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About Rare Disease UK  
 
Rare Disease UK (RDUK) is the national alliance for people with rare diseases and all who support 
them. Membership is open to all and includes patients and family members living with a rare disease, 
patient organisations, clinicians, researchers, academics, and industry. RDUK provides a unified voice 
for the rare disease community, capturing the experiences of patients and families and raising the 
profile of rare diseases across the UK.  
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diseases (June 2009). The Recommendation outlines how EU member states should develop and 
implement plans or strategies for rare diseases by the end of 2013.  
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Strategy for Rare Diseases, and worked to engage the rare disease community to shape its content. 
We are now focused on ensuring the implementation of the UK Strategy is effective and 
accountable.  
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?d]en§oĂBknaskn`Ă 
BknĂi]juĂua]noĂ¦n]na§Ăs]oĂoujkjuikqoĂsepdĂ¦jkpĂi]juĂ]bba_pa`(ĂjkpĂ
iq_dĂ_]jĂ^aĂ`kja(ĂokĂjkpĂranuĂeilknp]jp§* 

Rare diseases are higher on the healthcare agenda today than they 
have ever been. Researchers and clinicians are more aware of the 
impact of rare diseases, and more interested in patients and 
families with these conditions than ever. At least 6000 different rare 
diseases have been identified, and as research progresses more are 
identified, and the list grows on an almost daily basis. NHS England's 
budget for directly commissioned services, many of which are exclusively 
focussed on parents with rare or very rare conditions, is in excess of £10 billion 
a year. Scotland, Wales and Northern Ireland devote a similar proportion of their healthcare budgets 
to rare disease patients and their families. The International Rare Disease Research Consortium is 
stimulating a global effort to develop a diagnostic for every rare disease by 2020. 

With all this attention you might think that the experience of patients and families, looking to the 
NHS, would be improving in leaps and bounds. Five years ago Rare Disease UK surveyed over 600 
b]ieheao*ĂPdaĂnaoqhpoĂl]ejpa`Ă]Ăieta`Ăle_pqna*ĂSdehaĂl]npoĂkbĂpdaĂJDOĂsanaĂ¦mqepaĂat_ahhajp§ĂpdaĂ
experience for many was that of delayed diagnosis, misdiagnosis, poorly coordinated care and 
difficulty accessing appropriate information. This year, in a much larger survey, we find that this 
mixed bag is still the reality for many. Delayed diagnosis, access to expert help and poorly 
coordinated care are still the experience for too many rare disease patients and their families.  

Of course, things are not all gloomy. There are more therapies licensed than there were five years 
ago. The advent of Genomics England and the development of Genomic Medicine Centres and 
Genomic Clinical Interpretation Partnerships, as well as the establishment by Public Health England of 
the National Congenital Anomaly and Rare Disease Registration Service bode well for the future. The 
J]pekj]hĂEjopepqpaĂbknĂDa]hpdĂNaoa]n_d§oĂN]naĂ@eoa]oaĂPn]joh]pekj]hĂNaoa]n_dĂ?khh]^kn]pekjĂ$JEDNĂN@-
TRC) is delivering promising outputs which should result in better understanding and new therapies. 

All these, however, will take time, effort and a sustained commitment to realising the fundamental 
principles underpinning the NHS, and delivering to everyone a service that meets their needs in ways 
that reflect current scientific understanding and best clinical practice.  

What this survey reveals is that, despite progress in some areas, further improvement is needed and 
more attention must be paid to developing processes that will ensure awareness of rare diseases 
permeates every corner of the health service « like letters running through a stick of rock.  

The framework to make this ambition a reality already exists. The UK Strategy for Rare Diseases is a 
six year vision incorporating 51 commitments that must be achieved by 2020. Systematically 
implemented across the four nations of the UK it can deliver high quality healthcare to patients and 
families with rare diseases. As this report clearly indicates, there is much that needs to be done if the 
advances experienced by some are to become the experience of all.  

Rare disease patients are realistic. They know that things take time and that progress does not 
happen uniformly across all disease areas. However, their patience is not infinite, and their tolerance 
for the inefficiencies and the waste of scare resources that is too often part of their daily experience 
of healthcare cannot be taken for granted. Concerted, sustained efforts to deliver the commitments 
in the Strategy by all four national health services across the UK should be a priority if the good 
things highlighted in this report are to become the norm. And if the inefficiencies and inequalities 
highlighted all to often in its pages are to be rooted out and become a thing of the past. 

 

 

Alastair Kent OBE,  
Chair of Rare Disease UK 

Director of Genetic Alliance UK  



Rare Disease UK: The Rare Reality « an insight into the patient and family experience of rare disease 

Page 5 Rare Disease UK 

Introduction  

In the UK, 1 in 17 people will be affected by a rare disease at some point in their life; this amounts to 
approximately 3.5 million people. Collectively, rare diseases are not uncommon. There are over 6,000 
known rare conditions. A single rare disease may affect up to 30,000 people in the UK. Others may 
affect just one. 

In November 2013, RDUK welcomed the UK Strategy for Rare Diseases. It was the first time since the 
establishment of the NHS that patients and families affected by rare conditions have had a clear and 
strong commitment from government that their healthcare needs will be met. The UK Strategy for 
Rare Diseases is signed by the health ministers of each country in the UK, with cross-party support, 
and contains 51 distinct commitments that are designed to improve health and social care for rare 
disease patients. Effective implementation of the Strategy will ensure people living with a rare disease 
have access to the best evidence-based care and treatment that health and social care services, 
working with charities, researchers and industry can provide. 

Over the summer of 2010, three years before the UK Strategy for Rare Diseases was published, Rare 
Disease UK carried out a survey of patients and families affected by rare diseases. The aim of the 
survey was to find out more about the experiences of people living with a rare condition in the UK, 
and to identify some of the common issues they frequently face. The problem areas highlighted from 
pdeoĂoqnrauĂejĂpdaĂnalknpĂ¦Atlaneaj_aoĂkbĂN]naĂ@eoa]oao6Ă=jĂejoecdpĂbnkiĂL]peajpĂ]j`ĂB]ieheao§ĂsanaĂ
around diagnosis, research, information, care coordination and access to treatments. 

Just over five years on, and following the publication of the Strategy, which addresses these issues in 
policy, there is a need for an up to date picture of the patient experience of rare disease. We 
therefore carried out a second survey to determine if the situation for rare disease patients in the UK 
has changed in the last five years, and if the recommendations from the Strategy have started to be 
eilhaiajpa`Ă]j`ĂlkoeperahuĂ]bba_pĂl]peajpo§Ă_]naĂ]j`Ăpna]piajp* 

A survey of 85 questions was conducted over the summer of 2015. The survey was open to anyone 
affected by a rare condition. It was shared extensively across our networks and by many other rare 
disease patient organisations. In total 1203 eligible responses were received and analysed (non-UK 
residents were excluded from analysis). Over 450 different rare conditions are represented in the 
survey. The survey results are supported by ten in-depth case studies of parents and patients affected 
by rare conditions. For further information on methodology please refer to annex 1. 

82% of respondents live in England, 9% in Scotland, 5% in Wales and 3% in Northern Ireland. The 
nai]ejejcĂ-!Ăej`e_]pa`ĂpdaenĂnaoe`aj_aĂ]oĂ¦kpdanĂQG§*ĂPdeoĂeoĂ^nk]`huĂnalnaoajp]peraĂkbĂpdaĂlklqh]pekjĂ
of the UK as a whole and as such we are able to suggest that our findings are a reasonable 
representation of the general situation in the UK. 

We hope this report will provide a useful comparison point for a further survey in 2020, the deadline 
cerajĂejĂpdaĂOpn]pacuĂbknĂepoĂ¦reoekjĂpkĂ^aĂna]hepu§*ĂBkqnĂ_d]lpanoĂ_knnaolkj`ĂpkĂ^kpdĂpdaĂopnq_pqnaĂkbĂ
the Strategy and the 2010 report: patient empowerment, diagnosis, coordination of care and 
research. A further chapter attempts to address issues around access to treatment raised in our 2010 
report. We also dedicate a chapter to undiagnosed conditions, which are often extremely rare 
_kj`epekjoĂpd]pĂd]raj§pĂ^aajĂe`ajpebea`Ăuap*ĂQj`e]cjkoa`Ăl]peajpoĂ]naĂbnamqajphuĂkranhkkga`ĂuapĂpdauĂ
face similar barriers to those that are encountered by rare disease patients.  

The report that follows presents an updated insight into the patient and family experience of rare 
disease. We hope it will promote effective implementation of the UK Strategy for Rare Diseases 
across the UK and help to ensure that no one gets left behind just because they have a rare disease. 
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Summary of key findings 
Very little has changed for rare disease patients in the last five years. Patients are still 

experiencing difficulties in diagnosis, accessing information about their condition, 

receiving appropriate coordinated care, accessing treatments and finding out about 

research. 

Patient Empowerment 

1. Patients and families are given very little information about their condition, both at, and after, 
their first diagnosis. 

2. Patients are frequently left to research their condition (with very little help or direction), unless 
they connect with a patient organisation, who are often a vital source of both information and 
support. 

