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ABOUT US 
Genetic Alliance UK 
Genetic Alliance UK is the national charity working to improve the lives of patients and families 
affected by all types of genetic conditions. We are an alliance of over 200 patient organisations.  Our 
aim is to ensure that high quality services, information and support are provided to all who need 
them.  We actively support research and innovation across the field of genetic medicine. Genetic 
Alliance UK undertakes various projects and programmes that add evidence and knowledge to 
improve health service provision, research and support for families.  These initiatives include: 
 
Rare Disease UK, a stakeholder coalition brought together to work with Government to develop the 
UK Strategy for Rare Diseases: raredisease.org.uk. 
 
SWAN UK (syndromes without a name), a UK-wide support network providing information and 
support to families of children affected by undiagnosed conditions: undiagnosed.org.uk. 
 

Published by: Genetic Alliance UK 
49-51 East Road 
Hoxton 
London 
N1 6AH 

Email: 
Website: 

contactus@geneticalliance.org.uk 
geneticalliance.org.uk 

  
Registered charity numbers: 
Registered company number: 

1114195 and SC03929 
05772999 
 

Birmingham Children’s Hospital, part of Birmingham Women’s and 
Children’s NHS Foundation Trust 
Birmingham Children’s Hospital (BCH) is the UK’s leading specialist paediatric centre, caring for sick 
children and young people up to the age of 16. Rated as ‘outstanding’ by the CQC in February 2017, we 
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are world leader in some of the most advanced treatments, complex surgical procedures and cutting-
edge research and development. 

Birmingham Children’s Hospital is very proud to have the First Children’s Rare Disease Centre in the 
UK co-designed with children, young people and families. This was funded by the generosity of donors 
to the Birmingham Children’s Hospital Charity Star Appeal. We are working with rare disease patient 
organisations to improve the care of our patients and their families. For instance, setting up a SWAN 
clinic to better support and coordinate the investigations in order to reach a diagnosis and recruiting 
to the 100,000 Genomes Project. Birmingham Children’s Hospital is a leading recruiter to the 100,000 
Genomes Project for both categories of rare diseases and childhood cancer. We support the initiative 
of improving and refining diagnoses and by recruiting to this forward-thinking project, we are 
embedding personalised medicine into NHS care which will not only improve outcomes for patients 
but also be more cost-effective for the NHS.  

Birmingham Children’s Hospital has 35 different specialties as well as general paediatrics and the 
emergency department. We have a national liver and small bowel transplant centre and are a global 
centre of excellence for complex heart conditions, the treatment of burns, cancer, liver and kidney 
disease. We are a nationally designated specialist centre for epilepsy surgery and have 11 highly 
specialised services for rare diseases including Wolfram syndrome, Alström syndrome, Bardet Biedl 
syndrome and epidermolysis bullosa. We also boast the regional paediatric trauma services for the 
West Midlands.  Furthermore, our fantastic  paediatric intensive care unit is rated 'outstanding' by the 
CQC. We treat children, young people and families from the West Midlands as well as from all over the 
UK. 

bwc.nhs.uk/about-us 
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WHAT DO WE MEAN BY 
SYNDROMES WITHOUT A 
NAME?
The Birmingham Children’s Hospital (BCH) 
snapshot patient data presented in this report 
refers to the diagnosis status of patients when 
they presented to BCH and has been used to 
classify patients as having a ‘clear diagnosis’ 
or being without a ‘clear diagnosis’. Those 
without a clear diagnosis may well go on to get 
a diagnosis after a period of time – at the end of 
the consultation or during an inpatient stay at 
BCH, or after an extended diagnostic odyssey - 
although some may not. Patients who remain 
undiagnosed are often suspected to have an 
extremely rare genetic condition which testing 
is not always able to identify. Diagnosis of 
these conditions is not possible because the 
genetic cause of the condition has not been 
identified. These patients are described as 
having an undiagnosed genetic condition or a 
‘syndrome without a name’ (SWAN). In this 
report we will use the term syndrome without a 
name. The families SWAN UK supports are 
affected by syndromes without a name. Figure 
1 illustrates the different levels of diagnosis 
described here.  

