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A message from the Chair 
 

2013 has been a very significant year in the development of our 
campaign to see the creation of a UK Strategy for Rare Diseases 
realised. The need for a rare disease strategy was highlighted at well 
attended Rare Disease Day parliamentary receptions where we were 
particularly pleased that Earl Howe took the opportunity to announce 
the establishment of a Stakeholder Forum to assist in the development 
of the UK Strategy for Rare Diseases. 
 
The Stakeholder Forum met on a number of occasions over the Spring 
and Summer of 2013, and the draft Strategy began to take shape. It 
received considerable support at a high level consultation conference 
which I had the privilege of chairing, and although there were minor 
differences of emphasis between the four home nations, the 
document that emerged went on to become the UK Strategy for Rare 
Diseases. Earl Howe visited Great Ormond Street Hospital (GOSH) on 
22nd November to launch the Strategy at an event jointly organised 

by RDUK and GOSH. The Minister was hugely impressed by the ground-breaking research and the 
high level of specialist care that he saw during his visit to the hospital. We congratulate the officials 
from all across the UK who worked together to produce the result we were working for. 
 
The Strategy itself is an extremely important document. It is signed by the health ministers of each 
country in the UK, and it contains 51 distinct commitments that are designed to improve health and 
social care for rare disease patients and their families. For the first time since the establishment of the 
NHS, patients and families with rare diseases have a clear and strong statement of the commitment 
of Government to meeting their needs. This is a real breakthrough. 
 
However, we all know that health care is under pressure, and without a plan for how the Strategy 
will be implemented, there would be the danger that the commitments made to rare diseases 
patients and their families in the UK Strategy would simply disappear under the weight of other 
demands on the NHS. To prevent this from happening, each of the UK's health services are 
developing their own implementation plans in line with the overall strategy and the way things are 
organised locally.  The Rare Disease Stakeholder Forum has also been reconstituted as the UK 
Rare Disease Forum, tasked with the job of monitoring the implementation and delivery of the 
national plans, and reporting on progress to ministers every two years. I was honoured to be asked 
to Chair this body, and look forward to helping create a framework through which rare disease 
patients can feel real progress; with services and support being provided quickly and effectively 
wherever they live across the UK.  
 
2013 has been a momentous year. The pace has been relentless, but the traction RDUK has created 
in getting the needs of rare disease patient and families seen and attended to has been substantial. 
We have laid to rest the idea that "rare" is synonymous with "not very important". Our challenge 
now is to maintain this progress in the face of constrained resources and increasing other pressures 
on health care so rare disease patients and their families can receive support that is equitable, 
sustainable, innovative and timely.  
 
This can only be achieved if we work together across the spectrum of interests and disciplines. RDUK 
will be at the heart of this, and I look forward to working with you all in 2014 as we turn the 
implementation plans into reality across the UK.  

Alastair Kent OBE Chair 
of Rare Disease UK 
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Executive summary 
 
Throughout 2013, Rare Disease UK's (RDUK) objective was clear: to ensure all home nations in the 
UK worked together to create the UK Strategy for Rare Diseases. An effective strategy that would not 
only improve the quality of services and health outcomes for people with rare diseases, but would 
also ensure a more efficient use of NHS resources.  
 
We have worked on behalf of our growing membership, and with key stakeholders, to ensure we 
have a UK Strategy that reflects the needs of the rare disease community, which we were pleased to 
receive in November 2013.  
 
We began the year by holding parliamentary receptions across the UK and the Republic of Ireland to 
mark Rare Disease Day 2013. The events were our most successful to date and we were pleased to 
welcome over 600 people across the four events.  
 
At our Westminster reception the Parliamentary Under Secretary of State for Quality, who holds the 
rare disease brief, Earl Howe, announced that the Department of Health in England would establish a 
Rare Disease Stakeholder Forum to develop the UK Strategy for Rare Diseases. RDUK was pleased to 
have representatives attending the Forum from all four home nations.  
 
Throughout the year, RDUK worked to ensure that the voice of the rare disease community was 
heard and represented in the development of the UK Strategy. We regularly met with key 
policymakers and parliamentarians including one-to-one discussions with UK health ministers to 
assess the progress on the strategy’s development. We campaigned for greater collaboration 
between the health departments of all four home nations and also encouraged and facilitated 
patient engagement in the strategy’s development. 
 
