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Abstract 

 Background: the UK Rare Diseases Framework is the latest policy initiative that aims to 

improve healthcare for rare diseases in the UK, with four priorities focussed on faster diagnosis, 

increasing awareness among healthcare professionals, better care coordination and improved access 

to specialist care and treatment. A survey of over 1,000 people living with rare diseases in the UK 

immediately prior to the publication of the Framework captured quantitative and qualitative data 

about their experiences. The qualitative analysis is presented here and compared with the content of 

the Framework. 

 Results: People living with a rare condition in the UK continue to have very mixed experiences 

of healthcare and our findings illustrate substantial continuing unmet needs that fall under each of 

the four priorities of the Framework.  
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Conclusions:  Comparing the findings with what is emphasised in the Framework suggests specific key 

changes to policy and practice which might be missed by action plans developed under the 

Framework. The overall provision in the UK for people living with rare conditions needs to be 

improved and regularly reviewed, to ensure they are not being unfairly excluded from appropriate 

diagnosis, treatment or support. 

 

Keywords: survey; qualitative; patient experience; UK; UK Rare Diseases Framework 

Background 

The first UK Strategy for Rare Diseases was published in 2013 (1) and included 51 commitments. The key 

features included: personal care plans covering health and care services, access to information for patients, 

families and carers, better methods of identifying and preventing rare diseases, improving diagnosis, providing 

better education and training for health and social care professionals, and building on research to improve 

personalised approaches to healthcare.  

Despite the existence of the Strategy, recent data indicate that living with a rare disease continues to present 

significant challenges to people in the UK. Genetic Alliance UK (in a partnership agreement with Alexion UK) 

completed an extensive survey (over 1,000 eligible responses) into the lived experiences of those who are 

affected by or cared for someone with a rare, genetic or undiagnosed condition (2, 3). Analysis from the 

quantitative elements of the survey showed that over one third rated their overall experience of care as either 

poor or very poor, around half of the respondents did not believe the quality of their care had improved over 

the last five years with a further 1 in 5 reporting care to have got worse. The diagnostic odyssey was still evident 

from the results with over half of patients (52%) who had been diagnosed within the last five years having 

waited for over two years for their diagnosis, and 41% had waited for over five years. Half the respondents did 

not feel that their care was effectively coordinated, and just under half (48%) stated that there was a specialist 

centre available for their condition but only around half of these (52%) accessed the specialist centre. Two 
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thirds of the respondents (64%) believed that the system for making medicines available to patients is unfair on 

people who live with rare conditions. Both reports highlighted that those with more complex conditions 

(defined by the number of aspects of health affected) rated their experiences poorer compared to those who 

had less complex conditions. Fewer than 15% of respondents believed that the professionals they receive care 

from other than their ‘regular’ hospital clinicians (i.e. GPs, paramedics, emergency room staff and social care 

staff) have enough information about their conditions.   

 

In January 2021 the UK government published a new UK Rare Diseases Framework to replace the 2013 strategy 

(4). Within this document four priority areas are outlined: helping patients get a final diagnosis faster; 

increasing awareness of rare diseases among healthcare professionals; better coordination of care; and 

improving access to specialist care, treatments and drugs. The selection of the priority areas in the Framework 

was partly based on a 2019 survey called the “National Conversation on Rare Disease” designed to identify the 

main challenges for those living with, caring for or working with rare diseases.  

 

There is a commitment from the four nations of the UK to develop action plans to deliver the aims of the new 

Framework. It is clear from Genetic Alliance UK’s recent survey (2, 3) that currently not all healthcare needs of 

those with rare conditions are being met. For the new UK Framework to be successful in addressing these 

needs the action plans need to cover all the challenges which are faced by those in the rare condition 

community. The aim of this study was to carry out a systematic and detailed qualitative analysis of the text 

responses to open-ended questions in the Genetic Alliance UK survey to highlight elements which may be 

missing from the Framework but which could be incorporated into the action plans. 
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Methods 

 Survey instrument 

An online survey of 102 questions was distributed in late June to early August 2020; the survey was hosted 

using the SurveyMonkey platform. The questions were based on previous surveys undertaken by Genetic 

Alliance UK (5, 6), other patient experience surveys (such as the Cancer Patient Experience Survey (7)), other 

relevant studies (such as the CONCORD study focussing on care coordination (8)) and the anticipated focus of 

the new UK Rare Diseases Framework (4). The survey instrument [see Additional file 1] used a mixture of close-

ended questions with pre-defined response categories and open-ended questions where respondents could 

supply qualitative information in open-ended text boxes. Only data from the qualitative questions are reported 

in this paper; results from the quantitative questions have been published elsewhere (2, 3). 

