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Chair’s Introduction 

The founders of Genetic Alliance UK did so to create a body that could 
provide relief and support for persons and families whose lives are  
affected by genetic conditions both rare and common. They also sought to 
advance the education of the public concerning genetic disorders. In  
essence it has developed into the „national voice‟ for people, groups and 

families affected by genetic conditions. 

 
In achieving these goals, Genetic Alliance UK undertakes selective projects 
funded by outside agencies. All of these are important to our membership 
and are specifically designed and carried out to provide ongoing benefits 
for them. In taking one of them as an example of how Genetic Alliance UK 
meets its goals; Rare Disease UK (RDUK) exemplifies our aims in that it 
seeks to influence government policy in all the UK countries to meet the 
needs of individuals and families affected by rare diseases without  

increasing the overall costs to their exchequers.  

 
In addition to its specifically funded projects Genetic Alliance UK carries 
out functions that are not externally funded. The national and international 
influence of our Director, Alastair Kent, is extensive and we were proud to 
see that people outside our organisation recognise his role in improving 
services for genetic conditions by means of his OBE honour this year.  
 
Other core functions are strategically important to 
Genetic Alliance UK‟s existence. These involve  
policy analysis and formulation; fundraising;  
parliamentary liaison and communication with our 
membership and the public. We will concentrate 
on ensuring that we can maintain a significant 
presence and influence on provision of genetic  
services in the UK for the benefit of our growing 
membership, now over 140 patient organisations, 
which work to benefit all those affected by genetic 

conditions.          Christopher.J.Friend 
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Treasurer’s Report 

There is no doubt that this has been a challenging year. The  
rebranding has provided us with a stronger positioning and image to  
further our campaigning and support on behalf of our membership. It was 
developed with help from our friends at Tudor Reilly who gave generously 
their time and expertise. However, the application of the changes did  

involve us in some £20,000 of necessary expenditure. 

 
Our major campaign activity was the development of Rare Disease UK. 
This was in response to the Council of the European Union‟s  
Recommendation on action for rare diseases that was adopted by each 
Member State of the EU. We published our recommendations in the form 
of a report entitled “Improving Lives, Optimising Resources: A Vision for 
the UK Rare Disease Strategy”. We hope that the recommendations will 
be considered carefully and that they will be as influential with the UK‟s  

governments and NHSs as our past work. 

 
It is difficult to understate the importance of the potential change that a 
UK rare disease plan can bring to patients. As a result we committed  
substantial resources to this project, beyond the support funds that were 
raised. This, along with increased core activity costs, has consumed much of 

our reserves. 

This has meant we have had to introduce cost  
savings and efficiencies that will extend into our 
2011-12 financial year. Like most charities,  
finding funding is proving ever more challenging 
as the economy struggles for growth. However, 
our commitment to improving the treatment and 
experience of patients and their families remains 
our over riding ambition. We now have a  
significant management challenge to rebuild our 

reserves and improve our cost effectiveness. 

         Christopher Goard 
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Genetic Alliance UK is the national charity with a membership of over 140 

patient organisations supporting all those affected by genetic conditions. 

We aim to improve the lives of people affected by genetic conditions by 

ensuring high quality services and information are available to all who 

need them. 

Supporting: We raise awareness of genetic conditions and improve the 

quality of services and information available to patients and families. 

Campaigning: We campaign on issues of policy and practice to influence 

governments, policy makers, industry and care providers, such as the  

National Health Service. 

Uniting: We provide a united voice for all those affected by genetic  

conditions, enabling us to work together towards a common goal of  

making life better for patients and families at risk. 

 
Rebranding 

In June 2010, the Genetic Interest Group (GIG) rebranded as Genetic  

Alliance UK. The rebranding was motivated by the need to more clearly 

communicate what we do. To ensure that we had met our objectives, a  

survey was undertaken in late 2010 and an overwhelming majority of our 

members felt that the new name and branding of Genetic Alliance UK 

more clearly matched and communicated our aims and work. 

 

As part of the rebranding we introduced new communications initiatives 

such as a Facebook page and an exciting and informative monthly  

e-newsletter. 