3. Patients who become an expert in their own condition are often left to inform and educate the 
medical professionals they encounter. 

4. N]naĂ`eoa]oaĂ]bba_poĂi]juĂ]ola_poĂkbĂ]jĂej`ere`q]h§oĂhebaĂej_hq`ejcĂpdaenĂok_e]h(Ăa`q_]pekj]hĂ]j`Ă
employment opportunities. Increased awareness and understanding, including adjustments 
where needed, can help to reduce this impact. 

Diagnosis 

1. Patients face significant delays on their journey to secure a diagnosis. 
2. The majority of patients receive at least one incorrect diagnosis, and visit numerous doctors, 

before they receive a final diagnosis. 
3. Patients can experience issues persuading medical professionals to believe their symptoms and 

`ao_ne^aĂdksĂpdaenĂ_kj`epekjĂeoĂejepe]hhuĂsneppajĂkbbĂ]oĂ¦lou_dkhkce_]h§Ăkn(Ăl]najpoĂ]naĂ`ao_ne^a`Ă
]oĂ¦jaqnkpe_§* 

Undiagnosed 

1. Patients without a diagnosis do not feel they are given enough information and support on 
their journey to get a diagnosis. 

2. Not having a diagnosis is a significant barrier to accessing coordinated care and appropriate 
treatment. 

3. Many undiagnosed patients and families never stop hoping for a diagnosis. 

Coordination of Care 

1. Information is not shared effectively between hospital trusts, or between specialist and local 
services. 

2. Patients frequently have to attend multiple clinics and travel significant distances to them. 
3. Most patients do not receive coordinated care and feel they are left to coordinate their own 

care. 
4. Many patients do not know if there is a specialist centre for their condition. 

Access to Treatment 

1. For many patients the day-to-day challenges of managing their condition are made worse by 
the absence of an effective treatment.  

2. In the absence of effective licensed medicines, unlicensed or off label medicines are an 
important route of access to treatment for rare disease patients. 

3. Where a treatment has been licensed for a rare condition, patients may struggle to access it 
due to the complexities of appraisal and commissioning processes. 

Research 

1. Most patients would participate in research if given the opportunity. 
2. Patients highly value research into their condition but do not feel like they are given enough 

information about it.  
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Patient empowerment 

Information 

Accurate, reliable and up-to-date information is vital for patients to be able to make informed 
choices about their condition. People with long term conditions are likely to spend less than 1% of 
their time in contact with health professionals

[1]
. The rest of the time they, their carers and their 

families, are left to manage on their own. The UK Strategy for Rare Diseases, and the respective 
implementation plans that followed in Scotland, Wales and Northern Ireland, as well as NHS 
Ajch]j`§oĂ BeraĂ Ua]nĂ Bkns]n`Ă Reas(Ă ]hhĂ ]_gjksha`caĂ pdaĂ eilknp]j_aĂ kbĂ eilnkrejcĂ ]__aooĂ pkĂ
information about their condition and their personal medical history. Sadly, our survey indicates that 
most patients and families continually find themselves being given very little information about their 
condition, both at the time of, and after, their first diagnosis. 

Nearly 70% of respondents did not feel 
they were provided with sufficient 
information on their condition following 
diagnosis. In addition, 35% of respondents 
indicated that they did not understand all 
the information they were given. 

65% of respondents were provided with information by a 
specialist and 45% indicated that they had to research the 
information themselves. Nearly 10% of respondents said that 
they did not receive any information at all.  

¨SdajĂsaĂsanaĂpkh`Ă^uĂWpdaYĂjakj]p]hĂ`k_pknĂ]^kqpĂWpdaYĂ`e]cjkoeo(Ă
he simply read it off a page and walked away without any 
`eo_qooekj*©Ă« Parent of a child with trisomy 13. 

¨IknaĂejbkni]pekjĂ]^kqpĂpdaĂ]_pq]hĂ`e]cjkoeoĂskqh`Ăd]raĂ^aajĂ
good! We were told over the telephone and later received a print 
kqpĂbnkiĂCkkchaĂpdnkqcdĂpdaĂlkopĂkjĂpdaĂ_kj`epekj*©Ă« Parent of a 
child with Coffin-Siris syndrome. 

¨EĂ]iĂqj`anĂ]Ă^nehhe]jpĂjaqnkhkceop~ĂdaĂs]oĂranuĂdkjaopĂnecdpĂbnkiĂ
the start and has always given me any information regarding my condition or treatment even if it was written 
for doctors. He also listens and will do what I feel is the best for me. This is important as you need to feel in 
_kjpnkhĂkbĂokiapdejcĂpd]pĂukqĂd]raĂranuĂhepphaĂ_kjpnkhĂkb*©Ă« Patient, chronic inflammatory demyelinating 
polyneuropathy (CIDP). 

¨EbĂepĂs]oj#pĂbknĂpdaĂejpanjapĂEĂskqh`ĂgjksĂjkpdejcĂ]^kqpĂiuĂ_kj`epekj*©Ă« Patient, cavernous hemangioma.  

Key Finding: Patients and families are given very little information about their 
condition, both at the time of, and after, their first diagnosis. 

65% of respondents felt like they have sufficient knowledge of their condition. Many patients are 
experts in their conditions, and spend a lot of time on research. There are however some concerns 
around access to correct, reliable information.  

¨AranupdejcĂEĂgjksĂ]^kqpĂiuĂ_kj`epekjĂeoĂ`qaĂpkĂiuĂksjĂnaoa]n_dĂkjĂpdaĂejpanjap*ĂEĂ]iĂqj]s]naĂdksĂiq_dĂkbĂ
pdeoĂeoĂ_knna_pĂknĂsd]pĂE#iĂieooejc*©Ă« Patient, Morquio syndrome. 

 ¨EĂskqh`ĂhkraĂiknaĂejbkni]pekjĂbnkiĂpdaĂ`k_pknoĂ]j`ĂjkpĂd]raĂpkĂnahuĂkjĂsd]pĂEĂd]raĂnaoa]n_da`ĂkjhejaĂ]oĂEĂ
i]uĂd]raĂpdejcoĂsnkjcĂknĂieoqj`anopkk`*©Ă« Patient, hereditary neuropathy with liability to pressure palsy 
(HNPP). 

 ¨WIuĂgjksha`caĂeoYĂoqbbe_eajpĂ]oĂEĂd]raĂ¦ckkcha`§ĂbknĂejbkni]pekj*ĂEĂskqh`ĂhegaĂpkĂd]raĂokiaĂ_ha]nĂ]j`Ăa]ouĂpkĂ
understand information that I could pass to others to read rather than me trying to explain what I struggle to 
qj`anop]j`Ăiuoahb*©Ă« Parent of a child with C3 glomerulonephritis (C3GN). 
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Patients need to be given information in a format that they understand. We asked patients what 
format they received information in and what format they might like to receive information in if they 
had the choice. Chart 1 compares the preferred format of information to what is received. It is clear 
that although websites and leaflets are the most sought after, and the most frequently given out, 
demand is not being met.  

When asked, respondents suggested that they would like more holistic information on a number of 
areas relating to their condition. This included information around the cause, underlying genetics, 
treatment options, the effects of treatment, research, the prognosis (including what the future might 
dkh`%Ă]j`ĂoeilhuĂ¦aranupdejc§* 

 ¨WEĂskqh`ĂhegaĂpkĂgjksYĂsduĂoda#oĂckpĂpdaoaĂ_kj`epekjo(Ăsd]pĂ]naĂpdaĂhkjcĂpaniĂeooqao(Ă]naĂpdanaĂ]juĂ
_kilhaiajp]nuĂpdan]leaoĂpd]pĂiecdpĂdahlĂ]j`Ăsd]pĂat]_phuĂeoĂatla_pa`Ă]oĂ]jĂkqp_kiaĂbnkiĂa]_dĂklan]pekj;©Ă« 
Parent of a child with idiopathic intracranial hypertension. 

¨>a_]qoaĂep#oĂokĂn]naĂ]j`ĂpdaĂpna]piajpĂEĂna_aera`ĂokĂjas(ĂEĂ`kj#pĂgjksĂdksĂhegahuĂiuĂ_kj`epekjĂeoĂpkĂnah]loa(ĂEĂ
have no real prognosis, and no idea of how long I might live. I also still do not fully understand how the disease 
skngo*©Ă« L]peajp(ĂSacajan§oĂcn]jqhki]pkoeo* 

 ¨EĂskqh`ĂhegaĂpkĂgjksĂdksĂepĂsehhĂ]bba_pĂiuĂ_deh`naj*ĂEĂ^ahearaĂepĂeoĂcajape_Ă^qpĂ]iĂs]epejcĂpkĂoaaĂpdaĂ_kjoqhp]jpĂ
pkĂ`eo_qooĂpdeoĂ]j`ĂpdaĂeilhe_]pekjoĂbknĂiuĂ_deh`naj*©Ă« Patient, multiple conditions.  

Ongoing information and support 

Encouragingly, 44% of respondents felt like they had a specific person they could go to, such as a 
specialist or a member of a patient organisation, with questions about the condition. However, this 
still leaves 50% of patients with no one to turn to and 6% who did not know.  

