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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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Rarediseases are higher on the healthcare agenda today than the
have ever been. Researchers and clinicians are more aware of 1
impact of rare diseases, and more interested in patients an:
families with these conditions than ever. At least 6000 different rare
diseases have been identified, and as research progresses more &
identified, and the list grows on an almost daily basis. NHS England’
budget for directly commissioned services, many of which are exclusivel
focussed onparents 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.

i kpAi]

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* APdaAnaoghpoAl]ejpa A]J]Aieta Ale_pgna*A.
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]lpekj] hAEjopepgpaAbknADa] hpdANaoa]l]n_d&§8oAN]-naA @e
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 servicelike 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 effortto 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.

Mot K

Alastair Kent OBE, *
Chair of Rare Disease UK
Director of Genetic Alliance UK
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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. ThaJK Strategy for
Rare Diseasess signed by the health ministers of each country in the UK, with crogsarty 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 evidenebased 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
pdeoAognraulAejApdaAnal knpA! Atl aneaj _aoAkbAN]naAQC(
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

eil haiajpa’ A]l]j Al koeperahuA]l]bba_pAl]peajpo8§A_ ] na

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 (hibh
residents were excluded from analysis). Over 450 different rare conditions are represented in the
survey. The survey results are supported by ten-ilepth 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 J]ejejcA-1Aej e _]pa ApdaenAnaoe > aj _aA]J]oA! kpdanA
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
cerajAejApdaAOpn]pacuAbknAepoA!'reoekj ApkA~aAna]h
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

ki " epekjoApd] pAd]raj8§pA~raaj Ae ajpebea  Auap* AQj ¢
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.

Rare Disease UK Page5
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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,
receliving 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]naA eoalJoaA]bba_poAi]juA]Jola_poAkbA]jAej ere
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”~aAdksApdaenA _kj epekj AeoAejepe] hhuAsnep
]oAl'jagnkpe §*

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 dayto-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.

Page6 Rare Disease UK
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Patient empowerment

Information

Accurate, reliable and upto-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 professional§’. 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 8oABeraA Ua]l]nABkns]n AReas(A]hhA] _gjksha’
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 7 in 10 respondents feel like they were not given enough information at diagnosis
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.

"SdajAsaAsanaApkh A uAWpdaVYAj akj]p]
he simply read it off a page and walked away without any
“ e 0_ g dardnyof a@Mild with trisomy 13.

"l knaAejbkni]pekjA] "kgpApdaA] pqg] h
good! We were told over the telephone and later received a print
kgpAbnki ACkkchaApdnkaqgcdA@pPdranAdf& op Akj
child with Coffin-Siris syndrome.

“"EA] i Aqgj “anA]A*nehhe]j pAjagnkhkceop
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 | feel is the best for me. This is important as you need to feel in

kjpnkhAkbAoki apdej cApd] pA «Patightd ghroracAnfiznmatokyhdemny@linatnd _ k j p n
po/yneuropath y (CIDP).

"EbAepAs] oj #pAbknApdaAej panj apAERatitnty caverhaus Hemahgiona.d ej ¢ A] *

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.

"Aranupdej cAEAg] ksA] "kqpAi uA_kj epekj AeoA gaApkAi uAksj
pdeoAeoA_ knna_ p APatidng kdrquid symtiioda. e o o ej ¢ * ©A

“"EAskgh AhkraAi knaAej bkni]pekjAbnki ApdaA k_pknoA]j " Aj
i JuAd]raApdej c oA s nkj«dPatikny Bereditary fedrapatiy mwRhKIiAbRiB W pressure palsy
(HNPP).

"Wl uAgj ksha caAeoYAogbbe eaj pA] oAEAd] raA] ckkcha §Abkn
understand information that | could pass to others to read rather than me trying to explain what / struggle to
q/ ‘anop] j «Pareat ofa thlldwhAC3 glomerulonephritis (C3GN).

Rare Disease UK Page7
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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.

90%

80% - 7% B Format preferred

B Format recieved
70%

60% -
50% -
40%
30% -

61%

44%
39% 36% 37%
28%
15%
0

20% -
10%
0% -

D ——

Leaflets DVDs Directed to websites Academic Books Discussion groups
journals/papers

Chart 1: Information types. Comparison of format preferred vs format received by respondent

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> %A]lj Aoeil huA! aranupdej c§*

"WEAskqgh AhegaApkAgj ksYAsduAoda#oAckpApdaoaA_kj epe
_ kil hai ajp]nuApdan] /! eaoApd] pAi ecdpAdahl A]j Asd] Aat] _ p
Parent of a child with idiopathic intracranial hypertension.

