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Foreword: Baroness Blackwood of
North Oxford and Nick Meade

M

ore than 3.5 million people living in the UK will be affected by a rare disease
at some point in their lifetime. Yet although they can be life-limiting, lifethreatening and disproportionately affect children, weaknesses in the provision
and coordination of services have persisted for many years. This situation adds
significantly to the mental and physical burden borne by people with a rare disease and
their families, and prevents them from playing the fullest possible role in society and the
economy.
The governments of the four UK nations recognise the need for major improvements in
the diagnosis and care of people with rare diseases. In January 2021 they came together
to publish the UK Rare Diseases Framework to improve the quality and availability of care.
Each nation has committed to producing its own action plan within two years, outlining
how it will deliver the broad goals set out in the framework.
To support the development of these action plans and ensure the ambitions set out in the
framework are met, Public Policy Projects (PPP) has come together with Genetic Alliance
UK to form the Rare Diseases Coalition, encompassing clinical experts, professional
bodies, patient groups and industry from across the UK.
The coalition’s aim is to work in partnership with the Department of Health and Social Care
(DHSC), its colleagues in the other three governments, the NHS and stakeholders such
as NICE. It aims to seize this opportunity to secure changes in the diagnosis, treatment
and care of people with rare diseases to significantly improve their quality of life and
experience of healthcare.
The group is co-chaired by Baroness Blackwood of North Oxford, Deputy Chair, Health &
Life Sciences at PPP, and Nick Meade, Joint Interim Chief Executive of Genetic Alliance UK.
While the group features experts from across the UK, and provides a broad view of how
to implement the framework, the coalition has particularly focused on the action plan for
England.
Over the summer of 2021, the coalition held major roundtables, which were supported in
an observational capacity by the DHSC. The sessions were attended by stakeholders to
address each of the four priorities outlined in the framework: helping patients get a final
diagnosis faster, increasing awareness among health professionals, coordinating care
better and improving access to specialist care, treatment and drugs. These roundtables,
and numerous contributions from patient groups, specialist clinical organisations and
others, have led to this report.
By bringing together experts from across the rare diseases community, the coalition hopes
this report supports the implementation of the UK Rare Diseases Framework by providing
actionable insights that can be included in each UK nation’s action plan, due for release in
2021/2022. We call on the governments of all four nations to adopt the recommendations
in this report and collaborate with the rare disease community through platforms such as
the UK Rare Diseases Forum to support their rapid implementation.
Baroness Blackwood of North Oxford and Nick Meade
Co-chairs, Rare Diseases Coalition
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Sessions / Participants
We are grateful to the following people for their participation in the roundtables.
All roles attributed to participants are correct at the time of each roundtable session:

Session one: Diagnosis
•
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•
•
•
•
•
•
•
•
•
•
•
•
•
•
•
•
•
•

Baroness Nicola Blackwood, Co-Chair
Nick Meade, Co-Chair
Lauren Watson, Rare Diseases Lead, DHSC (observer)
Rudy Benfredj, Co-founder and CEO, Mendelian
Victoria Hayes, Director of Public Affairs, Northern Cluster,
Kyowa Kirin
Alastair Kent, rare diseases expert
Professor Eamonn Sheridan, Chair, The British Society for
Genetic Medicine
Dr Rick Thompson, CEO, FindaCure
Dr Will Evans, GP
Dr Christine Patch, Clinical Lead, Genetic Counselling,
Genomics England
Rob Burley, Director of Campaigns, Care and Support,
Muscular Dystrophy UK
Lucy McKay, CEO, Medics 4 Rare Diseases
Professor Tim Hubbard, Head of Genome Analysis,
Genomics England
Professor Sir Mark Caulfield, Chief Scientist, Genomics
England
Mary Bythell, Head of Rare Disease Registration, Public
Health England
Professor Kate Tatton-Brown, Consultant in Clinical
Genetics, St George’s University
Dr Peter Lanyon, Clinical Lead, National Congenital Anomaly
and Rare Disease Registration Service
Beverly Searle, CEO, Unique
Kerry Leeson-Beevers, Alstrom Syndrome
Georgina Morton, ArchAngel MLD Trust
Sue Ferrington, Scleroderma and Raynaud’s UK
Lloyd Tingley, Director of Policy and Partnerships, PPP

Session two: Access to specialist care,
treatment and drugs

•
•
•
•
•
•
•
•
•
•
•
•
•
•
•
•
•
•
•

Session three: Care coordination
•
•
•
•
•
•

•
•
•
•
•
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Nick Meade, Chair
Lauren Watson, DHSC (observer)
Victoria Hayes, Director of Public Affairs, Northern Cluster,
Kyowa Kirin
Sean Richardson, Vice-President, UK and Ireland, Alexion,
AstraZeneca Rare Disease
Richard Gardner, Government Affairs and Policy Manager,
Janssen

Christian Hill, CEO, MAP BioPharma
Tracey Bowden, MAP BioPharma
Alastair Kent, rare diseases expert
Michelle Conway, rare diseases expert
Rob Burley, Director of Campaigns, Care and Support,
Muscular Dystrophy UK
Lucy McKay, CEO, Medics4RareDiseases
Mary Bythell, Head of Rare Disease Registration, Public
Health England
Mark Barrett, Ex-ABPI Orphan Medicines Group Chair
Dr Dan O’Connor, Medical Assessor, MHRA
Victoria Barrett, Head of HTA and Market Access Policy, ABPI
Leslie Galloway, Chairman, EMIG
Peter Wasson, Policy and Public Affairs Manager, BIA
Doris-Ann Williams, CEO, BIVDA
Jo Balfour, Managing Director, Cambridge Rare Diseases
Network
Jess Hobart, Co-Chair, The UK Mastocytosis Support Group
Allison Watson, CEO, Ring20 Research
Heather Delaney, Trustee, Fibrous Dysplasia Support
Society UK
Rhoda Walker, Chair, Northern Ireland Rare Disease
Partnership
Lloyd Tingley, Director of Policy and Partnerships, PPP

•
•
•
•
•

Nick Meade, Co-Chair
Lauren Watson, Department of Health and Social Care
(observer)
Victoria Hayes, Director of Public Affairs, Northern Cluster,
Kyowa Kirin
Sean Richardson, Vice-President, UK and Ireland, Alexion,
AstraZeneca Rare Disease
Richard Gardner, Government Affairs and Policy Manager,
Janssen
Professor Stephen Morris, RAND Professor of Health
Services Research, University of Cambridge
Dr Holly Walton, University College London
Bobby Ancil, Head of Health Service Development, Muscular
Dystrophy UK
Dr Will Evans, GP
Dr Gemma Chandratillake, Vice-Chair, The British Society for
Genetic Medicine
Lucy McKay, CEO, Medics4RareDiseases

•
•
•
•
•
•
•
•
•

•
•
•
•

Dr Peter Lanyon, National Disease Registration Service,
Public Health England
Sue Manning, Care Advisor, Leeds NHS Teaching Hospitals
Trust
Rick Thompson, CEO, FindACure
Andrea Russell, Care Advisor, Cambridge University
Hospitals NHS Foundation Trust
Alastair Kent, rare diseases expert
Michelle Conway, rare diseases expert
Helena Baker, CEO, Rare Disease Nurse Network
Beverly Searle, CEO, Unique
Kerry Leeson-Beevers National Development Manager
Family Support Manager, Alström Syndrome UK and Project
Lead, Breaking Down Barriers
Phillippa Farrant Development Officer, Duchenne Family
Support Group
Tony Thornburn, Chair, Behçet’s UK
Karen Harrison, Alex TLC, Support Services Manager
Lloyd Tingley, Director of Policy and Partnerships, PPP

Session four: Professional awareness
•
•
•
•
•

Baroness Nicola Blackwood, Co-Chair
Nick Meade, Co-Chair
Lauren Watson, Department of Health and Social Care
(observer)
Victoria Hayes, Director of Public Affairs, Northern Cluster,
Kyowa Kirin
Sean Richardson, Vice-President, UK and Ireland, Alexion,
AstraZeneca Rare Disease