Respondents were asked to consent to taking part in the survey and then separately to the use of their quotes 

in future publications. Respondents were asked for details about the rare / undiagnosed condition and some 

questions were filtered in order to be appropriate for those who had not yet received a diagnosis. Question 

areas focussed on the search for a diagnosis; information, awareness and the patient voice; coordination of 

care; access to specialist care and treatments; experiences related to research; the use of technology; overall 

experiences of care; and experiences due to Covid-19.  

Six individuals were invited to pilot the survey before general release. Five took up the invitation: three parents 

of affected individuals (two with school-age children and one whose child is now an adult), one affected adult 

and one social scientist. They piloted the survey in their own time, responded to specific questions asked by the 

authors, and provided further comments. Feedback was sent by email in four cases and by phone in one. The 

survey was refined in line with the pilot feedback. 

Survey sampling 

The survey was open to anyone aged 18 or over who considered that they, or the person they care for, has a 

rare, genetic or undiagnosed condition and were living in the UK. Currently, no complete sample list exists of all 

people who consider they have a rare, genetic or undiagnosed condition so it is not possible to create a random 
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sample; therefore, a convenience snowball sample was the most appropriate sampling approach to take. No 

response rates are available as the link to the survey was sent via multiple overlapping distribution routes as it 

was shared widely across Genetic Alliance UK, Rare Disease UK and SWAN UK’s networks and member 

organisations. Due to the nature of this survey, where participants were recruited independently of the NHS, 

this work is exempt from the UK National Research Ethics Service and Health Research Authority regulations.  

 

Data analysis 

There were 1,433 eligible responses. Qualitative data was imported into NVivo Release 1.2 (QSR International). 

In order to create a coding frame of top-level codes and sub-codes all the quotes were read through alongside 

the open-ended questions used in the survey and the anticipated elements of the UK Rare Diseases Framework. 

The coding frame was then discussed with other members of the research team; top-level codes included the 

lived experiences outside of healthcare, the diagnostic journey, interactions with the healthcare service, 

healthcare professionals’ interactions with each other and those with rare conditions, the feelings of those with 

rare conditions in terms of challenges and issues, information and support needs, care coordination, medicines 

and treatment, research, technology and issues specific to Covid-19 . All of the approximately 6,000 comments 

provided in the survey were coded by one researcher (JJ) who had ongoing discussions regarding coding with 

another researcher (AH), who also checked a subset of codes (~10%). Coding was flexible so that as new codes 

were identified they were added to the coding frame. Data from those not consenting to having their quotes 

used were included to inform the analysis but their individual quotes have not been selected to be presented in 

this paper. The text of the UK Rare Diseases Framework was compared to the findings from the survey to 

establish where there were elements missing. 

Workshops  

Following completion of the survey and some initial quantitative analysis, two online workshops took place 

with 11 respondents who had completed the survey and indicated that they would be interested in taking part 

in workshops. The workshop participants came from all four UK nations and represented both carers and 
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people with a rare or undiagnosed condition. The survey findings were presented and then discussed with the 

participants. The outputs from the workshops were included in the analysis for this paper. 
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Results 

Sample characteristics 

There were 1,433 eligible respondents included in the qualitative analysis of the survey. Around 300 different 

rare / genetic conditions are represented in the survey, with around 200 only being mentioned by one 

respondent while 17 conditions were mentioned by nine or more respondents. About 10% of respondents 

mentioned living with more than one rare condition. People living with a condition made up 79% of the 

respondents while the other 21% were carers. There was limited ethnic diversity amongst the respondents with 