">a_JgoaAep#oAokAn] naA]j " ApdaApnal] pi aj pAEAna_aer a’ Aok
have no real prognosis, and no idea of how long | might live. | also still do not fully understand how the disease
skngolfli@feaj p( ASacajan§oAcn]jqghki]pkoeo*

"EAskqgh AhegaApkAgj ksAdksAepAsehhA] bba_pAi uA_deh naj *.
pkA eo_qgooApdeoA] ]  ApdadPatiert meltple coeditignes AbknAi uA_deh naj *c

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.

"EpAeoApdaAi kopAeokh] pejcAl ] npAWpd] pAp daPatiem naseaniedci k A c n k
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.

Page8 Rare Disease UK
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"WEAj aa'a YAi knaAejbkni]pekjA]pAejepe] hA e]cjkoeoA]
support. Patients need to have a voice in order for care and support to be relevant. If they're not involved, the )
Jrj]jeh] "haAoqgl |l knpAeoA] A/ oql | k eRalieAlj aatamnBidecgpatiisa] ~ Ak bA] j A/

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:

"KjAi]JjuAk__JoekjoAEAaj Aql Aatl h]ejejcA]j A#a ' q_]pejc
knowledge and/or have not seen a case like me before. | am also apparently not a ‘typical' Cushings patient so

/ tend to defy what is expected and confuse doctors! My questions are often unanswered, or | am told honestly
pd] pApdauA’ kAj k pdRagert pitijary apdglexyasdaCashings disease.

"EAhegaAraejcA] "haApkAp] hgA] "kqgpAi uA_kj epekj ApkAi a
consultant made me feel like | am doing something positive by him using me to teach others about the
_ kj e pBatignt* n@ifiple cylindromas.

“"AranuApei aAEAckApkA] AjasAdkol ep] hAEA ddPatei mkaditeniay ] p a A
gravis.

“"UkqgA] naApdaAat!| anpArgpAukgA]naAn] nahuAda]n ~Al]peajpA
« 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 daio-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 plannlng of services as the
'l ] peaj pAr ke7a§AeoAAaeJ cAna1kCJ eoa A] oA]iAei I kn
_kiieppa  ApkA! |]gaAoqnaApd] Al ] peaj poA]lj"

P
ej ApdaAl h]jjejc(Aar]hqg]lpekj A]l]j Aikjepknej

o >
~ o

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 throughiealthwatch.

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.

Rare Disease UK Page9
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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 selfresearch, or more information available via the internet,
often referencing the importance of online support groups.
"PdanaAeoA] AhepphaAi knaAejbkni]pekjA]

r h] "haAbnki Ak
kran] hh(ApdaAl nkreoekj AkbAej bknklppé&aAp ]

] e
(ABoagaspopdepAn
"l uA_kj “"epekjAj ksAd] oA] AB] _a’*kkgAcnkql AsdanaAl akl haAs ¢
dahl! oApdai (ApdeoAs] oj #pA]nkqgj Asdaj AEAbenopABgtiied  e] cj
erythropoietic protoporphyria (EPP).

"Uao(A"rqpAEAd]raAoa]n_da’ Apad‘/]/@/,q//zafmwf/)ﬁemghjm@kﬂné’ta/l;monbknA/ u
pdai *AEA] i AranuAn] nahuAd]/ “a ApdaAej bkni] pekpaiiche Ab] _
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 life2 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 longterm 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 4Health, many respondents
described feeling forced into early retirement (or reduced hours) by their employer or because they
bahpA] gjnahe] "hag§*

"EA  kj §pAbaahAail hkuanoAna] he oddmckredly ana B3t wrigtdn warging A p d a o ¢
for being absent from work due to my condition after first diagnosis whilst in hospital. | am on a phased return )
JpAl naoaj pArgpAbaahAEA] | ARlajey edjl ma@abDaymas Am&k AL xA]l j] qilpkAipje

EAa’]raApkAp]gaAha]raApkA]ppa/ "A]hhAkbApdaAi ghpel haA] l
oecja AkbbAoe gA gaApkApdaAopnaooA] ook &pPgeatofashkip dA ] n
with alternating hemiplegia of childhood,

“>a_JqoaAl CAeoAn]naA]j Ai kopAl akl haAEAi aapAd]raAjaran,
pkAatl h] ej ApdaA_kj  ep eRgtichemydsihdniakravisAaj renkj i aj p* ©A
"EAnaoecja Abnki A]J]AbghhApei aAl koepekj A"a_ ] goaAEAs] 0A]
Job change on the basis that | took planned unpaid leave for a lumbar puncture and [my employers] felt that |
s]J]oAj kAhkjcanA ]I ] "haAkbA _JnnuejcAkgpAi uA «gpateato As daj
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.