Information is a vital tool in empowering patients. Patients need a reasonable understanding of their 
condition to make informed decisions about care and treatment. Empowering patients to become 
their own expert is vital to ensuring that they continue to receive the correct care and appropriate 
ongoing support. Patient groups play a crucial role in providing information, support and reducing 
feelings of isolation. However, 4 in 5 respondents were not given information on patient support 
groups by a specialist at the time of diagnosis.  

Due to the large numbers of rare diseases, a support group for every rare disease cannot exist, this 
means that if patients and families do not get information from a specialist they may never get the 
information they need.  

¨EpĂeoĂpdaĂikopĂeokh]pejcĂl]npĂWpd]pĂpdanaĂ]naYĂjkĂcnkqlo(ĂjkĂkjaĂpkĂod]naĂpdaĂehhjaooĂsepd*©Ă« Patient, mesenteric 
panniculitis. 

When individual research and research carried out online is excluded, patient organisations, 
specialists and other families were indicated to be the main source of information for respondents. 

61%

15%

77%

37%

28%

44%
39%

1%

36%
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3%

9%
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60%

70%
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Chart 1: Information types. Comparison of format preferred vs format received by respondent 
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 ¨WEĂjaa`a`YĂiknaĂejbkni]pekjĂ]pĂejepe]hĂ`e]cjkoeoĂ]j`Ă]jĂ]llkejpiajpĂsepdĂ]Ăola_e]heopĂjqnoaĂpkĂdahlĂ]__aooĂ
support. Patients need to have a voice in order for care and support to be relevant. If they're not involved, the 
]r]eh]^haĂoqllknpĂeoĂ]Ă¦oqllkoa`Ăjaa`§Ăejopa]`ĂkbĂ]jĂ¦]_pq]hĂjaa`§*©Ă« Patient, autoimmune hepatitis. 

Key Finding: Patients are frequently left to research their condition (with very little 
help or direction), unless they connect with a patient organisation, who are often a 
vital source of both information and support. 

Educating professionals 

Patient experts often find themselves educating the medical professionals they encounter about their 
condition: 

¨KjĂi]juĂk__]oekjoĂEĂaj`ĂqlĂatlh]ejejcĂ]j`Ă#a`q_]pejc#Ălnkbaooekj]hoĂ]^kqpĂiuĂ_kj`epekjĂ]oĂpdauĂd]raĂhepphaĂ
knowledge and/or have not seen a case like me before. I am also apparently not a 'typical' Cushings patient so 
I tend to defy what is expected and confuse doctors! My questions are often unanswered, or I am told honestly 
pd]pĂpdauĂ`kĂjkpĂgjksĂpdaĂ]josan*©Ă« Patient, pituitary apoplexy and Cushings disease. 

¨EĂhegaĂ^aejcĂ]^haĂpkĂp]hgĂ]^kqpĂiuĂ_kj`epekjĂpkĂia`e_]hĂlnkbaooekj]hoĂpkĂej_na]oaĂpdaenĂ]s]najaoo*ĂIuĂ
consultant made me feel like I am doing something positive by him using me to teach others about the 
_kj`epekj*©Ă« Patient, multiple cylindromas. 

¨AranuĂpeiaĂEĂckĂpkĂ]ĂjasĂdkolep]hĂEĂd]raĂpkĂa`q_]paĂlnkbaooekj]hoĂ]^kqpĂiu]opdaje]*©Ă« Patient, myasthenia 
gravis. 

¨UkqĂ]naĂpdaĂatlanpĂ^qpĂukqĂ]naĂn]nahuĂda]n`~Ăl]peajpĂha`Ăknc]jeo]pekjoĂjaa`ĂiknaĂlksanĂpkĂa`q_]pa*©Ă        
« Parent of a child with fetal valproate syndrome. 

The importance of the patient voice should be acknowledged and the detailed knowledge of patients 
respected. Patient are experts on the day-to-day effects of their condition. The UK Strategy for Rare 
Diseases sets out appropriate education programmes and as awareness increases, patients should 
feel more encouraged and comfortable in their knowledge of their rare condition. 

Key Finding: Patients who become an expert in their own condition are often left to 
inform and educate the medical professionals they encounter. 

Planning of services 

There has been a positive move towards patient involvement in the planning of services as the 
¦l]peajpĂrke_a§ĂeoĂ^aejcĂna_kcjeoa`Ă]oĂ]jĂeilknp]jpĂahaiajp*ĂPdaĂQGĂOpn]pacuĂbknĂN]naĂ@eoa]oaoĂ
_kiieppa`ĂpkĂ¦i]gaĂoqnaĂpd]pĂl]peajpoĂ]j`ĂpdaenĂb]ieheaoĂd]raĂ]Ăo]uĂejĂ`a_eoekjoĂ]^kqpĂpna]piajpĂ]j`Ă
ejĂpdaĂlh]jjejc(Ăar]hq]pekjĂ]j`ĂikjepknejcĂkbĂoanre_ao§* 

A small percentage (8%) of respondents indicated that they had been involved in the planning of 
services at some level. This is an encouragingly high proportion, given that engagement is never 
going to be comprehensive, and will be based on a representative approach. Examples of how they 
were involved include: representation on NICE committees, through patient groups and/or charities, 
as a representative in local authorities and through Healthwatch. 

Nearly half (48%) of respondents indicated that they would be interested in being involved in the 
planning of services. 38% of respondents were unsure and 14% uninterested. 

As set out in the Statement of Intent from NHS England and the national plans for rare diseases from 
the other nations, all four countries in the UK have patient representatives on the relevant planning 
and monitoring groups. For example NHS England has patient representatives on their Rare Disease 
Advisory Group and NHS Wales involves patients in the Welsh Implementation Group for Rare 
Diseases. 
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What has changed in the last five years? 

Only 1 in 3 of the eligible patients felt like the information and support they had received in the last 
five years has improved.  

When asked if information provision had improved in the last five years respondents who indicated it 
had, stated that this was often due to self-research, or more information available via the internet, 
often referencing the importance of online support groups. 

¨PdanaĂeoĂ]ĂhepphaĂiknaĂejbkni]pekjĂ]r]eh]^haĂbnkiĂkbbe_e]hĂda]hpdĂknc]jeo]pekjoĂpd]jĂpdanaĂqoa`ĂpkĂ^a(Ă^qpĂ
kran]hh(ĂpdaĂlnkreoekjĂkbĂejbkni]pekjĂ]j`ĂoqllknpĂeoĂopehhĂej_na`e^huĂlkkn*©Ă« L]peajp(ĂOsaap§oĂouj`nkia* 

¨IuĂ_kj`epekjĂjksĂd]oĂ]ĂB]_a^kkgĂcnkqlĂsdanaĂlaklhaĂsepdĂpdaĂ_kj`epekjĂ]j`ĂpdaenĂb]ieheaoĂp]hgĂ]^kqpĂsd]pĂ
dahloĂpdai(ĂpdeoĂs]oj#pĂ]nkqj`ĂsdajĂEĂbenopĂs]oĂ`e]cjkoa`ĂokĂpdeoĂd]oĂ^aajĂ]Ăcna]pĂ]`r]j_aiajp*©Ă« Patient, 
erythropoietic protoporphyria (EPP). 

¨Uao(Ă^qpĂEĂd]raĂoa]n_da`Ăpd]pĂejbkni]pekjĂkqpĂbknĂiuoahbĂ- partly by finding the right people and talking to 
pdai*ĂEĂ]iĂranuĂn]nahuĂd]j`a`ĂpdaĂejbkni]pekjĂ$ejĂb]_p(ĂEĂ]iĂqoq]hhuĂpdaĂlanokjĂcerejcĂepĂpkĂkpdano%*©Ă« Patient, 
MODY (maturity onset diabetes of the young caused by changes in HNF4A). 

The wider impact of rare conditions 

Both patients and carers who responded to the survey highlighted the huge impact a rare condition 
can have on all aspects of their life. 2 in 3 respondents (66%) said their rare disease, or their caring 
responsibilities, affected their ability to hold paid employment. Similarly 56% of respondents 
indicated that their rare condition affected their education. 

The wider impact of rare conditions raised by respondents included the social impact of a rare 
disease. Many respondents described feeling isolated, particularly when trying to explain their 
condition and how it affects them. Only one fifth of respondents (21%) felt they received sufficient 
social support. 

Difficulties making long-term plans or maintaining employment due to uncertainty and the 
unpredictable nature of a condition were frequently described. A recurring theme was that 
numerous medical appointments get in the way of everyday life and make working, or education, 
extremely difficult. 

