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foreword
I am delighted to share this report which explores some 
of the challenges and potential solutions to improving our 
understanding of and response to the needs of people with rare 
neurological conditions in Ireland. As the national umbrella for 
over thirty neurological charities, the NAI has a responsibility 
to give a voice to all those living with neurological conditions, 
including rare conditions. Many of the conditions under our 
umbrella come under this category. The aim of our stakeholder 
meeting and report is to inform the advocacy agenda of the 
NAI in relation to the needs of people with rare neurological 
conditions. This includes calling for investment in neurology 
and neurorehabilitation services to address critical deficits which 
continue to impact significantly on the long term care and quality 
of life of people with neurological conditions, particularly in the 
community. This report also recognises the issues in relation to 
resourcing of genetics services which impact on so many people 
with neurological conditions and their families and the need to 
ensure access to specialist neurogenetics services in recognition 
of the complexities associated with diagnosing, treating and 
supporting both the person with the rare neurological condition 
and members of their family. Finally, the NAI will continue to 
promote the development of a supportive infrastructure for 
research into neurological conditions in Ireland through its 
membership of the Irish Brain Council.

We would like to thank everyone involved in contributing to 
this report which we plan to publish on Rare Disease Day 29th 
February. NAI would like to particularly acknowledge the support 
of the National Clinical Programme in Neurology in organising the 
event. 

Magdalen Rogers
Development Manager: Neurological Alliance of Ireland 
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rare neurological Conditions: 
exploring Challenges and 
Solutions in research and 
treatment
NAI organised a half day conference in the Catherine McAuley 
Research and Education Centre with the support of the National 
Clinical Programme in Neurology on 29th January 2016 to explore 
a range of issues in relation to research and treatment of rare 
neurological conditions in Ireland. Clinicians, researchers, patient 
representative organisations and people with neurological conditions 
gathered to discuss both challenges and possible solutions to improving 
access to diagnostics and treatments, as well as enhancing Irish 
research into rare neurological diseases.

Supporting Research and Practice 

Professor Orla Hardiman, Professor of Neurology at 
Trinity College Dublin, outlined the current landscape 
with regard to research into rare neurological conditions 
in Ireland. Describing the inherent challenges associated 
with service development in rare diseases, she explained 
that the heterogeneity of rare diseases means there are 
many differing and competing needs as they span all age 
ranges and disciplines. This can lead to significant delays 
in diagnosis, and indeed, many conditions remain under-
reported; statistics do not paint a true picture, as there 
is no population-based database for most conditions. 
Clinical initiatives are driven, in the main, by “strong patient 
advocates”, said Prof Hardiman. Consequently, inadequate 
services lead to a significant knowledge deficit and ultimately, 
a low quality of care, she admitted. Coupled with limited 
access to new drugs, those with rare diseases in Ireland can 
expect poorer outcomes.

Prof Hardiman outlined the need for what she sees as the 
three necessary improvements that must be made before 
service development can proceed to adequate standards. 
Firstly, population-based databases are needed; these will 
ensure nobody is lost to follow-up, while allowing accurate 
mapping of a disease to take place. The professor added 
that, importantly, databases would permit Irish inclusion 
in international clinical trials of novel agents. Secondly, 
centralised services with a “hub and spoke” model using 
existing resources must be established. Prof Hardiman 
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said that this holistic model of care puts the “patient at the 
centre” and allows for specialist treatment, while quality of 
life can be ensured within the community. She discussed 
research showing that attendance at multidisciplinary clinics 
results in lower numbers of hospital admissions and better 
patient outcomes. Thirdly, research must be embedded 
into clinical care, stressed Prof Hardiman. She explained 
that this approach allows population-based incidence and 
prevalence studies, identifies prognostic indicators, and can 
also identify sub-populations that can help discover new 
genes or susceptibility factors. Research also helps to inform 
health services, while good quality research can facilitate 
international collaboration.

