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FOREWORD

The last 12 months have brought into sharp focus 
the challenges that people living with chronic and 
long term illnesses face.

 Whilst attention is so often centred on those 
diseases that affect the greater percentages of the 
population such as cancer and heart disease, we 
run the risk of forgetting those who suffer from 
rarer conditions.

This report is the cumulation of work undertaken 
by the Welsh Parliament’s Cross Party Group for 
Rare, Genetic & Undiagnosed Conditions, a group 
that I have been honoured to establish and chair 
during the term of the 5th Assembly / Senedd.

It is a report that belongs to all those that have 
attended the meetings, presented to the group 
and taken part in the discussions over the course 
of the past four years.

Through the group we have been able to highlight 
areas of concern to the Welsh Government, raise 
the profile of diseases which do not always get 
a fair hearing and most importantly reassure 
patients and their carers that there are people 
who are willing to fight their corner.

We are fortunate that here in Wales we have such 
strong advocates both inside and outside the 
medical profession who are willing to dedicate 
their time to finding solutions and ways forward in 
the field of rare diseases.

I look forward to seeing the profile of rare diseases 
move forward over the coming years and I know 
that this report will be a valuable component on 
the progress that will be made.

Angela Burns MS

Angela Burns MS
Chair of Welsh Cross Party Group (CPG) for Rare, Genetic & Undiagnosed Conditions
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EXECUTIVE SUMMARY

The Cross Party Group for Rare, Genetic & 
Undiagnosed Conditions held its inaugural 
meeting in the Senedd in September 2019. The 
group has heard experiences from people affected 
by rare conditions, patient group representatives, 
health care professionals and researchers over the 
last 18 months and this report identifies a series of 
recommendations which would improve the lives 
of people affected by rare conditions across four 
broad themes:

Mental Health & rare diseases 
(discussion date: 2 October 2019)

Mental health care and psychiatric support is not 
integrated with rare disease services.

Rare disease healthcare professionals must 
be empowered and receive more support and 
training to support patients with poor mental 
health.

Transition services are inflexible when defining 
the age of transition and supporting  individuals 
holistically with all elements of their care. 

Lack of a diagnosis can be a barrier to accessing 
mental health services. 

Access to orphan & ultra-orphan 
medicines (discussion date: January 14 
2020)

(as per Action for Access report:  
https://actionforaccess.geneticalliance.org.uk/)

The UK systems for approving NHS funding for 
rare disease medicinal products means it is 
incredibly difficult for patients to access life-
changing medicines and decisions are slower 
because the path between license and health 
technology assessment decisions are governed  
by a system that is difficult to navigate.

Five systematic problems were identified: 
fragmentation, inflexibility, challenges with 
capturing the value of treatments, delays and  

lack of transparency. Behind the systematic 
problems are two fundamental problems: 
uncertainty and money. 

Impact of Covid-19 (discussion date: 21 
September 2020)

People living with rare conditions have been 
placed under immense pressure by the Covid-19 
pandemic. Access to appropriate support, 
information, care and treatments has become 
more difficult and levels of social isolation have 
increased. 

Services have been disrupted and it is unclear 
when reintroduction of some services will resume, 
access to PPE has been challenging, and there 
has been inflexibility in the education system 
to respond to individual needs and to adapt 
practices for children with rare conditions.

Implementation of UK Rare Diseases 
Framework

There is no central clinic that coordinates care 
for people affected by undiagnosed, genetic 
conditions which means that access to diagnostic 
testing, information, care and services can be 
disjointed.  

Clinicians often do not have the appropriate 
expertise to support patients and families affected 
by rare diseases, directing them to appropriate 
organisations and research opportunities.

Pathways for emerging specialist services are 
difficult to navigate - healthcare professionals 
who are interested in specific rare diseases should 
be supported to develop clear referrals pathways. 

There is a lack of care coordination generally but 
also when receiving care and treatment in other 
nations of the UK. Often it is difficult to share data 
between centres.

Lack of integration of health services with mental 
health support, social care systems and support  
in schools must be addressed.

https://actionforaccess.geneticalliance.org.uk/
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RECOMMENDATIONS

Mental Health & rare diseases

The Welsh Action Plan must include commitments 
to improve mental health planning and service 
provision for those affected by rare conditions.

Mental health care and psychiatric support should 
be integrated with rare disease services.

Rare disease healthcare professionals must be 
empowered – the Plan must ensure they receive 
tailored training to support patients with poor 
mental health.

Transition services must be more flexible when 
defining the age of transition and supporting  
individuals holistically with all elements of their 
care. Lack of a diagnosis should not be a barrier  
to accessing services.

Access to orphan & ultra-orphan 
medicines 

The UK should make rare disease medicines 
available in the NHS as soon as they receive 
marketing authorisation through a period of 
managed access. Once introduced, evidence 
should be gathered from within NHS Wales in 
relation to their value for an eventual Health 
Technology Assessment (HTA). This should  
be on terms set as the period of evidence  
gathering begins.

The funds to cover the costs of these medicines 
should be provided through flexible schemes 
arranged between Welsh Government and 
industry. 

NICE must develop a single flexible approach for 
making decisions about access to rare disease 
medicines, ensuring all rare disease medicines are 
assessed by an appropriate pathway with realistic 
expectations for evidence and outcomes. 

Industry and government should clearly explain 
the process for setting rare disease medicine 
pricing, and how the price that the government 
can afford is set. The benefits of the recently 
agreed Voluntary Pricing and Access Scheme for 
Branded Medicines to all stakeholders should be 
set out.

Impact of Covid-19 

In monitoring the spread of Covid-19, data 
should be collected by Welsh Government that 
will enable assessment of the impact, in terms of 
morbidity and mortality, on people living with rare 
conditions. 

Access to PPE (personal protective equipment) 
should be guaranteed for people with rare 
conditions and those providing care and support 
to rare condition patients. 

A clear and short timetable for the reintroduction 
of services should be published to give people 
living with rare conditions clarity as to when they 
can expect a full service from the NHS. 