In July, Alastair Kent, Chair of RDUK, chaired a Rare Disease Stakeholder Workshop held by the 
Department of Health in England to discuss the draft proposals of the UK Strategy for Rare Diseases. 
The workshop engaged a wider range of stakeholders, and several members of our management 
committee and patient organisation member groups were in attendance. RDUK's reports were 
available to all attendees including 'Improving Lives, Optimising Resources: A Vision for the UK Rare 
Disease Strategy' and ‘Rare Disease Care Coordination: Delivering Value, Improving Services’. 
 
Our report on care coordination is one of five reports produced by RDUK in 2013 and brings to light 
the social and economic benefits to patients, families and the NHS of having a dedicated person in 
place to help coordinate the care of those affected by rare diseases. We also launched two country 
specific reports in Wales and Scotland looking at patients’ and families’ experiences of rare diseases. 
In addition, we published our report investigating how the rare disease community perceives the 
funding support that public and major charitable funding bodies give to research into rare diseases. 
 
Our final report of 2013 'Centres of Excellence for Rare Diseases' was launched in October. The main 
aim of the report is to develop a broader understanding of what a Centre of Excellence should be 
and establish criteria under which a centre can be classed as a Centre of Excellence.  
 
We now enter a new chapter of our work: campaigning for the effective implementation of the UK 
Strategy to ensure high quality services and better health outcomes for people with rare diseases.  
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UK Strategy for Rare Diseases   
 
In November 2013, RDUK was pleased to welcome the UK 
Strategy for Rare Diseases. This is the first time that the four 
nations of the UK have come together to recognise and respond 
to the needs of rare disease patients with a systematic 
approach.  
 
The document was drawn up for the Department of Health by 
an expert group of stakeholders including our Chair, Alastair 
Kent. The UK Strategy not only works with health services, but 
also with the third sector, researchers and industry. Successful 
implementation will result in earlier diagnosis of rare conditions 
and improved coordinated of care.  
 
The increased recognition of rare diseases is partly due to an EU-
wide call for governments to pay more attention to the 
treatment of rare conditions. In June 2009, the UK adopted 
the Council of the European Union’s Recommendation on an 
action in the field of rare diseases. This document recommends that member states ‘establish and 
implement plans or strategies for rare diseases’ and that these should be adopted ‘as soon as 
possible, preferably by the end of 2013 at the latest’. 
  
Since this Recommendation was adopted by the UK Government in June 2009, RDUK has been 
working to ensure that the UK develops a Strategy that is comprehensive and effective, and 
accurately reflects the needs of the rare disease community. 
 
We are pleased to see that the key features of the UK Strategy include:  
  

 a clear personal care plan for every patient that brings together health and care services, with 
more support for them and their families; 

 patient centred, coordinated approach to treatment services, specialist healthcare and social 
care support; 

 evidence-based diagnosis and treatment of rare diseases; 
 help for specialised clinical centres to offer the best care and support; 
 better education and training for health and social care professionals to help ensure earlier 

diagnosis and access to treatment; 
 promoting the UK as a world leader in research and development to improve the 

understanding and treatment of rare diseases. 
  
There are 51 recommendations in the UK Strategy for Rare Diseases which all four countries of the 
UK have committed themselves to deliver by 2020. 
  
Regarding the UK Strategy, the Parliamentary Under Secretary of State for Quality, who holds the 
rare disease brief, Earl Howe, said: 
 
'For the first time, we are strengthening the links between research and the treatment and care of 
patients with rare diseases. This is about putting those patients first, with better diagnosis, treatment 
and support for them and their families.' 
  
The focus of Rare Disease UK’s work has now shifted to the stakeholders in the devolved nations 
responsible for implementing the Strategy. We will work with them to ensure the ambitions of the 
UK Strategy for Rare Diseases are achieved.  
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UK Strategy for Rare Diseases: Launch Event  
 
Rare Disease UK, in conjunction with the Department of Health in England and Great Ormond Street 
Hospital (GOSH), held an event to mark the publication of the UK Strategy. The event was an 
excellent opportunity to find out more on the UK Strategy and network with those interested in the 
field of rare disease.   