 

 

What we do 
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The past year has been particularly busy for our policy team at Genetic 

Alliance UK. The proposed large scale reorganisation to the NHS in  

England has meant that championing patients‟ interests has, arguably, 

never been more important; particularly as the reforms are set against the 

background of budget cuts. We have used this opportunity to promote 

more efficient use of resources which will benefit patients and make better 

use of limited budgets. 

 

The NHS England reorganisation 

At Genetic Alliance UK we have been working hard to communicate the 

needs of patients and their families to ensure that these are fully  

considered and taken into account during the NHS reorganisation. As this  

reorganisation is the biggest since the NHS was founded, it presents an 

opportunity to improve health services and support for those affected by 

genetic conditions. 

 

Genetic Alliance UK has consulted widely with its members to ensure that 

their voices are heard and has responded to every public consultation 

about the NHS reorganisation. This is something that many larger patient  

organisations did not manage to do. As one of over 6,000 organisations 

who responded to the various consultations, we were pleased when our 

response was quoted by the Government in their response. 

 

We will continue to work hard on the reorganisation as the Health and 

Social Care Bill pushes through Parliament and changes are implemented 

 

Influencing Policy in the UK 
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so that patients‟ views are properly represented and acted upon in the 

new NHS. 

Working with Committees 

During the past year Genetic Alliance UK has been an active member of 

many regulatory and advisory committees. We believe that by working 

with these committees we can influence policy makers. For example, 

Alastair Kent, our Director, remained on the Department of Health‟s Gene 

Therapy Advisory Committee (GTAC) which examines research proposals 

for gene and stem cell research work outside the Human Fertilisation and 

Embryology Authority‟s remit.  

 

Policy work also helps to inform our projects. Our work with GTAC, for  

example, helped to inform the PatientPartner project (further details on 

page 15) which looked to offer advice to patients looking to get involved 

in clinical trials. The Asking Relevant Questions project (further details on 

page 16) also enabled us to develop a relationship with the Association of 

British Insurers (ABI) which we have used to continue to represent the  

interests of people with genetic conditions in discussions regarding the use 

of predictive test results for insurance. 

 

Alastair Kent, is also a member of the Human Genetic Commission which  

advises the Department of Health on the impact of new developments in 

human genetics. It is important that we represent patients‟ views through 

committees such as this so that the Department of Health can truly evaluate 

the potential benefits of any new developments in human genetics to those 

affected by genetic conditions. 
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Policy consultations responded to included: 

 Academy of Medical Sciences review of the regulation and govern-
ance of medical research. 

 Department of Health consultations on the NHS reorganisation: 

 White Paper on the NHS reorganisation, „Equity and excel-
lence Liberating the NHS‟. 

 Six more detailed consultations accompanying the White Pa-
per, covering commissioning; outcome measures; democratic 
legitimacy in health; regulating healthcare providers; choice; 
and information. 

 Other Department of Health consultations on: Public Health; Value-
Based Pricing; the Cancer Drugs Fund; Refreshing the Carers‟ Strat-
egy; Government response to the House of Lords Genomics Inquiry. 

 European Commission consultations on: the review of the In-Vitro  
Diagnostics Directive; the review of the Clinical Trials Directive; the 
RTD Health Impact Survey. 

 European Medicines Agency (EMA) consultations on: the Agency‟s 
Roadmap to 2015; the procedure for involvement of primary care 
organisations in safety communications. 

 House of Commons Health Select Committee reviews on public  
spending and commissioning. 

 Human Fertilisation and Embryology Authority (HFEA) Ethics  
Committee questionnaire. 

 Law Commission consultation on adult social care. 

 National Institute of Health and Clinical Excellence (NICE) consulta-
tion on the response to the Kennedy Review on services for young 
people; 

 Nuffield Council consultation on organ donation. 
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Working beyond Westminster 

As well as our work in England, our work in Scotland, Wales and Northern 

Ireland has been particularly successful.  

In Scotland one of the central themes of our work has been to increase the 

level of patient engagement with government decisions on health care. To 

this end we expanded our Virtual Patient Panel, an online network of pa-

tient representatives who are willing to be contacted to share their views 

on health issues and policy changes in Scotland. 

 

We also launched our Supporting Patient Groups project which assists in 

the creation of patient groups to support those with rare conditions who 

currently do not have a support group. We are pleased that we have es-

tablished a Paroxysmal Nocturnal Haemoglobinuria support group (PNH). 