96% identifying as having a white background. The survey was answered more often by women (1,146 – 80%) 

than men (207 – 14%). See Table 1 for a detailed breakdown of the demographics of the respondents and the 

people cared for if a carer completed the survey. 
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Table 1 Demographics of the respondents answering the survey and those they care for (if appropriate)  

  Person with condition 
answering the survey 

Carer answering 
the survey 

Carer describing 
person they care for 

Sex Male 

Female 

Other 

Prefer not to say 

Missing 

179 (15%) 

906 (80%) 

4 (0.4%) 

4 (0.4%) 

41 (4%) 

28 (9%) 

240 (80%) 

0 

2 (0.7%) 

29 (10%) 

144 (48%) 

123 (41%) 

1 (0.3%) 

1 (0.3%) 

30 (10%) 

Age Under 18 

18-24 

25-34 

35-44 

45-54 

55-64 

65-74 

75+ 

Prefer not to say 

Missing 

NA 

69 (6%) 

168 (15%) 

205 (18%) 

271 (24%) 

224 (20%) 

130 (12%) 

25 (2%) 

2 (0.2%) 

40 (4%) 

NA 

3 (1%) 

37 (12%) 

108 (36%) 

78 (26%) 

31 (10%) 

11 (4%) 

1 (0.3%) 

1 (0.3%) 

29 (10%) 

204 (68%) 

25 (8%) 

17 (6%) 

8 (3%) 

1 (0.3%) 

4 (1%) 

8 (3%) 

2 (1%) 

0 

30 (10%) 

Region East of England 

East Midlands 

London 

North East & Cumbria 

Northern Ireland 

North West of England 

Scotland 

South East of England 

South West of England 

Wales 

West Midlands 

Yorkshire 

Prefer not to say 

Missing 

 

105 (9%) 

69 (6%) 

92 (8%) 

46 (4%) 

14 (1%) 

119 (11%) 

94 (8%) 

209 (18%) 

119 (11%) 

76 (7%) 

61 (5%) 

84 (7%) 

8 (0.7%) 

38 (3%) 

13 (4%) 

26 (9%) 

17 (6%) 

10 (3%) 

8 (3%) 

32 (11%) 

27 (9%) 

58 (19%) 

26 (9%) 

17 (6%) 

22 (7%) 

14 (5%) 

0 

29 (10%) 

13 (4%) 

25 (8%) 

17 (6%) 

9 (3%) 

8 (3%) 

32 (11%) 

27 (9%) 

56 (19%) 

29 (10%) 

17 (6%) 

22 (7%) 

14 (5%) 

0 

30 (10%) 
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Survey Findings 

The structure of the analysis was based on the 2021 UK Rare Diseases Framework (4) priorities: 

1.  “helping patients get a final diagnosis faster” 

2.  “increasing awareness of rare diseases among healthcare professionals” 

3. “better coordination of care” 

4.  “improving access to specialist care, treatments and drugs” 

The Framework’s “underpinning themes” (patient voice; national and international collaboration; pioneering 

research; digital, data and technology; wider policy alignment) were not reflected in the qualitative data. An 

additional theme of the impact of the Covid-19 pandemic is presented. 

Priority one: helping patients get a final diagnosis faster 

The sample was diverse in terms of the length of time diagnosis had taken (less than 3 months to more than 20 

years), and about 10% remained undiagnosed.  

Patient pathways - holistic body approach 

For many the diagnostic journey involved referral from primary care, followed by being discharged from a 

specialist clinic and returning to primary care to be referred back into a different part of secondary care. The 

system which people have to negotiate to achieve a diagnosis can be seen as daunting. Respondents described 

not being ‘looked at’ holistically by anyone– which was felt to contribute to delays in diagnosis.  

“the NHS did not look at the whole picture and only tried to address individual symptoms.  A 

diagnosis required all the symptoms to be put together in the same picture”  

 

Importance of getting a diagnosis 

For many respondents who did not have a diagnosis, there continued to be the desire to find one but they did 

not necessarily feel supported in doing this by the healthcare system.  
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“I feel like no-one cares about finding a diagnosis, especially now my son is in his 20s. I feel 

judged/criticised for still wanting a diagnosis. It feels like no-one sees it as important.”  