 
The panel of speakers 
comprised: Earl Howe, Dr 
Mike Berwick (Deputy 
Director of NHS England), 
Rosalind Smyth (Professor of 
Child Health and Director of 
the Institute of Child Health), 
Baroness Tessa Blackstone 
(Chair of Great Ormond 
Street Hospital), David 
Goldblatt (Director of Clinical 
Research & Development, 
UCL) and our Chair, Alastair 
Kent.  
 

Earl Howe announced key themes in the UK Strategy, stating that a priority of the Strategy is to 
empower patients; ensuring that patients are listened to, informed and consulted every step of the 
way. The Minister confirmed the Government was committed to working closely with patients 
groups and others to improve services for those affected by rare conditions.     

  
Dr Mike Berwick, Deputy Director of NHS England, described the action NHS England will take in 
order to achieve the commitments in the UK Strategy. He also noted that NHS England would work 
with RDUK to deliver a statement of intent in time for Rare Disease Day 2014.  

  
Before the presentations Earl 
Howe had the opportunity to 
meet with a number of experts 
based at UCL Institute of Child 
Health (ICH), including Professor 
Bobby Gaspar, a pioneer in gene 
therapy for severe combined 
immunodef ic ienc ies  (SCID). 
Professor Gaspar introduced the 
Minister to Nina, a patient on a 
new clinical trial for SCID led by 
GOSH.   
 
The Minister also met with 
Professor Philip Beales, an expert 
in medical and molecular genetics, 
Bardet-Biedl syndrome and related 
rare conditions, who then accompanied Earl Howe on a tour of the research laboratories at the ICH. 
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Implementation of UK Strategy for Rare Diseases 
 
Plans to implement the UK Strategy are being formulated by all four home nations and are due to be 
published at the end of February 2014. These plans will provide the framework for all four home 
nations’ health services to bring the UK Strategy to fruition.  
 
As the focus now shifts to a national level, RDUK will continue to be involved and represent the rare 
disease community to ensure the ambitions of the UK Strategy for Rare Diseases are achieved. This 
will mean working with all of the health departments and national health services in the devolved 
nations to help turn the UK Strategy into a reality.  
 
In November 2013, RDUK took the decision to second RDUK Secretariat, Farhana Ali, to NHS England 
to help to develop the English Rare Disease Plan. Farhana will co-draft NHS England's Statement of 
Intent.  
 
In Northern Ireland, the members of the Northern Ireland Rare Disease Partnership (NIRDP) are 
making good progress and have been involved in a number of the working groups which have been 
developed to take the UK Strategy forward.  
 

In Scotland, our Development Officer and Secretariat for the Cross Party Group on Rare Diseases, Natalie 
Frankish, will, through the Cross Party Group, influence the plans for implementation in Scotland.   
 

Our Development Officer in Wales, Emma Hughes, is a member of the working group which has 
been charged with formulating the Welsh Rare Disease Delivery Plan. Emma is leading on the Patient 
and Family Empowerment section of the Delivery Plan.  
   
We have been informed that the stakeholder group who were consulted on the UK Strategy will be 
reformed as a monitor group with a long-term role to report on whether the aims of the strategy are 
being achieved. 
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Rare Disease Day 2013   
  
In 2013 RDUK marked international Rare Disease Day across the UK with parliamentary receptions in 
England, Scotland and Wales. We also worked with NIRDP to hold an all-Ireland conference in 
Dublin. 
 
Rare Disease Day provides the rare disease community across the globe with the opportunity to 
increase awareness of rare diseases and highlight this public health priority to government and health 
departments. The Day is marked in countries all around the world and this year it was held on 28th 
February (in a leap year it is held on the 29th February, a rare day).   
 

Westminster Reception 
At our hugely popular Westminster 
reception, hosted by Liz Kendall MP, RDUK 
launched our report ‘Rare disease care 
coordination: delivering value, improving 
services’, highlighting the social and 
economic benefits to patients, families and 
the NHS of having a dedicated person in 
place to help coordinate the care of those 
affected by rare diseases. 
 
Earl Howe spoke at the Westminster 
reception and announced that a Rare 
Disease Stakeholder Forum would be 
established and this would feed into the 
UK Strategy for Rare Diseases.  
 
