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Much has been written about 

improving care for the 3.5 million 

patients with rare diseases1.  Since 

I entered Parliament in 2010, there 

have been multiple strategies, 

implementation plans, frameworks, 

fora and policy boards, each trying 

to articulate a way to improve the 

lives of patients in the UK with rare 

diseases. Each of these initiatives 

is welcomed and I am grateful to 

everyone who has given their time 

to contribute their views, suggest 

solutions and drive change.  

Yet, despite all this hard work 

and effort, the experience of 
most patients who are ultimately 

diagnosed with a rare disease 

remains below the standard we 

would like to see. It will come as 

no surprise that the pandemic has 

had a negative impact on patients’ 

experiences, with two thirds of 
respondents to a Genetic Alliance UK 

survey saying the pandemic has had 

a negative impact on their wellbeing3. 

Covid-19 has exacerbated many of 
the challenges that patients already 

face in accessing a swift diagnosis, 

coordinated care and innovative 

treatments.  

Despite these many challenges, there 

have been some notable steps forward, 

particularly in the field of genomics. I 
have the privilege of serving as Chair 

of Genomics England, and during my 

time in the role we have reached the 

milestone of 110,000 clinically linked 

genomes4 and launched the 

NHS Genomic Medicine Service to 

embed genomics into local routine 

clinical care5. The 2019 NHS Long Term 

Plan also set the ambitious goal of all 

children who may have a rare genetic 

disorder or children with cancer being 

offered whole genome sequencing6. 

These are huge steps forward, but 

there is so much more to do. When 

I was Minister for Innovation in the 

Department of Health and Social 

Care, responsible for rare diseases, 

I wanted to hear from the whole 

community; patients, carers, clinicians, 

researchers about how we should 

develop a Framework to replace the 

Rare Disease Strategy 2013-2020. That 

resulted in the National Rare Diseases 

Conversation which informed the 

framework and helped identify the 

four priority areas. I want to personally 

thank everyone who took part in that 

process; not only did it provide a solid 

foundation for the 2021 Rare Disease 

Framework we have today, but it will 

long be an invaluable piece of evidence 

for those seeking to understand rare 

diseases care and treatment. 

As the rare disease community now 

looks ahead to the publication of the 

four national implementation plans, 

Public Policy Projects (PPP) wanted 

to hear from those living with a rare 

disease or caring for someone with a 

rare disease. We wanted to listen to 

their experiences, particularly during 
the pandemic, and understand their 

priorities for the implementation plans. 

Their thoughts inspired this paper and 

we are grateful for their contribution. 

While many patients report that the 

pandemic has been challenging, both 

for their physical and mental health7, it 

has also required us to fundamentally 
reconsider how people access healthcare 

services. We now need to reflect on what 
new approaches, developed by necessity 

during the pandemic, should be retained 

and built on so that they form part of 

care packages in the future.  

Alongside new service offerings, 
such as the appropriate use of 

teleconsultations, it is apparent that, in 

many places, the tools and mechanisms 

exist to improve the system, if only we 

Introduction

What is a rare disease? 2   

• The European Union defines a 
disease or condition as rare if 

it affects fewer than 1 in 2,000 
people within the general 

population. 

• One in 17 people are affected 
by a rare disease at some point 

in their lives.

• 99 per cent of genetic 

conditions are classed as rare.
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used them consistently: for example, 
the fantastic work of rare disease 

nurses in coordinating care or the use 

of training tools to support healthcare 

professionals in their interactions with 

rare disease patients. 

This is all a rich source of potential. 

I am confident that there is political 
will within the Department for Health 

and Social Care (DHSC) to make this 

change, as well as a recognition from 

the NHS in each of the four nations 

that it is time for a change.

As a community, we know what needs 

to be done to improve experiences 
and outcomes for patients with rare 

diseases. Yet delivering long-term 

change for every aspect of a patients’ 

journey, from diagnosis through 

accessing innovative treatments and 

long-term care, is challenging – not only 

because there are thousands of rare 

diseases, each with their own unique 
elements, but also because every rare 

disease patient is different, with their 
own circumstances and requirements. 

The 2021 Rare Disease 

Framework, and the four national 

implementation plans that will come 

from it are welcomed. However, to 

know if we have truly succeeded, 

we should be judged on whether 

patients living with rare diseases 

notice an improvement in their 

experiences, treatment and care.  

Baroness Nicola Blackwood 

Deputy Chair, Healthcare 

and Life Sciences 

Public Policy Projects
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As part of our evidence-gathering process for this reflections paper, I was 
fortunate enough to chair a session in which we heard from patients, of all ages 

and with a range of conditions, about their experiences of accessing treatment 
and care during the pandemic.  We also heard from clinicians in both primary and 

secondary care about how healthcare teams adapted to support patients through 

these challenging times.  

