also be considered in the development 

of policies for rare diseases. 

It is important to note the support needs of the siblings of those with rare diseases. 

Often the support needs of children with rare diseases can be great and this can have 

an impact on their siblings. A survey of Paediatricians in Ireland undertaken in 2003, 

as well as the initial findings from our survey of General Practitioners, has highlighted 

that health professionals perceive that there are unique problems and tensions 

experienced in a family where a rare disease is present, as opposed to in families 

where a more common disability is present. The provision of respite services to 

enable parents to spend time with non-affected children and services to support and 

inform siblings should be considered in service planning. 

 

• Further research into the social needs of people with rare diseases and their 

families is required at European level. 

Improvements to the way that rare diseases are classified in national databases will 

aid service planning however; more research is required to identify the less tangible 

but equally important social support needs of people with rare diseases. Throughout 

Europe, research is being carried out and service solutions are being developed. Great 

benefit could be derived from the sharing of information about rare diseases, models 

of best practice and service solutions in the provision of support to individuals and 

families at a European level across all areas of their lives.  

 

• Services to those with rare diseases must be person-centred in order to meet 

real needs. 

In recent years, RehabCare has proposed the development of an all-Ireland centre of 

excellence to provide educational, information and social supports and respite 

services to people with rare diseases and their families. This would ensure that 

families affected by rare diseases benefit from the support of their peers and also get 

the specific information and support that the disease requires.  
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In the development of services for people with rare diseases, as in the development of 

general disabilities services, all of the needs of the individual must be catered for 

including, but not limited to, their health, educational, social and housing needs.  

 

5. Conclusion 

 

Once again, Rehab Group welcomes this opportunity to comment on the European 

Commission’s work to look at Rare Diseases: Europe’s Challenges and would be 

happy to contribute further to the process.   

 

Contact:  

Communications and Public Affairs Team 

Rehab Group 

Roslyn Park 

Sandymount 

Dublin 4 

T: 00 353 1 2057 339 

Email: publicaffairs@rehab.ie 

 



This paper represents the views of its author on the subject. These views have not been adopted or in any way approved by the Commission 
and should not be relied upon as a statement of the Commission's or Health & Consumer Protection DG's views. The European Commission 
does not guarantee the accuracy of the data included in this paper, nor does it accept responsibility for any use made thereof. 