‘I was struck by the commitment and courage of those present. Both those living with rare disease 
and their families, carers and professionals who support them…' Earl Howe commenting on our 
Westminster parliamentary reception to mark Rare Disease Day 2013  
 
 

Northern Ireland  
For the sixth international Rare Disease Day, 
NIRDP, RDUK, the Irish Platform for Patients’ 
Organisations Science & Industry (IPPOSI) and the 
Genetic and Rare Disorders Organisation (GRDO), 
worked together to host an all-Ireland 
conference to mark Rare Disease Day in Dublin. 
The landmark event saw the health ministers from both nations come together to commit to an all-
Ireland approach to tackling the common problems associated with rare conditions. This achievement 
further broadens the potential for inter-health service collaboration on rare diseases. We hope to 
continue working with our counterparts to build a strong and collaborative rare disease community. 

 
 
 
 
 
 
 
 

 Earl Howe and our host Liz Kendall MP 
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Scottish Reception 

In Scotland, over 140 
delegates from a range of 
backgrounds came together 
in Scottish Parliament 
Member’s Restaurant to raise 
awareness of rare diseases 
and to welcome the launch 
or RDUK’s ‘Experiences of 
Rare Diseases: Patients and 
Families in Scotland’ report.  
  
Malcolm Chisholm MSP 
hosted the event and we 
heard from Alex Neil MSP, 
Cabinet Secretary for Health 
and Wellbeing, who acknowledged that it was the time to give rare diseases a greater focus.  
 
The event was attended by several MSPs including Maureen Watt MSP, Joe Fitzpatrick MSP, Aileen 
McLeod MSP, Nannette Milne MSP and Mark McDonald MSP. 
  

 
Welsh Reception 

Mark Drakeford AM hosted our reception in the 
Senedd to launch our report ‘Experiences of Rare 
Diseases: Patients and Families in Wales’. He 
noted that efforts in rare disease research have 
more chance of succeeding if researchers in the 
UK and all over the world work together to 
understand diseases and find therapies.  

 
There was an excellent turnout from Assembly 
Members from across the political spectrum and 
those in attendance were able to meet their 
constituents and find out more about the issues 
surrounding rare diseases. Attendees were also 
able to hear from patients affected by rare 
conditions in Wales. 

Our speakers: Shuna Colville, Alastair Kent RDUK Chair, Gail Currie, 
Alex Neil MSP, Lesley Loeliger and our host Malcolm Chisholm MSP. 

‘I have a rare disorder and I am crossing borders’ 

Alan Thomas, Chair of Ataxia South Wales 
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Research  
 

In 2013 RDUK continued to contribute to the 
knowledge base in the rare disease field and 
launched five reports. Our report on care 
coordination brings to light the social and economic 
benefits to patients, families and the NHS of having 
a dedicated person in place to help coordinate the 
care of those affected by rare diseases. The findings 
and recommendations of the report were accepted 
by Earl Howe. As a result, the Department of Health 
in England asked RDUK to carry out a further 
qualitative study looking at the impact named care 
coordinators have on patients with rare conditions, 
so that an economic case for care coordinators 
could be developed by the Department. 
 
We also launched two country specific reports in 
Wales and Scotland looking at patients’ and 
families’ experiences of rare diseases. In both our 
Scottish and Welsh reports we found that the NHS is 
capable of providing a world class service to families 
with rare diseases, and many patients are very happy 
with the support they receive. However, this high 
quality is not universal and too many families 
struggle to get a diagnosis.  
 

 
In addition, we published our report investigating 
how the rare disease community perceives the 
funding support that public and major charitable 
funding bodies give to research into rare diseases. 
Our final report of 2013 'Centres of Excellence for 
Rare Diseases' was launched in October. The main 
aim of the report was to develop a broader 
understanding of what a Centre of Excellence 
should be and establish criteria under which a 
centre can be classed as a Centre of Excellence. We 
will use this report to influence policy in this area 
and push for the findings and recommendations to 
be recognised by the health departments in the 
development of the country specific implementation 
plans.  
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Membership 
 
Interest in rare diseases has risen a great deal since RDUK was established in 2008. We have come a 
long way in building relationships and increasing support with a great deal of individuals, groups and 
organisations to become a leading voice in the rare disease community. As of December 2013, our 
membership stands at over 1,450 and over 250 of these are patient organisations. We are proud of 
our membership numbers and we will continue to build on this to make sure that the voice of those 
concerned with rare diseases is heard.  
 