As a patient with a rare disease myself, I found the session extremely moving, with 
some challenging and brave contributions. It is evident that the pandemic was 

incredibly stressful for many, with uncertainty and anxiety about where and how 
to access care. I am grateful for all those testimonies.

The impact of Covid-19 on patient care 

During the session, we heard some powerful stories, both heart-warming and 

distressing.  Experiences were mixed, with patients sharing situations where their 
clinicians had gone above and beyond in ensuring continuity of care, as well as 

those in which patients or parents of those with a rare disease found it challenging 

to access the care they need. I think it is important we share these stories, using 

the patients’ and clinicians’ own words. 

Experiences of primary care services were also mixed, with some slow to adapt to 
the new reality. 

Section 1: 
The Patient Voice

David Rose, patient advocate 

My experience of care during the pandemic has been a mixed 
bag. Telemedicine has been good for some aspects of my care 

and awful for other elements. Lots of rare-disease patients need 

to go through their GP to access care, but many surgeries have 

struggled: not doing the usual tests and face-to-face appointments and 

always blaming Covid-19. I feel I have been slightly left behind; I understand 

that Covid-19 is serious, but I feel like it is being used as a ‘get out of jail card’ 

for everything and I personally don’t think that is acceptable.

June Okochi, patient advocate 

I haven’t found primary care useful – they haven’t helped. Every 

time I called my GP during the pandemic about my prescription, I 

couldn’t get an appointment, so I had to go to my specialist team to 

prescribe my medication which they mailed to my home. 
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Primary care was not the only element of the system that struggled to provide 

continuity of care. The loss of physiotherapy, and speech and language therapy 

were particularly hard felt, with many services stopping completely, and other 

services moving online.  

One powerful testimony from a parent with a child with an undiagnosed rare 

condition highlighted the challenges that many parents are having in accessing 

care – particularly surgery – to help their child’s condition; 

Dr Larissa Kerecuk, Rare Disease Clinical Lead, Consultant 

Paediatric Nephrologist, Birmingham Women’s and Children’s 

NHS Foundation Trust 

We did whatever we could to help patients and families; 

communication between us and GP practices increased significantly 
and we found that a lot of GP practices were very helpful in arranging 

investigations locally and even doing prescriptions for medication they would 

not have previously prescribed. 

Marie Pritchard, SWAN UK 

For many children, therapies such as speech and language 

therapy, occupational therapy and physiotherapy, haven’t 

happened for over a year.

June Okochi, patient advocate 

Physiotherapy over the phone has been tricky – particularly when 

it is not through video consultation. I have not found it helpful. 

Zainab Najefi, patient advocate 

My son previously received physiotherapy and speech and 

language therapy at school, but he has missed out on that over 

the last year, which has been detrimental to him.

9



Other aspects of care, such as outpatient care, have been similarly affected.  

Elsewhere, there have been problems associated with how samples 

and tests have been undertaken.   

Marie Pritchard, SWAN UK 

A lot of families have found that surgery has been delayed, leaving 

a child or young person in pain. What may previously have been a 

simple problem has now become a complex procedure. One parent 
shared the example of their child needing simple foot corrective surgery, but it 
has been delayed so much that surgery can no longer happen and they don’t 

know if they can help that child’s foot anymore, and that child may never be able 

to walk. 

June Okochi, patient advocate 

I get blood transfusions every six to eight weeks. During the 
second wave we had a number of specialist staff who were 
unwell from Covid which meant some of my appointments were 

rescheduled.  This had a knock-on effect on other patients and on 
future appointments. 

Alastair Kent OBE, Former Executive Director of Genetic 

Alliance UK and independent patient advocate 

In some areas it is now possible to have these routine tests 

conducted at a local GP surgery, rather than in a tertiary centre, 

but some hospitals do not have the ability to do the specialist test 

required, and getting the sample routed to the lab who can do that analysis 
has proved very difficult in many cases, as you are going outside of the 
system. Some families have found that almost impossible to make happen 

because of the inertia of NHS systems, which are not geared up for these 

non-standard routes. 

Dr Will Evans, GP 

In some metabolic diseases you need to do ongoing blood 

monitoring, and historically that would be done at the tertiary 

centre, although that wasn’t really necessary. Going forward, 

one of the issues that needs to be considered is not just the 

commissioning pathway for where the test is conducted, but also whether the 

lab set-up is appropriate to receive and process that test. These processes 

need to be organised to fit around remote consultations.  
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Even seemingly simple activities have been impacted by Covid-19. 

On the positive side, many participants reported high-quality specialist care, 
particularly when asked to shield.  

It has also allowed for an expansion of clinical experiences for healthcare 
professionals in training. 