The provision of remote consultations should 
be continued across NHS Wales. Care should be 
taken to integrate telemedicine into routine care 
practice with the necessary clinical assurance and 
data protection safeguards. 

Education and access to support

Schools and educational facilities should be 
supported to ensure that they have the necessary 
flexibility to respond to individual needs and to 
adapt practices for children with rare conditions.

The challenges and failures in delivering letters 
giving shielding advice should be examined, and 
actions should be taken following this analysis 
to ensure tailored public health advice can be 
delivered to specific populations with specific 
conditions utilising data from the Congenital 
Anomaly Register and Information Service (CARIS). 
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Implementation of UK Rare Diseases 
Framework (discussion date: 18 
January 2021)

A funded SWAN clinic, for children and adults 
affected by undiagnosed conditions should 
be established in Wales, providing access 
to diagnostic testing, information and care 
coordination. A clinic would bring together  
multi-disciplinary expertise and reduce the 
diagnostic odyssey for many patients affected  
by rare, genetic conditions.  

Clinicians should be provided with the 
appropriate expertise to support patients and 
families affected by rare diseases, directing 
them to appropriate organisations and research 
opportunities.

A Welsh Action Plan must develop pathways for 
emerging specialist services, and nurture and 
encourage professionals who are interested in 
specific rare diseases. 

Care coordinators should be provided with 
appropriate training on how to coordinate cross 
border care. Wales must be able to share data and 
information between centres.

An holistic approach to rare conditions must be 
embedded in any future Plan, integrating health 
services with mental health support, social care 
systems and support in schools. 

A future Welsh Action Plan must include 
measurable outcomes. In developing outcomes, 
patient experience surveys must be standardised 
for all four nations of the UK as to not duplicate 
efforts and enable comparable data analysis. 
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INTRODUCTION

A rare disease is defined by the European Union 
as one that affects fewer than 5 in 10,000 of the 
population. 175,000 people in Wales will be 
affected by a rare disease at some point in their 
lives. Orphanet lists over 6,000 rare diseases, over 
70% of which are genetic in origin. Often rare 
diseases are chronic and life-threatening and 
many (around 69%) affect children. 

This final report of the Cross Party Group for Rare, 
Genetic & Undiagnosed Conditions in the Welsh 
Parliament incorporates recommendations from 
four meetings held between October 2019 - 
January 2021. Chaired by Angela Burns MS and 
sponsored by Mike Hedges MS and Helen-Mary 
Jones MS, the group has provided a platform 

for the rare disease community to highlight 
key issues affecting people living with rare 
conditions (people including carers) across Wales. 
Genetic Alliance UK provides the Secretariat 
for these multi-stakeholder meetings bringing 
together patients, carers, patient groups, health 
professionals, researchers and industry. 

The publication of the UK Rare Diseases 
Framework in January 2021, provides an 
opportunity to reflect on the work that has been 
undertaken over the last 18 months. In this 
report, we set out a series of recommendations 
developed in the meetings of the CPG to help 
guide the development of a future Welsh Action 
Plan and to support its timely implementation. 

Angela Burns MS and members of the Cross Party Group for Rare, Genetic & Undiagnosed 
conditions sitting around a table at a CPG meeting
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1. Healthcare professionals should be provided 
with the skills, knowledge and capacity to:
– demonstrate awareness of the emotional 

challenges of living with a rare disease
 – handle discussions about mental health 

sensitively 
2. Parents and carers should be routinely 

signposted to sources of support by 
professionals 

3. Coordinated rare disease services should 
include assessment of mental health needs and 
access to mental health services. This should 
be extended to carers. 

 
 
‘The battle to get a diagnosis often stresses me 
out more than the dreadful symptoms’ – Patient

‘As the illness affects so many different parts of my 
body at different times I can be seeing specialists 
in many different hospitals. This can be tiring, 
stressful and complicated’. – Patient

MENTAL HEALTH 

October 2019

Mental health is a key issue facing people living 
with rare conditions in Wales. The focus of this 
first CPG meeting considered the disparity 
between the mental health needs of the rare 
disease community and the provision of services 
to meet those needs. 

The Welsh Youth Parliament has identified mental 
health and the wellbeing of young people among 
its three priorities. In 2020, the Youth Parliament 
launched a consultation to find out what young 
people think about mental health and wellbeing 
in Wales in an attempt to improve services.

Living with a Rare Condition:  
The effect on mental health (2018)

At the inaugural meeting of the CPG, Dr Amy 
Hunter highlighted findings from a report 
published by Genetic Alliance UK in 2018; ‘Living 
with a Rare Condition: The effect on mental 
health’. The report drew together over 2000 
responses from people living with rare conditions 
sharing their experiences of the significant impact 
rare disease can have on mental health. The 
report described the unmet mental health needs 
of patients and carers who frequently struggle to 
access support around these issues.

Findings identified that having a rare condition 
has a huge impact on emotional wellbeing and 
mental health. 36% of patients and 19% of carers 
reported that they had thoughts about suicide. 
The impact of trying to get a diagnosis and poor 
care coordination also had a negative impact on 
respondents mental health. Poor care delivery 
was exacerbated by poor awareness of the 
condition by health professionals and not being 
believed or taken seriously.

Evidence based recommendations fell under two 
themes; empowering rare disease healthcare 
professionals and integrating mental health care 
with rare disease services: 

Poster of Mental Health and Rare Diseases:  
Mixed Methods Study & Policy  
Recommendations 
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IMAGINE ID - INCREASED RISK OF  
PSYCHIATRIC CONDITIONS FOR  
CHILDREN WITH GENETIC CONDITIONS

Dr Samuel Chawner highlighted 
research conducted by the 
National Centre for Mental 
Health focusing on genetic 
conditions which lead to a range 
of overlapping needs in children. 
The IMAGINE ID project assessed 
a broad range of mental health 
and clinical domains and 
harnessed the expertise of 
parents and children through 
parent reports, interviews 
and questionnaires and direct 
child assessments and teacher 
reports. 