"EAskngAbhat eApei aAokAd]raAj kAoapAop] npApei aAsde dAdal
most mornings as | have other chronic conditions as well). | also have disability sickness absence as well as

J kni ] hAoe g/aooAjf‘oa/ aAokApd] pAdahl o* AEAs k gPatigntt pA"aA
2godej c§0A eoaj]oa*
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“?]naA]j Aoqgl !l knpAl h]joA_|]jAraA]Acna] pAdahl *Al udAqgj er a
Patient, EhlersDanlos 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, omlg eighth of respondents (13%) felt
they received sufficient support with these concerns.

DlrejcA]l]An]naA eoalJoaA_]jA~aA ebbe_qhpA]j Aeil] _p
should not be overlooked.

“"PdeoAsdkhaAat!| aneaj _aAkbAraejcA e]cjkoa Ad]«Pdian " A] Ai |
acromegaly.

"DjrejcApkAoa]n_dAbknA] hhApdaAej bkni]pekjAi uoahbAd] oAl
] T a ’ Ap k Ak Bafeatpifra ahdcowithcChiari 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.

GauABej ejc6AN] naA eoalJ]oaA]lbba_poAi]ljuA]lol

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 earigtage 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 lifethreatening condition
called sepsis.

=AbasAua]l]noA] ckAEApkh  Ai uACLApd] pAEAs] oj 8pAd] I | u,
antibiotics in just six months. Throughout my life | was frequently ill with chest infections, skin
infections, eye infections etc. They were treated with multiple doses of antibiotice one dose was

rarely enough« but the symptoms would often return. | knew there had to be a reason why | 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] pAeoA aaia A!jkni]hg8A]j AEAs]oAnabanna’  ApkA],
suffering from a mild, and unexplained (idiopathic), form of neutropenia. | was advised that there

were no treatments available and that | would be monitored through quarterly blood tests. At this

time | was still getting infections and | was told very little about what was happening. My own

research into the condition was very worrying: the information | came across frequently referred to
haqg] ai e] *AEAd] "A]J]A~kjaAi]l]nnksA”ekl ouA~rgpAs]oj §|]
results appeared fine.

I did not know what was happening, why, or even what the future might look like. | joined a US

Facebook group called Neutropenia Support and from this | learnt a lot about the condition including

that, in the US, neutropenia patients were being treated. | began to feel a little angry about why |

s]oj 8p*AEAk~"p]leja AiuAi a’ e «] waAt¢dkokaawAnbre abBuprdya A | ] o |
condition and find an explanation for my history of ill health.

| 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. | contacted her, we then had a
phone consultation and | shared my medical notes. Subsequently she wrote to me and advised that |
might benefit from a treatment called GCSF (granulocyteolony stimulating factor). GCSF stimulates
the bone marrow to produce neutrophils and would hopefully enable my levels to fall within the
normal range.

| 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. | responded well. My
blood levels improved, | had no infections, and generally felt a lot better. | have now been on this
medication for nearly four years and have significantly improved. | 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, | 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 | 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 patlents have to go through to secure a rare disease diagnosis
d]oA’\aajAse ahuA] ksha>ca  A] _ nkooApdaAda]hpd ]
PdaAQGAOpn] pacuAbknAN] naA@eoa] oaoA _Ki i eppa’ Apk S
“eoalJ]oaos8*A@ah]Jua A e]cjkoeoA JjAd]raA]l]Aoec] ebe_
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 CCLRL B LD D EIERE

families affected by rare conditions in the UK
often face significant delays in securing a final
diagnosis, and sadly it appears that little has