Whilst the BCH snapshot data distinguishes 
between those with a clear diagnosis and those 
without a clear diagnosis at presentation to 
BCH, it does not address whether these 
patients subsequently received a clear 
diagnosis.  

However, findings about the type of admission, 
whether the patient was attending a new or 
follow up appointment, whether the patient 
had previously had genetic testing or not, and 
whether the patient had more than one health 
issue, support the idea that there may be a 
significant number of patients affected by a 
syndrome without a name in a major paediatric 
hospital in the UK. 

This snapshot data is the first valuable insight 
into the significant proportion of patients 
without a clear diagnosis and demonstrates 
that further evaluations are urgently required. 
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Figure 1: Different levels of diagnosis  

 

                                          

 
 

 

Patients who already have a 
clear diagnosis

Patients who will be 
diagnosed following        

first line testing

Patients who 
have a long 
diagnostic 

odyssey

Patients who 
remain 

undiagnosed

These are patients who are not 
yet diagnosed. Some of these 
patients may have a rare 
condition, particularly if their 
diagnostic journey is long. 

These are patients 
who are currently 
without a clear 
diagnosis. Some of 
these patients will 
be not yet diagnosed 
and some will 
remain. 
undiagnosed.  

These patients are often referred 
to as having an undiagnosed 
genetic condition or a 
syndrome without a name. The 
cause of these conditions has not 
yet been understood. 
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KEY FINDINGS 1 
The snapshot survey conducted on Undiagnosed Children’s Day 2016 at Birmingham 
Children’s Hospital revealed: 
 
A quarter of patients did not have a clear 
diagnosis at presentation to BCH but further 
investigation is needed to accurately 
quantify those who we will ultimately 
suspect of having a syndrome without a 
name. 
Collectively, 25% of patients did not have a 
clear diagnosis at presentation to BCH (19% of 
inpatients and 33% of outpatients). Of patients 
seen as outpatients without a clear diagnosis 
at presentation, 51% were attending a follow 
up appointment and 32% of these patients had 
had genetic testing with either no result or a 
negative result for the genes or parts of the 
genes tested. This suggests that many had not 
been diagnosed through first line testing. The 
proportions of patients without a clear 
diagnosis found in this survey are large enough 
to suggest that the scale of their health needs 
outweighs any single rare disease, and that the 
impact is comparable with the most common 
causes of childhood morbidity. However, 
longer term studies would provide more robust 
evidence on the numbers of patients who do 
not go on to get a diagnosis (i.e. patients with a 
syndrome without a name). 
 
Almost one third of the inpatients 
transferred from other hospitals did not 
have a clear diagnosis at the time of 
admission to BCH. 
The proportion of children who were inpatients 
and had no clear diagnosis at presentation to 
BCH accounted for 31% of transfers from other 
hospitals, 18% of acute admissions and 17% of  

 
elective admissions. The expertise of tertiary 
centres like BCH is crucial for managing and 
treating complex undiagnosed conditions as 
well as establishing an underlying diagnosis. 
This is reflected in the high proportion of 
patients without a clear diagnosis among the 
inpatients transferred from other hospitals. 

Two thirds of inpatients without a clear 
diagnosis at presentation to BCH were acute 
admissions. 
Of all the children admitted without a clear 
diagnosis at presentation, 66% were admitted 
as acute cases. Findings were similar for 
patients with clear and unclear diagnoses. The 
statistics highlight the significance of routes 
such as the emergency department to the 
patients’ ability to access appropriate care 
although this is a suboptimal route for the NHS 
and also the families who often have to 
recount the very complex medical history to 
healthcare professionals who are not experts in 
those patients. 