As well as this, our public affairs work surrounding the Rare Disease UK 

(RDUK) report (see page 11) has continued as we built strong relationships 

with officials and Members of the Scottish Parliament (MSPs) and our work 

on committees in Scotland, including the National Services Division Public 

Reference Group, continued. 

 

In Wales the public affairs work around the RDUK report also involved 

meeting with prospective and successful Assembly Members (AMs) to en-

sure they were aware of the need for a rare disease plan and the report 

which RDUK had produced. There was great success with our familial  

hypercholesterolaemia (FH) project. There is now an all-Wales NHS  

service which aims to find and diagnose people at risk of this condition. 

The new service has appointed three cardiac nurses and three genetic 
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counsellors and is the first of its kind in the UK. Securing funding for this 

against the backdrop of NHS cuts is a significant achievement and we are 

delighted to have played a fundamental role in it. 

 

Work in Northern Ireland has focused on building relationships at Stormont 

with a view to driving forward the rare disease plan. The RDUK 

“Improving Lives” report was launched at Stormont in March to a wide 

range of stakeholders including the Members of the Legislative Assembly 

(MLAs) and the Department of Health, Social Services and Public Safety. 

We have also played a fundamental role in establishing a Northern  

Ireland Rare Disease Partnership with a group of patient support  

organisations and the Northern Ireland Patient Client Council. We feel that 

these new relationships and alliances will help us to ensure that patients‟ 

views are represented as effectively as possible. 

 

  

 

 

“I would like to thank you as an individual and Genetic Alliance UK as an 
organisation, for your support and help in the development of the Wales 
FH Family Cascade service. Your input has been very important in making 
sure that we have kept our focus on the needs of patients and families.” 
Email to Genetic Alliance UK’s Wales Development Officer, from Dr 
Ian McDowell, Chair of the Wales FH Cascade Service Steering 
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Animal Research 

Genetic Alliance UK‟s long-running work regarding the regulation of ani-

mal research in the EU paid off in September 2010, when the European 

Parliament voted in favour of a compromise package to pass the revision 

of the directive governing research using laboratory animals. Initial drafts 

of the review would have severely limited biomedical research in the EU. 

As part of the European Genetic Alliances‟ Network, Genetic Alliance UK 

strategised with other stakeholders and coordinated the patient campaign 

in Europe. This included statements of consensus from the patient community 

and an event for Members of the European Parliament to allow them to 

understand the patient perspective. The new directive has now been final-

ised and will be transposed into UK law in 2011-12. 

In Vitro Diagnostics and Clinical Trials 

In addition to the campaign work in the European Parliament, we re-

sponded to two major consultations from the European Commission which 

will influence the planned review of the medical devices directive and the 

clinical trials directive. In vitro diagnostics, which include genetic tests, are 

regulated by the Medical Devices Directive. 

Rare Disease 

There is more information on our work on rare diseases in the UK on the 

next page; however we should remember that it stemmed from work on 

rare disease in Europe. This year we have been offering our advice and 

guidance regarding the formation of other rare disease organisations 

across Europe. We are pleased that Alastair Kent was invited to be a 

member of the EU Committee of Experts on Rare Diseases, which will ad-

vise the European Commission. 

 

Policy Campaigns in Europe 
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Rare Disease UK (RDUK) has been a particular success story over the past 

year. Membership has more than doubled from 350 to well over 800 or-

ganisations and significant milestones have been reached in terms of the 

publication of two reports, the hosting of four Rare Disease Day receptions 

and the hosting of a successful Europlan (European Project for Rare  

Diseases National Plans Development) conference in November 2010. 

The report “Improving Lives, Opti-

mising Resources: A Vision for the 

UK Rare Disease Strategy”, was 

launched at Rare Disease Day 

receptions across the UK in  

February 2011. The receptions 

were held at Westminster,  

Holyrood, Stormont and Cardiff 

Bay and were attended by  

patient group representatives, 

patients and their families,  

researchers, academics, represen-

tatives from industry and health-

care professionals. 

 

 

 

Rare Disease UK 

“I've just been reading through the Rare Disease UK report that you 

launched at Rare Disease Day. It's a gold mine of information.” Email to 

Rare Disease UK from Nick Sireau, Chairman, AKU Society 

Alastair Kent presenting the report to Health 

Minister Earl Howe at the Westminster  

parliamentary reception. 
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The report is the most comprehensive and wide-ranging review of services 

for patients with rare diseases ever undertaken in the UK. In order to  

inform the report, focus groups were held in each home nation to gather as 

much feedback from patients, clinicians, patient groups and other inter-

ested parties. 