 

Uncertainty of diagnosis (experiencing misdiagnoses) 

Along the journey to a diagnosis some respondents outlined how they had received misdiagnoses. This was 

distressing for some people who did not feel the diagnosis matched what they perceived their condition to be 

or in retrospect realised that they had received inappropriate treatment or care. Some respondents indicated 

that their misdiagnosis was sometimes due to physical symptoms being treated as psychological symptoms. 

Others mentioned they have been labelled as ‘drug-seekers’ or ‘nuisances’. 

“A lot of my symptoms were dismissively blamed on anxiety rather than investigated properly. I 

have anxiety because of symptoms, not the other way around.”  

 

Enablers / barriers to speeding up diagnosis 

Respondents indicated ways in which they tried to increase the speed of diagnosis including paying to go 

private, doing their own research and being ‘lucky’ that another family member already had a diagnosis. Issues 

which people highlighted were; poor communication between doctors, being passed between specialties, the 

system being slow in terms of being referred and receiving appointments, lost medical records and results, and 

general lack of resources. 

“I was lucky - based on my family history, my consultant tested me quite early after onset of 

symptoms.”  

“I wasn't treated as an individual, but as a nuisance. This has affected my mental health 

seriously.”  
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Genetic testing 

Not all those with rare conditions have had genetic tests performed. For some this was because testing was not 

available when they initially searched for a diagnosis, for others a genetic test was not appropriate as there is 

not a genetic basis for their condition whilst others have been unable to secure a genetic test. Some people 

who were diagnosed years ago have had their diagnosis confirmed by a genetic test once they became 

available (so the genetic test was not done at the time of diagnosis). More recently, when some respondents 

talked about genetic testing it was describing the struggle experienced to get tests or test results. For some 

genetic testing has led to a diagnosis and ended their search for a diagnosis. 

 “The search was led by me but once we found the right doctor they worked very hard to find an 

answer. Things changed as genetic testing improved.”  

“Every appointment seems to end in 'hopefully we will get some results from the 100k genome 

project soon so we will wait for that' but 3 years on we still have no results and are no further on 

with a working diagnosis.”  

Priority two: increasing awareness of rare diseases among healthcare professionals 

Respondents meet many healthcare professionals during their journey to find a diagnosis and then receiving 

ongoing care. This can be a very positive experience, however for some respondents the relationship with some 

of the people they meet can be challenging.  

 

Challenging interactions with healthcare professionals 

Challenges include not being listened to, being dismissed, not being treated holistically, a perceived lack of 

knowledge from the healthcare professionals with some admitting that they don’t know what to do. The 

feelings of dismissal often arose from physical symptoms being treated as mental health problems. 
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Respondents said that feeling not heard or believed by doctors subsequently led to them losing trust and 

confidence in the NHS generally and some doctors specifically. 

 “Lack trust of NHS, GPs, doctors generally - felt they were laughing at my weird collection of 

symptoms and thought me a hypochondriac. My mental health massively deteriorated following 

mis diagnosis.”  

Respondents mentioned the lack of knowledge of healthcare professionals especially outside of the hospital 

system, and indicated that there may be further issues if they had an unusual form of the rare condition but 

their case was treated as ‘textbook’. Respondents commented that within primary care there was generally 

very little knowledge about their condition and they often felt unsupported with the impression that the GP’s 

interest was limited; there were however, exceptions to this.  

 “GPs haven't the slightest clue luckily I have 1 GP in my whole surgery who knows what it is and is 

very knowledgeable so I always request him”  

“many people have not heard of ataxia. My GP surgery gives me no support and the only 

consultation is once a year with neurology”  

  

‘Patient experts’ – knowledge of those with / caring for those with rare conditions 

Respondents in the survey often described how they have had to acquire knowledge about their condition and 

in the process have become the expert. There was a lot of pressure on respondents to find out information with 

some going to great lengths to learn as much as they could, including reading academic journals, attending 

conferences and making direct contact with experts in the field from around the world. Some respondents have 

described how when they go to see someone who is not an expert they may be in a situation where they know 

more than the consultant; this imbalance of knowledge sometimes led to issues when interacting with 

healthcare professionals who respondents implied were sometimes uncomfortable with this situation. Another 
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situation described by respondents was when the healthcare professional admits they know nothing about the 

condition but then proceed to tell the respondent what they are going to do, ignoring the patient’s expertise. 