The majority of inpatients at presentation to 
BCH without a clear diagnosis had multiple 
health issues.                                                              
The data collected by BCH demonstrates that 
the majority (74%) of inpatients who presented 
without a clear diagnosis had multiple health 
issues. A wide range of specialties were shown 
to be involved in the care of patients with 
unclear diagnoses. 
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KEY FINDINGS 2 
SWAN UK data collected from families affected by a syndrome without a name from 
across the UK revealed: 
 
The uncertainty associated with not having 
a diagnosis has huge implications both 
practically and psychologically for families. 
Without a diagnosis, the cause of the condition 
is not confirmed and there is no information 
about how the condition can be managed and 
is likely to progress. Healthcare professionals 
have little to guide the management or 
treatment of syndromes without a name. The 
uncertainty can be described as all-
encompassing and has an impact on how 
families make sense of the condition, how they 
function on a day-to-day basis, and how they 
view and plan for their futures.  
 
Families fight to be heard initially, 
preventing timely access to specialist care 
and support. 
One of the first challenges that families face is 
the lack of understanding and recognition from 
non-specialist healthcare professionals. Many 
families report that they have battled to get 
others to listen and believe their concerns 
about their child. Evidencing their children’s 
needs was a key challenge for parents. Without 
a diagnosis, they do not have what they 
referred to as a ‘passport in to services’.   

 
 
 
 

 
Families face difficulty in communicating 
their child’s needs without an overarching 
diagnosis, particularly in emergency 
situations. 
Communicating with clinicians when there is 
no name or label to refer to is a key challenge 
for families. The situation becomes particularly 
intense in the context of acute settings like 
emergency departments. Patients affected by a 
syndrome without a name can be challenging 
to treat in an emergency situation, particularly 
when healthcare professionals do not have 
access to all relevant information. 

Coordinating the various elements of care is 
a task that can become a huge burden for 
parents. 
Parents report that the lack of coordination 
and communication between doctors and the 
various care providers is one of the biggest 
challenges they face in trying to obtain 
appropriate healthcare for their child. Parents 
reported intense schedules of clinic 
appointments and medical interventions. This 
in itself is a huge burden for families, yet the 
challenge is even more acute in the absence of 
effective coordination of these various 
elements of care.  
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NEXT STEPS
The findings provide an early indication of a 
substantial unmet health need in the UK. 
Collating further evidence relating to the scale 
and impact of syndromes without a name 
should be a priority and should inform future 
service developments, including approaches to 
diagnosis. The following should be considered: 

Local/Service Audit  
This work has demonstrated the feasibility of 
identifying patients without a clear diagnosis 
from hospital admissions and outpatient 
coding data. Other services (particularly 
tertiary centres which are likely to manage 
higher proportions of patients without a clear 
diagnosis) should replicate the exercise to 
validate the findings presented in this report 
and build on our assessment of scale and 
service needs.  Longitudinal data on patients 
who present without a clear diagnosis will be 
useful to assess the proportion of patients who 
subsequently received a clear diagnosis and if 
so, when and how this diagnosis was 
established. 

National Surveillance 
This work has demonstrated that families may 
struggle to access the appropriate care and 
support without a diagnosis. Therefore, these 
patients may not be identified through service 
audit work. Further work is urgently required to 
establish the true size of the patient population 

affected by syndromes without a name in the 
UK, and to review the healthcare pathways that 
these patients use.  

Research 
More detailed longer-term health economic 
studies and examinations of patients’ and 
families’ experiences of hospital admission, 
and of the services they receive, would be 
valuable. Studies on this topic would give a 
more robust assessment of the scale and 
impact of syndromes without a name and 
could, for example, indicate changes or 
improvements that could be made to: 

– Efficiency of care delivery and 
service planning  

– Experience of unplanned acute 
admissions 

– The balance between healthcare 
for the numerous and complex 
problems the patients face on a 
daily basis and the search for a 
unifying diagnosis for their 
condition. 
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BACKGROUND 
Rare diseases affect the lives of over 3 million 
people in the UK.  At least 80% of rare 
conditions are thought to be genetic in origin 
and over half of new cases affect childreni. 
Many wait years for a diagnosis, and many 
never receive one. Being undiagnosed is a 
reality for thousands of patients in the UK, but 
evidencing the true scale of syndromes without 
a name is challenging. A recent review 
conducted by Genetic Alliance UK concluded 
that robust data is fragmented and difficult to 
find. Recent studies that touch on undiagnosed 
statistics are predominantly US-based, are 
small in size or are related to diagnosis of 
specific conditions.  
 