Sophie Muir, Chair and Founder, 

Timothy Syndrome Alliance (TSA)   

My son has a loop recorder to monitor cardiac activity, and we 

had to wait four months for the battery in the device to be replaced, 

because of Covid-19. 

June Okochi, patient advocate 

One of the positives from my care during the pandemic was 

that the specialist care was really good, particularly when I was 

asked to shield. Engagement was even better than previously; the 

haematology team were checking in with me almost every week and 

reminding me that care is still ongoing, and if I felt unwell or went into a crisis, 

that I should not stay at home, but should go to A&E. 

11



Many patients have also found the pandemic has given them the tools and 

resources to better manage their own care.

Karen Owen, patient advocate 

My own experience has turned from a horrific roller coaster 
to being the best period of health in my life. At the beginning 

of lockdown my condition was unsettled, and I was petrified 
of having to go into A&E. As lockdown started, I spoke to my GP 

and said I need my intravenous drugs without having to go to hospital. All I 

needed was someone to insert a cannula, but it took five people two weeks 
to decide that such a request couldn’t be accommodated locally. The only 
way I could do it was to phone for an ambulance, they would put the cannula 

in and then wait an hour while I gave myself my medicine. All this so I didn’t 

have to go to hospital. But this was a disgusting waste of money. In my view, 

the organisational structures and financial silos prevent the NHS working in a 
multidisciplinary way.

The pandemic had a significant impact on healthcare professionals and 
their ways of working.

Dr Will Evans, GP 

Digital solutions have allowed trainee healthcare professionals 

to join clinics and get experience of a condition or a clinic that they 
never would have previously seen.

Dr Larissa Kerecuk, Rare Disease Clinical Lead, Consultant 

Paediatric Nephrologist, Birmingham Women’s and Children’s 

NHS Foundation Trust 

Quite early on in the pandemic, I realised that someone should 

take responsibility for the patients who needed to shield. I 

contacted the Chief Medical Officer of our Trust and got myself a job! I was 
then responsible for all shielding advice for all patients and ensuring that 

central guidance reached our patients. Different teams had different ways 
of finding patients. In my specialism – nephrology – it was very obvious that 
transplant and dialysis patients should shield, but it was more complex for 
other specialties. We looked for patients that were in the shielding categories 

by asking each specialty to identify their patients, searching via coding and 

clinical records, and we also asked our hospital pharmacy to identify patients 

that had been prescribed immunosuppressants over the past 12 months.

We also received lists from NHS Digital, and it was quite an exercise trying 
to triangulate all these inputs. In total, there were around 5,000 to 6,000 

patients in our hospital who needed to shield.
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Many participants also reported the increase in support from online rare disease 

groups and communities during the pandemic. 

Telemedicine generated the most mixed opinions, with participants reporting 
frustrations with some specialities being moved online. However, for more general 

check-in discussions with healthcare professionals with whom they already have 

an existing relationship, teleconsultation was welcomed, as it significantly reduced 
travel time and costs. 

Karen Owen, patient advocate 

For me, the biggest improvement is the access to online peer 

support; I now have seven social media groups to connect with 

others, and that helps the 360 days per year when we are not 

being supported by the clinicians. I believe there should be more 

investment in good-quality peer support. 

Dr Will Evans, GP 

There has been good coordination between several metabolic 

patient groups, and the disease specialists and treatment 

centres during the pandemic. We have run three webinars for the 

patient community, which were very well received and during which 

healthcare professionals were able to answer some of their questions about 
the pandemic. 

Dr Lucy McKay, CEO, Medics 4 Rare Disease 

The biggest positive outcome has been greater communication 

between different rare disease groups and communities online. 
I am talking to people across different sectors more than ever 
before.

Zainab Najefi, patient advocate 

My child has a rare condition and having some of the 

appointments on video/telephone has been quite helpful. Prior 
to the pandemic, many of our appointments were in London and 

trekking back and forwards to Great Ormond Street was very tiring 

for my son and could be overwhelming. So, in one sense it was quite nice as it 
calmed down. However, some appointments need to be face-to-face. My son’s 

condition is progressive, so things can change quite quickly so we are very 
anxious that things might be missed during a short telephone call, particularly 
things like cardiology or ophthalmology, which should be looked at in person.
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Clinicians also had mixed views on teleconsultations:

Despite both healthcare professionals and patients highlighting the role for a mix 
of face-to-face and teleconsultation in the future, there is no guarantee that this 

mixed provision will remain.  

Marie Pritchard, SWAN UK 

When you have a child with a severe learning disability, it is hard 

to get them involved with their own care, and this is exacerbated 
with online appointments, where getting them to engage can be 

extremely challenging and sometimes impossible. 