Whilst some respondents explained they took early retirement for ill-health, many respondents 
described feeling forced into early retirement (or reduced hours) by their employer or because they 
bahpĂ¦qjnahe]^ha§* 

¨EĂ`kj§pĂbaahĂailhkuanoĂna]heoaĂdksĂ`a^ehep]pejcĂpdaoaĂ_kj`epekjoĂ]naĂ« I am currently on a first written warning 
for being absent from work due to my condition after first diagnosis whilst in hospital. I am on a phased return 
]pĂlnaoajpĂ^qpĂbaahĂEĂ]iĂ^aejcĂlnaooqna`ĂpkĂckĂl]npĂpeia*©Ă« L]peajp(ĂSacajan§oĂcn]jqhki]pkoeo* 

¨EĂd]raĂpkĂp]gaĂha]raĂpkĂ]ppaj`Ă]hhĂkbĂpdaĂiqhpelhaĂ]llkejpiajpoĂiuĂokjĂd]oĂpkĂ]ppaj`*ĂEjĂ]``epekjĂEĂ]iĂ_qnnajphuĂ
oecja`ĂkbbĂoe_gĂ`qaĂpkĂpdaĂopnaooĂ]ook_e]pa`ĂsepdĂ_]nejcĂbknĂiuĂokjĂsepdĂ]Ăn]naĂ_kj`epekj*©Ă« Parent of a child 
with alternating hemiplegia of childhood. 

¨>a_]qoaĂICĂeoĂn]naĂ]j`ĂikopĂlaklhaĂEĂiaapĂd]raĂjaranĂda]n`ĂkbĂep(ĂepĂ_]jĂ^aĂ`ebbe_qhpĂbej`ejcĂpdaĂnecdpĂskn`oĂ
pkĂatlh]ejĂpdaĂ_kj`epekjĂejĂ]ĂskngĂajrenkjiajp*©Ă« Patient, myasthenia gravis. 

¨EĂnaoecja`ĂbnkiĂ]ĂbqhhĂpeiaĂlkoepekjĂ^a_]qoaĂEĂs]oĂ]^kqpĂpkĂckĂ`ksjĂ]ĂnkqpaĂkbĂ`eo_elhej]nuĂ]_pekjĂ]j`Ăbkn_a`Ă
job change on the basis that I took planned unpaid leave for a lumbar puncture and [my employers] felt that I 
s]oĂjkĂhkjcanĂ_]l]^haĂkbĂ_]nnuejcĂkqpĂiuĂ`qpeaoĂsdajĂpdauĂ^a_]iaĂ]s]naĂkbĂiuĂ_kj`epekj*©Ă« Patient, 
idiopathic intracranial hypertension. 

More education and awareness for employers (and in academia) should be available to enable them 
to make adjustments to ensure people with a rare condition can continue working if they want to. 
There were a number of examples where adjustments had been made successfully. 

¨EĂskngĂbhateĂpeiaĂokĂd]raĂjkĂoapĂop]npĂpeiaĂsde_dĂdahloĂajknikqohuĂsdajĂEĂ]iĂd]rejcĂ]Ă^]`ĂiknjejcĂ$sde_dĂeoĂ
most mornings as I have other chronic conditions as well). I also have disability sickness absence as well as 
jkni]hĂoe_gjaooĂ]^oaj_aĂokĂpd]pĂdahlo*ĂEĂskqh`j#pĂ^aĂ]^haĂpkĂdkh`Ă`ksjĂ]ĂbqhhĂpeiaĂfk^Ăkpdanseoa*©Ă« Patient, 
?qodejc§oĂ`eoa]oa* 
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 ¨?]naĂ]j`ĂoqllknpĂlh]joĂ_]jĂ^aĂ]Ăcna]pĂdahl*ĂIuĂqjeranoepuĂd]oĂ]Ăna]hhuĂckk`Ălh]jĂejĂlh]_aĂpkĂoqllknpĂia*©Ă« 
Patient, Ehlers-Danlos syndrome (type 3). 

The survey responses highlight the pressures having a rare disease can put on paid employment and 
unsurprisingly many patients have financial concerns. Sadly, only an eighth of respondents (13%) felt 
they received sufficient support with these concerns. 

D]rejcĂ]Ăn]naĂ`eoa]oaĂ_]jĂ^aĂ`ebbe_qhpĂ]j`Ăeil]_pĂkjĂ]Ălanokj§oĂlou_dkhkce_]hĂop]paĂejĂi]juĂs]uo(ĂpdeoĂ
should not be overlooked. 

¨PdeoĂsdkhaĂatlaneaj_aĂkbĂ^aejcĂ`e]cjkoa`Ăd]oĂd]`Ă]Ăi]ooeraĂeil]_pĂkjĂiuĂiej`Ă]j`Ă_kjbe`aj_a*©Ă« Patient, 
acromegaly. 

¨D]rejcĂpkĂoa]n_dĂbknĂ]hhĂpdaĂejbkni]pekjĂiuoahbĂd]oĂha`ĂiaĂpkĂr]nekqoĂharahoĂkbĂieoejbkni]pekjĂsde_dĂd]oĂkjhuĂ
]``a`ĂpkĂiuĂopnaoo*©Ă« Parent of a child with Chiari malformation, idiopathic intracranial hypertension. 

It is not uncommon to hear patients who develop mental health problems alongside their rare 
condition yet only 1 in 7 respondents felt they received sufficient psychological support. For serious 
genetic conditions, access to a genetic counsellor is vital and, as many respondents highlighted, 
increasing general awareness and understanding of rare conditions is extremely important. 

GauĂBej`ejc6ĂN]naĂ`eoa]oaĂ]bba_poĂi]juĂ]ola_poĂkbĂ]jĂej`ere`q]h§oĂhebaĂej_hq`ejcĂpdaenĂ
social, educational and employment opportunities. Increased awareness and 
understanding, including adjustments where needed, can help to reduce this impact. 
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Dee, 57 « experience of information and support 

Dee has neutropenia, suspected early-stage lupus, and 

fibromyalgia (all autoimmune conditions). Neutropenia means 

patients have low levels of the white blood cells neutrophils. 

These cells fight infections. People with neutropenia are more 

vulnerable to infections and in some people infections can spread 

quickly through the body and lead to a life-threatening condition 

called sepsis.  

=ĂbasĂua]noĂ]ckĂEĂpkh`ĂiuĂCLĂpd]pĂEĂs]oj§pĂd]lluĂp]gejcĂokĂi]juĂp]^hapo*ĂE§`Ăd]`ĂpdenpaajĂ_kqnoaoĂkbĂ
antibiotics in just six months. Throughout my life I was frequently ill with chest infections, skin 
infections, eye infections etc. They were treated with multiple doses of antibiotics « one dose was 
rarely enough « but the symptoms would often return. I knew there had to be a reason why I was so 
susceptible to infections. 

My GP sent me for a blood test. The results showed that my blood levels were a little lower than 
sd]pĂeoĂ`aaia`Ă¦jkni]h§Ă]j`ĂEĂs]oĂnabanna`ĂpkĂ]Ăd]ai]pkhkceop*ĂEĂs]oĂarajpq]hhuĂpkh`Ăpd]pĂEĂs]oĂ
suffering from a mild, and unexplained (idiopathic), form of neutropenia. I was advised that there 
were no treatments available and that I would be monitored through quarterly blood tests. At this 
time I was still getting infections and I was told very little about what was happening. My own 
research into the condition was very worrying: the information I came across frequently referred to 
haqg]aie]*ĂEĂd]`Ă]Ă^kjaĂi]nnksĂ^eklouĂ^qpĂs]oj§pĂpkh`Ăsdu(Ă]j`(Ă]__kn`ejcĂpkĂiuĂ`k_pkn(ĂpdaĂ
results appeared fine.  

I did not know what was happening, why, or even what the future might look like. I joined a US 
Facebook group called Neutropenia Support and from this I learnt a lot about the condition including 
that, in the US, neutropenia patients were being treated. I began to feel a little angry about why I 
s]oj§p*ĂEĂk^p]eja`ĂiuĂia`e_]hĂjkpaoĂbknĂpdaĂl]opĂpajĂua]noĂ« I wanted to know more about my 
condition and find an explanation for my history of ill health.  

I approached the Severe Chronic Neutropenia International Registry. They gave me the contact details 
of a UK professional who was a member of their advisory panel. I contacted her, we then had a 
phone consultation and I shared my medical notes. Subsequently she wrote to me and advised that I 
might benefit from a treatment called GCSF (granulocyte-colony stimulating factor). GCSF stimulates 
the bone marrow to produce neutrophils and would hopefully enable my levels to fall within the 
normal range.  

I took her letter, and my notes, to my next haematology appointment (which was with a different 
person). He agreed that we should trial the GCSF treatment for six months. I responded well. My 
blood levels improved, I had no infections, and generally felt a lot better. I have now been on this 
medication for nearly four years and have significantly improved. I do still get the odd infection which 
requires antibiotics but no more than other people « perhaps less. 