Receives 3 misdiagnoses
changed. The 9  ©

average
rare
disease Waits 4 years
patient

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. Before receiving their final 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.
"zAhkpAkbApei aAs]oAs]opa A]pApdaAracejjejcArekdn uACLA
though physically she could see that my musc/es were wasting. It took 12 months for a new doctor to f/na//y
"ahearaAi aA]/ “Aoaj A aApkAoaaA]A kjogqhp]j p*A/ uA k_pk
_JgcdpAiu 4_ kj “epekj Aaj]nh qa«z%tf?ﬂwcﬂymﬂop/tls/ﬁcle/pdérmﬁ averldp, ZBRINPA 0k A
| koepera(Apah]jcea_ p]Joe] A]j "ANJuj]qg S§o0Al daj ki aj kj *

"PdaAsknopApdej cAeoAj kpAgj ksej cAsd] pAeoAsnkpateAts ep d A u
hypermobile EhlersDanlos syndrome and postural orthostatic tachycardia syndrome (PollS

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.

"=juAn]naA’ eoaJ]oaAsepdA]An]jcaAkbAouil pkioAeoA ebbe_q
_kjoqghp]jpAsdkAd] Aocoaaj AJAd wieali o ASjded A -h/aXwd] rewkd Joralfe a

":oA"/'u/T_k/"epgk/A“eoA“ranuA“n]na(A“ep/TeoA“/ kpAognl neoej cA“pa
help me health wise-p d a A" eoa] oaAd] Al /(naApe/ aAp«Part/en;iW/z‘/jacnamtberafA/‘k
njnaA_kj “epekjoAej hqg ejcANJuj]qg S§o0Aouj "nki aAl]j A/khU/

"WepAeoYAj kpA] hs]JuoAa]ouApkAna] dA]A_ knna «pPadiene jnal j k o e o.
de debarquement syndrome.

=s]najaooAn]eoejc(Apn]jejejcA]l]j Aa>q_J]pekjAejepe]
k * u o Ener&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 patientdoctor 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.

"I uUACLA e]cjkoa Aia(Ac]raAiaA]JAhappanA]j AoajpAiaApk

pnaj]piajp*APaopoAs anaAlPaye Lbillain Bakesgnarorfep d e j c o Abenop* ©A
EAvopnqccha Apkﬂcapﬂ]ﬂnabann]hﬂpkﬂ]ﬂ/aanhkceopAvbnk/'AV/
kgh As] hgA]nkqj AdeoAkbbe_ a*ASaAd] " ApkA ai]j AkAnabarn

Paz‘/enr dystonia (DY'T1).

"EAs]oAjkpAnabanna  ApkAWpdaAol a_e]heopA_ajpnaYAruAiuA
na_aerej cAol a_e] heopA«Ratieat/paroxysomal mogturnalédaemofpbihjina. AEA " e " * ©A

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
"aejcA] __goa  AkbAraejcA] Al dul k_dkj ne] 8AknA] A!j a
“"PdaAsdkhaAl nk_aooAkbA e]cjkoeoAs] oAkjaAsde_ dAEAj aran.
paediatrician and not taken seriously from my first concerns. | saw numerous health and child professionals and
d] "AepAj kpAraaj AbknAi uApdaj Aj«Parént of achif aith NodrEdsyridrgme. Ad] r a A
"EAs] oApkh Apd] pAepAs] oAl ou_dkhkce ] h(Asde_ dAia]jpApd
J h] "ahha  §A] ]  As] oApjPgtiani poymyasitiihaooAoanekqgohu* ©A

Working to increase awareness and education of rare dlseases in line with the UK Strategy for Rare
@eoalJ]oaoAsehh(AepAeoAdkla (AajognaAl]peajpo8Aoui
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

] peajpoAraejcA kgrpa A]lj Apkh Al ep8oA]lhhAej Aukqgn

Key Finding: Patients can experience issues persuading medical professionals to
believe their symptoms and describe how their condition is initially written off as |
|l lou_dkhkce_] h8Akn(Al ] najpoA]lnaA ao_ne”a’ /

We did hear about some positive diagnosis experiences from patients, however, many of these

] peajpoAo]e Apd] pApdauAbahpA! hg_gu8AknAatl h]eja
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.

"EAs]oAatpnaiahuAhqg_guApkAoaaA]ACLAsdkAd] " AfqopAraaj
oui | pki oAkbA/I uj] opdaj; eRattentmjyastbemidgravis.a " e ] pahu* ©A

"EpAs] 0oA]Ahkj cAl nk_aoo*AEAs] oAranuAehhA]j A k_pknoA e
was wrong. | was eventually told it must be psychological. | went to a private rheumatologist who realised

sd] pAEAd] "A]j Aeiia e]pahuAnabanna Ai aA"] _gdRatled ] Andac
relapsing polychonalritis.