Dr Will Evans, GP 

There was already a reasonable amount of evidence from 

primary care about what type of consultations work remotely and 

which ones don’t, and we know that transactional consultations are 

the ones that work. Due to the pandemic, people have become more 

experienced in using video consultation, but there are still some significant 
limitations. 

Dr Larissa Kerecuk, Rare Disease Clinical Lead, Consultant 

Paediatric Nephrologist, Birmingham Women’s and Children’s 

NHS Foundation Trust 

We know many of our patients well and so, for many of them, 

telemedicine was a good thing, and they were relieved that they 

didn’t have to travel during the pandemic. We also reorganised some 

of the outpatient services, such as phlebotomy, to limit waiting times and 

therefore the risk of infection for patients. However, there are challenges; 

clinicians start to assess people from the moment you meet them – how 

they walk, how they communicate, how they interact – but you miss out on 

that with telemedicine. This was particularly challenging when an interpreter 

was involved, as language line was primarily phone-based rather than video-

based, so there were no visual clues. Safeguarding issues are also harder 

to identify via technology, and many families did not have access to the 

necessary technology, so in many cases we invited them for a face-to-face 

appointment. Video calls can also have some privacy issues; we sometimes 

found that families were out shopping, in the park, or driving when we called 

and we were very conscious of telling them something upsetting or trying to 

communicate complex instructions during that interaction. With teenagers, 
we were also aware of privacy issues, many of them would not want to speak 

about mental health or sexual health issues as they might have concerns 
about being overheard by their relatives.
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Clinical research is an area that has adapted to a new normal, and in which both 

patients and HCPs want to retain some of the new ways of working. 

Attendees also raised concerns about the slowing of the diagnostic pathway, and 

for the many patients whose access to diagnostic tools will have been delayed by 

the pandemic. 

Dr Will Evans, GP 

Some secondary care clinicians are concerned that their 

outpatient provision will be removed, as there is an expectation 
that consultations will carry on remotely.

Dr Will Evans, GP 

We have clinical trials currently running and one of the positives 

has been the use of remotely collected data. Going forward, 

we should encourage the greater use of remote monitoring and 

the use of such technologies should be written into the clinical trial 

protocol. 

Dr Larissa Kerecuk, Rare Disease Clinical Lead, Consultant 

Paediatric Nephrologist, Birmingham Women’s and Children’s 

NHS Foundation Trust 

Post-pandemic, we want to maintain the choice of virtual 

appointments for some patients. This has been talked about for 

many years, way before the pandemic, and is good and appropriate for some 

patients especially when they live far away. However, for new patients and for 

some clinical problems, seeing the patient face-to-face is a must. 

Alastair Kent OBE, Former Executive Director of Genetic 

Alliance UK and independent patient advocate 

A lot of research and trials were stopped or delayed at the 

beginning of the pandemic. Since then, there has been a lot of 

ingenuity in how these trials can be conducted without the necessity 

for families to travel to the trial centre. Such ways of working are of particular 

benefit for patients with rare diseases, as they are geographically very 
dispersed, and will allow for participation without the imposition on their time, 

resources and energy. We must not let the innovations that have been created 

out of necessity be allowed to slip away when we go back to a more traditional 

way of operating. 
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Dr Will Evans, GP 

There will be lots of people with concerns, particularly about 

children, but who will have delayed seeking care due to the 

pandemic. There will also have been a reduction in the number of 

available investigations, so people are not moving along the diagnostic 

pathway.

Lauren Roberts, Interim Joint CEO of Genetic Alliance UK 

Currently in the UK, we don’t track or code the undiagnosed 

community and we need to be careful not to exclude those who 
are still on their diagnostic journey. Sometimes HCPs don’t signpost 

undiagnosed families to support because they are worried it implies 

they will never get a diagnosis. If you get it right for the undiagnosed, you are 

likely to also get it right for those with a rare condition, but it doesn’t always 

work the other way around.

Marie Pritchard, SWAN UK 

Many people have found the last year overwhelming and lonely. 

The pandemic has placed a huge burden on parents of children 

with rare diseases. Even as things go back to normal, parents have 

difficult decisions to make. I have heard of families that are shielding 
being told they will be removed from the clinician’s books if they don’t 

return to face-to-face appointments.

Katy Baker, patient advocate 

We need to address the mental health side, particularly when 

going through a diagnosis. I personally don’t think a life-changing 

diagnosis should be given over the phone. You need to be 

face-to-face, build the rapport with the doctor and think about an 

action plan. Diagnosis doesn’t just impact physical health, it also impacts your 

mental health.

Many participants also highlighted the risks of deteriorating mental health and 

wellbeing, which they worry will have been exacerbated during the pandemic.  
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Summary

The experiences, thoughts and ideas of the participants were both moving and 
challenging and has informed our thinking about the focus and priorities of the 

forthcoming national implementation plans in Section 2.
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Each of the four nations of the UK will be publishing their own action plans in the 

coming months, tailored to their health systems and their population. However, 

building on the contributions from our patients, carers and healthcare professionals 

during the roundtable, as well as my own experiences as a rare disease patient and 
a Health Minister, there are some universal elements that should be included in each 

of the implementation plans. 