•
•
•
•
•
•
•
•
•
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Richard Gardner, Government Affairs and Policy Manager,
Janssen
Bobby Ancil, Head of Health Service Development, Muscular
Dystrophy UK
Professor Kate Tatton Brown, Consultant in Clinical
Genetics, St George’s University
Dr Gemma Chandratillake, Vice-Chair, The British Society for
Genetic Medicine
Lucy McKay, CEO, Medics4RareDiseases
Rick Thompson, CEO, FindACure
Alastair Kent, Rare Diseases expert
Michelle Conway, Rare Diseases expert
Kerry Leeson-Beevers, National Development Manager/
Family Support Manager, Alström Syndrome UK
Phillippa Farrant, Development Officer, Duchenne Family
Support Group
Adine Adonis, Chair, Association of Chartered
Physiotherapists in Neurology (ACPIN)
Dr Gemma Chandratillake, Vice-Chair, The British Society for
Genetic Medicine
Lindsey Pallant, Chartered Society of Physiotherapists
Sondra Butterworth, Founder, RareQoL
Elizabeth Davenport, Consultant, RareQoL
Dr Matthew Hall, Royal College of Physicians
Jo Balfour, Cambridge Rare Disease Network
Rhoda Walker, Northern Ireland Rare
Disease Partnership
Kye Gbangola, Chair, Sickle Cell Society
Sue Millman, CEO, Ataxia UK
Lloyd Tingley, Director of Policy and Partnerships, PPP

The Rare Diseases Coalition was created and run by Lloyd Tingley, Director of Policy and Partnerships, Public Policy
Projects. This report was authored by Richard Vize, Public Policy Media.
Public Policy Projects would like to thank Alexion, AstraZeneca Rare Disease, Janssen and Kyowa Kirin for providing overall
sponsorship to PPP for this programme of work, Mendelian for sponsoring the diagnosis roundtable, and MAP BioPharma for
sponsoring the Access to specialist care, treatment and drugs roundtable. PPP has retained full editorial control throughout the
project.
Public Policy Projects would also like to thank Nick Meade, Genetic Alliance UK for his support in co-chairing the coalition,
alongside Baroness Blackwood of North Oxford.
Finally, Public Policy Projects would like to thank Lauren Watson from the Department of Health and Social Care (DHSC) for
supporting the Coalition by attending all evidence sessions in an observational capacity to support the creation of the DHSC Action
Plan.
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Summary of
recommendations
The structure of this report and its recommendations follow the four priorities set
out in the UK Rare Diseases Framework: helping people get a final diagnosis faster;
increasing awareness among health professionals; coordinating care better; and
improving access to specialist care, treatment and drugs.

Priority 1: Helping patients get a final diagnosis faster
1: Patients without a diagnosis after six months or who have experienced repeated
referrals without a diagnosis should be offered whole genome sequencing.
Seeing the whole person
2: Healthcare staff struggling to diagnose an illness should look at the whole
person rather than just the symptoms in their specialty. Patterns such as a
pervasive impact on life or multiple admissions to hospital should require an
urgent investigation for rare diseases. .
3: People without a diagnosis should be supported with a care plan aimed at
managing their condition.
Using data to support diagnosis
4: The National Disease Registration Service should be allocated resources to
build gold standard data for rare diseases, just as it already does for cancer.
This needs to include data on the diagnosis times for as many rare diseases as
possible to enable current performance and the impact of improvements to be
measured.
5: The National Congenital Anomaly and Rare Disease Registration Service
(NCARDRS) should run pilots with a small number of patient groups to see if
their registries could feed into the national database.
6: The UK registry should be resourced to build relationships with registries
internationally to help secure a critical mass of data for particularly rare
diseases, linking with initiatives such as the European Reference Networks for
complex and rare diseases. This should be aligned with the vision for the Future
of UK Clinical Research Delivery and associated implementation plans.
7: NCARDRS should collect hospital episode statistics (HES data) and other sources
to piece together patterns of undiagnosed symptoms.
8: New rare conditions are still being identified, notably with the rapid expansion
of whole genome sequencing. Systems must be in place for a newly identified
condition to be matched to the records of patients who lack a diagnosis.
9: The recommendations in this report on the use of data to improve the diagnosis
and treatment of rare diseases should be included in the DHSC policy paper
Data saves lives: reshaping health and social care with data.
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Identifying nongenetic rare diseases
10: Health professionals, such as physiotherapists, speech and language therapists
and therapeutic radiologists, should be trained to be aware of a potential rare
disease cause of apparently disconnected, non-specific symptoms.
Screening newborns
11: The UK National Screening Committee membership should be reformed to
include people drawn from the rare disease community.
12: The evaluation criteria and processes for potential screening programmes
should be overhauled to increase transparency and stakeholder involvement,
and establish realistic evidence thresholds for rare diseases.
13: The UK National Screening Committee needs systems in place to identify when
new treatments that significantly change the prognosis for a rare disease
become available, making it a viable candidate for newborn screening.
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14: The UK National Screening Committee should establish a pilot programme
for routine whole genome sequencing of newborns, built on the principles of
transparency and consent in line with the values identified in its public dialogue on
whole genome sequencing for newborns.
15: Any identification of a rare disease in a newborn must lead to the creation of a care
plan with a named clinical lead.
Support following genomic testing
16: Providing a post-diagnosis care plan and support must be an integral part of
genomic testing. The NHS needs to publish data on the proportion of people with
a genetic diagnosis who have a care plan agreed with the patient or family within
six months, and the Genomic Medicine Service must see the delivery of a care plan
overseen by a care coordinator as a core part of its work.

Priority 2: Increasing awareness among health professionals
Interactions between rare disease patients and clinicians
17: Health Education England and other organisations, such as the royal colleges,
involved in educating and training healthcare professionals should work with
the rare disease community to identify the core competencies for rare disease
management that doctors, nurses, paramedics and other healthcare professionals
should have.
Whole system signalling
18: The NHS in each nation must ensure there is whole system signalling to reinforce the
message that rare diseases are an important part of healthcare, not a niche interest.
Actions should include gathering data, providing more education, guidance and
tools, and ensuring that after every rare disease diagnosis the patient is put on a care
pathway to treat or manage their condition.
Commissioning services
19: Services for diagnosing, treating and managing rare diseases need to be
commissioned consistently in every part of the country, with robust succession
planning to ensure service continuity. Services must meet the needs of children and
adults, and ensure a smooth transition from child to adult services.
20: A single group of strategic clinical networks should be established, bringing together
expertise across rare diseases, similar to those for services such as cardiovascular
care and cancer, to support integrated care systems (ICSs) in improving services.
Accessing trusted information
21: The NHS must work with patient advocacy groups to develop a workable, ‘right
touch’ accreditation scheme to identify organisations that are reliable sources of
information.
Understanding people’s lives
22: Training and development on rare diseases needs to stress the importance of
listening to the individual and understanding their lives when trying to reach a
diagnosis and deciding the appropriate treatment, care and support.
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Communicating with patients
23: GPs and specialists must be trained how to share information with patients
and families, and to understand the profound impact that both good and poor
communications can have. GPs and specialists should encourage people with a
new diagnosis to reach out to respected patient support groups.