We know that, currently, SWAN UK has 
approximately 1,650 registered families with 
children affected by a syndrome without a 
name. However, this is likely to be only a small 
part of the true patient population. For 
example, over 13,000 undiagnosed families 
have been recruited to the Deciphering 
Developmental Disorders (DDD) Study in the 
hope of finding a diagnosis. Recent advances in 
sequencing, such as whole exome sequencing 
(WES), have identified the genetic basis of 
disease for 25-40% of patients2, yet a 
significant proportion of patients may remain 
undiagnosed.  
 
Similarly, the impact of syndromes without a 
name on families is not well studied, nor how 
affected families use and experience  
health services. The very limited research 
focusing on undiagnosed conditions suggests  
that patients living without a diagnosis have a 
unique illness experience3, there is an 

additional layer of complexity to the parental 
experience4 and the absence of a diagnosis is a 
significant barrier to accessing coordinated 
care and appropriate treatment5. It has also 
been argued that parents who experience 
greater uncertainty feel less control over their 
child’s medical condition which may in turn 
lead to less effective coping and poorer 
adaptation6. 
 
Improving our knowledge of the scale and 
impact of syndromes without a name across 
the UK is essential if we are to meet the needs 
of thousands of families. To demonstrate the 
feasibility of such data collection, this report 
presents service data from Birmingham 
Children’s Hospital and the experiences of 
SWAN UK families.  

BCH, part of Birmingham Women’s and 
Children’s NHS Foundation Trust, has the first 
Children’s Rare Disease Centre and  is a leading 
recruiter for the 100,000 Genomes Project 
which aims to create a new personalised 
medicine service, transforming the way people 
are cared for. SWAN UK is a UK-wide support 
network for families affected by syndromes 
without a name.  It is run by the charity Genetic 
Alliance UK and facilitates Undiagnosed 
Children’s Day.   

The data captured by BCH provides unique 
insight into the scale of syndromes without a 
name and service use in one tertiary hospital in 
the UK. Together with family reports of the 
challenges of living without a diagnosis, the 
data provides opportunities for improving 
health services across the UK and encouraging 
further research. 
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METHODOLOGY 
Service data on inpatients and outpatients 
attending BCH on Undiagnosed Children’s Day 
2016 was reviewed for: demographics; whether 
there was a clear diagnosis on initial admission 
or referral and whether genetic testing had 
been done; the lead specialty for inpatients; 
whether the patient had multiple health 
problems or not; type of admission (acute, 
elective and transfer from another hospital); 
type of appointment (new or follow up); and 
specialty of appointment. Data was reviewed 
for 268 inpatients and 206 outpatients. Data 
regarding whether a clear diagnosis had been 
made following the inpatient stay or the 
outpatient visit was not investigated. This will 
be a worthwhile longitudinal follow up project 
to undertake. 
 
Qualitative data was also captured from 
families of children affected by a syndrome 
without a name across the UK via the SWAN UK 
public Facebook page and annual members’ 
survey on the biggest challenges they faced 
without a diagnosis. Seventy comments were 
made on Facebook (plus individual replies 

made in response to comments) and 331 
responses were received via the survey. 
Analysis revealed a number of common themes 
which demonstrate the impact felt by parents. 
The quotes presented in this report have been 
extracted from the Facebook data to illustrate 
the key challenges relating to families’ 
experiences using the health service.  