Listen to the patient - they are often the ones who have had the time & drive to do the research in 

their condition.  

Some respondents felt put under pressure to make treatment decisions which they felt unqualified to do. 

“We have often been put in impossible positions where two clinicians disagree on care and then 

parents are asked to decide which way forward.”  

Respondents acknowledged that healthcare professionals could not know about all conditions as there were so 

many rare conditions but some felt that the healthcare professionals should try to learn about them if they 

have an affected patient.  

“Generalist practitioners cannot know about all conditions but they do need to know where they 

can access information when presented with a patient with a rare condition.”  

 

Feeling ‘unsafe’ in the system 

Respondents indicated that they are concerned when they are dealing with healthcare professionals who are 

not aware of their condition as they feel their health is potentially at risk if an inappropriate treatment or 

medication is administered. To feel more secure some described having alert cards or wearing medical alert 

jewellery or that they took ‘evidence’ with them such as a diagnostic letter or information about their condition 

which they could use in health situations where healthcare professionals did not have access to their notes. 

“I rarely feel safe with a care provider who is not aware of my condition, or who is making medical 

or medication decisions that are not appropriate for someone who has said condition.”  
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“I have been refused the medication I need by ER staff due to them misunderstanding my 

conditions and symptoms”  

 

Positive experiences with healthcare professionals 

Respondents reported positive experiences regarding their interactions with healthcare professionals, citing 

examples when they have been asked about their condition in order for healthcare professionals to further 

their knowledge. Some respondents highlighted good relationships with their doctors or felt that awareness 

amongst healthcare professionals had improved which had led to better care. Improved communication and 

forming good relationships with their healthcare providers had also led to improvements in care. Some 

described themselves as fortunate that they had always had good care across multiple healthcare settings. 

“This condition is rarely known by most professionals, however the team that have been dealing 

with me have really tried to understand and get their heads round the complete picture of my 

diagnosis to enable them to treat me adequately. I am very happy with them.”  

 “After years of suboptimal treatment in the NHS, I found a GP and a neurologist I can trust and 

who trust me.”  

  

Priority three: better coordination of care 

Those with rare conditions where multiple aspects of health are affected are likely to be seeing different 

specialists within different departments and often across different hospitals. 

Communication between healthcare professionals / disjointed care 

Poor communication between healthcare professionals in different settings, including lack of sharing of 

medical records, and a complete lack of coordination of care, were reported as contributing to poor care 
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overall. Poor coordination was reported as putting a burden onto patients or their carers because they have to 

constantly repeat themselves and provide medical information to healthcare professionals.  As with the path to 

diagnosis, respondents reported that they were sometimes treated as individual symptoms by individual 

clinicians rather than being looked at holistically as they accessed care within the system.  

“Each different clinic has been entirely independent of the others. None of the plans has taken the 

other clinics into consideration.”  

 Within the healthcare system respondents stated that there was a lack of ownership of them or their condition.  

 “When an individual has multiple rare conditions they are all handled independently with 

professionals fighting over which is the worst condition as that specialist becomes lead and the 

others can abdicate responsibility”  

For those who had transitioned between child and adult services there was a sense that they were having to 

‘start all over’ again. There was also potential confusion when different clinics transitioned children to adult 

services at different ages. 

“No coordinated transition from child to adult care. Had to start all over.”  

 

Experience of care coordination 

Respondents comments indicate how difficult it is to coordinate their own care or that of someone they look 

after. They talked about how exhausting it was and that they were unsure what they were doing. Respondents 

stated that they often did not have a choice over who coordinated their care, and sometimes the carer / person 

with the condition had to take over the role even if it had been assigned to someone else. 

“There is no coordination of my daughters care by anyone other than myself and her and frankly 

we are floundering around in the dark”  
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“Although in a residential care home that is supposed to coordinate all needs, this is having to be 

done remotely by me as a parent.”  