Priority 3: Coordinating care better
How coordination can be improved
24: The CoOrdiNated Care of Rare Diseases (CONCORD) recommendations should
be embedded as the gold standard for care coordination for all rare disease
patients.
The role of care coordinator
25: Pilot programmes for different models of care coordinator should be established
in each of the four UK health systems to understand what works, looking at
aspects such as building an individual care plan, making referrals, coordinating
care, sharing information and building multidisciplinary teams around the
individual, to facilitate the commissioning of care coordination services.
26: It is unacceptable for the patient or their family to have to coordinate NHS
services. The care coordinator should take the lead in ensuring services work
together seamlessly.
27: The care coordinator should be responsible for bringing together specialists, GPs
and other staff virtually to plan and coordinate care, building on the experiences
with virtual collaboration during the pandemic.
Coordinating care between primary, secondary,
tertiary and social services
28: GPs must have access to support from specialist clinicians without constantly
referring the patient back to secondary or tertiary care. They need to be able to
access advice on where to refer patients and what information is needed in the
referral letter, to support continuity of care.
29: The NHS in each nation should develop a national directory of specialist centres
for the known rare conditions.
30: People should not be leaving secondary or tertiary care without a diagnosis.
The system should be flexible enough to ensure further investigations without
referring them back to their GP.
31: Specialist services must explain clearly the reasons for rejecting a referral, so
the GP can either resubmit it or gain a better understanding of when and how a
referral to that service is appropriate.
32: Coordination between health and social care services should be an integral part
of every care plan and a key role of the care coordinator.
33: In the absence of a shared patient record, care coordinators should ensure that
each patient has a healthcare ‘passport’ – a short document containing basic
information about their condition and needs.
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Priority 4: Improving access to specialist care, treatment and drugs
Accessing specialist care
34: Every rare disease patient should be allocated a named specialist in their
condition.
35: Each primary care network (PCN) in England, and similar organisations such as GP
clusters in Scotland, should appoint a lead clinician for rare diseases. Their role
should be to increase understanding of rare diseases in primary care and develop
links with specialist services.
Developing nurse specialists
36: Each ICS should have a dedicated team of rare disease nurse specialists, with the
aim of improving services for people with rare diseases and providing information
for nurses and other healthcare professionals.
Accessing care remotely
37: Care coordinators and other healthcare staff should give patients the option of
engaging with them virtually to facilitate quick and easy access to advice.
Supporting mental health
38: As part of the commitment to parity between physical and mental health services,
NHS England and the services in the other three nations should commission
specialist mental health support for people with rare diseases and their families.
39: Mental health support should be a standard part of the care plan for every
patient.
Setting research priorities
40: The action plans for the Rare Diseases Framework should consider the output
from the Pluto Project to identify policy levers that would encourage research by
academia and industry into disregarded diseases. Government and the National
Institute for Health Research (NIHR) must ensure that rare disease research is not
marginalised by other priorities.
41: The rare disease action plans must ensure greater transparency on clinical
research to encourage patient involvement and to highlight those diseases
that are neglected. This should be aligned with the vision set out by the four
governments in The future of UK clinical research delivery policy paper and
associated implementation plans.
Developing and delivering new treatments
42: The most appropriate route for rare disease medicines through the NICE
technology appraisal processes needs to be clarified as part of the NICE review
of its methods for assessing health technologies so that potential treatments are
assessed quickly and fairly, taking into account the uncertainties and evidence
limitations of orphan medicines.
43: NICE assessments of orphan medicines should reflect the lack of alternative
treatments.
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44: NICE must ensure that the final manual for evaluating health technology
increases the opportunities for orphan medicines to receive approval.
45: technology appraisal and licensing for rare disease medicines should, where
possible, be conducted in parallel to accelerate patients’ access to treatment.
46: NICE should further strengthen the patient voice in technology appraisals for
rare diseases.
Accessing novel treatments
47: Managed access agreements need to be flexible and open to innovative
payment models that measure outcomes, and reflect developments in
medicines such as advanced therapy medicine products (ATMPs), which are
based on genes, tissues or cells.
48: The rules and guidance for patients on schemes for accessing novel medicines
need to be clearer and easier to navigate. Each scheme must ensure that every
patient understands the risks and benefits, including any potential for access
being withdrawn. Affected patients need to be given close support if that
happens.
49: Schemes such as managed access agreements and the Innovative Medicines
Fund (IMF) must ensure that NHS services are geared up to provide access to
the medicine, in line with patients’ expectations.
Developing guidance for treatment and management
50: NICE should draw up disease-agnostic quality standards for the management
of rare diseases, so that GPs and specialists have a starting point for developing a
care plan to manage a condition.
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Introduction
A rare disease is a condition that affects fewer than one in 2,000 people. About 7,000
rare diseases have been identified so far, with new conditions continually being
recognised.1
About 80 per cent of rare diseases have had a genetic origin identified. Other causes
include immune disorders, infections, allergies, deterioration of body tissues and
organs and disruption to development while in the womb.2
One in 17 people will be affected by a rare disease at some point in their lifetime, which
in the UK means 3.5 million people in the population today.3 About 75 per cent of rare
diseases begin in childhood and more than 30 per cent of people with a rare disease die
before their fifth birthday.4 Most conditions still lack a treatment, although advances in
gene therapies offer the potential for curing some diseases.
Rare diseases have a huge impact on individuals, families and society, with key elements
of care lagging behind treatment for other patient groups. It can take months or years
to secure a diagnosis.5 The coordination of care is often poor, with people routinely
being referred to numerous specialists across several hospitals to address individual
symptoms rather than anyone looking at the whole person. Many doctors and other
health professionals are sceptical about the idea of rare diseases as the explanation for
unexplained symptoms and can be distrusting of information provided by the patient.
In 2013 the Department of Health, in collaboration with the other three governments
of the UK, published the UK strategy for rare diseases to address the shortcomings.6 Its
five aims were:
•

empowering those affected by rare diseases

•

identifying and preventing rare diseases

•

improving diagnosis and early intervention

•

improving care coordination

•

supporting research

But eight years later patients are still telling researchers and charities stories about
their diagnostic odyssey, poor mental and physical care, poor coordination between
services and poor outcomes. While scientific advances such as genome sequencing
are improving diagnosis – the 100,000 Genomes Project led to one in four participants
receiving a diagnosis for the first time7 – this has often not been matched by better
care, so patients may get a name for their condition but no care plan to manage or
treat it.
Now the four governments have returned to the issue with the UK rare diseases
framework published in January 2021, 8 which identified four priorities for the next five
years that are similar to those in the 2013 document, after extensive consultation with
patients, families, clinicians, researchers and patient organisations:
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1. helping patients get a final diagnosis faster
2. increasing awareness of rare diseases among healthcare professionals
3. coordinating care better
4. improving access to specialist care, treatments and drugs.
Alongside these were five underpinning themes to support the priorities of the
framework and improve the lives of those living with rare diseases. These were:
•

patient voice

•

national and international collaboration

•

pioneering research; digital, data and technology

•

wider policy alignment.