Priority 1: helping patients get a final diagnosis faster

I have often spoken about my own long and complex journey to a diagnosis, and 
I know I am not alone in this experience. On average, it takes over four years for a 
patient to get an accurate diagnosis of a rare disease8,  and many patients give up 

before ever receiving one.  

The improvements in genomics mentioned above is one way to reduce this delay, 

but it alone will not provide all the answers, as only 80 per cent of rare diseases 

have a genetic basis9. It also requires patients to feel able to speak up about their 
symptoms, and healthcare professionals with the time, skills and knowledge to 

support patients on this journey.  

We know that 75 per cent of rare conditions present in childhood10 and yet the 

UK newborn bloodspot screening programme tests for far fewer conditions than 

comparable countries.  In England, Scotland and Wales, children are tested for nine 

conditions, compared with 43 in Italy11. In each of the four nations of the United 

Kingdom, the NHS should consider expanding this programme to cover more rare 
and inherited conditions and bring the UK in line with the best performing countries 

globally. As recommended by Genetic Alliance, the costs and benefits of whole 
genome sequencing for all newborns should also be explored in a pilot scheme12.

Receiving an accurate diagnosis also requires access to the latest diagnostic tools 
and techniques. The 2019 NHS Long Term Plan commits to investment in equipment 
such as CT and MRI scanners, as well as broader reforms of diagnostic services, 

to allow for more tests to be conducted rapidly13.  Recommended by Sir Mike 

Richards,14 the Community Diagnostic Hubs (CDHs) should be implemented as a 

matter of urgency, to help tackle the backlog created by the Covid-19 pandemic. It 

is vital these CDHs are not just used to provide additional diagnostic capacity for 

the ‘big three’ (cancer, cardiac and respiratory) conditions, but can also be accessed 

by those suspected to have a rare condition. This would reduce the need for 

patients with rare diseases having to make multiple visits to a healthcare setting for 

diagnostic tests.

With many rare and ultra-rare conditions affecting only a few individuals globally, it 
can be difficult to categorise conditions and identify individuals for clinical research. 
To address this, the Cambridge Rare Disease Network proposed a comprehensive 

national rare disease registry15. The ambition is to use this as a “screening 

library of genotype, phenotype and natural history of patients”16.  This would be 

complemented by the growing National Genomics Research Library which will form 

a ‘live’ registry of patients with genetic rare diseases diagnosed through the 

Section 2: Rare Disease 
Framework Action Plans
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100,000 Genomes Project and the NHS Genomic Medicine Services. These 

initiatives are beneficial both for individual patients but also to highlight the 
overall impact of rare disease on society by accurately quantifying the true 
burden of disease. 

Alongside the greater use of patient databases and registries, it is important 

that the issue of clinical coding for rare disease is addressed. While this may 

seem a technical consideration, clinical coding can influence service design, 
clinical leadership, resourcing and investment decisions. The World Health 

Organization’s International Classification of Disease (ICD-10) codes can also be 
used to identify patients who might be suitable for clinical trials and are used 

as part of retrospective or epidemiological studies.  Thus, having an accurate 

diagnostic code assigned to each rare disease patient is important, both for that 

individuals’ care and for future rare disease patients. Yet many rare diseases 

are not included in ICD-10. Of the approximately 7,000 rare diseases, only about 
500 have a specific code17. The 2013 UK Strategy for Rare Disease pledged to 

examine whether ICD-11 can complement other coding systems that are more 
relevant to rare diseases18, and it would be useful if DHSC could provide an 

update to this prior to the implementation of ICD-11. 

If it is not possible to code all the undiagnosed patients through ICD-10 or 

other systems, then the UK should explore other ways of offering support 
and care for those patients who never receive a formal diagnosis. The French 

National Plan for Rare Diseases pledged to “regularly reassess the cases of 

currently undiagnosed patients in order to obtain a diagnosis in light of scientific 
advances”19.  Replicating such a pledge in the UK would allow the true number of 

undiagnosed patients to be known, and appropriate care and support offered. 
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Priority 2: increasing awareness of rare diseases among healthcare 

professionals

It is obviously impossible, and unreasonable, to expect every healthcare 
professional to know about every one of the approximately 7,00020 rare diseases 

currently classified.  However, the Rare Disease Action Plans should consider 
how to engage healthcare professionals, and in particular GPs, to support those 

patients they suspect could have a rare condition.