It shocked me that there was no support network in the UK. In the US Facebook group, I had met 
and regularly contacted UK residents who, like me, had experienced problems and misunderstanding 
and had encountered a lack of knowledge about the condition. They too felt isolated and worried. 
So, in 2013 I started a new Facebook group called the UK Neutropenia Support Group. This allowed 
people in the UK to come together to support each other and share experiences. The group has 
grown to almost 250 members including patients, parents, friends and family. Although none of us 
are medical specialists, between us we have a lot of experience.  
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Diagnosis 
The long and difficult journey many patients have to go through to secure a rare disease diagnosis 
d]oĂ^aajĂse`ahuĂ]_gjksha`ca`Ă]_nkooĂpdaĂda]hpd_]naĂoa_pknĂ$]j`Ă`q^^a`ĂpdaĂ¦`e]cjkope_Ăk`uooau§%*Ă
PdaĂQGĂOpn]pacuĂbknĂN]naĂ@eoa]oaoĂ_kiieppa`ĂpkĂ¦skngĂpkĂ]_dearaĂna`q_a`ĂpeiaoĂbknĂ`e]cjkoeoĂkbĂn]naĂ
`eoa]oao§*Ă@ah]ua`Ă`e]cjkoeoĂ_]jĂd]raĂ]Ăoecjebe_]jpĂeil]_pĂkjĂ]Ăl]peajp§oĂda]hpd(Ăpna]piajpĂklpekjoĂ
and even life expectancy. Early diagnosis and intervention can enable patients to access the most 
effective treatments in a timely manner, and importantly, help them find answers about their 
condition. 

Our 2010 report highlighted that patients and 
families affected by rare conditions in the UK 
often face significant delays in securing a final 
diagnosis, and sadly it appears that little has 
changed. 

Following the onset of symptoms nearly half 
(45%) of all respondents waited over one year to 
receive a diagnosis and 1 in 4 patients had to wait 
over five years for a diagnosis (a larger percentage 
than we found in 2010). Rare disease patients 
wait an average of four years for their diagnosis. 
This could be attributed to a number of factors 
including an increase in the number of babies surviving into childhood (thanks to advances in 
medicine, technology and care) as well as the increased number of respondents to the survey. 

 ¨=ĂhkpĂkbĂpeiaĂs]oĂs]opa`Ă]pĂpdaĂ^acejjejcĂ^uĂiuĂCLĂsdkĂ`e`j#pĂ^ahearaĂiuĂouilpkioĂsanaĂna]hĂ- even 
though physically she could see that my muscles were wasting. It took 12 months for a new doctor to finally 
^ahearaĂiaĂ]j`Ăoaj`ĂiaĂpkĂoaaĂ]Ă_kjoqhp]jp*ĂIuĂ`k_pknĂ]pĂGejc§oĂ?khhacaĂDkolep]hĂd]oĂo]e`Ăpd]pĂebĂpdauĂd]`Ă
_]qcdpĂiuĂ_kj`epekjĂa]nheanĂEĂiecdpĂjkpĂd]raĂ^aajĂokĂ^]`*©Ă« Patient, polymyositis/scleroderma overlap, U3RNP 
lkoepera(Ăpah]jcea_p]oe]Ă]j`ĂN]uj]q`§oĂldajkiajkj* 

¨PdaĂsknopĂpdejcĂeoĂjkpĂgjksejcĂsd]pĂeoĂsnkjcĂsepdĂukq*ĂEĂs]epa`Ă-4Ăua]noĂbknĂ]Ă`e]cjkoeo*© - Patient, 
hypermobile Ehlers-Danlos syndrome and postural orthostatic tachycardia syndrome (PoTS ). 

Due to the large number and the complex nature of rare conditions it would be impossible for 
primary care staff (such as GPs) to know and recognise every single rare condition. Many patients 
acknowledged this but felt that more awareness of rare diseases was needed. 

¨=juĂn]naĂ`eoa]oaĂsepdĂ]Ăn]jcaĂkbĂouilpkioĂeoĂ`ebbe_qhpĂpkĂ`e]cjkoa*ĂIuĂ_kj`epekjĂs]oĂkjhuĂna_kcjeoa`Ă^uĂ]Ă
_kjoqhp]jpĂsdkĂd]`ĂoaajĂ]Ăoeieh]nĂ_]oaĂ-/Ăua]noĂa]nhean*©Ă« L]peajp(ĂSdellha§oĂ`eoa]oa* 

¨=oĂiuĂ_kj`epekjĂeoĂranuĂn]na(ĂepĂeoĂjkpĂoqnlneoejcĂpd]pĂepĂs]oĂjkpĂ_knna_phuĂe`ajpebea`*ĂDksaran(ĂpdaĂ`ah]uĂ`e`ĂjkpĂ
help me health wise - pdaĂ`eoa]oaĂd]`ĂiknaĂpeiaĂpkĂ`]i]caĂiuĂ^k`uĂ]j`Ăknc]jo*©« Patient with a number of 
n]naĂ_kj`epekjoĂej_hq`ejcĂN]uj]q`§oĂouj`nkiaĂ]j`Ălkhuiu]hce]Ăndaqi]pe_]* 

¨WepĂeoYĂjkpĂ]hs]uoĂa]ouĂpkĂna]_dĂ]Ă_knna_pĂ`e]cjkoeoĂebĂouilpkioĂkranh]lĂsepdĂkpdanĂ_kj`epekjo*©Ă« Patient, mal 
de debarquement syndrome. 

=s]najaooĂn]eoejc(Ăpn]ejejcĂ]j`Ăa`q_]pekjĂejepe]peraoĂ_]jĂd]raĂ]ĂlkoeperaĂeil]_pĂkjĂpdaĂ¦`e]cjkope_Ă
k`uooau§

[2]
. There has been a concerted effort in some areas to improve diagnostic pathways for rare 

diseases but sadly many patients on the ground are still waiting for this change. 

Key Finding: Patients face significant delays on their journey to secure a diagnosis. 

Our research shows that most patients have to see numerous doctors on their search for a diagnosis. 
71% of patients had to see over 3 doctors and 1 in 10 patients stated that they had to see more 
than 10 doctors before getting a final diagnosis « an average rare disease patient consults with 5 
doctors. The high number of patient-doctor interactions currently required to secure a diagnosis puts 
unnecessary strain on NHS resources. With improved diagnostic pathways this could be reduced.  
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A number of respondents highlighted delays in getting the correct referral, or delays in receiving 
specialist treatment. This could be an important step in reducing the diagnostic odyssey. 

¨IuĂCLĂ`e]cjkoa`Ăia(Ăc]raĂiaĂ]ĂhappanĂ]j`ĂoajpĂiaĂpkĂdkolep]h*ĂPdaĂhappanĂs]oĂecjkna`Ăsde_dĂ`ah]ua`Ă
pna]piajp*ĂPaopoĂsanaĂ`kjaĂbknĂkpdanĂpdejcoĂbenop*©Ă« Patient, Guillain Barre syndrome. 

¨EĂopnqccha`ĂpkĂcapĂ]Ănabann]hĂpkĂ]ĂjaqnkhkceopĂbnkiĂiuĂCL*ĂIuĂCLĂs]oĂ]`]i]jpĂEĂ`e`j#pĂd]raĂ`uopkje]Ă^a_]qoaĂEĂ
_kqh`Ăs]hgĂ]nkqj`ĂdeoĂkbbe_a*ĂSaĂd]`ĂpkĂ`ai]j`Ă]Ănabann]h*ĂDaĂ`e`j#pĂ]__alpĂepĂqjpehĂEĂna_aera`ĂiuĂ`e]cjkoeo*©Ă« 
Patient, dystonia (DYT1). 

¨EĂs]oĂjkpĂnabanna`ĂpkĂWpdaĂola_e]heopĂ_ajpnaYĂ^uĂiuĂ_kjoqhp]jpĂbknĂ]Ăjqi^anĂkbĂua]noĂ]j`ĂEĂ_kqh`Ăd]raĂ^aajĂ
na_aerejcĂola_e]heopĂ_]naĂiq_dĂa]nheanĂpd]jĂEĂ`e`*©Ă« Patient, paroxysmal nocturnal haemoglobinuria. 

Over half (52%) of people said they had been given an incorrect diagnosis before receiving their final 
diagnosis. The average number of misdiagnoses was three. Misdiagnosis can be extremely stressful 
for patients and family members; it can prevent access to effective treatments, lead to incorrect, 
potentially damaging treatments, being prescribed and even cause unnecessary deterioration in the 
condition. The percentage of individuals reporting a misdiagnosis is higher than was previously 
indicated in 2010. This could be due to the increased numbers of patients surveyed or a change in 
diagnostic practice but further investigation would be needed to determine if this is the case. 37% of 
patients had received three or more incorrect diagnoses before getting a final diagnosis. 

Key Finding: The majority of patients receive at least one incorrect diagnosis, and visit 
numerous doctors, before they receive a final diagnosis. 

A worrying number of respondents expressed the difficulties they had in being believed about their 
condition/symptoms when there was no simple explanation apparent. Many respondents reported 
^aejcĂ]__qoa`ĂkbĂ^aejcĂ]Ă¦dulk_dkj`ne]_§ĂknĂ]Ă¦jaqnkpe_Ăl]najp§* 

¨PdaĂsdkhaĂlnk_aooĂkbĂ`e]cjkoeoĂs]oĂkjaĂsde_dĂEĂjaranĂseodĂpkĂnala]p*ĂEĂs]oĂh]^ahha`Ă]Ă¦jaqnkpe_§Ăl]najpĂ^uĂ]Ă
paediatrician and not taken seriously from my first concerns. I saw numerous health and child professionals and 
d]`ĂepĂjkpĂ^aajĂbknĂiuĂpdajĂjasĂl]npjan(ĂEĂskqh`Ăd]raĂcerajĂql*©Ă« Parent of a child with Noonan syndrome. 