"I UACLApkh AiaApdanaAs] oAj kAia e_]JhAna]okjAbknAsknoaj
suggested opticians as a last resort optician spotted papilloedema and sent me to A&E« idiopathic

ejpn] _nj]je] hAdul anpajoekj As] oA e]cjkoa ApdaAjatpA Jucc
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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.

35%

[ Diagnosed Pre-2010

30% [ECiagnosied Post-2010

25%
20% Over 20 years
: 8%
Ower 20 years
2- 5years 7%
13%
15% e
10%
10- 20 years
7 10 - 20 years
10% 6%
5% 1-2 years 1-2 years 5- 10 years
gﬁa 9% 0% 5- 10 years
8%
0%
Less than 3 months 1to Syears Over5 years

3 months 10 1 year

Chart 2: Length of time spent waiting for diagnosis.
Percentage wait for respondents diagnosed pr2010 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,
SMADA4, is part of an important celtsignalling 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, | was told by the doctor at our local hospital that Imogen had a twisted spine,

and | was referred to a more specialist hospital. | had scans at 24 and 26 weeks and at both of these

EAs] oApkh > Apd]pAdanAol ej aAs] oAj kni ] hsedidhpaAdstieyo j § p A]
e j8pA _da_gAEikcaj8oAoleja*AEpAs]oj8&8pAgjpehAoda
lungs xrayed 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] " A~aaj A _kjp] _pa AuAkgnAcajape_eop8oAoa_nap]nu
assumed this was a general catchp appointment. However, when | walked into the consultation

nkki (AEAgjasAepAs]oAokiapdejcAiknaAra_]qoaAEikece
geneticist, as well as a paediatrician and a counsellor. The team explained that when the test for
=h]cehhaAouj nkiaA_]iaA~] gAjac]pera(ApdauAd] > A" k
tested for another syndrome. This syndrome was called Myhre syndrome and the test came back
positive. When | found out that we finally had a diagnosis for Imogen, | 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 humber 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. Laterwhen we Googled Myhre, the pages that came up were the same as
pdau§8 Aceraj Ago*

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 scoI|03|s leg splints, hearing aids, glasses (when she will tolerate them) and has
nacgqgh] nAia e_]pekj *ASa§naAhaprpkA"nej cAepA] h
ludnaA~ra_]goaAjkAkjaAgjksoAsd] pAepAeo*AEpA_]jA
da]l]npA]j’ AsaAd raApkA~aAna] hhuA_] nabqh*ASdaJ AE
] hi k pA]o pquchAa ]qoaApdauA kj 8pAqj "
. pdaus8raAjkpAda]ln  AkbAep(ApdauA]ooqgi aA
o 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.

p A
i N
] k
0

-+ 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]Aouj nki aA$SLkPO%*ALkPOAeoA] Abkni Akb,
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. | 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 | kept
khh]loech]j‘AEAoajoa‘AoklapdeJcAahoaAs]01§pAnec

s]oA adu n]pa  (Apd]pA!skiajAb]Jejps8AknApd] pAEAd] " A

Nine months after my hypopituitarism diagnosis a specialist suspected that | also had PoTS. There

was a lot of trial and error before | was diagnosed. When | went for autonomic tests | was feeling

really unwell. The clinician told me | clearly had PoTS and that | did not need a particular test. Yet
sdaj AEAsaj pApkAoaaAi uA_kjoghp]jpA]lc]lejAodaAo] e’ Ay
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 > Ai aAodaAcoed a A8 peA pjashphAigi jakAsiAgi_ gd Ad Adanoahb* AE
other people who have PoTS and get advice on what works for them, including medications,

|l nkbaooekj]hoA]j A _heje_ o*ABknAat]ilha(AE8raA”*aa
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’ Ai aApkApnu(AsanaAhe aj oa’ (Aa(befqmy\qmdbermmogusopAna_
atl h]l]eja Apd]pApdaA > nqcAeoj §pAlna kiej]jphuAqgoa’ /
DksaranAEAs]oAgaaj ApkApnuAepA~ra_J]qoaAES§8 Ada]ln Ae
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.