We consulted healthcare professionals working 
at BCH for their reflections on the data, the 
challenges of treating and managing 
syndromes without a name in the health 
service and future research. Their insights are 
included in the discussion of findings.  

NB Percentages in this report have been 
rounded to the nearest 1%. Identifiable 
information from quotes has been removed. 
SWAN UK did not collect information from 
families about where they received their 
healthcare. Therefore, the challenges reported 
below cannot be attributed to any particular 
service or area in the UK. 
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FINDINGS AND 
DISCUSSION
Assessing scale 
Data was reviewed for 268 patients who were 
inpatients and 206 patients that attended as 
outpatients on Undiagnosed Children’s Day 
2016. The mean age of inpatients was 5.82 
years and the range was from 10 days to 17.33 
years. Of the inpatients, 56% were males and 
44% were females.  The mean age of 
outpatients seen was 7.45 years and the range 
was from 18 days to 18.4 years. For 
outpatients, 54% were males and 46% were 
females.  

Of the inpatients, 19% did not have a clear 
diagnosis on presentation to BCH. Of the 

outpatients seen on the same day, 33% did not 
have a clear diagnosis on referral to BCH. One 
of the main reasons for referral to outpatients 
at BCH is to establish a diagnosis of symptoms 
that patients presented to their GP or local 
hospital. Collectively, 25% of the inpatients 
and outpatients at BCH, on Undiagnosed 
Children’s Day 2016, did not have a clear 
diagnosis on initial presentation to BCH.  

NB Attendances to the emergency department 
were not reviewed unless they had been 
admitted as inpatients. 

 

Chart 1: Percentage of total inpatients and outpatients with and without clear diagnosis on 
presentation to BCH  

 

 

 

Clear 
diagnosis

75%

Without a 
clear 

diagnosis
25%
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Table 1: Numbers of inpatients and outpatients with and without a clear diagnosis on 
presentation to BCH 

 Outpatients Inpatients All patients 
With a clear diagnosis 139 218 357 (75%) 
Without a clear diagnosis 67 50 117 (25%) 
Total 206 268 474 

Of those with a clear diagnosis, 17% of 
inpatients and 16% of outpatients had their 
diagnosis made or confirmed through genetic 
testing. Other methods of diagnosis were 
clinical as well as a combination of 
investigations including biochemistry, 
haematology, histopathology and radiology. 

It can be inferred that the quarter of patients 
who presented to BCH without a clear 
diagnosis were either not yet diagnosed (they 
may have been diagnosed after their inpatient 
stay, after their outpatient appointment or 
after a longer diagnostic odyssey) or they will 
remain undiagnosed (i.e. they have a 
suspected syndrome without a name) (see 
figure 1). This data does not provide such 
subsequent information. The proportion of the 
patients without a clear diagnosis that received 
a diagnosis after their visit to BCH was not 
investigated. Furthermore, the length of time 
patients remain without a clear diagnosis, or 
the proportion of those suspected to have a 
syndrome without a name, could not be 
determined from a snapshot survey.  

The outpatient data does however show that 
51% of all those without a clear diagnosis were 
attending a follow up appointment (rather 
than a new appointment) and 32% of these 
patients had had genetic testing with either no 
result or with a negative result for the gene or 
part of the gene which had been tested.  

The complexity of the conditions and the type 
of patient admission may also be further 
indicators of whether patients are likely to 
have a syndrome without a name. This data is 
presented below. Reviewing data from other 

services including specialist children’s 
hospitals, district general hospitals, 
community paediatric clinics and primary care 
settings, as well as collecting data over a longer 
time period, will enable a more robust 
assessment of the scale of syndromes without 
a name.  