In phase two of the work, each nation will develop an action plan setting out the
steps it will take to meet the aims of the framework, in consultation with the rare
disease community. The plans will be reviewed every one to two years. This report
aims to influence the content of those action plans.
When looking at how to improve services for people with rare conditions it is easy
to be distracted by the number, complexity and variety of these diseases. Despite
this range, patients and families report remarkably similar experiences of their
interactions with healthcare services, and the improvements they ask for are those
that any patient-centred service should be providing, such as being given clear
information, having a care plan, knowing who has responsibility for their care,
being treated as a whole person rather than a series of symptoms, being listened
to and receiving care which reflects their personal and social circumstances.
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Priority 1: Helping
patients get a final
diagnosis faster
A rapid diagnosis is vital for someone living with a rare disease. It enables
patients to secure timely access to specialist care and treatment and, if the
condition is diagnosed before it becomes symptomatic, it may be possible to
reduce or even prevent harm. A diagnosis is also the first step in giving each
person a prognosis, so they can begin to understand what the future holds for
them and their families and make adjustments such as to the home and career.
A diagnosis is also a label and an identity that opens up social networks,
unlocks access to support services in social care and education, and encourages
understanding both personally and for family, friends and colleagues. For
parents, a diagnosis for a child is obviously of profound importance. It opens up
choices, such as on family planning. It may open up the possibility of involvement
in research and clinical trials. A correct diagnosis also ends what for many
people becomes a long diagnostic odyssey through the health service, which is
distressing and stressful for the individual and their family, and costly for the
NHS.
In 2020 more than 1,000 adults living with rare conditions responded to a survey
by Genetic Alliance UK on their experiences.9 It revealed that the journey to a
diagnosis can be long and arduous. Of the 88 per cent who had a diagnosis,
about half had had to wait more than two years to receive it. Forty-three per cent
said they had been misdiagnosed at least once and 18 per cent had received four
or more wrong diagnoses. A misdiagnosis prevents people from accessing the
right care and can inflict harm by giving them the wrong care. Sixty-two per cent
of respondents without a diagnosis had been undiagnosed for more than five
years since they first contacted a healthcare professional about the onset of their
symptoms.
Forty-five per cent of the final diagnoses came from a doctor who specialised in
that condition, highlighting the importance of patients being channelled into the
correct pathway.
A complication in diagnosing someone with a rare condition is that while the
cause of the disease may have been present since birth, the symptoms may
present themselves gradually over many years, so there is not a single acute
event to interpret.
Even when a broad diagnosis is given it may take several more years to identify
precisely the nature of the disease. In the case of muscle-wasting conditions, for
example, the term describes about 60 discrete conditions.10
Among the missed diagnoses, sometimes people with a physical condition are
misdiagnosed as having a mental illness. About a fifth of the people without a
diagnosis had not been offered a whole genome sequencing. 11
Recommendation 1: Patients without a diagnosis after six months or who have
experienced repeated referrals without a diagnosis should be offered whole genome
sequencing.
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Seeing the whole person
There are common patterns in the diagnostic odyssey for rare diseases, which
should alert healthcare professionals to the possible root cause. These include
multiple mental health diagnoses that do not respond to treatment, having multiple
specialists involved, patients having a gut feeling, missed diagnoses, problems
affecting multiple body systems, symptoms that have a pervasive impact on all
aspects of life, a family history of rare diseases or unexplained symptoms, multiple
visits to the GP and multiple admissions to hospital or A&E.
These patterns are difficult to pick out in a medical history, so it depends on
thinking about the whole person rather than just individual symptoms and putting
the whole story together.
Recommendation 2: Healthcare staff struggling to diagnose an illness should look at
the whole person rather than just the symptoms in their specialty. Patterns such as
a pervasive impact on life or multiple admissions to hospital should be seen as a red
flag for investigating rare conditions.
The review for NHS England by Professor Sir Mike Richards of diagnostic services
highlights the importance of genomics for identifying rare diseases, but the
development of services such as community diagnostic hubs also offer the
opportunity to identify and interpret symptoms of rare diseases such as through
scans and blood tests.
A minority of people will never receive a diagnosis. The causes of these conditions
are collectively known as syndromes without a name (SWANs). But the absence of a
diagnosis should not mean the absence of a care plan.
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Recommendation 3: People without a diagnosis should be supported with a care
plan aimed at managing their condition.

Using data to support diagnosis
The identification and diagnosis of rare diseases is hampered by poor-quality data.
A significant problem is the lack of reliable data on diagnosis rates. While there
is encouraging anecdotal evidence that developments such as more widespread
genetic screening are improving diagnosis, implementation of the Rare Diseases
Framework must include securing more robust data so that the scale of different
diseases can be assessed, and progress on diagnosis and treatment can be
monitored.
The National Disease Registration Service collects data on patients with cancer,
congenital anomalies and rare diseases in England.12 However, NCARDRS – the
part of the registry where rare disease data is collected – is severely underresourced for the scale of its task and has no ringfenced funding, which is
hindering the collection of reliable and comprehensive data. In its engagement
with the rare disease community, the registry has been told constantly that its
priority should be to count the number of people in the country with each rare
disease.13
Delivering this would be a formidable task, as the fragmented data systems across
the NHS make it difficult to pull the information together, while the way routine
health data is coded means some rare diseases cannot be identified easily or at all.
Recommendation 4: The National Disease Registration Service should be allocated
resources to build gold standard data for rare diseases, just as it already does for
cancer. This must include data on the diagnosis times for as many rare diseases
as possible to enable current performance and the impact of improvements to be
measured.
A growing number of rare disease patient organisations are collecting their own
data, often in increasingly structured registries.
Recommendation 5: The National Congenital Anomaly and Rare Disease
Registration Service (NCARDRS) should run pilots with a small number of patient
groups to see if their registries could feed into the national database.
For many conditions there will not be enough patients in the UK to build a viable
dataset. In these cases, global registries have significant potential in increasing
understanding of symptoms and treatments.
Recommendation 6: The UK registry should be resourced to build relationships
with registries internationally to help secure a critical mass of data for particularly
rare diseases, linking with initiatives such as the European Reference Networks for
complex and rare diseases.14 This should be aligned with the vision for the Future of
UK Clinical Research Delivery15 and associated implementation plans.16
It is common for a person with a particular condition to repeatedly return to their
GP in search of a diagnosis. Meanwhile, GPs elsewhere in the country are missing
or misinterpreting the same symptoms, but this information never gets joined
together.
Recommendation 7: NCARDRS should collect hospital episode statistics (HES data)
and other sources to piece together patterns of undiagnosed symptoms.
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A serious impediment to using data stored in electronic patient records (EPRs)
in improving the diagnosis of rare conditions by making connections between
difficult-to-interpret symptoms is that it depends on the coding of the records being
accurate. The quality of coding in EPRs is often poor, while additional problems
include failing to clean records of erroneous diagnoses.
Recommendation 8: New rare conditions are still being identified, notably with the
rapid expansion of whole genome sequencing. Systems must be in place for a newly
identified condition to be matched to the records of patients who lack a diagnosis.
It is striking that rare diseases are not mentioned in the DHSC’s draft policy on
reshaping health and social care with data.17
Recommendation 9: The recommendations in this report on the use of data to
improve the diagnosis and treatment of rare diseases should be included in the DHSC
policy paper Data saves lives: Reshaping health and social care with data.

Identifying nongenetic rare diseases
Roughly a fifth of people with a rare disease suffer from a nongenetic condition
such as an autoimmune disease.18 This means it cannot be diagnosed through a
single genetic test. Nongenetic rare conditions often present with non-specific, even
vague symptoms across multiple organ systems and are more likely to become
apparent during adulthood.19
With the push to develop genetic tests for rare diseases, there is a risk that those
with a nongenetic cause are marginalised. More positively, some nongenetic
diseases now have highly detailed specifications to aid a diagnosis.
One way to improve diagnoses of nongenetic rare diseases, such as rare rheumatic
conditions, would be to identify healthcare professionals they may meet on
their diagnostic journey who can identify a group of apparently disconnected,
nonspecific symptoms as a red flag and refer them for further investigation.
Recommendation 10: Health professionals, such as physiotherapists, speech and
language therapists and therapeutic radiologists, should be trained to be aware of a
potential rare disease cause of apparently disconnected, non-specific symptoms.