The study included 258 children 
with one of thirteen relatively 
commonly diagnosed genetic 
conditions and 106 sibling 
controls. They found that 
there was an increased risk 
of psychiatric conditions with 
79.8% meeting the criteria for  
a psychiatric condition. 

It was concluded that children 
with genetic conditions are one 
of the most vulnerable groups 
in society for developing mental 
health problems. Young people 
need better access to support 
and early intervention with an 
urgent need for a step change 
in clinical services. Developing 
common service pathways for 
genetic conditions as a group 
would be an effective move 
forward as would the creation of 
dedicated care pathways for rare 
childhood genetic conditions.
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RECOMMENDATIONS

The Welsh Action Plan must include commitments 
to improve mental health planning and service 
provision for those affected by rare conditions.

Integration

Mental health care and psychiatric support should 
be integrated with rare disease services.

Empowering

Rare Disease Health Professionals must be 
empowered – the Plan must ensure they receive 
tailored training to support patients with poor 
mental health.

Transition services

Transition services must be more flexible when 
defining the age of transition and supporting  
individuals holistically.

Support for patients and families

Support for patients and families should be based 
on individual need rather than diagnosis or age –  
lack of a diagnosis should not be a barrier to 
accessing services.
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ACCESS TO ORPHAN AND  
ULTRA-ORPHAN MEDICINES 

January 2020

Access to medicines for those affected by rare 
and genetic conditions remains a key issue for 
the community. Whilst there are more than 6,000 
unique rare conditions, only 200 of these have a 
licensed innovative medicine in Europe. For this 
small fraction of an already small patient group 
in the UK, there are sixteen pathways to assess 
treatments. All the pathways work in different 
ways, and it is possible for different decisions to 
be made on the same treatment – not all of them 
reaching the same conclusion. This disparity in 
decision making is causing inequality in available 
medicines for UK patients. 

Action for Access - focus on moving 
forward the dialogue on access to rare 
disease medicines

Nick Meade presented findings from the  
‘Action for Access’ report, developed in response 
to Genetic Alliance UK member organisations 
raising concerns over processes for accessing 
medicines in their communities. The UK systems 
for approving NHS funding for rare disease 
medicinal products means it is incredibly difficult 
for patients to access life-changing medicines and 
decisions are slower because the path between 
license and health technology assessment 
decisions are governed by a system that is difficult 
to navigate.

Five systematic problems were identified: 

– Fragmentation

– Inflexibility

– Challenges with capturing the value of 
treatments

– Delays 

– Lack of transparency

Behind the systematic problems are two 
fundamental problems: uncertainty and money. 

Small patient populations and accelerated market 
authorisation means that rare disease medicines 
can rarely have sufficient evidence to meet the 
expectations of health technology assessors. 
This means the HTA decisions for rare disease 
medicines is almost always limited by high 
uncertainty. 

Many organisations and members of Genetic 
Alliance UK, have been campaigning for 
decades for access to the treatments patients 
so desperately need. Representatives from the 
National Society for Phenylketonuria and the 
Cystic Fibrosis Trust presented their experiences 
of accessing orphan medicines at the CPG.
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Kuvan is a medicine designed to treat 
phenylketonuria (PKU). PKU is a rare metabolic 
condition in which there is a build up of 
phenylalanine in the body. If left untreated, PKU 
can result in brain and nervous system damage 
which can lead to learning disabilities and 
seizures. Kuvan was licensed in 2008 and 11 years 
laters it is still yet to be reimbursed by the NHS, 
despite going through three health technology 
assessments. This means Kuvan is currently 
not available anywhere in the UK. The current 
alternative is a strict low protein diet.  This can 
be stressful, miserable and doesn’t always work. 
Another drug licensed in 2019 for PKU, Pegvaliase 
is currently used in Germany and the USA. 

Patients and family members detailed how the 
condition, specifically the restrictive amount of 
food they can consume negatively affects their 
lives. Officially it takes 19 hours per week to 
prepare the food for a PKU patient. From a social 
perspective, the condition can mean that children 
feel socially excluded. The impact of having a 
child with the condition is considerable with the 
burden being laid on parents who are taught 
to carry out blood tests to check phenylalanine 
levels are correct. People affected by rare 
conditions felt their time and the financial burden 
is never considered or valued in assessments of 
new medicines.  

Kate Learoyd, Campaigns Manager for NSPKU & families affected by PKU at a CPG meeting at 
the Senedd holding a placard highlighting the Action for Access campaign

CASE STUDY 
Access to Sapropterin dihydrochloride  
(Kuvan) for Phenylketonuria (PKU)
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CASE STUDY 
Access to Orkambi for Cystic Fibrosis
 

The combination treatment of ivacaftor and 
lumacaftor (Orkambi) is licensed to treat cystic 
fibrosis patients with two copies of the F508del 
mutation. Cystic fibrosis is a rare condition where 
thick, sticky mucus builds up in the body, most 
notably in the lungs and digestive system. This 
causes a wide range of symptoms including 
susceptibility to infections, reduced lung function 
and poor nutritional absorption. Kalydeco was 
licensed in 2008 for patients aged 12+ years and 
in 2018 for 2 - 12 years and is the first treatment to 
deal with the underlying cause of the condition.

Patients, families and cystic fibrosis communities 
across the UK campaigned to gain access. In 
2016, NICE issued its final decision that Orkambi 
should not be made available to patients in the 
UK. In the same month, the CF Trust proposed 
an interim access agreement using the UK CF 

Registry. In 2017, the community protested across 
all 4 nations and In January 2018, a petition was 
handed in at the Senedd. Four years after its initial 
negative appraisal from NICE, in October 2019 
access to Orkambi was agreed across the UK. 