¨EĂs]oĂpkh`Ăpd]pĂepĂs]oĂlou_dkhkce_]h(Ăsde_dĂia]jpĂpd]pĂpdaĂ`e]cjkoeoĂs]oĂbqnpdanĂ`ah]ua`Ă]oĂpdajĂEĂd]`Ă^aajĂ
¦h]^ahha`§Ă]j`Ăs]oĂp]gajĂarajĂhaooĂoanekqohu*©Ă« Patient, polymyositis. 

Working to increase awareness and education of rare diseases in line with the UK Strategy for Rare 
@eoa]oaoĂsehh(ĂepĂeoĂdkla`(ĂajoqnaĂl]peajpo§ĂouilpkioĂ]naĂjkpĂsneppajĂkbb*ĂEj_na]oa`Ă]s]najaooĂbknĂ
primary care and specialist professionals will ensure that when there is no obvious explanation, lesser 
known, rare conditions will be considered, and patients referred to the appropriate place, instead of 
l]peajpoĂ^aejcĂ`kq^pa`Ă]j`Ăpkh`Ă¦ep§oĂ]hhĂejĂukqnĂda]`§* 

Key Finding: Patients can experience issues persuading medical professionals to 
believe their symptoms and describe how their condition is initially written off as 
¦lou_dkhkce_]h§Ăkn(Ăl]najpoĂ]naĂ`ao_ne^a`Ă]oĂ¦jaqnkpe_§* 

We did hear about some positive diagnosis experiences from patients, however, many of these 
l]peajpoĂo]e`Ăpd]pĂpdauĂbahpĂ¦hq_gu§ĂknĂatlh]eja`Ăpd]pĂpdauĂd]`ĂpkĂl]uĂlner]pahuĂpkĂcapĂpdaenĂ`e]cjkoeo*Ă
These instances of good practice show that early diagnosis is possible and that it can result in both 
improved patient outcomes and better use of NHS resources. 

¨EĂs]oĂatpnaiahuĂhq_guĂpkĂoaaĂ]ĂCLĂsdkĂd]`ĂfqopĂ^aajĂkjĂ]ĂjaqnkĂlh]_aiajp*ĂOdaĂna_kcjeoa`ĂpdaĂoecjo+
ouilpkioĂkbĂiu]opdaje]Ăcn]reoĂeiia`e]pahu*©Ă« Patient, myasthenia gravis. 

¨EpĂs]oĂ]ĂhkjcĂlnk_aoo*ĂEĂs]oĂranuĂehhĂ]j`Ă`k_pknoĂ`e`j§pĂoaaiĂpkĂp]gaĂiaĂoanekqohuĂ]oĂpdauĂ`e`j§pĂna_kcjeoaĂsd]pĂ
was wrong. I was eventually told it must be psychological. I went to a private rheumatologist who realised 
sd]pĂEĂd]`Ă]j`Ăeiia`e]pahuĂnabanna`ĂiaĂ^]_gĂpkĂ]Ăndaqi]pkhkceopĂejĂpdaĂJDOĂsepdĂdeoĂbej`ejco*©Ă« Patient, 
relapsing polychondritis. 

¨IuĂCLĂpkh`ĂiaĂpdanaĂs]oĂjkĂia`e_]hĂna]okjĂbknĂsknoajejcĂiecn]ejaoĂ]j`Ăpd]pĂokiapeiaoĂpdauĂfqopĂd]llaj7Ă
suggested opticians as a last resort - optician spotted papilloedema and sent me to A&E « idiopathic 
ejpn]_n]je]hĂdulanpajoekjĂs]oĂ`e]cjkoa`ĂpdaĂjatpĂ`]uč©ĂL]peajp(Ăe`ekl]pde_Ăejpn]_n]je]hĂdulanpajoekj* 
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The advances in medical technology around genetics and genomics in recent years should lead to 
improved patient diagnosis. We need to ensure that these advances are taken up by the NHS. 

Chart 2: Length of time spent waiting for diagnosis.  

Percentage wait for respondents diagnosed pre-2010 and post-2010. 

What has changed in the last five years?  

When comparing patients diagnosed after 2010 to those diagnosed before 2010, there is limited 
evidence of improvement. 1 in 3 patients still have to wait over 2 years to achieve a final diagnosis. 

Half of patients (50%) diagnosed before 2010 had at least one misdiagnosis and the same is true for 
patients diagnosed after 2010. 

Of patients diagnosed before 2010, 67% of patients felt they did not receive enough information 
upon diagnosis; this was 63% for patients diagnosed after 2010. 

There are a number of positive commitments in the UK Strategy for Rare Diseases which aim to 
improve diagnosis (including high quality training, computerised prompts, care pathways and genetic 
testing). As these commitments are implemented we would expect the wait for diagnosis, the 
number of misdiagnoses and the information given to patients to improve. 
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Stacey, mother of Imogen, 4 « experience of diagnosis 

Imogen has Myhre syndrome, a genetic condition that affects 

many functions of the body. The gene that is mutated, 

SMAD4, is part of an important cell-signalling pathway, which 

allows cells in the body to communicate with each other. 

When the communication (signalling) is abnormal, as is the 

case with the faulty SMAD4 gene in Myhre syndrome, it affects 

the development of many body systems « which explains why 

Imogen has many varied symptoms and features. 

At my 20-week scan, I was told by the doctor at our local hospital that Imogen had a twisted spine, 
and I was referred to a more specialist hospital. I had scans at 24 and 26 weeks and at both of these 
EĂs]oĂpkh`Ăpd]pĂdanĂolejaĂs]oĂjkni]h*ĂEpĂs]oj§pĂ]jĂa]ouĂ^enpd6ĂEĂaj`a`ĂqlĂd]rejcĂ]Ă_-section, and they 
`e`j§pĂ_da_gĂEikcaj§oĂoleja*ĂEpĂs]oj§pĂqjpehĂodaĂckpĂljaqikje]Ă]pĂaecdpaajĂikjpdoĂ]j`Ăd]`ĂdanĂ
lungs x-rayed that they noticed she had scoliosis of the spine. This, combined with her not putting on 
weight, having heart problems and being jaundiced at birth, meant the doctors suspected she had 
Alagille syndrome, a type of liver disease. This, however, turned out not to be the case. 

Imogen was diagnosed on 14 February 2014, when she was two and a half. The week before we 
d]`Ă^aajĂ_kjp]_pa`Ă^uĂkqnĂcajape_eop§oĂoa_nap]nuĂsdkĂejrepa`ĂqoĂpkĂpdaĂdkolep]hĂbknĂ]Ăiaapejc*ĂSaĂ
assumed this was a general catch-up appointment. However, when I walked into the consultation 
nkki(ĂEĂgjasĂepĂs]oĂokiapdejcĂiknaĂ^a_]qoaĂEikcaj§oĂcajape_eopĂs]oĂ]__kil]jea`Ă^uĂ]Ăoa_kj`Ă
geneticist, as well as a paediatrician and a counsellor. The team explained that when the test for 
=h]cehhaĂouj`nkiaĂ_]iaĂ^]_gĂjac]pera(ĂpdauĂd]`Ă`kjaĂiknaĂnaoa]n_dĂejpkĂEikcaj§oĂba]pqnaoĂ]j`Ăd]`Ă
tested for another syndrome. This syndrome was called Myhre syndrome and the test came back 
positive. When I found out that we finally had a diagnosis for Imogen, I broke down in tears of relief. 
The geneticist explained the syndrome, stating that it was extremely rare and that Imogen was the 
youngest person ever to be diagnosed with it, the only child in the UK with it and number 33 in  
the world. 

As the syndrome is so rare, the geneticists were very vague about Myhre and they themselves had to 
research the syndrome before our discussion. They could only tell us about the literature they had 
read online. The geneticist handed me some documents she had printed from the internet and 
offered us counselling. Later, when we Googled Myhre, the pages that came up were the same as 
pdau§`ĂcerajĂqo* 

Myhre syndrome affects the development of many body systems and explains why Imogen has many 
varied symptoms and features. Imogen has many medical professionals involved in her care and each 
area of her condition is managed separately by the relevant specialist or consultant: physiotherapist, 
radiologist, otorhinolaryngologist and orthopaediatrician. Imogen wears a DMO (Dynamic Movement 
orthosis) suit for her scoliosis, leg splints, hearing aids, glasses (when she will tolerate them) and has 
nacqh]nĂia`e_]pekj*ĂSa§naĂhabpĂpkĂ^nejcĂepĂ]hhĂpkcapdanĂ]j`ĂkbpajĂbej`ĂkqnoahraoĂd]rejcĂpkĂatlh]ejĂ
IudnaĂ^a_]qoaĂjkĂkjaĂgjksoĂsd]pĂepĂeo*ĂEpĂ_]jĂ^aĂna]hhuĂd]n`*ĂIudnaĂouj`nkiaĂ]bba_poĂEikcaj§oĂ
da]npĂ]j`ĂsaĂd]raĂpkĂ^aĂna]hhuĂ_]nabqh*ĂSdajĂEikcajĂeoj§pĂsahhĂ]j`ĂsaĂp]gaĂdanĂpkĂpdaĂ`k_pknoĂep§oĂ

]hikopĂ]oĂpdkqcdĂ^a_]qoaĂpdauĂ`kj§pĂqj`anop]j`ĂpdaĂ_kj`epekj(Ă]j`Ă^a_]qoaĂ
pdau§raĂjkpĂda]n`ĂkbĂep(ĂpdauĂ]ooqiaĂsaĂfqopĂs]jpĂ]jĂat_qoaĂpkĂp]gaĂdanĂ

into hospital. The reality is that we just want to check and make sure 
that her heart is OK. We know it can change in a matter of seconds: 
waiting 24 hours could be life-threatening.  