Medics4RareDisease (M4RD) is campaigning for an attitude change towards 

rare disease among medical students and doctors in training. They identified 
that during medical school most healthcare professionals only get training on 

a handful of rare diseases, and even less on the concept of rare disease and 

undiagnosed conditions. To address this, M4RD have developed an online module 

for postgraduate training on rare disease21.

In addition to continuing to drive awareness of rare conditions, there should be 

clearer and more streamlined services to which GPs can refer or signpost a patient 

if there is a possibility that the patient could be the one in 17 people affected 
by a rare condition. This would be particularly beneficial in the case of children, 
where many families are forced to spend considerable amounts of time navigating 

complex and fragmented care pathways, often at considerable cost to their own 
wellbeing. 

Priority 3: better coordination of care

One of the most moving parts of the patient roundtable was hearing a young person 

with a rare disease, Katy Baker, described manging her condition:

Katy is far from alone with this experience, and patients often tell me of how 
frequently they have to describe their story to multiple healthcare professionals: 
repeating their symptoms and the treatments and care they have received. Not 

only is this time consuming, but it can also be harrowing, reliving painful or difficult 
experiences, and could have a detrimental impact on patient safety. 

During my time as a Health Minister, I asked NHS England to implement a rare 

disease ‘insert’ from April 2019. This is a set of criteria to sit alongside NHS England 

specifications for services treating patients with rare diseases and allows NHS 
England to hold providers to account for the way in which they treat patients with 

rare diseases. There are up to three criteria in the insert (dependent on the nature 

of the service):

Katy Baker, patient advocate 

It is like having another job, as I spend so much time coordinating 

my care and acting as a messenger between healthcare 

professionals.

20



• There must be a named person responsible for coordinating the care of any patient with a 

rare disease.

• Patients with a rare disease must have an ‘alert card’, including information about the 

patient’s disease, any aspects which should be considered when providing care to that 

patient, and details of how to contact an individual expert in that patient’s care.
• Every paediatric patient with a rare disease has an active transition to an appropriate adult 

service. 

The November 2020 Rare Disease Strategy Progress Report22 reported that of 1,000 teams that 

self-assessed against the above criteria, 91 per cent confirmed there is a person responsible for 
coordinating the care of any patient with a rare disease; 56 per cent confirmed they gave each 
person an alert card, and 91 per cent confirmed they had active transition in place.  NHS England 
has confirmed that relevant Programme of Care or regional teams will follow up where there are 
patterns of poor compliance. 

Despite this positive data, evidence from the roundtable was that patients do not feel they 

have a single point of contact coordinating their care. In fact, the most frequently suggested 
solution among roundtable participants was the introduction of a single point of care to reduce 

the burden of bureaucracy on the patient, their parent, or carer. This has been delivered very 

successfully in some areas, and the Roald Dahl specialist nurses23 in Birmingham Children’s 

Hospital were singled out for their skill and expertise in coordinating care for paediatric patients. 
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Unfortunately, this single point of contact is often lost as patients transition from 

paediatric to adult services. One roundtable participant received all his care as a child 

at Great Ormond Street Hospital, yet since transitioning to adult services is treated by 

multiple departments in seven different hospitals. This can result in confusion with 
one department prescribing a medicine that another department advises against due 

to the potential impact on another organ. It can also sometimes result in rare disease 

patients being managed by a clinical specialism which is not appropriate for their 

condition.

It is clear that the role of the care coordinator is not meeting patient needs as it should. 

I therefore urge the four national action plans to review this role and ensure it is fit for 
purpose to meet patient needs. Participants at the roundtable suggested that the adult 

care coordinator could be a GP with an extended role, or a specialist nurse with a focus 
on rare, undiagnosed and complex conditions. They would act as a gateway into other 
services, as well as coordinating between primary and secondary care, and the multiple 

specialties a patient is likely to touch. Such an approach is worth detailed consideration. 

Improving the role of the care coordinator is an important step, but it must be 

supported by better multi-disciplinary team working and robust IT.

I would like to see an electronic patient record that can be accessed by all those in a 

patient’s care team including social and community care, where necessary.  It may be 

appropriate for the patient or parent to access or input into the care record. During 

the Covid-19 pandemic, we have seen that technology can be a useful tool when used 

correctly, and the national implementation plans should consider how digital solutions 

are used to support care coordination. For example, through virtual multi-disciplinary 
team calls.

Since I began work on the ‘alert card’, there have been significant advances in 
technology and increasing opportunities for patients to hold their medical records on 

their phones. I would welcome the national implementation plans considering whether 

technology can be used to support and enhance the ‘alert card’ objectives, perhaps by 

integrating it into the NHS App.