Some key learnings from the process:

1. There was very little support for patient 
communities following a negative NICE 
appraisal

2. Despite the infrastructure to support interim 
access, there was no willingness to achieve this

3. The support and skills campaigners bring are 
invaluable

4. It can be difficult to navigate the lines between 
the NICE system and devolved power
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RECOMMENDATIONS

Addressing the uncertainty problem: 

– Genetic Alliance UK recommends that the 
UK make rare disease medicines available in 
the NHS as soon as they receive marketing 
authorisation through a period of managed 
access. Once introduced, evidence should be 
gathered from within the NHS in relation to 
their value for an eventual HTA. This should 
be on terms set as the period of evidence 
gathering begins.

– The funds to cover the costs of these medicines 
should be provided through flexible schemes 
arranged between Government and industry. 

Addressing the systematic problems: 

– Genetic Alliance UK recommends that NICE 
develop a single flexible approach for making 
decisions about access to rare disease 
medicines, ensuring all rare disease medicines 
are assessed by an appropriate pathway 
with realistic expectations for evidence and 
outcomes. 

Addressing the money problem:

– Genetic Alliance UK calls on both industry and 
government to clearly explain the process for 
setting rare disease medicines prices, and how 
the price that the government can afford is set. 
The benefits of the recently agreed Voluntary 
Pricing and Access Scheme for Branded 
Medicines to all stakeholders should be set out.
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IMPACT OF COVID-19

September 2020 

The first virtual meeting of the CPG since the 
start of the pandemic focused on the immense 
pressure people living with rare conditions had 
been placed under by Covid-19. Reports from 
patients and carers highlighted difficulties  
gaining access to appropriate support, 
information, care and treatment and an  
increased level of social isolation had a 
detrimental impact on mental health. 

The Rare Reality of Covid-19

Nick Meade described the report  
‘The Rare Reality of Covid-19’ which outlined 
some of the key challenges faced by the rare 
disease community during the pandemic.  
The key messages that were identified: 

Health Care

There were serious interruptions to health care. 
1 in 5 people thought interruption could be life 
threatening. Two thirds thought interruption was 
definitely detrimental to wellbeing. Access to 
medicines was also affected with one fifth of the 
population experiencing an interruption. 

A significant proportion of healthcare moved 
online. 50% of respondents had online 
consultations for the first time during the crisis. 
Their experience was overall very positive. A small 
group found that online appointments were not 
at all useful. We must be cautious about being 
too positive towards telemedicine as there will 
always be a group who are unable to have online 
consultations for accessibility reasons or because 
the healthcare they need requires face to face 
consultations.

Wider Impacts of Covid-19 
Communication around shielding

These arrangements caused a great amount of 
worry and confusion for many reasons: 

– Variation in guidance in the four nations of the 
UK, changing at different times, sometimes 
suddenly, without clear rationale and the 
basis for the categorisation of conditions’ and 
patients’ risk levels was slow to be explained. 

– Letters conferring the ‘extremely clinically 
vulnerable’ status came late, or not at all, and 
were allocated inconsistently. The distinction 
between the two tiers of people told to 
protect themselves has led to those in the less 
protected tier feeling abandoned and isolated 
without support. 

– Many elements of real life have not been 
covered by the guidance – families with a 
child who must be shielded did not have 
clear guidance about how best to protect 
themselves.

Education and access to support 

Another aspect that has been making people’s 
lives difficult, particularly those who have children 
with rare diseases and have Special Educational 
Needs and Disabilities (SEND) and rely on the 
education system to support them. 

A series of issues acted in parallel to amplify the 
impact on our community: 

– The closure of schools placed significant 
pressure on the parents of children with special 
educational needs and disabilities (SEND). 

– Households have been reluctant to admit local 
government provided carers because of the risk 
of Covid-19.

– Reopening of schools is happening without 
due consideration to the needs of children with 
SEND, and in many cases without adequate 
staffing levels. 
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CASE STUDY 
Still shielding

Rachael Humphreys – Patient affected 
by Behçet’s Syndrome

Rachael has a rare auto-inflammatory disease, 
Behçet’s and has a more aggressive form of the 
condition. Treatment is targeted at the symptoms 
of the condition and the more aggressive the 
symptoms, the more aggressive the regime.  
Many patients take immunosuppressants. 

Confusion about categories for shielding and 
whether people were extremely clinically 
vulnerable  meant it was unclear whether you 
should isolate or practice strict social distancing. 
Keeping physically and mentally well was a big 
challenge. Rachael shielded outside of her home 
away from her family when her daughter became 
unwell. She was told by her GP that she wouldn’t 
survive if she caught Covid-19 and she described 
her experience of 2020 as ‘surviving an invisible 
threat’. That is the reality of Covid-19 when you 
have a rare disease and are immunosuppressed. 
Rachael focused on mental health and wellbeing 
through mindfulness and wellbeing activities. 

The impact on care and treatment was stark – 
Rachael received a shielding letter and was told 
not to leave the house. Food and medicines 
were delivered. Hospital appointments changed 
to online and others were rescheduled. Many 
patients had medication switched so this could be 
administered at home. Patients struggled to get 
hold of specialists. 

The reality for Rachael was that it was difficult to 
follow restrictions set out in letter with 2 young 
children. She couldn’t follow the shielding advice 
strictly so looked to reduce the risk. Rachael 
prioritised mental health and decided to get out of 
the house and go for runs. This had an extremely 
positive impact – anxiety reduced so she could 
reduce anxiety medication. 

‘Definitely a survivor rather than thriving during 
this time.’ Home became a safe haven and 
Rachael worked from home in an adapted role. 
She found that not everyone was as cautious or 
respectful of keeping distance because they didn’t 
have underlying health conditions. Navigating 
back into the clinical work environment as a 
specialist nurse was difficult and Rachael’s worry 
and anxiety continues as she recently returned to 
shielding again. 

Rachael Humphreys holding a Behçet’s UK 
newsletter with a front page article stating: 
‘Surviving shielding and running for Behçet’s’
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RECOMMENDATIONS 

Continuing to deal with Covid-19 

– In monitoring the spread of Covid-19, data 
should be collected by Welsh Government that 
will enable assessment of the impact, in terms 
of morbidity and mortality, on people living 
with rare conditions. 