Screening newborns
The UK makes limited use of newborn bloodspot screening, testing for nine
conditions – such as sickle cell disease and cystic fibrosis – compared with about 22
in many EU countries.20 The government argues that the UK has a more rigorous
approach to evidence on the accuracy of tests and whether early treatment
improves health outcomes, and attaches great importance to evidence about
potential harm from overdiagnosis.
Screening of newborns has its limitations. Using genomic testing in later life to
identify the cause of a symptom is a radically different proposition from using
it to try to predict the future. Although diagnosis at birth of course has many
advantages: for a large number of rare conditions it may provide little clue as to
how the disease will develop and which symptoms may become apparent.
Nonetheless, diagnosis soon after birth can have a profound impact on the
progress of a disease and its effect on the life of the child and their family. It avoids
the distress of having to wait months or years for a diagnosis. It allows the delivery
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of care, support and treatment to begin as soon as necessary to minimise the
condition’s impact, and it may be possible to limit intellectual disability or reduced
growth.21 It also allows parents to make informed choices about family planning.
There are about 600 rare conditions with the potential for intervention before the
age of five.22 This means there are about nine children born every day for whom
an early diagnosis could significantly limit or even prevent harm. Many of these
interventions can be as simple as dietary changes, while about 8 per cent are
resource intensive, such as transplants of bone marrow or organs or specialised
drugs.
Identification at birth is also an ideal way to improve understanding of a disease, by
building comprehensive data in the national registry, as well as facilitating planning
of support services.
Until recently, the pattern for understanding a disease has been identifying people
through their phenotype and then establishing the genotype, which builds a
certain bias into the data. Developments such as screening programmes offer the
potential to go from genotype to phenotype, which may significantly change the
understanding of the disease and its likely symptoms and development as the
phenotype is broadened.
The UK National Screening Committee, which advises all four nations, consults
with rare disease specialists and representatives of the rare disease community.
However, the limited scope of current screening indicates a need to strengthen the
rare disease voice in its deliberations.23
Recommendation 11: The UK National Screening Committee membership should be
reformed to include people drawn from the rare disease community.
There are strict criteria for the evaluation of potential screening programmes.
However, there is a question about the utility of these frameworks for rare diseases
because, as the level of evidence required is unachievably high for many conditions,
there is an excessively restrictive approach to permitted sources of evidence (such
as the ability to use data from screening programmes in other countries), and there
is too little opportunity for either clinical or patient stakeholder involvement in
making or contesting a decision.24
Some participants at our evidence sessions believe the national screening
programme takes a narrow view on how to balance potential good with potential
harm, such as whether it would be better to know about a condition that is going to
present later in life for which there is no treatment.
Recommendation 12: The evaluation criteria and processes for potential screening
programmes should be overhauled to increase transparency and stakeholder
involvement, and establish realistic evidence thresholds for rare diseases.
The screening programme is failing to keep pace with developments in treatments.
For example, until recently there were no viable treatments for spinal muscular
atrophy, but now there are two treatments that evidence suggests25 26 will have
a significant impact if administered when the patient is asymptomatic. The
programme needs to be expanded at pace to reflect developments in treatment.
Recommendation 13: The UK National Screening Committee needs systems in place
to identify when new treatments become available that significantly change the
prognosis for a rare disease, making it a viable candidate for newborn screening.
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The development of the NHS Genomic Medicine Service across England offers the
opportunity to use whole genome sequencing for the screening of newborns. While
the medical benefits of this are clear, they may not be communicated effectively
to the general public.This is vital as routine whole genome sequencing could only
be pursued with public understanding and support. It also needs to be pursued
because of what it could achieve for newborns, rather than simply because the
health care system now have the science and capacity to do it. The UK National
Screening Committee and Genomics England have been testing opinion on the
issue through a ‘public dialogue’.27 This highlighted the importance of issues such
as securing informed consent and providing genetic counselling and mental health
support.
The best way forward would be for the screening committee to implement
the proposal from Genetic Alliance UK for a pilot of newborn whole genome
sequencing.28 This would build understanding and expertise on: parental
consent; engaging with parents so they understand the significance and potential
consequences of sequencing; engaging with the public; improving the education
and training of health care professionals and how to build the planning and
provision of the support and treatment that needs to follow the identification of a
rare disease. Consultations have indicated public support for sequencing.29
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Recommendation 14: The UK National Screening Committee should establish a pilot
programme for routine whole genome sequencing of newborns, built on the principles
of transparency and consent in line with the values identified in its public dialogue on
whole genome sequencing for newborns.
Recommendation 15: Any identification of a rare disease in a newborn must lead to
the creation of a care plan with a named clinical lead.

Support following genomic testing
For many patients and families there is a sense of being let down in the aftermath
of a diagnosis, because they have expectations that it will be associated with
treatment. This is a particularly common experience for people receiving a genetic
diagnosis. For many rare conditions, each diagnosis is another step towards greater
medical understanding of the condition and how it may be treated. Therefore,
the family is part of a shared endeavour of development, such as being part of a
rare disease registry, rather than simply awaiting receipt of an existing treatment
regime. This means a degree of altruism is needed, as the main beneficiaries of the
diagnosis may well be people diagnosed with the disease in years to come.
A genetic diagnosis changes the patient’s sense of identity by suddenly making
them part of a new community, with its expectations of how the disease is likely
to develop and how it will impact on each person’s life. This can be a shocking and
disorientating experience.
The advances in genetic diagnosis have outstripped the development of postdiagnosis care. The NHS could do more to bring patients together and work with
them as partners in research on how that care should be developed.
Recommendation 16: Providing a post-diagnosis care plan and support must be an
integral part of genomic testing. The NHS needs to publish data on the proportion
of people with a genetic diagnosis who have a care plan agreed with the patient or
family within six months, and the Genomic Medicine Service must see the delivery of a
care plan overseen by a care coordinator as a core part of its work.
Making care plans core business for the Genomic Medicine Service would maximise
its effectiveness and help demonstrate how it is changing the lives of patients.
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Priority 2: Increasing
awareness among
health professionals
The central dilemma on education and training for rare diseases is that it is
impossible for health professionals to absorb enough information to identify more
than a handful of the thousands of conditions. A more promising approach is to
educate staff about the concept of rare diseases to help them to spot warning signs
– such as a range of apparently disconnected symptoms and difficulty in obtaining a
diagnosis – and to think about the whole person rather than individual symptoms.
A major challenge is educating clinicians to appreciate that apparently disconnected
symptoms could be indications of a rare disease. Children are repeatedly passed
from professional to professional as they attempt to interpret the causes of a
specific symptom, but too often nobody is looking at the whole child and making the
connections.
In 2013, the UK Rare Diseases Strategy30 highlighted the need to ensure all doctors
were alert to the possibility of a rare disease when they see patients, even if they
were unable to diagnose a specific condition. It called for better training on rare
diseases at undergraduate, postgraduate and professional development levels. The
aim was to ensure a general awareness of rare diseases so that staff could quickly
refer people to appropriate specialists.
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The strategy also called for clear, easily accessible and effective care pathways, with
common protocols for identifying patients at risk of rare diseases or who have no
diagnosis. Patients should receive a focused, coordinated diagnostic service so they
can get a diagnosis as soon as possible rather than having to start again every time
there is an inconclusive test result.
But eight years later people with a rare disease frequently report poor levels of
awareness and understanding of rare diseases among healthcare staff. Experiences
include: not being listened to; not being treated as a whole person; not being
believed; being treated dismissively; and clinicians admitting that they don’t know
what to do.31

Interactions between rare disease patients and clinicians
A typical medical student will not have any opportunities for a placement in clinical
genetics, and have no tuition on how to recognise a patient with a rare disorder or
go about investigating or managing it.
Rare Experience 2020 found doctors can be sceptical about rare diseases being
the cause of symptoms. With multisystem diseases requiring several specialists,
patients still find themselves as the conduit between professionals, with no one
responsible for coordinating their care. Many patients’ rare diseases do not have a
‘home’ specialty in the healthcare system.32
The study found that about 40 per cent of those surveyed disagreed or strongly
disagreed that they had confidence and trust in their GP surgery staff, and a similar
number disagreed or strongly disagreed that they had confidence and trust in
paramedics and emergency departments.
Recommendation 17: Health Education England and other organisations involved
in educating and training healthcare professionals such as the royal colleges
should work with the rare disease community to identify the core competencies for
rare disease management that doctors, nurses, paramedics and other healthcare
professionals should have.
Awareness could be defined as:
•

the ability to recognise when someone might have an undiagnosed rare disease

•

an understanding of the impact of having a rare disease on people and their
families

•

knowing where to access trusted sources of information and specialist support

•

understanding how to facilitate the patient’s journey through the healthcare
system to minimise the length and complexity of their diagnosis;

•

understanding your role in the journey of diagnosis and treatment

•

a determination to rise to the challenge of coordinating the patient’s care.33

Whole system signalling
•

Raising awareness across the NHS and developing consistent approaches
to diagnosis, treatment and care coordination depend on the whole system
signalling to staff and patients that rare diseases are relevant and important
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to the entire health service, not a niche interest. Whole system signalling must
include:Data: to understand, define and measure rare diseases. This requires
investment in bioinformatics and systems such as NCARDRS. Without hardedged measurement the plans for implementing the Rare Diseases Framework
will suffer from the same weaknesses as the 2013 strategy, when broad
promises without hard metrics were not delivered.
•

Education: condition agnostic rare disease education in undergraduate,
postgraduate and professional development training. The Genomics Education
Programme34 developed by Health Education England is an example of how
education, training and experience for rare diseases could be approached.