On a more general note, the forthcoming Health and Social Care Bill proposes the 

introduction of integrated care systems (ICS). These will be comprised of “ICS Health 

and Care Partnerships, bringing together the NHS, local government and partners and 

an ICS National Body. The ICS NHS body will be responsible for the day-to-day running 

of the ICS, while the ICS Health and Care Partnership will bring together systems to 

support integration and develop a plan to address the systems’ health, public health, 

and social care needs.”24

While I welcome these proposals in principle, we need to think carefully about the 

potential impact this could have on the care for rare-disease patients, when in 

many cases it will be local clinicians coordinating care, using national specialised 

commissioning budgets. The national implementation strategies must consider the 

impact of this service redesign to ensure there is no delay for patients in accessing 

diagnostics, treatment or care.
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Priority 4: improving access to specialist care, treatments and drugs

For many patients, the ultimate hope is for a treatment that can cure, or at very least 

manage their condition. However, of the 7,000 known rare diseases, about 95 per cent have 

no treatment25. Those conditions for which a treatment is available often come with a very 

high price tag; a recent treatment for spinal muscular atrophy has a list price of 

£1.79 million, although the NHS has agreed a discounted price with the manufacturer26. 

On top of limited treatment options, rare disease patients are likely to be affected by 
ongoing pressures on NHS finances and a growing waiting list for referrals. In December 
2020, there were more than 220,000 people waiting for more than a year for routine 

planned care, compared with only 1,500 people in December 201927.

Despite these challenging circumstances, the NHS and organisations such as 

National Institute for Health and Care Excellence (NICE) and Medicines and Healthcare 
Products Regulatory Agency (MHRA) need to view Covid-19 and the UK’s exit from the 
European Union as an inflection point: an opportunity to step back and consider how we 
can do things better, to the benefit of all patients. It is for this reason I welcome the new 
NHS England Commercial Framework, the NICE Methods Review, the MHRA Innovative 

Licensing and Access Pathway (ILAP) and the Medicines and Medical Devices Bill, all of 

which provide opportunities to position the UK as a world leader in bringing innovative 

medicines to market. 
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The Government also plans to replace the Cancer Drugs Fund (CDF) with a new 

Innovative Medicines Fund28. This is an exciting step, which carries a lot of expectation 
from patients, but must not be allowed to replicate the mistakes of the CDF, such as 

overspending and complex data-collection requirements. In particular, it must take a 
strategic approach to which medicines are covered and focus on those products that 

need to generate data, while allowing patients access to the latest innovations, for 

whom there are no other treatment options. It is vital the criteria, processes and scope 

are clearly set out in advance, so it is commercially viable for life sciences companies, 

while offering clear expectations for patients and managing limited resources. 

However, increasing the funding available for medicines will only go so far. Alongside 

this, we need to ensure the processes are fairly valuing treatments for rare diseases. The 

ongoing NICE Methods Review should consider the discount rate for both health gains 

and costs, as well as explore options for a greater use of non-traditional datasets. There 
should also be consideration of the modifying factor for incidence and prevalence, to 

ensure those therapies targeting small patient populations that do not qualify for highly 
specialised technology guidance are not disadvantaged in terms of willingness to pay.

Clinical research has also undergone a sea change during the pandemic. Alongside 

restarting trials as rapidly and safely as possible, consideration must be given to how we 

maintain some of the elements of ‘virtual’ trials, such as remote patient monitoring, that 

has been appreciated by patients. Alongside this, there must be a larger role for patient 

representatives at every stage of trial design and implementation. Patient engagement 

should start at the point of trial design, engaging with patients on identifying outcomes, 

and ensuring that the study reflects patients’ priorities. The UK is well placed to lead the 
world in clinical research due to the ability to identify patients with specific genotypes 
who might be appropriate for trials with highly targeted therapies who have joined the 

National Genomic Research Library. 

Additionally, given the low number of patients in each country, most clinical trials for 

rare disease patients are likely to be global, or at least pan-European.  It is therefore 

important that the Uk’s future clinical trial regulation allows for cross border 

collaboration, including rapid and efficient ethical approval and recruitment.  

Our collective aspiration must be to make the UK an attractive location to undertake 

clinical research and to launch new medicines, while remaining part of the important 

elements of the EU ecosystem, such as Horizon 2020 and European Reference 

Networks29.

Summary

I welcome the 2021 UK Rare Disease Framework and agree with its four priority 

areas.  However, underlying all of these should be patient empowerment. The 2013 UK 

Strategy for Rare Disease recognised the importance of empowering those with rare 

diseases30, but this was not explicitly included in the 2021 Rare Disease Framework. 
While such empowerment and choice may be set out in the NHS Constitution31, it must 

be explicit in each of the four national implementation plans to fulfil the World Health 
Organization’s description of patient empowerment as a “pre-requisite for health32.”  
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To compound the challenge, these four national action plans will need to be drafted 

as the pandemic continues. While infection and death rates are moving in the right 

direction, there is no doubt this pandemic will have a long tail, both with the effects 
of long-Covid and the backlog of referrals that already overstretched staff will be 
expected to manage. 