Prof Hardiman explained that as many rare diseases have a 
genetic component, the integration of genetics into clinical 
care is increasingly understood as vital. Genome-wide 
association studies (GWAS) can help to paint a picture 
of rare genetic diseases within the Irish population, while 
helping to elucidate the genetic basis of a disease. Prof 
Hardiman also outlined examples from the work of her 
group in TCD, which has, using epidemiological data and 
GWAS, shown that amyotrophic lateral sclerosis (ALS) and 
schizophrenia share susceptibility genes.

Patient Organisation Perspective

Patricia Towey, Director of Information and Services Co-
ordinator with the Huntington’s Disease Association of 
Ireland, gave an excellent overview of rare neurological 
conditions from the perspective of a patient representative 
organisation. 

She echoed Prof Hardiman’s comments in relation to the 
difficulties involved in a patient’s diagnostic journey when 
they have a complex condition that is not widely understood. 
A broad range of factors can increase the delay, including the 
limited knowledge of rare conditions at primary care level, 
while cognitive and psychiatric changes can also function as 
a barrier to diagnosis. Ms Towey also outlined the issue of 
delays in accessing services such as neurological and genetic 
services. In addition, the fear of genetic discrimination 
remains very real, she asserted, as insurance loading can 
occur based on family history of a condition. Indeed, the 
diagnosis of a rare disease with a genetic component has 
strong implications for other family members, and there 
are problems accessing genetic counselling and predictive 
testing, she explained. “There can be significant additional 
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strain on the family resources if more than one person 
is affected,” she added. Help with issues such as family 
planning is inadequate; there is limited access to pre-
implantation genetic diagnosis, for example.

In terms of treatment and care challenges, Ms Towey said 
there is a need for condition-specific expertise and care 
pathways, which would help to determine timely referral 
to multidisciplinary treatments and care – for example, 
the psychiatric aspect of certain conditions, such as 
Huntington’s Disease, will require links between neurology 
and mental health supports. There is a scarcity of neuro-
rehabilitation services, including neuro-psychiatric and 
neuro-psychological services, and community care, care for 
the elderly, and palliative care are all areas with significant 
gaps identified for those with rare neurological conditions. 

Ms Towey concluded by reiterating the need for specialist 
clinics; this will increase expertise among professionals 
here in Ireland, while also allowing easier networking with 
international experts thus supporting research activity. 
These would also facilitate co-ordinated care and transition 
between the necessary services.

Adult Neurogenetics Clinic: Mater Hospital

A team from the Mater Hospital gave a presentation on the 
first adult neurogenetics clinic in Ireland, which was piloted 
in the hospital in 2015. This combined clinic, which is led 
by one neurologist and one geneticist, seeks to address 
gaps in care of those with a heritable neurological disease. 
The combined clinic allowed active discussion regarding 
potential differential diagnoses, and also provided a 
“valuable opportunity” for detecting important or unresolved 
genetic issues. The pilot was deemed a success, and it was 
concluded that the clinic addresses a gap in service provision 
for complex families with neurogenetic disorders and allows 
timely identification of rare and atypical diagnoses. The team 
highlighted the need for resources to continue to develop 
this service, including the requirement for psychology 
services as part of the multidisciplinary team. 
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Perspectives on Rare Neurological Conditions from the 
National Clinical Programme for Neurology

Professor Tim Lynch, Clinical Lead for National Clinical 
Programme for Neurology and Edina O Driscoll, Programme 
Manager, outlined perspectives on rare neurological 
conditions from the neurology model of care: the framework 
document for neurology services which will be published by 
the HSE later this year.

Prof Lynch began by explaining that although there are an 
estimated 800,000 people in Ireland living with some form 
of neurological disease, the area receives far less attention 
than many other common conditions. As the management 
of people with neurological conditions crosses all divisions 
from acute hospitals, mental health, social care,  primary 
care and health & wellbeing, it requires an integrated 
approach. 