Despite all this, Imogen is an extremely happy little girl and is full of 
energy. She enjoys going out with her friends and has a good sense of 
humour. She is outgoing, determined and truly independent. She 

makes us smile, and we are proud of her every second of every day. 
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Lucy*, 24 « experience of diagnosis 

Lucy has hypopituitarism (an underactive pituitary gland) and postural orthostatic 

p]_du_]n`e]Ăouj`nkiaĂ$LkPO%*ĂLkPOĂeoĂ]ĂbkniĂkbĂ`uo]qpkjkie]ĂsdanaĂpdaĂ^k`uĂ`kaoj§pĂ

regulate heart rate, temperature or blood pressure correctly. Even standing up can be a 

challenge for patients with PoTS as their body is unable to adjust to changes in blood 

pressure. 

My condition appeared out of the blue around two years ago. I was feeling generally unwell and had 
fainted a number of times so my GP referred me to a series of specialists. Within four months an 
endocrinologist had diagnosed me with hypopituitarism (an underactive pituitary gland) but I kept 
_khh]loejcĂ]j`ĂEĂoajoa`ĂokiapdejcĂahoaĂs]oj§pĂnecdp*ĂIuĂ_kj_anjoĂsanaĂejepe]hhuĂ`eoieooa`6ĂEĂs]oĂpkh`ĂEĂ
s]oĂ`adu`n]pa`(Ăpd]pĂ¦skiajĂb]ejp§ĂknĂpd]pĂEĂd]`Ă]Ărenqo*Ă 

Nine months after my hypopituitarism diagnosis a specialist suspected that I also had PoTS. There 
was a lot of trial and error before I was diagnosed. When I went for autonomic tests I was feeling 
really unwell. The clinician told me I clearly had PoTS and that I did not need a particular test. Yet 
sdajĂEĂsajpĂpkĂoaaĂiuĂ_kjoqhp]jpĂ]c]ejĂodaĂo]e`ĂpdaĂ`e]cjkoeoĂ_kqh`j§pĂ^aĂ_kjbenia`ĂqjpehĂEĂd]`Ăpd]pĂ
test. My diagnosis was confirmed about four months ago after all the tests were repeated. 

My main source of information has been Facebook support groups. When my endocrinologist 
`e]cjkoa`ĂiaĂodaĂ`e`j§pĂpahhĂiaĂiq_dĂ« odaĂ`e`j§pĂgjksĂiq_dĂdanoahb*ĂEjĂpdaĂcnkqloĂEĂp]hgĂkjhejaĂpkĂ
other people who have PoTS and get advice on what works for them, including medications, 
lnkbaooekj]hoĂ]j`Ă_heje_o*ĂBknĂat]ilha(ĂE§raĂ^aajĂlnao_ne^a`Ă]Ăjqi^anĂkbĂ`ebbanajpĂ`nqcoĂ]j`Ăd]raĂ
been able to ask other patients how the drugs made them feel, and if my experiences are unusual or 
a cause for concern.  

The specialists have tried me on three or four different types of medication, alongside general advice 
to increase my fluid and salt intake. The first couple of drugs, which my endocrinologist initially 
s]jpa`ĂiaĂpkĂpnu(ĂsanaĂhe_ajoa`(Ă^qpĂpdaĂikopĂna_ajpĂ`nqcĂE§iĂp]gejcĂeoĂkbb-label. My endocrinologist 
atlh]eja`Ăpd]pĂpdaĂ`nqcĂeoj§pĂlna`kiej]jphuĂqoa`ĂpkĂpna]pĂpdeoĂ_kj`epekjĂokĂep§oĂjkpĂhe_ajoa`ĂbknĂLkPO*Ă
DksaranĂEĂs]oĂgaajĂpkĂpnuĂepĂ^a_]qoaĂE§`Ăda]n`ĂepĂd]`Ăoecjebe_]jphuĂdahla`ĂkpdanĂl]peajpoĂsepdĂpdaenĂ
PoTS symptoms. My endocrinologist appealed to the local health board to get it for me. It appears to 
be helping me so far « keeping my blood pressure up which in turn helps prevent me from 
collapsing.  

EĂd]raj§pĂoaajĂ]juĂia`e_]hĂlnkbaooekj]hoĂsdkĂna]hhuĂgjksĂ]^kqpĂLkPOĂuap*ĂSdajĂE§iĂehhĂEĂd]raĂpkĂ
explain the condition and request fluid therapy (one of the most effective treatments). It makes me 
baahĂqj_kibknp]^haĂpkĂpahhĂ`k_pknoĂsd]pĂLkPOĂeoĂ]j`ĂdksĂpkĂpna]pĂepĂsdajĂpdau§naĂpdaĂkjaoĂpd]pĂ]naĂ
supposed to know what to do!  

My doctor has also referred me to a specialist clinic in London « the Autonomic and Neurovascular 
Medicines Unit. I am hopeful that the specialist there will know more about the condition and if 
there is anything else that can be done, or different treatments I can try.  

EĂ`kj§pĂgjksĂsduĂEĂd]raĂpdaoaĂpskĂ_kj`epekjo(ĂknĂsd]p§oĂ_]qoa`Ăep*ĂEpĂ_kqh`Ă^aĂhejga`ĂpkĂcajape_o(Ă]jĂ
underlying condition or a virus. None of the doctors I have seen have tried to explain this to me, but 
E§`ĂhegaĂpkĂbej`Ăkqp* 

*name has been changed 
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Undiagnosed 
Patients and families alike have told us that a diagnosis is often the key to unlocking access to 
effective medical care and treatment. Some patients and families might live for a long time with an 
undiagnosed condition. This might be because they have not been referred to a clinician with the 
appropriate expertise. Alternatively they may have an unusual presentation of a condition which 
makes diagnosis more challenging than usual. Finally, they might have a condition that is so rare, 
clinicians have not studied it yet; we call these conditions syndromes without a name. This section 
highlights those answers from respondents who stated that their condition is undiagnosed.  

Obtaining a diagnosis can be a long and difficult journey. When a condition is consistently difficult to 
identify it is most likely an extremely rare condition. Understandably, clinicians have difficulties 
e`ajpebuejcĂpdaoaĂn]naĂ_kj`epekjo*ĂJa]nhuĂd]hbĂkbĂpdaĂnaolkj`ajpoĂsdkĂe`ajpebea`Ă]oĂ¦qj`e]cjkoa`§Ă
have been waiting over 5 years.  

¨EĂd]raĂbkqj`Ăpd]pĂ]oĂokkjĂ]oĂkpdanĂ_kj`epekjoĂ]naĂnqha`ĂkqpĂpdaĂs]epĂpkĂcapĂ]Ă`e]cjkoeoĂeoĂl]ejbqhhuĂohks*ĂSepdĂ
anything that requires uncommon tests or treatment the funding is not there and so we are pushed to one side 
and made to wait a horrendously long time to get answers. In the meantime treatment and services are 
eilkooe^haĂpkĂ]__aooĂ]oĂsaĂd]raĂjkĂ_ha]nĂ`e]cjkoeo*ĂOkĂsaĂ]naĂfqopĂhabpĂs]epejcĂbknĂ]josano*©Ă« Patient with an 
undiagnosed condition. 

 ¨=Ă`e]cjkoeoĂeoĂrep]hĂejĂcappejcĂ]hhĂpdaĂoqllknpĂpd]pĂeoĂnamqena`ĂbknĂmq]hepuĂkbĂheba*©Ă« Parent of a child with an 
undiagnosed condition. 

¨FqopĂ^a_]qoaĂ¦ep§Ă`kaoĂjkpĂd]raĂ]Ăj]iaĂ`kaoj§pĂia]jĂepĂ`kaoj§pĂateop*©Ă« Parent of a child with an 
undiagnosed condition. 

There is a huge emotional impact to not having a diagnosis. Patients and parents do not feel in 
control of their situation and describe feeling isolated and uncertain about what the future holds. In 
fact 7 out of 8  undiagnosed respondents (87%) felt that they have not been provided with enough 
information and support throughout the diagnosis process. 

Key Finding: Patients without a diagnosis do not feel they are given enough 
information and support on their journey to get a diagnosis. 