 

Social media  
Our presence on social media has strengthened and we now have almost 3,000 followers 
on Twitter and over 450 followers on Facebook. This has allowed us to build 

closer ties with our members and to raise the profile of rare diseases by reaching a wider audience.    

 
 
 
 
 
 

 
 
 
 
 

 
 
 

 
 
 
 

 
 
 
 

1,450 members including 250 patient organisations - 
the largest alliance of patient organisations in the UK 
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Rare Disease UK across the UK  
 
Northern Ireland  
In Northern Ireland, we are making excellent progress to raise the profile of rare diseases through our 
work with Northern Ireland Rare Disease Partnership (NIRDP). This year marked the first birthday of 
the partnership and we are pleased to have seen significant achievements during this time.  
The NIRDP has helped to organise an all-Ireland conference for Rare Disease Day and working with 
their counterparts in the Republic of Ireland, will continue to be instrumental in drafting the 
implementation plan for Northern Ireland.  

 
Scotland  
Work undertaken by RDUK, AGSD UK and PNH 
Alliance on the access to medicines public 
petitions helped to increase awareness of rare 
diseases amongst MSPs. Consequently, in Spring 
2013, seven MSPs with an interest in healthcare 
agreed to form a Cross Party Group on Rare 
Diseases in the Scottish Parliament. The Cross 
Party Group is the only Group to represent the 
over 6,000 rare diseases and the issues affecting 
the over 300,000 rare disease patients in 
Scotland. 
 
The Group is co-chaired by Malcolm Chisholm MSP and Bob Doris MSP and is also supported by 
Jackie Baillie, Nanette Milne, Richard Lyle, Aileen McLeod and Ken McIntosh. The first meeting took 
place in June 2013 and was attended by a number of RDUK members who agreed the objectives of 
CPG. Subsequent meetings in October and December focused on the Rare Disease Plan for Scotland 
and access to new medicines for rare diseases. Subsequent meetings in October and December 
focused on the Rare Disease Plan for Scotland and access to new medicines for rare diseases   
 
In Scotland we have also been working to improve access to effective orphan medicines in Scotland 
and in June 2013 submitted evidence to the Health and Sport Committee of the Scottish Parliament.   
 
 

Wales  
In Wales, we have been actively engaging with the Welsh 
Health Specialised Services Committee (WHSSC) and Welsh 
Government to drive forward the Welsh Delivery Plan. 
 
We have also been engaged with the review into the appraisal 
process for orphan and ultra-orphan medicines led by the Chief 
Pharmaceutical Officer for Wales. Our Development officer in 
Wales, Emma Hughes, submitted a written response to this 
review and attended patient engagement workshop organised 
by Welsh Government review panel to input views on appraisal 
process for orphan and ultra orphan medicines. Following this, 
the Minister for Health and Social Services announced a review into the Individual Patient Funding 
Request (IPFR) process in Wales. Emma will be one of the patient representatives on the review panel.  
  
 Emma is also a member of the Patient and Public Interest Group (PAPIG) which supports the work of 
the All Wales Medicines Strategy Group (the body that appraises new medicines in Wales) and aims 
to increase participation by patients and the public in the appraisal process. Scotland we have also 
been working to improve access to effective orphan medicines in Scotland and in June 2013 
submitted evidence to the Health and Sport Committee of the Scottish Parliament.   

Our Development Officer, Natalie Frankish, with 
members of the Rare Disease Cross Party Group.  

Mark Drakeford AM with RDUK 
Chair, Alastair Kent  
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Financial information 
 
Funding 
RDUK is funded by an unrestricted educational grant from its industry members. This funding enables 
us to offer free membership to all of the other members including individuals, families, groups and 
organisations.  
 
We are extremely grateful to all of our funders, without which we would not have been able to 
conduct our activities.  
 