Ms O’Driscoll outlined how the recommendations of the 
model of care aim to address many of the issues highlighted 
earlier in relation to diagnosis and treatment. Staffing and 
resourcing within neurology must be addressed, and allow 
for safe standards of staffing in line with best international 
practice. Staffing includes the provision of multidisciplinary 
teams which are a critical requirement for the neurology 
service. Formal links to other health specialities are also 
essential – there must be clear lines of communication 
between hospitals and community, as well as support 
for GPs in managing chronic neurological conditions.  
Collaboration across specialties must also be facilitated, 
such as paediatrics, psychiatry, and genetics. The model 
of care also contains recommendations on medicine 
management and access to diagnostics – the need for 
equitable access to diagnostics including neuroimaging, as 
well as high cost medications, was highlighted.
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Development of Joint Genetics Laboratory: Collaboration 
between the Mater Hospital and Ireland East Hospital Group

Professor Des Fitzgerald, Professor of Molecular Medicine 
and UCD Vice-President for Health Affairs presented on 
an important collaboration to develop genetics services 
within the Ireland East Hospital group. The Mater Hospital 
is currently renovating space to be developed into a 
genetics laboratory to provide next generation sequencing 
for patients. As genetics is the backbone of medicine 
this development is crucial for Irish medicine and should 
provide a genetic diagnostic service for adults and children 
with genetic problems. A clinical genetics service will be 
developed in parallel with the genomics laboratory to provide 
appropriate interpretation of results. Research and education 
will be integral to this development. 

The Rare Disease Clinical Programme and Rare Neurological 
Conditions 

Professor Eileen Treacy, National Clinical Lead for Rare 
Diseases, delivered an update on the Rare Disease Strategy 
and the work of the Clinical Programme for Rare Disease to 
date. Professor Treacy echoed earlier comments on delays 
to diagnosis and access to treatments; she said that, across 
the EU, there are common issues in relation to rare disease, 
including the lack of recognition and visibility as well as the 
paucity of national policies and effective infrastructure. With 
over 6,000 rare diseases identified, for the vast majority 
there is a lack of quality information and scientific research 
available. She also reiterated the problem of poor access 
to multidisciplinary care, as well as to new treatments and 
clinical trials.

The Rare Diseases Clinical Programme commenced in 
December 2013, and was followed by the publication of the 
National Rare Diseases Plan in 2014. Prof Treacy told the 
audience that the consultation carried out in advance of 
the publication of the Plan was the largest ever carried out 
by the HSE. The programme’s priorities to date have been 
to develop a model of care and establish the National Rare 
Disease Office (NRDO) which opened in 2015. Prof Treacy 
explained that the office has provided an information service 
for patients and professionals since the end of 2015 and has 
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the long-term goal of establishing rare disease registries. 
NRDO also hosts Orphanet which is the largest database 
of rare disease resources. Orphanet Ireland is aiming to 
validate and complete existing data on rare diseases, while 
also working to expand the currently available data for 
Ireland. Prof Treacy added that there will be the opportunity 
to advertise calls for research participants on Orphanet 
Ireland. 

The clinical programme, in association with the NRDO, 
has also been working to identify existing Centres of 
Expertise in rare disease and enable these to link in with 
European Reference Networks (ERNs). ERNs will allow the 
exchange of expertise and clinical data, and the aim is to 
improve high quality specialised care for patients with rare 
or low prevalence complex diseases. The call for ERNs has 
already gone out and Prof Treacy explained that members 
in a network should demonstrate strength in patient 
empowerment and patient-centred care. The programme is 
also seeking to develop care pathways for more common 
rare diseases.

Perspective of a Person Living with a Rare Neurological 
Condition

Ronan Clarke is twenty five years old, and he was diagnosed 
with Freidreich’s ataxia when he was eleven. He spoke 
eloquently about living with the rare neurological condition. 
Ronan began using a wheelchair when aged eighteen and 
outlined how little people know or understand about his 
condition and often mistake it for other conditions. His 
sister also has the same condition and Ronan recalled how 
her eventual diagnosis was a lengthy and drawn-out process. 
When Ronan began displaying similar symptoms some 
months later, his diagnosis thankfully came much quicker.