Assessing impact                               
The qualitative data captured from SWAN UK 
revealed a number of common challenges 
facing families affected by syndromes without 
a name including managing uncertainty, 
access to appropriate healthcare and lack of 
coordination of care.  These are discussed 
below along with further findings from the 
snapshot survey conducted on Undiagnosed 
Children’s Day 2016 at BCH. Collectively this 
data provides an insight into how patients 
affected by syndromes without a name 
experience health services and reveal 
opportunities for improvement and further 
research. It is important to note that 
information on where patients and families 
received their healthcare was not collected and 
so the qualitative data reported below cannot 
be attributed to any one specific hospital or 
centre or region in the UK.   

Managing uncertainty   
Without a diagnosis, there is fundamental 
uncertainty about the cause of the condition, 
whether future children will be affected, and 
how the condition will develop both in the 
short-term and the long-term i.e. the overall 
prognosis. This long-term uncertainty has huge 
implications both practically and 
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psychologically for families affected by 
syndromes without a name.  

‘Wondering all the time if it was that 
thing I did in pregnancy that caused 
this. Because it must be my fault, 
because we don't know why this 
happened, because we don't know 
what it is’.  

‘Not knowing the recurrence risk for 
having more children - so being told 
by some [healthcare professionals] 
to not have any more children’.  

For families, the feeling of uncertainty is often 
all encompassing - a ‘constant’ which features 
in their day-to-day lives and in thinking and 
planning for their futures. As one parent put it 
‘life is getting harder and tomorrow is 
frightening’.  

‘Not [knowing] what's round the 
next corner. Just getting on top of 
one thing then something else 
happens. It's like always treading 
water. Even when he's well not 
being confident to make future 
plans because it never lasts’. 

‘You have to live all the time under 
the threat of unimaginable scenario 
A (you outlive your Special 
Educational Needs (SEN) child) or 
unimaginable scenario B (they 
outlive you) without being able to 
mentally come to terms with 
either’. 

‘It’s like trying to read a map in the 
dark’. 

Uncertainty presents challenges for how 
patients are managed and treated medically. 
Families affected by syndromes without a 
name report a lack of knowledge and direction 
from healthcare professionals.  

‘That [doctors] chop and change 
ideas often contradicting 

themselves as they don’t know 
what to do next or have any 
‘condition’ to refer to for plans…’   

‘Professionals being completely out 
of their comfort zone and as a result 
limited or no resources and action 
to support’.  

During the long search for a diagnosis, families 
may be faced with repeated negative and 
inconclusive results. Parents’ comments 
revealed their frustrations:   

‘Doctors telling me to stop coming 
to them with syndromes I've found 
on the internet and just enjoy him 
(hello, I do enjoy him) just want to 
do my best for him!’ 

‘Not seeing geneticist more than a 
couple of times in 12 years and 
feeling like a pain every time I email 
to ask," have you considered X?"’ 

Healthcare professionals highlighted the 
biggest challenges they face in their role caring 
for families without a diagnosis. Firstly, there is 
no reference point and nothing to guide the 
management of the condition. Secondly, it is 
hard to counsel the family through this and 
help them cope with the uncertainty of the 
future. Thirdly, it is a challenge to keep track of 
patients and their diagnosis over time and as 
technology develops. 

Access to healthcare 
Children who were inpatients and had no clear 
diagnosis made up 31% of all the children 
transferred from other hospitals, 18% of all 
acute admissions and 17% of all elective 
admissions, demonstrating the importance of 
tertiary specialist centres like BCH for these 
patients.  As a regional and national paediatric 
specialist hospital, BCH regularly receives 
referrals from GPs, district general hospitals 
and other specialist children’s hospitals for 
expert opinion in diagnosis and management 
of patients with complex clinical problems.  
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Of the children without a clear diagnosis who 
were admitted, the majority (66%) were 
admitted as acute cases, highlighting the 
significance of routes such as the emergency 
department.  

 

 

Chart 2: Percentage of inpatients with and without a clear diagnosis by type of admission at 
presentation to BCH 

 

 

Chart 3: Percentage of inpatients without a clear diagnosis at presentation by type of admission 

 

The findings give a snapshot insight into how 
patients without a clear diagnosis access BCH 
on a given day. However, the number of those 
without a clear diagnosis not accessing 
specialist care is unknown.  