 

The report aims to influence the plan for rare diseases which the UK‟s  

governments are committed to developing and implementing by 2013. 

We are looking forward to all future consultations on the plan. 

 

As well as the extensive work undertaken to inform the strategy document, 

RDUK produced a report entitled “Experiences of Rare Diseases: An Insight 

from Patients and Families.” The report was based on the largest ever  

Attendees at the Scottish parliamentary reception where the “Improving Lives” report was 

launched. 



      Genetic Alliance UK Annual Review 2010/11 

 13 

UK survey of rare disease patients and their families, with responses from 

600 patients and families affected by over 100 rare conditions. We will 

use the findings from this study to promote better awareness of rare dis-

eases amongst all stakeholders. 

 

In November 2010, RDUK hosted the UK Europlan conference. This was 

one of 15 conferences held around Europe to promote joint knowledge-

sharing between Member States as they develop and implement rare dis-

ease plans or strategies. The event provided a great opportunity to de-

velop the UK rare disease plan and also to provide our insight into other 

plans which are being put together across Europe. 

 

 

 

 

“I want to thank you so much for everything that went to make the  

Westminster Rare Diseases Event such a resounding success. It was such an 

important opportunity to raise the profile of the needs of so many people 

with rare conditions. Also it was good to be able to speak to members of 

parliament and others who have our interests at heart. At this time of 

Health Service Reforms it is especially important that we have a strong 

voice in the planning of services for orphan conditions.” Email to Rare  

Disease UK from Ann Price, HAE-UK 
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Rare Disease Day 2011 

Rare Disease Day was bigger than ever this year with events being held in 

40 countries around the world. RDUK hosted four events which were held 

in each of the four home nations‟ parliaments. These were well attended 

and received a very positive response. 

 

The theme for this year 

was „Rare but Equal‟ 

and emphasised the 

right for rare disease 

patients to have equi-

table access to diagno-

sis, services, information 

and support as those 

affected by more com-

mon conditions. 

 

 

 

 

 

 

 

 

 

Attendees representing the Haemophilia Society with Jeff 
Cuthbert AM at the Welsh Assembly reception. Many 
other delegates also got to meet their representatives at 

the events. 
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This year the projects that Genetic Alliance UK have undertaken achieved  

impressive results that will help to make a difference to patients and fami-

lies affected by, or at risk of, genetic disorders.  

 

Past projects 

PatientPartner 

PatientPartner set out to promote the role of patient organisations in the 

clinical trials context. Underpinning this aim was the belief that better rela-

tions between patients and clinical researchers will lead to more patient 

focused trials which more closely match patients‟ needs. 

 

This project produced two guides which will fa-

cilitate clear dialogue between all parties and 

stakeholders. One was aimed at sponsors and 

investigators of clinical studies and the second 

was aimed at patients and patient groups. Over 

350 guides have been distributed to key stake-

holders around Europe so far. These will lead to 

a better relationship between patients and clini-

cal researchers. 

 

 

 

 

 

Projects 
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Asking Relevant Questions 

The aim of this project was to improve the interaction between insurance 

companies and applicants with complex medical conditions. Through the 

enquiries we receive at Genetic Alliance UK we know that some patients 

are confused by insurance policies and what they need to declare to com-

panies when applying for cover. 

 

We made a number of recommendations from our work with patients, to 

make the application process for insurance policies much easier. The report 

was distributed to insurance companies in the expectation that it will lead 

to an easier and quicker application process for patients affected by ge-

netic conditions.  

 

Although the results of this project may take a while to filter through the 

industry, we are encouraged by the relationships we have developed with 

some insurance companies and the Association of British Insurers (ABI). 

 

NanoMed Round Table 

The NanoMed Round Table‟s main purpose was to provide European 

stakeholders with a set of recommendations to support decision making 

regarding medical innovations. 

 

Genetic Alliance UK led the Patients‟ Needs Working Group and  

represented patients‟ interests on the steering group. We found that 
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nanomedicine is viewed as a promising and positive technology, although 

often the levels of awareness and knowledge were low. 