– Access to PPE (personal protective equipment) 
should be guaranteed for people with rare 
conditions and those providing care and 
support to rare condition patients. 

Successful transition from crisis state 

– A clear and short timetable for the 
reintroduction of services should be published 
to give people living with rare conditions clarity 
as to when they can expect a full service from 
the NHS. 

– The provision of remote consultations should 
be continued. Care should be taken to integrate 
telemedicine into routine care practice with 
the necessary clinical assurance and data 
protection safeguards. 

– Schools and educational facilities should 
be supported to ensure that they have the 
necessary flexibility to respond to individual 
needs and to adapt practices for children with 
rare conditions.

Learning for the future 

– The challenges and failures in delivering letters 
giving shielding advice should be examined, 
and actions should be taken following this 
analysis to ensure tailored public health advice 
can be delivered to specific populations with 
specific conditions utilising data from the 
Congenital Anomaly Register and Information 
Service (CARIS). 



19Genetic Alliance UK ltd

IMPLEMENTATION OF THE  
UK RARE DISEASES FRAMEWORK

January 2021

The final meeting of the CPG ahead of the Senedd 
elections in 2021 examined the future for patients 
and families affected by rare conditions in Wales. 
Key findings from Genetic Alliance UK’s Rare 
Experience Report 2020 were presented and 
alignment to the priorities in the Framework was 
highlighted. Discussion focused on priorities for 
the implementation of a Welsh Action Plan.

‘The Rare Experience 2020’ and the UK 
Rare Diseases Framework

The Rare Experience 2020 was published by 
Genetic Alliance UK in December 2020. The 
findings were gathered from over 1,000 survey 
responses from patients, families, carers and 
patient organisations within the rare disease 
community.

Some key findings include: the length of time 
it takes to receive a diagnosis, the diagnostic 
odyssey; healthcare professionals are mostly 
willing to learn from patients about their 
rare condition; patients are often required to 
coordinate their own care; a patient’s satisfaction 
with their care is strongly correlated with whether 
they have access to specialist treatment centres. 

The UK Rare Diseases Framework published in 
January 2021 has four over-arching priorities: 

– Helping patients get a final diagnosis faster

– Increasing awareness of rare diseases among 
healthcare professionals

– Better coordination of care

– Improving access to specialist care,  
treatment and drugs

It also outlines five underpinning themes that 
support the implementation of the framework:

– Patient voice 

– National and international collaboration

– Pioneering research

– Digital, data and technology

– Wider policy alignment 

There are eight principles for each nation to follow 
to aid cross border collaboration when delivering 
the framework which include: 

– Specific and measurable commitments for it to 
be reviewed every one to two years

– Collaboration with patients and others living 
and working with rare diseases

– Impacts on health inequalities

– Experiences of rare disease patients during the 
Covid-19 pandemic

– Voice of the rare disease community

– Alignment with other relevant policy 
development, such as mental health and  
social care

– Collaboration across nations to share 
knowledge and best practice

– Reviewing progress made towards the aims of 
the framework every five years and updating 
priorities when necessary

The Framework is the first phase of delivering 
this piece of policy work. The second phase will 
be each nation developing its own action plan, 
highlighting the steps they will take to meet the 
aims of the framework. Welsh Government must 
aim to publish an Action Plan in 2021.

https://rareexperience2020.geneticalliance.org.uk/wp-content/uploads/2020/12/Rare-Experience-2020-Report-.pdf
https://assets.publishing.service.gov.uk/government/uploads/system/uploads/attachment_data/file/950651/the-UK-rare-diseases-framework.pdf
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CASE STUDY 
Progress against commitments in  
Welsh Implementation Plan for Rare Diseases

Marie James, Rare Disease 
Implementation Group (RDIG)

Patient Representative and parent of 
an adult affected by Tuberous Sclerosis 
Complex (TSC)

In her role as patient representative for RDIG, 
Marie James presented on progress against the 
Welsh Implementation Plan for Rare Diseases and 
priorities for the rare disease community in Wales. 

The four priorities outlined in the framework 
were welcomed but the issues are not new ones. 
There has been improvement in the diagnostic 
odyssey due to Wales’ involvement in the 100,000 
Genomes project, the introduction of whole 
genome sequencing for sick neonates in hospital; 
the Wales Infants and Children’s Genome Service 

(WINGS) and the development of the Welsh Rare 
Disease Research Gateway. However, information 
sharing between organisations must be improved 
to prevent duplication. 

Awareness amongst healthcare professionals is 
an important priority. There has been a lack of 
consistency amongst healthcare professionals 
in their rare disease knowledge and how 
to navigate the various systems in place in 
Wales. It is important that we equip healthcare 
professionals with the training and expertise they 
need to support patients and families. For access 
to specialist services, proactive engagement to 
foster improvements will be important. The Welsh 
Action Plan must develop pathways for emerging 
specialist services and nurture and encourage 
professionals who are interested in specific rare 
diseases. 

Rare disease patients are often interested 
in taking part in research and this could be 
something to include as part of a patient’s care 
plan. The role of a care coordinator becomes 
increasingly more valuable when a rare disease 
patient is transitioning from paediatric to adult 
care. Many rare diseases are complex and multi-
systemic requiring being under the care of many 
specialists that all  need to be transitioned. It can 
be overwhelming to make these changes without 
the help of a care coordinator. There needs to be 
an acknowledgement that rare diseases should be 
considered holistically. 

Patient groups and representatives should 
be involved in the development of a Welsh 
Action Plan which must have funding and 
resource attached in order to ensure effective 
implementation. Significant improvements can’t 
be made on good will alone.