•

Guidelines and tools: again, these can be disease agnostic. While there are
good guidelines for some diseases, many do not have them, and it is important
for staff to understand that no treatment does not mean no care plan and no
management.

•

Care pathways – defining either the treatment for a specific disease, or the
management of conditions for which there is no current treatment.
Recommendation 18: The NHS in each nation needs to ensure there is whole system
signalling to reinforce the message that rare diseases are an important part of
healthcare, not a niche interest. Actions should include gathering data, providing
more education, guidance and tools, and ensuring that after every rare disease
diagnosis the patient is put on a care pathway to treat or manage their condition.

Commissioning services
Specialist services for rare diseases are often fragile. Frequently, services are
started by individual healthcare professionals with an interest in rare conditions
rather than commissioned as a specialist or routine service. The paucity of services
means that they can quickly face more demand than they can meet, and services
that have been started by individual enthusiasts often collapse when they move on.
The instability of services creates a vicious circle because it makes it difficult for
doctors and other health professionals to develop long-term careers in those
specialisms.
Recommendation 19: Services for diagnosing, treating and managing rare diseases
need to be commissioned consistently in every part of the country, with robust
succession planning to ensure service continuity. Services must meet the needs of
children and adults, and ensure a smooth transition from child to adult services.
Establishing strategic clinical networks – similar to those already in place for
services such as cardiovascular care and cancer – would improve services by
supporting strategic planning, making it easier to access the right clinical advice and
helping reduce unwarranted variation in diagnosis and treatment.35
Recommendation 20: A single group of strategic clinical networks should be
established bringing together expertise across rare diseases, similar to those for
services such as cardiovascular care and cancer,36 to support integrated care systems
(ICSs) in improving services.
A significant problem is accessing the right pots of money and finding the right
people to provide a service. For example, services can fall between specialist and
non-specialist commissioning. There must be greater clarity in the relationship
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between ICSs and NHS England in organising specialist services in terms of who is
responsible for service specification, commissioning and funding.

Accessing trusted information
There is a wealth of validated, trusted information from researchers and respected
patient groups, which doctors can access. The difficulty for doctors who are
unfamiliar with rare diseases is knowing which patient groups provide reliable
information. A GP would be wary of using an unfamiliar source that could put a
patient at risk.
One solution would be ‘right touch’ accreditation, whereby a patient advocacy
group could be identified as an appropriate source for guidance. Any accreditation
scheme must avoid becoming heavy-handed or labour-intensive, as many highly
informed patient groups do not have the time or resources to go through a detailed
examination of their information.
Recommendation 21: The NHS must work with patient advocacy groups to develop a
workable, ‘right touch’ accreditation scheme to identify organisations that are reliable
sources of information.

Understanding people’s lives
In interpreting the expressed needs of the patients and bringing that together
with their assessed needs, health professionals must understand the social and
psychological context in which people are experiencing their rare condition. Issues
such as health inequalities, poverty, housing, racism, disability discrimination and
mental illness all shape and define the experience of having a rare disease, and
the care and support that each person requires. This underscores the importance
of listening to the patient and treating the whole person rather than discrete
symptoms.
Recommendation 22: Training and development on rare diseases needs to stress the
importance of listening to the individual and understanding their lives when trying to
reach a diagnosis and deciding the appropriate treatment, care and support.

Communicating with patients
Being given a rare disease diagnosis is a life-changing and often frightening
experience. It is vital that information is communicated clearly and sensitively, and
that the individual and their family can access appropriate support to help them
understand the diagnosis and its implications.
Recommendation 23: GPs and specialists must be trained how to share information
with patients and families and to understand the profound impact that both good
and poor communications can have. GPs and specialists should encourage people
with a new diagnosis to reach out to respected patient support groups.
Genomic counsellors have an important role to play, supporting people in adjusting
to having a genetic condition and helping them make the difficult decisions
associated with it.37
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Priority 3:
Coordinating
care better
Care coordination is a vital element of the support needed by people living with
rare diseases as they interact with various parts of the health and care system,
including primary, secondary, tertiary, community, emergency and social care.
Without proper care coordination and sharing of information between services,
people will not receive the right care at the right time.

The state of care coordination
The foundation of care coordination is an individual care plan. However, Genetic
Alliance UK found 74 per cent of people with a rare disease do not have one.38
There is consistent evidence that care is poorly coordinated for people with rare
conditions, and coordination has been identified as a major problem in policy
documents such as the UK Strategy for Rare Diseases 2013 and the UK Rare
Diseases Framework 2021.
The CONCORD study by UCL exposes many of the problems experienced by
rare disease patients and the contrasting perceptions of patients and healthcare
professionals.39 It explored how care of people with rare conditions is coordinated
in the UK and how patients, families and professionals would like them to be
coordinated.
Its survey of about 1,500 patients, parents, carers and healthcare professionals
found that under 15 per cent of adult patients and parents/carers said they had
a formal care coordinator, while 35 per cent of healthcare professionals said
that most of their patients did have a care coordinator. One third of patients and
parents/carers reported that they attended a specialist centre, while 60 per cent
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of healthcare professionals reported that there is a specialist centre available for most
patients with a rare condition.
A total of 10 per cent of patients and 44 per cent of parents/carers reported that they had
a care plan, while 40 per cent of healthcare professionals reported that they used care
plans to document care. Overall, about 54 per cent of patients and 33 per cent of parents/
carers said they did not have access to any of a care coordinator, specialist centre or a
care plan.

How coordination can be improved
Based on existing studies and discussions with patients, parents and carers, the CONCORD
researchers defined coordinated care for rare conditions as everyone working together
to achieve shared outcomes.40 When asked what type of care coordination they felt was
needed, patients, parents/carers and health professionals called for:
•

lower cost of attending appointments

•

electronic health records immediately accessible to staff. There is also a strong
preference for patients to be able to access their own records

•

a lead consultant who is an expert in the patient’s condition

•

care provided with the support of a care coordinator

•

access to a specialist centre

•

a documented emergency plan.

Care must be coordinated throughout a person’s life, consider the whole person, be
family-centred and evidence-based, and equitable, so it works equally effectively whatever
their condition and wherever they live.41
Based on all the information gathered by the CONCORD study, it concluded that there
needs to be:
•

improved access to care coordinators for patients and families

•

improved access to specialist centres or hybrid models with a mixture of local and
specialist centres

•

care plans for every patient

•

improved access for health professionals and patients to shared records. The absence
of shared electronic records for many patients means that it falls to them and their
families to share information between healthcare professionals

•

a range of staff including administrators, clinical leads, GPs and care coordinators all
playing a role in coordinating care

•

a clear outline of formal responsibilities between all the professionals involved in the
care. It needs to spell out who is responsible for bringing the different professionals
together to agree a coordinated care plan

•

A mix of on-demand and regular appointments, using different types of
communication including face-to-face and digital
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•

Care coordination that is tailored to the needs of each patient. For example, the use
of digital services must be tailored to individual preferences and confidence, and
the specific needs of the condition

•

Tools to operationalise and measure the delivery of care coordination strategies,
and evaluate the effectiveness and cost effectiveness of different models.
Recommendation 24: the CONCORD recommendations should be embedded as the gold
standard for care coordination for all rare disease patients.