A diagnosis was sometimes reported as improving care coordination. Respondents described the positive 

aspects of having their care coordinated, and this was apparent for different types of coordinator. 

“My specialist nurse tells me exactly where I need to go for appointments and when, what I need 

and what I need to do. I'm blessed and grateful for such good care.”  

“Without a diagnosis, with clinical evidence, coordination of care is virtually impossible.  Once a 

diagnosis is reached charitable organisations offer valuable support.”  

Who they would like to coordinate their care 

For some respondents there was a sense that they were on ‘opposing sides’ to the medical team and they 

would have preferred a joint approach to coordination. Some felt that a care coordinator (other than 

themselves) would ‘ensure nothing was missed’. 

“I would really appreciate someone with knowledge of my son’s condition overseeing his care to 

ensure nothing is missed.”  

“A personal care Coordinator who is on my side (it sometimes feels like I’m on opposing sides with 

the medical team) to sort things out instead of me battling away just to get basics, would be 

great.”  

Priority four: Access to specialist care and treatments 

The rarity of patients requiring a specialised service or treatment, and the concomitant rarity of knowledgeable 

healthcare professionals, puts additional barriers in front of access to appropriate services and treatments. 

Accessing specialist care 
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Respondents often said they were happy to travel long distances to access specialist care if it was not available 

locally. The reported benefits of seeing doctors who are experts in their rare condition included not having to 

repeatedly explain it. 

 “I don’t have to explain everything over and over again”  

Respondents spoke very positively about specialist centres if they were able to access them. They valued being 

able to see lots of different healthcare professionals and others in one trip. Respondents also liked being 

listened to; the centres being responsive to their needs; and being treated holistically. 

“At annual review, I see a number of health care professionals ie doctor, physiotherapist and have 

all relevant tests eg ecg, breathing tests within the one appointment which is very well 

organised”  

Conversely respondents described the emotional and physical toll of feeling let down by the NHS and doctors; 

there seemed to be a constant ‘battle’ or ‘fight’ to get anything done or be heard. Some described the 

‘unfairness’ of the system when others received care they did not. 

“It feels as though you’re shouting “help” but no words are coming out…. We’ve been let down by 

not just one hospital but all of them and the over 20 doctors we’ve seen.”  

 “It feels like there’s a fight for everything. It’s hard seeing people in different parts of the country 

being offered services we have to fight for.”  

Respondents described how they have difficulties accessing appointments and referrals, with some saying they 

receive no care at all, despite requesting it. Some respondents appear to avoid interaction with the health 

service. 

“I was fobbed off by my GP and hospital specialists. I’m still reluctant to visit GP with ongoing 

symptoms.”  
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Some respondents found that once they had been diagnosed their interactions with the health system reduced 

or ceased altogether. Some responses indicated that geography or funding impacted on the care they received.  

“I feel diagnosed and abandoned. very difficult to get reviews to manage the condition and 

medications”  

 “I have managed to access more specialised care. In this time I have also moved from the North 

East which may be an influence.”  

“I frequently ask for more help/information about my condition but get told there's no money for 

rare conditions as there's not enough uptake to justify it. I am here, I am justification, I am worthy 

of help.”  

 

 

 Barriers to accessing specialist care / centres 

Some respondents said they had difficulty accessing specialist centres describing long waiting lists and having 

to travel long distances to access them. For some, even if the care was within the same country, the distance of 

travel was prohibitive and they therefore did not attend; others found difficulties in crossing borders to receive 

care.  

 “I've discovered shared care is available to patients living in South of Ireland with London 

hospital I requested this and never received it… Belfast trust do not allow patients to travel 

outside NI if treatment will cost them.”  
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Sometimes paying privately seemed the only way to be able to see expert doctors. Respondents also 

highlighted difficulties getting referrals from primary care or secondary care. Some specialist centres were only 

concerned with diagnosis and not ongoing care. 

“Specialist care and knowledge has only been open to us having gone private. Immunology is 

severely underfunded in the UK, not enough expertise is available.”  