Marie James
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WELSH ACTION PLAN

Dr Graham Shortland OBE,  
Chair of the Rare Disease 
Implementation Group (RDIG) 

Implementation of the UK Rare 
Diseases Framework in Wales

Going forward, RDIG have similar priorities to the 
new UK Framework. RDIG continues to:

– Provide a space to talk about the impact of 
Covid-19 for those affected by rare conditions 
and to share information 

– Influence the national action plan and clinical 
services

– Engage more with local health boards and 
health professionals

– Expand the use and availability of genomic 
testing to improve diagnosis

– Develop metrics in order to measure progress 

To effectively implement any action plan, support 
and funding will need to accompany it. RDIG is 
waiting for confirmation of funding for a SWAN 
(Syndromes Without a Name) clinic in Wales. 
The business case has been submitted to Welsh 
Government for consideration. It’s important to 
determine timescales for when an Welsh Action 
Plan will be published and what support will be 
provided to facilitate its implementation.  

Dr Graham Shortland OBE speaking on 
a podium at the 2018 Rare Disease Day 
Parliamentary Reception in the Senedd

In 2015, RDIG produced a Welsh implementation 
plan for the UK Strategy for Rare Diseases that 
ended in 2020. The last strategy had many 
recommendations which made it difficult to 
address and measure progress. RDIG had three 
key priorities; identify and improve the pathway 
to diagnosis, make better use of patient feedback 
and improve the reporting of rare disease 
information.



22Genetic Alliance UK ltd

RECOMMENDATIONS

SWAN Clinic in Wales

A funded SWAN clinic, for children and adults 
affected by undiagnosed conditions should 
be established in Wales, providing access 
to diagnostic testing, information and care 
coordination. A clinic would bring together multi-
disciplinary expertise and reduce the diagnostic 
odyssey for many patients affected by rare, 
genetic conditions.  

Clinicians should be provided with the 
appropriate expertise to support patients and 
families affected by rare diseases, directing 
them to appropriate organisations and research 
opportunities.

Welsh Action Plan

A Welsh Action Plan must develop pathways for 
emerging specialist services, and nurture and 
encourage professionals who are interested in 
specific rare diseases. 

Care coordinators should be provided with 
appropriate training on how to coordinate cross 
border care. Wales must be able to share data and 
information between centres.

An holistic approach to rare conditions must be 
embedded in any future Plan, integrating health 
services with mental health support, social care 
systems and support in schools. 

A future Welsh Action Plan must include 
measurable outcomes. In developing outcomes, 
patient experience surveys must be standardised 
for all four nations of the UK as to not duplicate 
efforts and enable comparable data analysis. 
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WELSH ACTION PLAN 
Case studies

Genetic Alliance UK has identified a 
number of areas of good practice that 
are already taking place across Wales 
which could support the development 
of a future Welsh Plan. 

Priority 1: helping patients get a final 
diagnosis faster 

In 2017, the Welsh Government’s Genomics 
for Precision Medicine Strategy set out an 
ambitious programme to transform health and 
healthcare provision by creating a sustainable, 
internationally competitive environment for 
genetics and genomics for the people of Wales. 
The establishment of Genomics Partnership 
Wales alongside an investment of over £9 million 
has supported a united approach to genomics in 
Wales bringing together key partner organisations 
to realise its ambitions. 

At the centre of the Partnership is co-production; 
patients and the public working alongside key 
partners and NHS Wales in an open and transparent 
manner. The establishment of a Patient and Public 
Sounding Board in 2019 included individuals from 
across Wales with varied experiences including 
those affected by rare conditions. Using these 
collective experiences, the Board shapes the 
work of Genomics Partnership Wales and future 
precision medicine services in Wales. This approach 
ensures that we remain focused on the needs of 
patients and the Welsh population in delivering the 
aspirations of the Strategy.

In 2018, Wales joined the 100,000 Genomes 
Project, a UK wide project led by Genomics 
England providing opportunities for rare disease 
patients and their families for whom routine 
testing had failed, to receive whole genome 
sequencing. This increased the chance of 
achieving a specific diagnosis for patients to 
inform future healthcare and treatment and 
has supported the establishment of a genomic 
medicine centre in NHS Wales.

Wales Infants’ and Children’s Genome Service - 
WINGS was launched last year and the service 
provides rapid diagnostic testing for critically 
ill babies and children with unexplained rare 
conditions. The service will significantly improve 
management of patients, resulting in shorter 
hospital stays, fewer invasive procedures and in 
some cases, better health outcomes for patients.

Engagement with the rare disease community 
has been strengthened by the establishment of 
Genomics Cafes. The Cafes provide an opportunity 
for patients and families to network, share 
experiences and hear from experts in the field 
of genomic medicine. Held in person and for 
the past year, virtually, the Cafes are a relaxed 
environment for the community to engage and 
provide feedback on their experiences which is 
key to enhancing the delivery of patient services. 

Working collaboratively across Wales and with 
other nations of the UK will be key to realising 
advances in genomics and data analysis to ensure 
patients continue to receive accurate and faster 
diagnoses. The introduction and expansion of 
the WINGS service will enhance Wales’ ability to 
introduce whole genome sequencing within other 
patient groups. 

People chatting at a coffee shop as part of a 
Genomics Cafe event run by Wales Gene Park
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Priority 2: increasing awareness 
of rare diseases among healthcare 
professionals

A key priority in the new UK Rare Diseases 
Framework is increasing awareness of rare 
diseases amongst health professionals. Wales 
Gene Park (WGP) has a well-established 
programme of educational initiatives raising 
awareness, and improving knowledge, of rare 
diseases amongst health professionals. This 
includes the delivery of Continuing Professional 
Development for the healthcare workforce on 
aspects of genomic medicine, particularly around 
rare diseases.

Living with Genetic Conditions (LWGC)

Sessions inform and educate about rare genetic 
conditions and, through personal experiences, 
promote understanding of their impact on 
everyday lives and healthcare practice. Featuring 

genetics experts and patients or carers affected 
by a rare genetic condition. Personal narratives 
provide an extremely powerful insight into 
the effect of the condition on an individual or 
family and provides an opportunity for health 
professionals to learn directly from the expertise 
of the person affected by the condition. 