Healthcare professionals reported that 
knowledge and understanding of rare 
conditions and syndromes without a name is 
low in the wider health community and fighting 
to get access to specialist care emerged as a 
significant challenge for families of children 
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with syndromes without a name across the UK. 
Many parents reported a lack of recognition 
and understanding from professionals – some 
even felt they had been treated as liars, as 
overprotective or as stupid. For many parents, 
their first battle was getting others to accept 
there is a problem and to accept the severity of 
the problem: ‘getting people to listen, believe 
and help’.  

‘Getting referred to child protection 
services because a small handful of 
professionals thought we were 
“making it up'’. 

‘People thinking it's all in our 
heads! Not having a name.... then 
trying to explain why and how he 
is..... it gets upsetting. Just because 
they see my child for one hour a 
month they say ‘ah he seems fine to 
me’.... winds me up. Why would 
anyone make up that their child has 
something wrong with them?!!!’ 

‘Being taken seriously, fed up with 
being told we’re overreacting. Or 
my favourite, my child was a 'late 
talker' but they're just fine’.  

Without a diagnosis, parents do not have what 
they referred to as a ‘passport in to services’. 
They recalled having to work hard to 
communicate and evidence their child’s needs 
without an overarching diagnosis. Parents’ 
time and energy was used to constantly explain 
and prove their child’s needs, completing 
endless paperwork and providing masses of 
supporting evidence. Parents reported being 
‘turned down at every corner’, ‘going round in 
circles’ and not receiving support until crisis 
point.  

‘Some diagnoses automatically get 
certain professionals, services and 
equipment involved. I know this 
because my SWAN was 
misdiagnosed and offered lots of 
help and support. It has taken 

nearly 2 years to get most of that 
support back. Although he does not 
have this certain disease, his 
symptoms and condition remain 
the same’.  

‘Things have to fail to a detrimental 
degree, medically/educationally 
and from a service point of a view, 
all because there is no diagnosis, 
support eventually is accessible but 
not until it is obvious through a 
crisis’. 

‘I’m also seeing parents I work with 
struggling to access things like 
support in school or DLA because 
they have no “evidence” of need’. 

Communicating with clinicians, particularly 
those in acute settings, when there is no name 
or label to help was identified as a challenge. 
One parent gave the example of having to give 
a complete medical history for their child every 
time they went for emergency care and the fear 
they had of getting the right information across 
in such a high pressure and critical scenario: 

‘We were in resus 48 hrs ago. Trying 
to bullet point all his symptoms 
while repeatedly being asked "but 
what's his diagnosis?" We don't 
have one, he has complex medical 
needs. That fear of trying to make 
sure YOU get the information right 
while dealing with an emergency 
and making sure a total stranger 
can understand what most family 
members don't in as little time as 
possible is horrendous!’ 

Care coordination   
The data from the snapshot at BCH 
demonstrates that the majority (74%) of 
inpatients without a clear diagnosis had 
multiple health issues. The data also suggests 
that the proportion of outpatients without a 
clear diagnosis with multiple health issues is 
likely to be high.  
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The table below shows the range of specialties 
leading on care for patients without a clear 
diagnosis on Undiagnosed Children’s Day 2016. 
The specialties under which inpatients without 
a diagnosis were most frequently cared for 
include respiratory, cardiology, general 
paediatrics and general surgery. The 
specialties under which outpatients without a 
diagnosis were most frequently cared for 
included gastroenterology, general paediatrics, 
surgery/urology, endocrinology and 
respiratory. However, not all specialties have 
clinics on every day of the week so this needs 
to be taken into consideration; a whole week of 
outpatients’ activity would result in a more 
comprehensive outpatients data set.   

Effective coordination of care is particularly 
important for patients with multiple problems, 
given that they are likely to be seen by different 
specialties, possibly across different clinic 
locations. However, reflecting on their 
experiences, families affected by a syndrome 
without a name felt that the lack of 
coordination and communication between 
doctors and various agencies was one of the 
biggest challenges they faced.  