From 1
st
 January - 31

st
 December 2013, RDUK received funding directly from industry members. Each 

company paid £8,000. 2013 industry members are listed below.  
 

Alexion 
Baxter 
Bio Marin 
Celgene 
CSL Behring 
Genzyme 
GlaxoSmithKline 
Novartis 
Pfizer   
Raptor 
Shire 
Sigma Tau   
SOBI 
UCB 
Vertex 
Viropharma 

 
 

We would like to thank Say Communications for their pro bono communications support during the 
launch of the UK Strategy for Rare Diseases. 
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Financial statement 
 

 
We received an additional grant of £9,000 from Novartis to support our work in Scotland and Wales. 
We received charitable donations totalling £902. 
 
We received a grant of £1265 from Eurordis towards the 2014 UK Europlan Conference 
Rare Disease UK's accounts are independently audited as part of Genetic Alliance UK's accounts for 
the years ending 31st March 2013 and 31st March 2014. 

1st January 2013 to 31st December 2013 

            

Surplus at 1st 
January 2013       £1,604 

  

            

Income           

Membership Fees   £128,000     

  

Novartis grant for 
work in Scotland 
and Wales   £9,000     

  

CSL Behring media 
analysis grant   £457     

  

Total Income     £137,457   
  

            

Expenditure         

  

Salaries (inc NI & 
Pensions)   £78,912     

  

Direct costs        £35,551     
  

Overhead        £21,920     
  

Total Expenditure     £136,383   
  

            

Surplus in year       £1,074 
  

Surplus at 31 
December 2013         £2,678    
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Looking ahead to 2014  
 
Our focus in 2014 will be to work with health departments in all four home nations to develop 
country specific implementation plans and later, to monitor the application of the UK Strategy in 
practice. 
 
We will host our annual parliamentary receptions to mark Rare Disease Day 2014. We will also stage 
a EUROPLAN conference to discuss the implementation of the UK Strategy. 
 
We will continue to add to the knowledge base of the rare disease field by producing a report that 
examines effective management of transition from paediatric to adult care and adult care to elderly 
and end of life care for patients with rare conditions.  
 
We plan to host a summit with relevant health and medical All Party Parliamentary Group (APPG) 
health group chairs, which will address the management of care transition for patients with rare 
conditions. At the summit we will launch our transition report and raise awareness of our findings 
and garner support for our recommendations.  
 
We will raise awareness of rare diseases through the Rare Diseases Cross-Party Group and increasing 
communications between the Scottish Parliament and people and organisations working in rare 
disease research, treatment, care and prevention 
 
2014 looks to be another busy year for the whole team. We are looking forward to continuing our 
work with our members, as well as forging relationships with new groups and organisations in order 
to bring about lasting change that offers better health and quality of life for individuals and families 
affected by rare diseases. 



About Rare Disease UK 
Rare Disease UK (RDUK) is the national alliance for people with rare diseases and all who support 
them. Membership is open to all and includes patients and family members living with a rare disease, 
patient organisations, clinicians, researchers, academics, and industry. RDUK provides a unified voice 
for the rare disease community, capturing the experiences of patients and families and raising the 
profile of rare diseases across the UK.  

RDUK was established in 2008 following the European Commission’s Communication on Rare 
Diseases: Europe’s Challenges. Following this Communication, RDUK successfully campaigned for the 
adoption of the Council of the European Union’s Recommendation on an action in the field of rare 
diseases (June 2009). The Recommendation outlines how EU member states should develop and 
implement plans or strategies for rare diseases by the end of 2013.  

Since the adoption of the Council of the European Union’s Recommendation, RDUK until November 
2013 worked to ensure that the UK’s health departments acted on their obligation to develop a UK 
Strategy for Rare Diseases, and worked to engage the rare disease community to shape its content. 
We are now focused on ensuring the implementation of the UK Strategy is effective and 
accountable.  

Contact the Rare Disease UK team:  

Unit 4D, Leroy House 
436 Essex Road 
London 
N1 3QP 
 
Tel: 020 7704 3141 
 
Fax: 020 7359 1447 
 
Email: info@raredisease.org.uk 
 
Web: www.raredisease.org.uk 
 
Twitter: @rarediseaseuk 
 
Facebook: facebook.com/rarediseaseuk 