 

The final report was launched at the European Parliament and distributed  

to policy makers at a European level and to respective national policy 

makers. It will help to create an environment which is supportive to the re-

search and development of nanomedicine. 

 

Continuing Projects 

 

Ethnicity and Access 

This project aims to discover why there is under-representation from  

minority ethnic groups in referrals to cancer clinical genetics services in 

England. The project will also look at developing methods to address this 

inequity in cancer services. 

 

Interviews have been conducted with a number of  

clinicians, patients and representatives of the three  

minority ethnic communities on which the research is fo-

cused: South Asian, Black Caribbean and White Irish. The 

project is being undertaken in partnership with the Division 

of Primary Care at the University of Nottingham and has 

already identified issues with the cancer referral process 

which will help inform the final recommendations of the 

study. 
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Facilitating Networks 

The Facilitating Networks Project addresses the difficulties that children, 

adults and families with rare genetic disorders experience in receiving 

good information and optimal healthcare for their disease. This has been 

achieved through the development of networks of expertise for groups of 

rare genetic conditions. 

The nine patient groups participating in this project have formed five net-

works for the following conditions: Ataxia; Cerebral Cavernous Malforma-

tions; Hypermelanosis of Ito; Rasopathies; Familial Adenomatous Polyposis. 

  

In partnership with specialist clinicians each network has undertaken work 

in key areas of health and social care that will begin to improve the qual-

ity of services made available 

to patients and families who 

require them. 

  

The project successful ly 

launched the Rasopathies net-

work with a prestigious House 

of Lords reception in Septem-

ber 2010.  This event gave the 

network‟s constituent groups an 

opportunity to come together 

and raise the profile of this ini-

tiative amongst medical profes-

sionals from within and outside 

An Ataxia study day hosted by the Facilitating 

Networks project.  The project has hosted many 

of these for various conditions. Each one is at-

tended by clinicians and healthcare profession-

als from across the UK 
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of the UK. Opportunities to educate Healthcare professionals have been 

created by coordinating medical study days specific to the conditions 

within each network.  These events have been hugely successful with many 

delegates affirming their intentions to use the information obtained to in-

form their future clinical practice.  

 

As this project moves into its final stages, the facilitating networks project is 

proud to have played an instrumental role in developing networks that will 

continue to be of benefit to individuals and families affected by these rare 

genetic conditions for some years to come. 

 

RAPID 

Reliable Accurate Prenatal non-Invasive Diagnosis (RAPID) is a UK-wide 

project which will improve the quality of NHS prenatal diagnosis services. 

The involvement of Genetic Alliance UK in the project will ensure that pa-

tients‟ views and needs are taken into account fully before the new tech-

nology is brought into routine clinical practice. 

 

Over the past year Genetic Alliance UK has interviewed women and their 

partners who have used non-invasive prenatal diagnostic testing to deter-

mine the sex of the fetus. Initial findings suggest that this procedure can 

help to inform antenatal care and delivery, create peace of mind or en-

sure that the need for further, more invasive testing is focused on those 

women who seem to be at the highest risk.  
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Variations across different conditions have also been identified and we 

look forward to seeing how these develop through further interviews. Over 

the coming year we will also look to develop and pilot information materi-

als for service users. 

 

New Projects 

The past year has been particularly productive for us at Genetic Alliance 

UK. We have started four exciting projects with another one beginning in 

May 2011. 

 

Route Maps for Rare Conditions 

This project will build upon the success of the 2007 Family Route Map  

project by improving information, access to and coordination of care for 

people affected by rare genetic conditions. This will be presented in a 

practical and cost-effective framework to ensure that both patients and 

patient groups can easily access and use 

the route maps to get access to the ser-

vices they need. 

 

We were delighted by the enthusiastic 

response of patient groups wanting to be 

a part of the project and decided to  

increase the number of groups involved in 

the project from eight to ten.  
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Already three draft route maps have been produced and are currently 

being reviewed. A toolkit is also being developed to enable other groups, 

not immediately involved with the project, to develop their own route maps 

to benefit patients in the future. 

 

Risks and Benefits 

This project is a collaboration with the Welsh Institute for Health and So-

cial Care (WIHSC) at the University of Glamorgan. It will examine how 

patients and their families perceive the balance between the risks and 

benefits of new biomedical therapies. 