Ronan explained the impact that living with Freidreich’s 
ataxia has had on his life – he said he feels he lost his 
teenage years, and was subject to years of bullying 
throughout secondary school. However, the audience was 
moved by his testimony that, through living with a disability, 
he has realised who his true friends are and feels that they 
are truly genuine “real” people. He also spoke of the impact 
on his parents, and explained how difficult it is for any 
family who has someone diagnosed with a rare, genetic, 
neurological condition. The delay in diagnosis and lack of 
available treatment options placed additional stress on his 
family.
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Summary Points from Panel Discussion 

An energetic and engaging panel discussion aimed to 
identify key messages and action points from the meeting, 
with Professor Hardiman, Professor Lynch, Ms Towey, and 
Professor Treacy being joined by Professor Andrew Green, 
Director of the National Centre for Medical Genetics. The 
theme of the discussion was “Critical signposting for rare 
neurological diseases in Ireland”. Chaired by Dr Derek 
Mitchell, CEO of the Irish Platform for Patient Organisations, 
Science and Industry (IPPOSI), panellists recapped on the 
morning’s presentations and engaged in a Q&A with the 
audience.

One recurring theme was the need for added investment 
into research – all panellists agreed that striving for research 
excellence was necessary for understanding rare disease 
and developing appropriate treatments into the future. Prof 
Hardiman stated that Ireland is uniquely placed to build on 
current research expertise and capacity, and said that the 
Irish Government “needs to invest in excellence” in order to 
foster international collaborations. Prof Treacy reiterated the 
importance of research networks and registries in enhancing 
research efforts; she added that patient empowerment would 
also function to “push research forward”. While an enhanced 
research profile for Irish centres of expertise would facilitate 
participation in clinical trials, the commitment to being 
involved in one should not be underestimated, warned Prof 
Hardiman; she said “a clinical trial is a business in itself”. 
Guiding patients towards the relevant clinical trials for them 
is also crucial, added Prof Treacy. Prof Lynch suggested that 
rare neurological diseases could benefit from something 
similar to the All-Ireland Cooperative Oncology Research 
Group (ICORG) model, which “transformed” the face of 
cancer research in Ireland. 9
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The value of “the knowledgeable patient” was discussed; 
Prof Hardiman stated that every specialist clinic should have 
a representative from a patient organisation or advocacy 
group. According to Dr Mitchell, there is increasing evidence 
to support early patient involvement in research; the 
panellists agreed that there should be more of an emphasis 
on educating patients. 

Difficulties in access to testing can be attributed to funding 
deficits, but Prof Greene explained that the nature of genetic 
testing is that it is developing very rapidly – this means that 
many people are receiving a diagnosis who would previously 
not have, but it also means the information generated from 
testing may be very complex, and not necessarily relevant to 
the patient. “It needs to be interpreted properly and that’s 
why we need the joint clinics,” stated Prof Greene, adding 
that this area is not adequately resourced at the moment.

Prof Tim Lynch said that neurological diseases can be 
overlooked for funding in Ireland, as other issues within 
the health service take precedence; he pointed out that 
findings from a recent audit of neurology services, carried 
out in partnership with the Neurological Alliance of Ireland, 
revealed that no neurology centre has a full multidisciplinary 
team with the full complement of staff. 

Conclusion

People with rare neurological conditions require a particular 
response from neurology services, and from the health 
services in general, ensuring the expertise is available to 
diagnose their condition accurately and promptly, providing 
access to specialist supports around this diagnosis and 
planning for life after diagnosis when complex needs 
will require flexible responses, often over a long period 
of time. People with rare neurological conditions are 
uniquely vulnerable when pathways are not developed, 
when integrated care does not happen and when specialist 
services are absent or overstretched. Examples of good 
practice show how outcomes and quality of life for people 
with rare neurological conditions and their families can be 
vastly improved by a service that is responsive to their needs. 
Informed by the learning from this meeting, the Neurological 
Alliance of Ireland will work to promote the development of 
services and supports for all those living with neurological 
conditions in Ireland, including rare conditions. 
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