The two national centres are more concerned with diagnosis than ongoing supervision and 

treatment advice. Certainly not supervision of care over the years  

Medications / treatments – availability, accessibility and suitability 

For some conditions there are no treatments or medications available or they are difficult to access. Some 

respondents are not confident they are offered the best medication for their condition. Funding was also an 

issue for individual respondents trying to access medications. Respondents described the allocation of funding 

for rare diseases as ‘unfair’ and some described the stress of having to battle for medications or treatments. 

“cheapest, least effective options offered”  

 “There are therapies available, but I do not qualify for them at the moment. I do not know how 

decisions about access to therapies are made, but of course the NHS is underfunded in all areas.”  

“The hardest part has been accessing Mental Health support.”  
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Impact of the pandemic 

 Respondents talked about the increased use of remote consultations and their pros and cons, and about their 

general care in the pandemic. Some respondents said that the poor care and isolation they experienced before 

the pandemic meant that nothing had changed. Some respondents were critical of how the government had 

responded to the pandemic and how they had been treated as a group. 

 “I find over phone it’s a lot easier for the patient to be interrupted or cut off when they are trying 

to explain something”  

 “Phone calls with specialist nurse is useful so I don't have to travel.”  

“We have been abandoned so nothing has changed as we weren't receiving anything before”  
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Discussion 

Although the survey was carried out during the pandemic year of 2020, the key issues it explored are long term 

and the findings are consistent with previous surveys in the UK and worldwide. (9-12). Respondents reported 

challenges concerning their interactions with the healthcare system that speak to the four priorities of the new 

UK Rare Diseases Framework (4); getting a diagnosis, the impact of the lack of knowledge amongst healthcare 

professionals, how they access care and how this is coordinated, and how they access drugs, treatment and 

specialised care.   

The impact of diagnostic delay is well documented (13, 14) and our respondents highlighted how important it 

was to receive a diagnosis in order to get further medical and other types of support. Frustrations and 

challenges felt by parents waiting for diagnoses for their children (15) were echoed by our respondents in terms 

of not being listened to or believed by healthcare professionals. 

 

Seeing someone knowledgeable about their condition was of great value to our respondents. Conversely, lack 

of awareness amongst healthcare professionals was mentioned by respondents in many contexts such as 

searching for a diagnosis, continuity of care and emergency care situations. A lack of knowledge among 

primary care doctors was particularly highlighted, as they have a vital role not only in arranging referrals to 

seek diagnosis but also being the main point of contact for many for their ongoing care. The challenge for 

primary care doctors in diagnosing (‘recognising the zebras among the horses’) (16) and caring for those with 

rare conditions has been previously recognised (17). It is concerning that some respondents described feeling 

unsafe or fearful when they were in a healthcare setting with professionals who lacked knowledge of their 

conditions. Mistrust in doctors and the healthcare system, feelings of insecurity, fear and anger among those 

with rare conditions has been reported before (18-20). It is important that those with rare conditions and 

healthcare professionals have access to information so that a partnership can be formed between them. When 

that happens, trust and direct clinical benefits such as earlier diagnosis can follow (21). 
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In line with previous research, our respondents outlined how challenging it could be to coordinate care (22-25). 

Recent research highlights the importance of information sharing and communication between different parts 

of the health service in order to achieve smooth coordination of care (26), and of the importance of integrating 

mental health care into rare disease services (27). The idea of an ‘holistic perspective’ from healthcare 

professionals mirrors the proposal for better integrated systems and was often commented on by our 

respondents. Both of these are mitigated against by medical training taking a traditional block curriculum 

approach where topics are taught relating to one bodily system at a time – this is then echoed in hospitals 

where specialisms are not encouraged to integrate. Some respondents felt there was no ‘ownership’ of their 

case within the healthcare system, leading to a ‘fight’ for care and for some to seek help in the private sector if 

they could afford it. For those who had experienced transition between child and adult services there was a 

sense of having to start again.  

Many respondents had no specialist centres for their condition, but those that did had generally favourable 

experiences as has been reported elsewhere (28). Some could not access specialist centres if there were 

barriers such as distance, long waiting lists or if the centre offered only diagnosis and not ongoing care. Some 

respondents described feeling abandoned if there was no treatment or drugs available to them. 