EAd]raj 8pAoaajA]juAia e_]J]hAlnkbaooekj]hoAsdkAna]
explain the condition and request fluid therapy (one of the most effective treatments). It makes me
baahAqj kibknp]~haApkApahhA > k_pknoAsd] pALkPOAeoA
supposed to know what to do!

My doctor has also referred me to a specialist clinic in Londox the Autonomic and Neurovascular

Medicines Unit. | 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 | can try.

EA kj 8pAgjksAsduAEAd]raApdaoaApskA_kj epekjo(Akn;
underlying condition or a virus. None of the doctors | have seen have tried to explain this to me, but

E§ AhegaApkAbej Akqgp*

*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 hame. 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 ajpebuejcApdaoaAn]naA _kj epekjo*AJalnhuAd] hbAKk
have been waiting over 5 years.

"EAd]raAbkqgj Apd] pA] oAokkjA]oAkpdanA_ kj epekj oA]naAnaqg!
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

ei |l kooe"haApkA] _aooA] oAsaAd]raAj kKA_ha] nAPasehtajihkao e o * A O
undiagnosed condition.

“"=z=A e]Jcj koeoAeoArep] hAej Acappej cA] hhkPpaitaolachill Witk anp Ap d] p
undiagnosed condition.

"FgopA“ra_JqgoaA! ep§A kaoAj kpAd]r aA kRajeptiohalchild withjag p A i a]
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 suppori 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] hpdAl nkbaooekj ] hoAoaai AgjognaAdksApkAdahl! Ai aA] o0Ap
unsure of the underlying condition. | have a local physiotherapist but had to wait 6 months for this service. |
d]jraAd] " ApkAbqgj " Ai uAsdaah_d] enA]j  Ai k" e h epatighfvdttaan o Ai u o0 a
undiagnosed condition.

“?2]j#pA] __aooAoqll knpAoanre_aoA] pA] hhA] oA«Raledtdfadeh neé
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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| ] peajpAl]j ApdaenAb]iehuA~rqpAepA_]J]jA _kopApdaAJlDC
appointments, tests and even in inappropriate treatments.

"ESraAd] " A k Aeaiént dndiagioged dojdiicn.* © A

"SepdkgpA] A e]cjkoeoAepAoaai oApdaAi a e_] hAlnkbaooekj A
sepdAi aAua] noA]ckA]j Aj ksAheraAi uAhebaAsepdA] Alk] ~Akb
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*APdnkgcdACajape_A=hhe]j _aAQG8oAoql | kn|
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-! s du; § * A
"KqnAna]okjAbknAjaa ejcA]A e]cjkoeoAeoAbknApdanaApkA~"
kbA] Aouj nki a*APdeoAeoAkbpaj Ai eoej panl napPaehtbilachlg aa e/
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 condltlon

Heo] §0A JgcdpanA=iahe] Ad] oA] Ac b p ek .
so far been unable to identify. This is most likely because it is a

extremely rare condition and it is possible that it has never beenfes=y

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

=iahe] §0Aqj "e]cj koa A_kj epekj Adan.

globalised weakness and fatigue. She has been given many
individual names of the symptoms that affect various parts of he
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. | 5
struggled to feed her and my gut was telling me« even at that early stage«xpd] pAoki apdej cA
quite right.

She was a difficult baby. She constantly looked uncomfortable and was struggling to gain weight. |
n]eoa Ai uUA_kj anjoAsepdApdaAda] hpdAweekechegkkathd j ~ Ai u
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 laidback 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.
>qgpApd] pA e jg&pAd]llaj*AOdaAd] AiknaApaopo(A~rqgpA
limbo, still facmg the unknown. The doctors suggested she might have congenital myasthenia, but
pdauA e’  j&8pAs]jpApkAop]npApna]piajpAsde_ dA_kqgh  Ai
affected. We received conflicting advice from our local physiotherapy team and the Great Ormond

Street Hospital team about potential therapies« | 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 specialistests always

throw up more questions than answers.
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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 Apdeo*A EpS8§oA “ebbe q
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guiding team responsible for her care, and yet
pdaug8§naApdaAkj aoAsdkA kj §pAh

feel isolated.
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odd. The ones who accept that we have this bit of a
|l ] ppanj (AsaAd]raApd] pA~*epAkb
have the full picture and we need to keep an open
mind. The best doctors are those who concede that we
jaa  ApkAraAcn]pabghAbknA]j Aaj _
doing really well with, and that we need to support the things
pd] pAodag8§oAopngcchej cAsepd?*
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