Delivered at universities throughout Wales to 
audiences including nursing, midwifery, medical 
and Allied Health Professionals. Sessions evaluate 
positively by both students and educators and 
are valued by genetic counsellors, enhancing 
their teaching and enabling them to highlight 
the role of genetics services to the healthcare 
workforce. It is an opportunity for individuals 
and carers to have a voice, and improve 
knowledge and understanding amongst future 
health professionals of living with a rare genetic 
condition. Their value is reflected in them  
being embedded into the curricula of  
several Welsh universities.  

People standing talking and looking at art on display at an event
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‘Very worthwhile to be able to have an inside  
view of what it’s like to live with and care for those 
with a genetic disorder and to know how we can 
improve the care we give’. – Nursing student

‘It was clear that the students were really engaged 
by the thoughtful questions they asked. I found 
the talk from the patient perspective really 
valuable and inspiring which helped with  
my own professional development’.  
– Trainee genetic counsellor

‘Through sharing our personal experiences of 
family life and living with a rare genetic disorder,  
I have been empowered…sharing my experiences 
with students and other who will provide care for 
families like mine is so important; knowledge is 
key to improve future outcomes for my son and 
others who live with a genetic disorder’.  
– Speaker, Living with Genetic Conditions

Spotlight on Rare Diseases

Following the success of Living with Genetic 
Conditions, the Spotlight on Rare Diseases was 
developed to provide healthcare students with 
more in-depth sessions about rare conditions. 
The inaugural half-day event, held to coincide 
with Rare Disease Day, comprised expert talks 
featuring patient and carer perspectives, a 
genetic counsellor, specialist nurse, patient and 
family support groups, and arts projects. Talks 
were followed by a panel session and discussion. 
The first Spotlight was attended by over 300 
healthcare students and is being extended to 
other Welsh universities. 

Rare Disease Teaching Week

An annual, weeklong programme of education 
about rare diseases has been developed for  
Year 3 undergraduate medical students at  
Cardiff University. The sessions include talks  
from All Wales Medical Genomics Service,  
patients and carers and patient groups.

Continuing Professional Development 
(CPD) for health professionals 

WGP organises a varied CPD programme around 
rare disease for the healthcare workforce. Events 
bring together experts and delegates from Wales, 
the UK and beyond, to educate and inform, 
provide a forum for networking, sharing best 
practice, and showcasing areas of rare disease 
expertise in Wales on a national and international 
stage. Recent events include an All Wales Familial 
Paraganglioma Syndromes Study Day and a Multi-
Disciplinary Team Lynch Syndrome conference. 

As a member of Genomics Partnership Wales, 
WGP delivers a programme of education and 
engagement activities for non-genetics health 
professionals around Welsh Government’s 
Genomics for Precision Medicine strategy which 
includes a Hospital Genomics Roadshow, training 
days and a Genetics and Genomics Network. 
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Priority 3: better coordination of care

Rare Navigator was established by not-for-
profit Same but Different in September 2019 
and has supported over 90 families in North 
Wales, securing funding from the Steve Morgan 
Foundation and The National Lottery Community 
Fund Wales. At the core of Same but Different’s 
new ‘Care for Rare’ strategy, the Rare Navigator 
team of advocates and volunteers is expanding 
to meet the growing volume of self-referrals from 
families like the Jones family [pseudonym) and 
referrals from GPs, specialist medical services and 
Social Services. 

Same but Different is based in North Wales and 
has a track record in producing award-winning 

research and engagement projects. Their 
extensive collaborations with rare disease families 
highlighted the significant problems families 
face due to a near total lack of care coordination 
support. Same but Different took action and 
established their own unique Rare Navigation 
service that works across conditions and supports 
families like the Jones family at the local level.

The Jones family were referred to Rare Navigator 
in 2019 because their son Sam (pseudonym) 
has a rare neuromuscular condition and is 
a wheelchair user with limited upper-body 
mobility. His medical needs and the impact of his 
condition on his wider life presented significant 
care co-ordination issues ranging from extensive 
medical appointments with multiple specialists 

Diagram showing how the Rare Navigator service supports families – the word Families is in the 
centre of the circle, surrounded by the Rare Navigator service in between the families and many 
other services they may need which is shown inside many smaller circles outside of this. 

WELSH ACTION PLAN: CASE STUDIES 
Rare Navigator: a case study in care coordination
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to insufficient social care and issues accessing 
education. However, his parents also faced 
significant health issues themselves, making it 
difficult to prioritise competing needs.

Fortunately, a family-focussed model of practice 
and a holistic view of the impact of rare disease 
is at the core of the Rare Navigator service. Rare 
Navigator, Katy Parry, was able to support the 
family by assessing their many overlapping care 
needs. She was then able to liaise with no less 
than 15 different professionals across specialist 
health, local health, education and social care to 
bring about change for the family. 

Rare Navigation support included home visits, 
co-ordinating and attending appointments 
(medical, school and social care) and generally 
ensuring effective two-way communication. For 
Sam access to schooling was improved within 
just a few months, making a significant difference 

to his confidence and wellbeing. Ensuring a 
dedicated social worker for the family took longer 
to navigate but is now in place, along with a more 
appropriate social care funding package.

Even when families like the Jones do have initial 
access to services, continued access can be 
blighted by funding issues, staffing changes or a 
breakdown in the relationship between the family 
and the service. For the Jones family this was 
very much the case. The involvement of a rare 
navigator ensured crucial emotional support, not 
only helping the family to cope better but also 
making it possible to mend broken relationships 
with service providers. This in turn enabled those 
professionals to carry out up-to-date assessments 
and get the right support in place for Sam and his 
family. Rare Navigator is transforming the care-
coordination experience of rare disease families 
across North Wales.