 

“The Jennifer Trust for Spinal Muscular Atrophy (JTSMA) is delighted to 

be working with Genetic Alliance UK as one of the charities involved in 

the Route Maps for Rare Conditions Project.  

 

The opportunity to take part in this project and develop our own route 

map with the support of a project manager and the other nine groups is 

enabling us to develop a very important piece of work.  

 

This will have huge benefits for children and adults living with a  

diagnosis of SMA, and for the health care professionals supporting 

them.”  

Heather Brown, General Manager, The Jennifer Trust for Spinal 

Muscular Atrophy 
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Based on a citizens‟ jury model, 16 patients and family members will de-

bate and dissect the issues together. The project has started well and is 

currently recruiting the jury after an overwhelming response from patients 

to take part. The first meeting of the jury takes place in September 2011. 

 

 

EuroGentest II 

This project will be looking 

to build on the achieve-

ments of the first Euro-

Gentest project. It will fo-

cus on increasing the reach 

and penetration of the pa-

tient information leaflets 

developed over the past 

five years. This will be 

done by ensuring all the 

online materials are kept 

up to date and translating 

all of the materials in to 

new languages to add to 

the 28 languages already  

              featured in the resources.  
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Paving the Way 

The aim of this project is to promote the self-management of conditions by 

patients and to offer advice to patients and healthcare professionals who 

want to embrace this empowering approach. To this end, videos of  

interviews with patients and health professionals who have experience of 

self-management of their conditions will be recorded and made freely 

available on both our website and YouTube. They will also be distributed 

to healthcare professionals and patient networks.  

This resource will provide another long term source of information to help 

patients. 

 

SWAN – Supporting Families with Children with Undiagnosed Conditions 

Syndromes Without A Name (SWAN UK) will  

address issues raised on research Genetic Alliance 

UK undertook during the summer of 2010 which 

found that undiagnosed families experience  

difficulties in accessing help and support from various 

services including health, educational and social services. In order to ad-

dress this gap in services we secured funding from the Big Lottery Fund to 

develop a hub for information and support between families of children 

with undiagnosed conditions. 

 

Funding was granted in January 2011 for five years and the project  

begins in May 2011.  
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The next year will see increasing demand on us as we work on a growing 

range of issues. Following the launch of their landmark report for rare  

diseases in February, RDUK will continue to work with decision makers 

from health departments across the four home nations to maintain a  

dialogue while the plan for rare diseases is being drawn up. A public  

consultation on the plan is being produced and we will respond in  

detail when it is made public. 

 

Along with the rare disease plan, the reorganisation of the NHS in England 

presents an unprecedented opportunity to improve treatment and support 

for people with genetic conditions. We will look to respond to every  

consultation where there is an opportunity to improve the level of care, 

information and support available to patients affected by genetic condi-

tions. 

 

As part of our ongoing policy and strategic advocacy work, we will  

continue to have an active presence and voice on a wide range of  

committees at both a national and international level. 

 

The Scottish Government has agreed to extend the funding through the 

Children, Young People and Families Unified Voluntary Sector Fund for a 

further year. This will enable us to maintain our core role in Scotland until 

at least September 2012, including informing a rare disease plan. 

 

In addition to our policy work, our projects will also continue. At the  

 

The Year Ahead 
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beginning of this year, we are working on eight projects and significant 

progress will be made on each of these in the coming 12 months. Two of 

our projects, Facilitating Networks and Paving the Way will draw to a 

close while work on Project SWAN will commence. 

 

We will also be looking to secure further projects as competition for  

funding increases. We plan to build either on past projects, such as the 

insurance project, or conduct new areas of research which will create new 

opportunities to improve the lives of people living with all types of genetic 

conditions.  
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Financial Information 

Income 

Expenditure 

Total: £611,009 

Total: £737,915 

Donations: £55,721

Membership 

subscriptions: £39,160

Investment Income: £787

Grants: £515,341

Cost of generating funds: 

£42,232

Charitable activities: 

£649,647

Governance: £46,036
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In 2010/2011, Genetic Alliance UK raised £611,009 in funds: 

Source Percentage 

EU Commission 15% 

UK Government 27% 

Corporate 23% 

Trusts and Foundations 28% 

Membership 6% 

Investment income <1% 

Other <1% 
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