1 in 4 undiagnosed respondents have seen more than 10 doctors in their search for a diagnosis. 
There is notable disparity when you consider that only 1 in 10 of patients who have a diagnosis 
reported seeing over 10 doctors. The increased number of doctors seen by undiagnosed patients 
could be positive if they are searching for the right specialist who can help them understand or even 
diagnose their condition, but negative if they are being pushed from pillar to post not receiving the 
care and treatment they need. It would be interesting to investigate this further in future work. 

Barrier to care and treatment 

Our research has highlighted that even with a diagnosis patients can still struggle to access 
appropriate care and support « this is even more apparent when it comes to undiagnosed conditions. 
73% of respondents who did not have a diagnosis felt it had been a barrier to accessing treatment. 

¨Da]hpdĂlnkbaooekj]hoĂoaaiĂqjoqnaĂdksĂpkĂdahlĂiaĂ]oĂpdauĂoaaiĂnahq_p]jpĂpkĂlnao_ne^aĂpdejcoĂsdajĂpdauĂ]naĂ
unsure of the underlying condition. I have a local physiotherapist but had to wait 6 months for this service. I 
d]raĂd]`ĂpkĂbqj`ĂiuĂsdaah_d]enĂ]j`Ăik^ehepuĂjaa`oĂiuoahbĂ]j`Ănaoa]n_dĂiuĂksjĂ_kj`epekj*©Ă« Patient with an 
undiagnosed condition. 

 ¨?]j#pĂ]__aooĂoqllknpĂoanre_aoĂ]pĂ]hhĂ]oĂiuĂ1Ă_deh`najĂ`kj#pĂbepĂ]Ă_knna_pĂ^ktĂbknĂpdaenĂjaa`o*©Ă« Parent of a 
child with an undiagnosed condition. 

Patients with undiagnosed conditions often have significant and complex health needs. It is not 
always easy to identify and address these needs without a diagnosis. Little can be understood about 
the appropriateness of treatments and therapies, or how the condition is likely to progress. 4 in 5 
respondents indicated that being undiagnosed had been a barrier to receiving appropriate 
coordinated care. Fragmented and poorly coordinated care not only has a huge impact on the 
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l]peajpĂ]j`ĂpdaenĂb]iehuĂ^qpĂepĂ_]jĂ_kopĂpdaĂJDOĂpdnkqcdĂpdaĂoaaiejchuĂaj`haooĂnkqj`oĂkbĂ`k_pkn§oĂ
appointments, tests and even in inappropriate treatments. 

¨E§raĂd]`ĂjkĂoqllknpĂ]pĂ]hh*©Ă« Patient, undiagnosed condition. 

 ¨SepdkqpĂ]Ă`e]cjkoeoĂepĂoaaioĂpdaĂia`e_]hĂlnkbaooekjĂ`kĂjkpĂ_]na****EĂc]raĂqlĂpnuejcĂpkĂbej`ĂkqpĂsd]pĂeoĂsnkjcĂ
sepdĂiaĂua]noĂ]ckĂ]j`ĂjksĂheraĂiuĂhebaĂsepdĂ]Ăhk]`ĂkbĂia`oĂpd]pĂpkĂ]Ă`acnaaĂdahlĂokiaĂkbĂiuĂouilpkio*©« 
Patient, undiagnosed condition. 

Key Finding: Not having a diagnosis is a significant barrier to accessing coordinated 
care and appropriate treatment. 

The NHS needs to take advantage of the clinical benefits arising from advances in genetics and 
genomics to help overcome the unique challenges faced by families affected by undiagnosed 
_kj`epekjo*ĂPdnkqcdĂCajape_Ă=hhe]j_aĂQG§oĂoqllknpĂoanre_aĂOS=JĂQGĂ$Ouj`nkiaoĂSepdkqpĂ=ĂJ]ia%Ă
we know that many patients and families never stop hoping for a diagnosis. A diagnosis can provide 
an explanation, bring new treatment opportunities, increase understanding of the condition « it 
could help them get an answer to that all important question - ¦sdu;§*Ă 

¨KqnĂna]okjĂbknĂjaa`ejcĂ]Ă`e]cjkoeoĂeoĂbknĂpdanaĂpkĂ^aĂlnklanĂejraopec]peraĂ_]naĂejpkĂ]juĂ]ook_e]pa`Ă_kj`epekjoĂ
kbĂ]Ăouj`nkia*ĂPdeoĂeoĂkbpajĂieoejpanlnapa`Ă]oĂjaa`ejcĂ]Ă`e]cjkoeoĂpkĂ`ao_ne^aĂkqnĂ_deh`*©Ă« Parent of a child 
with an undiagnosed condition. 

Key Finding: Many patients and families never stop hoping for a diagnosis. 
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Lisa, mother of Amelia, 7 « the impact of an undiagnosed condition 

Heo]§oĂ`]qcdpanĂ=iahe]Ăd]oĂ]Ăcajape_Ă_kj`epekjĂpd]pĂ`k_pknoĂd]raĂ

so far been unable to identify. This is most likely because it is an 

extremely rare condition and it is possible that it has never been 

studied enough to get a name: a syndrome without a name. 

=iahe]§oĂqj`e]cjkoa`Ă_kj`epekjĂ]bba_poĂ]hhĂdanĂiqo_hao(Ă_]qoejcĂ

globalised weakness and fatigue. She has been given many 

individual names of the symptoms that affect various parts of her 

body but has no unifying diagnosis. 

There was no indication during my pregnancy that there was anything 
wrong with Amelia. After she was born she had a lot of trouble maintaining her body temperature. I 
struggled to feed her and my gut was telling me « even at that early stage « pd]pĂokiapdejcĂs]oj§pĂ
quite right.  

She was a difficult baby. She constantly looked uncomfortable and was struggling to gain weight. I 
n]eoa`ĂiuĂ_kj_anjoĂsepdĂpdaĂda]hpdĂreoepknĂ]j`ĂiuĂCLĂ^qpĂepĂs]oj§pĂqjpehĂiuĂjeja-week check that we 
were pulled to one side and asked lots of questions by lots of people who then suggested conditions 
and carried out tests.  

We were referred to Great Ormond Street Hospital, and the doctors there were fantastic. Amelia had 
lots of tests (some of which were horrific to see performed on a tiny baby), and saw many different 
doctors from various specialities, including respiratory and neuromuscular. This was great in the 
sense that we felt they were trying to get a complete picture, but the jump from laid-back local 
services to a rush of people everywhere was really scary.  

We expected to be told exactly what was wrong with Amelia and find out the best way to treat her. 
>qpĂpd]pĂ`e`j§pĂd]llaj*ĂOdaĂd]`ĂiknaĂpaopo(Ă^qpĂpdaoaĂ_]iaĂ^]_gĂej_kj_hqoera*ĂSaĂsanaĂhabpĂejĂ]Ă
limbo, still facing the unknown. The doctors suggested she might have congenital myasthenia, but 
pdauĂ`e`j§pĂs]jpĂpkĂop]npĂpna]piajpĂsde_dĂ_kqh`Ăi]gaĂpdaĂoepq]pekjĂsknoaĂsepdkqpĂgjksejcĂpdaĂcajaĂ
affected. We received conflicting advice from our local physiotherapy team and the Great Ormond 
Street Hospital team about potential therapies « I felt a power play between the two teams. 
Conflicting information and a professional lack of understanding is extremely difficult for us as 
parents. As time has gone on Amelia has been referred to more and more specialists. Tests always 
throw up more questions than answers.  

PdaĂ`k_pknoĂd]raĂjksĂopklla`ĂhkkgejcĂbknĂ]juĂkbĂpdaĂ_kjcajep]hĂiu]opdaje]Ăcajao7Ăoda§oĂ^aajĂ
paopa`ĂbknĂ]^kqpĂoetĂ`ebbanajpĂcajao*ĂOkiaĂ`k_pknoĂo]uĂodaĂ`kaoj§pĂd]raĂepĂ^qpĂkpdanĂiai^anoĂkbĂpdaĂ

team say she does. A physiotherapist at Great Ormond Street 
Hospital saw her collapse and said he felt Amelia should be 

referred to the myasthenia team because of how fatigued 
her muscles were but the neuromuscular specialist 
`eoieooa`Ă pdeo*Ă Ep§oĂ `ebbe_qhpĂ ^a_]qoaĂ abba_perahuĂ pdaĂ
jaqnkiqo_qh]nĂpa]iĂ]naĂdanĂi]ejĂ¦_]oaĂ_kjoqhpo§(ĂpdaĂ
guiding team responsible for her care, and yet 
pdau§naĂpdaĂkjaoĂsdkĂ`kj§pĂheopajĂpkĂqo*ĂEp§oĂi]`aĂqoĂ
feel isolated. 

E§raĂha]njpĂpd]pĂpdaĂ^aopĂ`k_pknoĂ]naĂpdaĂkjaoĂsdkĂ
_]jĂoeilhuĂ]`iepĂpd]pĂ=iahe]§oĂia`e_]hĂle_pqnaĂeoĂ
odd. The ones who accept that we have this bit of a 
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have the full picture and we need to keep an open 
mind. The best doctors are those who concede that we 
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doing really well with, and that we need to support the things 
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