 

The new UK Rare Diseases Framework (4) aims to address many of the issues that our data highlight as 

important for individuals affected by rare conditions. However, our findings also point to necessary changes 

that are not within the scope of the Framework, or that the authors consider will not naturally flow from it and 

require further emphasis. For the Framework to be successful these changes need to be taken into account as 

the four national plans are developed.  See Table 2. 

[location for Table 2] 

Given the number of rare conditions and lack of registry data for them, it is not possible to survey a fully 

representative sample of rare diseases in the UK.  By using social media and patient group networks the survey 

reached a diverse set of individuals in terms of complexity of condition, geographic region, and respondents’ 
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stage of their diagnostic/post-diagnosis journey. There remains a skew in the study sample towards 

respondents who are white, female and who are themselves affected (rather than being carers, for example of 

children). Another limitation is the unknown impact of running the survey during the first year of the Covid-19 

pandemic, although the qualitative analysis presented here echoes themes uncovered by past research 

illustrating the key conclusion that many unmet needs remain. 

 

 

 

Conclusions 

People living with a rare condition in the UK continue to experience unmet needs under all the priorities of 

the latest policy initiative, the UK Rare Diseases Framework. However, there are gaps in the content of the 

Framework. As the four constituent nations of the UK develop their action plans in order to implement the 

Framework, emphasis should be placed on the changes to policy and practice that are proposed from our 

findings.  As many of those with rare conditions currently use self-funding both to find a diagnosis and to 

receive ongoing care, the overall provision in the UK for people living with rare conditions needs to be 

regularly reviewed, to ensure they are not being unfairly excluded from appropriate diagnosis, treatment or 

support. 
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Table 2. Additional changes required to meet the strategic aims of the UK Rare Diseases Framework  

UK Rare Diseases 

Framework priority area 

Changes not currently determined by the Framework 

1. Helping patients get a 

final diagnosis faster 

● Clear care pathways to diagnosis, including timely genetic 

testing, should be established. 

● The role of primary care needs to be made clearer (both in 

the search for a diagnosis and the continuity of care once a 

diagnosis has been established). 

● Misdiagnoses continue to be an inevitable part of the 

diagnostic pathway for many; healthcare professionals 

should constantly consider the certainty of the ‘diagnosis’.  

● Healthcare professionals should be supported in taking a 

holistic approach to individuals, and to acknowledge that 

people may have more than one rare condition not all of 

which have been diagnosed. 

 

2. Increasing awareness 

of rare diseases among 

healthcare professionals 

● Medical training should include better generic ‘rare’ 

awareness, and continuing professional development 

should be provided that specifically targets the unmet but 

documented needs of people affected by rare conditions. 

● Within a primary care setting it is important that someone 

within the surgery knows where they can access information 

about a rare condition if they care for an individual with a 

diagnosis. 
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3. Better coordination of 

care 

● Communication between healthcare professionals and 

sharing of medical records across settings should be vastly 

improved. Cross border care should be facilitated where 

necessary. 

● Care pathways/ plans for continuing care need to be clear 

for both healthcare professionals and for individuals 

affected by rare conditions.  

● All people with a diagnosed or suspected rare condition 

should have a named care coordinator to support their 

access to coordinated diagnosis and care, and a named 

professional to take clinical ‘ownership’ of their case. These 

roles could be combined or performed separately. 

● Coordination systems should allow for access to mental 

health services, treatments such as physiotherapy and non-

medical support services.  

 

4. Improving access to 

specialist care, 

treatment and drugs 

● Fair and equal access to the most appropriate treatment 

and drugs needs to be established, and consideration 

should be given to improving their development. 

● Regional differences in access to specialist care should be 

investigated and more fair and equal access put in place. 

● Where remote (video/phone) consultations have been 

adopted during the Covid-19 pandemic, their continuing use 

should be assessed and take into account the experiences 

and preferences of individual patients. 
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Additional material 

One file of additional material is submitted with this manuscript: 

File name: Additional file 1_survey instrument 

File format: Pdf 

Data is: the Genetic Alliance UK patient experience survey 2020, which is the online questionnaire 

used to collect the views and experiences about healthcare of people affected by rare conditions and 

which generated the qualitative data presented in this paper. 
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