The role of care coordinator
The care coordinator provides the continuity between different parts of the care
plan and different sectors. Being a care coordinator is about a great deal more than
simply coordinating clinical appointments. It requires someone who has a good
understanding of the condition and is dedicated to supporting patients and families
through it. They have a strong relationship with the patient, and provide support, such
as understanding some of the barriers to healthcare and breaking them down. Care
coordinators are even more important now that generalist doctors are increasingly
rare.
Care coordinators should offer excellent value for money for the NHS because
they make better use of scarce physician time, reduce missed appointments, avoid
duplicated effort and might ensure earlier discharge from hospital. But evidence about
their effectiveness and value for money is poor.
Recommendation 25: Pilot programmes for different models of care coordinator should
be established in each of the four UK health systems to understand what works, looking
at aspects such as building an individual care plan, making referrals, coordinating care,
sharing information and building multidisciplinary teams around the individual, to
facilitate the commissioning of care coordination services.
The expertise required to treat a particular patient may well be spread across several
trusts, and the NHS is poor at bringing together and coordinating people across
multiple sites. It is a common story from patients that they have two appointments at
overlapping times many miles apart for different parts of their care pathway and they
struggle to move an appointment. It should be incumbent on the NHS to integrate
its care across multiple sites for each patient. In England, ICSs should provide an
opportunity to build care coordination into the local healthcare system.
Recommendation 26: It is unacceptable for the patient or their family to have to
coordinate NHS services. The care coordinator should take the lead in ensuring services
work together seamlessly.
Recommendation 27: The care coordinator should be responsible for bringing together
specialists, GPs and other staff virtually to plan and coordinate care, building on the
experiences with virtual collaboration during the pandemic.
For patients who find themselves with a diagnosis for which there is no treatment,
it can often be a struggle to know where to turn. That is why it is essential for every
patient and their family – even if there is no treatment – to have a care coordinator and
a care plan to help them access care to manage the symptoms of their condition.
Working with a care coordinator encourages the idea of a care pathway for life, in
which the individual can engage with health services when they feel it is appropriate
rather than see it as almost a full-time requirement for them and their family. They
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should be able to get on with the rest of their lives as much as they wish, while coming back to
the care coordinator when they need to access physical or mental health support.

Coordinating care between primary, secondary, tertiary and social services
Many of the problems with care coordination occur at the boundaries between the different
layers of services. For example, once a patient has a diagnosis, GPs may be reticent to make
even trivial changes to medication without referring the patient back to a specialist because
they are afraid of making a mistake. There must be tools and support available to GPs to help
them work with the patient to manage or treat the condition without constant referrals back
to hospital.
Recommendation 28: GPs must have access to support from specialist clinicians without
constantly referring the patient back to secondary or tertiary care. They need to be able to
access advice on where to refer patients and what information is needed in the referral letter, to
support continuity of care.
Recommendation 29: The NHS in each nation should develop a national directory of specialist
centres for the known rare conditions.
A further difficulty arises when a specialist who has failed to make a diagnosis refers the
patient back to their GP to start from the beginning again rather than referring them to
another specialist.
Recommendation 30: People should not be leaving secondary or tertiary care without a
diagnosis. The system should be flexible enough to ensure further investigations without
referring them back to their GP.
There is a tension between primary care referring patients for genetic testing and other
specialist services, and under-pressure specialist services deeming the referral inappropriate
and rejecting it. Anecdotally, this appears to be a particular issue with genetic testing services,
which are overwhelmed with referrals. Rejecting referrals without a good explanation
undermines GPs’ confidence in identifying a potential rare disease and lengthens the time it
takes to get a diagnosis.
Recommendation 31: Specialist services must explain clearly the reasons for rejecting a referral,
so the GP can either resubmit it or to gain a better understanding of when and how a referral to
that service is appropriate.
Just like patients with long-term conditions, poor coordination between health and social
services has a significant impact on the quality of life of rare disease patients and their
families.42
Recommendation 32: coordination between health and social care services should be an
integral part of every care plan and a key role of the care coordinator.
Correctly coded electronic health records should be the backbone of coordinated care. But
in the absence of effective record sharing, ‘health passports’ containing basic information,
which can be shown to healthcare professionals, about a rare condition and that individual’s
experience of their condition would help raise awareness and save individuals from the
enervating experience of having to repeat the same story. This should build on best practice
elsewhere, such as with the provision of health passports for people with learning disabilities.43
Recommendation 33: in the absence of a shared patient record, care coordinators should
ensure that each patient has a healthcare ‘passport’ – a short document containing basic
information about their condition and needs.
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Priority 4: Improving
access to specialist care,
treatment and drugs
Accessing specialist care
Due to the complex nature of rare diseases, it is vital that patients have access to
an expert in their condition who can provide them with the most appropriate care
and support. Patient satisfaction is much higher when this support is provided.
However, many patients are still unable to access specialist support.44
Recommendation 34: Every rare disease patient should be allocated a named
specialist in their condition.
Recommendation 35: Each primary care network (PCN) in England, and similar
organisations such as GP clusters in Scotland, should appoint a lead clinician for rare
diseases. Their role should be to increase understanding of rare diseases in primary
care and develop links with specialist services.

Developing nurse specialists
While it would be impractical to have specialist nurses throughout the UK for
each rare disease, a good solution would be to have nurses who are specialists
in rare diseases as a group. This is because many of the needs of patients are
similar between diseases, and specialist nurses could help with signposting, care
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coordination, administering tests and supporting local doctors in collaborating with
specialists. They would also be an important contact in the event of an emergency
admission, as a lack of understanding in A&E departments is a particular worry for
parents of children with a rare condition.
Recommendation 36: Each ICS should have a dedicated team of rare disease nurse
specialists, with the aim of improving services for people with rare diseases, and
providing information for nurses and other healthcare professionals.45

Accessing care remotely
The use of remote consultations and virtual clinical collaboration during the
pandemic has obvious applications for meeting the needs of people with rare
diseases, by making their interactions with the NHS more manageable, saving time
spent travelling to specialist centres and enabling a patient to talk to more than
one specialist simultaneously. Virtual consultations will be particularly helpful for
conditions where there are sudden and episodic symptoms, and might make the
difference between a simple solution and an emergency admission. This should be in
addition to – not instead of – face-to-face meetings.
Recommendation 37: Care coordinators and other healthcare staff should give patients
the option of engaging with them virtually to facilitate quick and easy access to advice.

Supporting mental health
Living with a rare condition has a significant impact on the mental health of the
individual and their family.46 This is often exacerbated by waiting months or years for
a diagnosis and then coping with the realisation that there is no cure or treatment.
People with a rare condition need access to specialist mental health support
provided by staff who understand their condition and its mental and physical
impacts.
Recommendation 38: As part of the commitment to parity between physical and
mental health services, NHS England and the services in the other three nations should
commission specialist mental health support for people with rare diseases and their
families.
Recommendation 39: Mental health support should be a standard part of the care
plan for every patient.

Setting research priorities
An audit in 2021 of drug trials on the clinicaltrials.gov website found there were 404
trials involving rare diseases ongoing in the UK, of which 157 covered five diseases.
Altogether 121 diseases were being researched.47 This means thousands of rare
diseases without any treatment are not being studied in any clinical trials in the UK.
There is concern that the understandable desire by Government and the NIHR to
prioritise research around both cancer and Covid-19 could further squeeze research
into rare diseases.
This raises questions about how to fund and incentivise research into diseases
that have had little or no focus. It is not clear why some areas of research attract
considerable attention and others are ignored. The Pluto Project48 led by the
International Rare Diseases Research Consortium, is researching this area to increase
understanding and consider the policy levers that might help attract research to socalled disregarded diseases.
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Recommendation 40: The action plans for the Rare Diseases Framework should
consider the output from the Pluto Project to identify policy levers that would
encourage research by academia and industry into disregarded diseases.
Government and the NIHR must ensure that rare disease research is not
marginalised by other priorities.
Duchenne UK is an example of a rare disease charity that promotes and
supports clinical trials,49 but there needs to be more transparency across the
rare disease world so the patient can understand what research is ongoing and
how they can become involved.
Recommendation 41: The rare disease action plans must ensure greater
transparency on clinical research to encourage patient involvement and to
highlight those diseases that are neglected. This should be aligned with the vision
set out by the four governments in The future of UK clinical research delivery
policy paper and associated implementation plans.