Quote from a Consultant Community Paediatrician about how valuable the Rare Navigator 
service is to families affected by rare diseases
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Priority 4: improving access to 
specialist care, treatments and drugs

Professor Marianne van den Bree’s research team 
at Cardiff University’s Division for Psychological 
Medicine and Clinical Neurosciences, is 
committed to researching the complex needs 
of children with rare genetic conditions linked 
to neurodevelopmental differences (e.g. 
developmental delay, intellectual disability, ADHD 
and autism). This research is internationally 
leading, putting Wales at the forefront of 
genomics-informed precision medicine 
innovation. The team works in partnership 
with NHS medical genetics throughout the UK 
including the All Wales Medical Genomics Service, 
patient advocacy organisations, and a range of 
research collaborations including the IMAGINE-
ID study, and the Genes to Mental Health and 
European MINDDS consortiums. 

The research uses an in-depth multi-informant 
approach that recognises the child and the 
caregiver as experts in their lived experience 
of having a rare genetic condition. In their 
UK study, over 80% of children with a rare 
neurodevelopmental genetic condition met criteria 
for a psychiatric condition. Individuals are also 
highly vulnerable to mental health outcomes 
including anxiety, mood, problems and psychosis 
and experience a range of developmental problems 
including, social difficulties, language problems, 
impairments in attention and planning, motor 
issues, sleep disturbance and seizures, which 
impact the child in their home life, school and 
interpersonal relationships.. Work published by 
Dr Samuel Chawner and Professor van den Bree, 
recently found that current diagnostic criteria for 
autism may miss some individuals with rare genetic 
conditions who have complex symptoms.

This work highlights important implications 
for health services.  Findings suggest that 
although each genetic condition is unique, 
there is a large overlap in clinical problems 
between them. This indicates that common 
service pathways and mental health guidelines 
for rare neurodevelopmental genetic conditions 
collectively would be effective. The complex 
range of psychiatric and developmental issues 

experienced by children supports the need for 
greater multidisciplinary links between existing 
services e.g. clinical genetics, paediatrics, 
CAMHS and physiotherapy. Many families 
struggle to access existing services, as health 
professionals outside Medical Genetics are not 
always aware of the needs of individuals with 
rare genetic conditions. There needs to be greater 
awareness and genomic literacy amongst health 
professionals; a genetic diagnosis should aid 
access to health support and not be a barrier. 

A Knowledge Transfer Partnership (KTP) project 
with Cerebra aims to apply the team’s research 
findings to help facilitate access to information 
and psychiatric support for children. Through 
establishing a project Steering Group and 
researching potential care models to identify ways 
to overcome barriers faced by families and service 
providers when trying to access and deliver 
support for children, Cerebra have developed a 
‘Cerebra Support Worker’ role to provide support 
to families. It is proposed this role would:  

– Improve quality of care 

– Establish much needed multidisciplinary links 
between existing services 

– Improve cost effectiveness and sustainability of 
services 

– Address priorities outlined in The UK Rare 
Diseases Framework, as well as wider UK and 
Wales-specific health and social care policies

The group are actively seeking support to 
pilot this role and are in talks with clinicians in 
Cardiff and Vale and within the All Wales Medical 
Genomics Services to consider how to progress.

https://www.cardiff.ac.uk/people/view/126811-van-den-bree-marianne
https://www.cardiff.ac.uk/mrc-centre-neuropsychiatric-genetics-genomics/research/themes/developmental-psychiatry/copy-number-variant-research-group
https://www.cardiff.ac.uk/medicine/research/divisions/psychological-medicine-and-clinical-neurosciences
https://www.cardiff.ac.uk/medicine/research/divisions/psychological-medicine-and-clinical-neurosciences
https://medicalgenomicswales.co.uk/
https://imagine-id.org/
https://imagine-id.org/
https://genes2mentalhealth.com/
https://mindds.eu/
https://www.cardiff.ac.uk/people/view/2422703-
https://cerebra.org.uk/
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CONCLUSIONS

Wales is a relatively small country which enables 
Welsh Government and NHS Wales to take a 
population approach with a shared common 
vision, utilising opportunities for collaboration 
and sharing best practice. Whilst some significant 
progress has been made, particularly in the area 
of genomics and diagnostics enabling quicker and 
more accurate diagnoses, lack of resource and 
adequate funding has inhibited progress against 
other priority areas of the Welsh Implementation 
Plan for Rare Diseases.

Recommendations in this report suggest an 
holistic approach must be prioritised in a 
future Plan, bringing together health services, 
social care, mental health and education. Care 
Coordinators play a key role helping patients 
navigate pathways and providing critical 
information and support. 

A funded SWAN clinic, for undiagnosed conditions 
in Wales would provide access to diagnostic 
testing, information and coordination. It would 
provide a model for other specialist services 
to develop a multi-disciplinary approach for 
patient cohorts where clinicians have an interest 
in developing rare condition specific clinics, 
providing cost savings to the NHS and enhancing 
the experience of patients and families. 

Learnings from the Covid-19 pandemic must 
inform future work. CARIS is an important 
resource and its recent expansion to register 
adult patients considered extremely clinically 
vulnerable  during the pandemic should be 
fully utilised for future insights and to improve 
outcomes for rare disease patients. The provision 
of remote consultations should be continued and 
telemedicine should be integrated into routine 
care with the necessary clinical assurance and 
data protection safeguards. 

Welsh Government should make rare disease 
medicines available in the NHS as soon as they 
receive marketing authorisation through a period 
of managed access. Wales’ size lends itself to 
being able to develop a flexible approach to new 
medicines which enables evidence to be gathered 
from within NHS Wales to support a future HTA. 

There must be a central oversight structure 
bringing together stakeholders involved in the 
development and delivery of a Welsh Action 
Plan. A future work programme must build upon 
good practice and expertise from across Wales, 
involving stakeholders from the rare disease 
community.

A future Welsh Action Plan must include 
measurable outcomes. In developing outcomes, 
patient experience surveys must be standardised 
for all four nations of the UK as to not duplicate 
efforts and enable comparable data analysis.