The majority of rare disease patients report that Covid-19 has had a negative 

impact on their care. At the peak of the first wave of the pandemic, 40 per cent of 
patients reported a closure of hospital units, 20 per cent reported a disruption in 

supply of medicine, and 16 per cent reported a shortage of equipment necessary 
for their care33.  By summer 2020, 21 per cent of patients reported they were unable 

to access treatments, and 30 per cent perceived these interruptions to care were 

‘probably’ or ‘definitely’ life-threatening34.

However, we know that a crisis can drive innovation, and there are some positive 

examples of how technology, such as remote monitoring, allowed patients to take 
control of their condition and their care during the pandemic. During our patient 

roundtable we heard of examples in which telemedicine allowed a patient to 
consult with multiple HCPs simultaneously from home, reducing time away from 

other activities, such as work or education, and reducing costs such as travel. Such 

technology also allowed GPs and trainee healthcare professionals to participate in 

clinics they would normally have not been able to access. We need to explore which 
elements of technology enabled care should be retained for those patients who 

want it, while ensuring that those patients who would prefer face-to-face, or who do 

not have the skills or technology to access remote care, are not disadvantaged.  

Many rare-disease patients are reliant on clinical research to gain access to the latest 

technologies and treatments. Yet during the peak of the Covid-19 pandemic, many 

studies were paused or stopped completely. As of January 2021, National Institute 

for Health Research (NIHR) statistics shows that 69 per cent of both commercial and 

non-commercial studies that were paused have restarted, and 60 per cent of 

previously paused studies have recruited patients35.

It is imperative that all clinical research is restarted as rapidly as possible, in order 

that patients can benefit not only from the trial, but from any findings stemming 
from that research. However, we should also take this opportunity to consider 

whether trials that were paused, or those that have yet to commence, should be 

conducted in exactly the same way as prior to the pandemic.  

Evidence suggests that about 30 per cent of Phase III studies fail due to enrolment 

challenges36, and this is exacerbated in the rare disease community where there 
are fewer potential patients to meet the eligibility criteria. While patients often 

want to participate in a trial for altruistic reasons, the additional burden of visits, 

monitoring and procedures can be a disincentive, compounded by potential lost 

earnings or additional costs associated with participation. We should therefore take 

this opportunity to consider whether more trials can be done ‘virtually’, making use 

of remote consultations or patient monitoring technology to reduce the number of 

visits to the study centre.   

Section 3: Post Covid-19 
Restart Programme
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Summary

Covid-19 should be an opportunity for the teams developing the implementation 

plans to listen to the views of patients, their families and carers. Rather than 

restarting the services previously on offer, we should take this opportunity to 
rebuild the services around patient needs, utilising technology and taking into 

account digital advancements since the service was last reviewed.  This will not 

be easy, but it is vital as we design an NHS fit for the future. The challenge for 
the authors of the four national implementation plans will be to prioritise those 

actions that can have the greatest impact on patients’ lives.  
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In the 75 years since the NHS was established, our understanding of disease 

has come a long way. I have no doubt we will see similar advances over the next 
75 years. We will discover even more rare diseases, and diseases that we have 

previously considered one condition will be reclassified into multiple variations.  
We are already seeing this with cancer, with types of cancer being further sub-

classified, and treatments becoming more targeted.  

However, more detailed classification of disease is not the only lesson the rare 
disease community can draw from cancer. The death rate from cancer in the 

United States declined by 29 per cent between 1991 and 2017, with an average 

reduction of 1.5 per cent per year between 2008 and 201737. This is partially as a 

result of a global focus on reducing lives lost from cancer, with significant state and 
private investment in research resulting in a significant increase in the number of 
available treatments. This research focus was accompanied by widespread public 

pressure keeping cancer care high on the public agenda. In the UK, this resulted in 

multiple national strategies, cancer waiting time targets and the Cancer Drugs Fund 

to pay for innovative medicines to treat the disease.   

The rare-disease community should learn from this example and use our combined 
strength to ensure our voice is heard. We should follow the lead of cancer in 

campaigning for more investment in research and care and a focus on improving 

services for patients with rare diseases. Only then will we see more personalised 

treatments for these conditions, informed not only by our understanding of disease, 

but also our own genomic sequences and clues hidden in our DNA.   

I believe the UK, as a post-EU member in a post-pandemic world, can be a leader in 

the diagnosis, care and treatment of patients with rare diseases. This will require not 
only the latest technology and innovation, but also the desire and commitment of all 

those who commission and deliver health and care services. Only then can we truly 

say that we have improved the lives of the 3.5 million people in the UK living with a 

rare disease.   

Conclusion
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