Developing and delivering new treatments
The UK contributes 3 per cent of the global participants recruited into clinical
50
, so market size alone is not going to attract investment. The NHS provides
a good platform for research, but for many rare diseases a global research
network is needed to find sufficient numbers for clinical trials. Ultimately,
making the UK an attractive place for research and development means
aligning a number of policies impacting on life sciences, such as financial and
other incentives to carry out research, practical support such as setting up
clinical trials and helping recruit participants, a timely and transparent market
authorisation process and a high probability that a medicine will be approved
for use.
There are a number of schemes in the UK to encourage research and facilitate
the early use of novel and high-cost treatments. For example, in July 2021 NHS
England announced the Innovative Medicines Fund (IMF) to fast-track promising
new drugs such as cutting-edge gene therapies, supported by £680 million of
ringfenced funding.51 This builds on the work of the Cancer Drugs Fund52 by
supporting patients such as those with rare genetic diseases to get early access
to the most clinically promising treatments before NICE has sufficient data to
make final recommendations about their routine use in the NHS. The IMF could
prove an important opportunity for patients to access treatments and services
that would have been beyond reach.
While schemes such as this are welcome, in practice most medicines for rare
diseases – often known as orphan medicines because they are unlikely to
generate sufficient profits to justify research and development costs without
government or other support – are appraised through NICE’s Single Technology
Appraisal (STA) process as part of its health technology appraisal programme.
Analysis of STA appraisals reveals that orphan medicines took an average of
370 days to complete the process against 277 days for non-orphan medicines,
and a lower proportion were approved.53
Orphan medicines put through the STA process also received proportionally
fewer approvals than orphan medicines assessed by a highly specialised
technology evaluation (HST), which enables a much higher treatment cost to
be approved, and took longer to get through the process.54 55 HSTs are only
used for very rare conditions. Between January 2015 and March 2020, the HST
process delivered 12 decisions, compared with 168 through STAs.
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The delays in getting an orphan medicine through the STA process can exacerbate the
time patients have to wait for diagnosis and then treatment, bearing in mind they may
already have waited years for a diagnosis.56 The impact of a delay of even a few weeks can
be devastating for an individual patient.
Against this background, the ongoing review by NICE of its methods for evaluating health
technology has important implications for rare disease treatments. Its draft manual for
health technology evaluations (published 19 August 2021) accepts that some technologies
for rare conditions may have less robust evidence, and may require recommendations
that accept a higher degree of uncertainty.57 However, detailed analysis of the implications
of the manual is needed to determine whether it will have the effect of reducing the
opportunity for orphan medicines to be considered under the HST process.
Recommendation 42: The most appropriate route for rare disease medicines through the
NICE technology appraisal processes needs to be clarified as part of the NICE review of
its methods for assessing health technologies so that potential treatments are assessed
quickly and fairly, taking into account the uncertainties and evidence limitations of orphan
medicines.
Recommendation 43: NICE assessments of orphan medicines should reflect the lack of
alternative treatments.
Recommendation 44: NICE must ensure that the final manual for evaluating health
technology increases the opportunities for orphan medicines to receive approval.
Recommendation 45: Technology appraisal and licensing for rare disease medicines should,
where possible, be conducted in parallel to accelerate patients’ access to treatment.
Recommendation 46: NICE should further strengthen the patient voice in technology
appraisals for rare diseases.
NICE is committed to introducing a ‘modifier’ to its health technology assessments to
reflect their role in reducing health inequalities.58 It is possible this will support greater
access to treatments for people with rare conditions.59

Accessing novel treatments
The Early Access to Medicines Scheme (EAMS)60 was launched in 2014 to fill the gap
between when the clinical trials data indicates that the benefits outweigh the risks,
and when a market authorisation is issued for a treatment for a serious illness. People
with rare diseases such as Duchenne muscular dystrophy have benefited. EAMS may
be developed to provide a vehicle for collecting real-world data, which could benefit
rare disease treatments where data is often limited in clinical trials due to the small
population.
Other schemes to facilitate access to medicines include the Accelerated Access
Collaborative (AAC) to remove barriers to introducing transformative treatments and
diagnostics61 and managed access agreements between NHS England and manufacturers
to enable a drug to become available for a limited time at a discounted price while further
evidence is gathered on its real-world effectiveness.62 There have also been ad hoc
compassionate uses of unlicensed drugs.63
Recommendation 47: Managed access agreements need to be flexible and open to
innovative payment models that measure outcomes, and reflect developments in medicines
such as advanced therapy medicine products (ATMPs), which are based on genes, tissues or
cells.
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A further attempt to shorten time to market and facilitate access to novel
medicines is the Innovative Licensing and Access Pathway (ILAP).64 Run by
the Medicines and Healthcare products Regulatory Agency (MHRA), NICE and
the Scottish Medicines Consortium, and launched in January 2021, the ILAP
is open to medicines including new chemical entities, biological medicines,
new indications and repurposed medicines. It is intended as an end-to-end
approach from research to patient use, helping to develop medicines that
are both regulatory-ready and access-ready. The first step in the process
is an application for an ‘innovation passport’, which includes a rare disease
criterion. By July 2021 there had been 32 applications to the scheme, and the
first innovation passport to be issued was for a rare disease treatment.65
It can be difficult to help patients navigate the different opportunities and
rules around the multiplicity of access programmes, and difficult to explain
to patients the implications of accessing medicines through a particular
scheme. Most patients will instinctively focus on the fact that they now
have access to a treatment, but it may be difficult to understand and accept
that, for example, the treatment may be withdrawn in two years’ time if a
Managed Access Agreement does not lead to permanent approval. This and
other problems are affecting a growing number of patients involved in these
programmes.
Recommendation 48: The rules and guidance for patients on schemes for
accessing novel medicines need to be clearer and easier to navigate. Each
scheme must ensure that every patient understands the risks and benefits,
including any potential for access being withdrawn. Affected patients need to be
given close support if that happens.
Recommendation 49: Schemes such as managed access agreements and the
Innovative Medicines Fund (IMF) must ensure that NHS services are geared up to
provide access to the medicine, in line with patients’ expectations.
Managed access agreements can buy manufacturers five more years to
gather data, but when the agreement comes to an end the ground rules for
how the medicine is then assessed can change dramatically. Companies must
be given clear guidance on how the rules may change and the implications.
Once fully operational, the highly anticipated IMF will provide manufacturers
with an additional route to reimbursement and enable patients to have
access to the most innovative medicines in development.

Developing guidance for treatment and management
At the current rate of progress, it will take NICE many decades to produce a
guideline for every rare disease. In many cases, writing a guideline is difficult
because of the lack of empirical evidence. For most diseases there is no
drug therapy, so the emphasis must be on treatment and management that
enables people to live as full a life as possible.
However, it is possible to construct a rare disease quality standard to
help GPs work with patients on any rare disease, including a map of what
services and support are available. Even if there is no treatment, there is still
management.
Recommendation 50: NICE should draw up disease-agnostic quality standards
for the management of rare diseases, so that GPs and specialists have a
starting point for developing a care plan to manage a condition.
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Conclusion
The UK Rare Diseases Framework and the action plans that will follow offer the
chance to transform the quality of life and experience of care for many thousands
of people with rare diseases. But to make this valuable initiative a success, it is
important to learn lessons from previous attempts at reform.
The action plans must be underpinned by robust, comprehensive data and
hard-edged, measurable actions, which should be reviewed annually against the
objectives set out in the framework. Without these, the plans for implementing
the rare diseases framework will suffer from the same weaknesses as the 2013
strategy, when broad promises without robust numbers were not delivered.
Meeting the needs of people with rare diseases means coordinating and aligning
several major policy areas, including: the life sciences strategy; data policies;
the development of genomic services; the expansion of screening programmes;
and the assessment and funding of health technologies. It is vital that the health
ministry in each government ensures that all the strands of policy are brought
together.
Each government must draw on the expertise and resources of the rare disease
community, industry and professional bodies to develop and implement their
plans.
The Rare Diseases Coalition applauds the ambition to transform the diagnosis
and care of people with rare diseases, and hopes that the 50 recommendations
in this report will be at the heart of each nation’s action plans.
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