‘Things being missed or not 
investigated properly. Under four of 
the main London hospitals and no 
one seems to talk? How can you 
complete a jigsaw if you don't have 
all the pieces?’ 

‘It's hard seeing different 
professionals, who don't 
communicate and coordinate with 
each other and trying to remember 
and pass on what each one has 
said’.  

‘When you're put on the spot by a 
professional who has my SWAN’s 
life history and asked, "who he's 
under" and you're like....... erm.... 

you really want a list off the top of 
my head.... we're talking 20 odd 
professionals’. 

Parents reported attending a myriad of clinics 
and enduring heavy schedules of medical 
interventions, tests, appointments and 
referrals. This in itself is a huge burden for 
families, yet the challenge is even more acute 
in the absence of effective coordination of 
these various elements. Without good 
coordination, parents felt that their children 
were not treated as a whole person and the 
parents themselves were required to take on 
‘PA’ care coordinator roles. 

‘Coming to terms with the fact that 
your child has a disability and then 
that disability is likely to be so rare 
that there is very little known about 
it and then that you will have to 
navigate the entire health, therapy, 
equipment, social and educational 
services on your own with little or 
no help except from the guidance 
and advice of those carers and 
parents that have trodden this path 
before you’. 

‘No one designated to take the lead 
role in services provision, meaning 
that meetings between services had 
to be arranged by parents’. 

Healthcare professionals reported that 
designing services and assigning the 
appropriate care that meets the needs of 
patients and families affected by syndromes 
without a name is challenging for the health 
service. Syndromes without a name are often 
complex to manage, requiring input from a 
multidisciplinary team. Initiatives like the 
introduction at BCH of a multidisciplinary 
SWAN clinic in 2016 are already helping to 
improve coordination of care.  
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Table 2: Lead specialties caring for patients with/without a clear diagnosis on Undiagnosed Day 
2016 on presentation to BCH (data only shown where outpatient clinic or inpatient data available) 

 
Inpatients Outpatients Totals 

 With a 
clear 
diagnosis 

Without 
clear 
diagnosis 

With a 
clear 
diagnosis 

Without 
clear 
diagnosis 

With a 
clear 
diagnosis 

Without 
clear 
diagnosis 

All patients 

Cardiology 33 8 - - 33 8 41 

Child and Adolescent Mental 
Health Services 

3 0 - - 3 0 3 

Cleft - - 1 0 1 0 1 

Craniofacial  2 0 - - 2 0 2 

Dental/Maxillofacial surgery - - 1 1 1 1 2 

Dermatology - - 1 0 1 0 1 

Endocrinology - - 7 8 7 8 15 

Ear, Nose and Throat 9 3 27 3 36 6 42 

Gastroenterology - - 28 11 28 11 39 

General Paediatrics 36 7 7 11 43 18 61 

General Surgery  27 7 - - 27 7 34 

Haematology 22 2 3 0 25 2 27 

Hand/Upper limb surgery  - - 0 3 0 3 3 

Hepatology 9 4 - - 9 4 13 

Liver Surgery  2 1 - - 2 1 3 

Metabolic 5 0 7 0 12 0 12 

Nephrology 4 2 4 3 8 5 13 

Neurology 7 5 5 3 12 8 20 

Neurosurgery 10 1 10 2 20 3 23 

Oncology 10 0 2 0 12 0 12 

Ophthalmology - - 0 1 0 1 1 

Orthopaedics 2 0 3 3 5 3 8 

Orthopaedics/Neurology/Res
piratory 

1 0 - - 1 0 1 

Plastic Surgery 5 0 1 2 6 2 8 

Respiratory 16 9 13 7 29 16 45 

Rheumatology 2 0 0 - 33 0 41 

Urology 5 0 - - 5 0 5 

Surgery/Urology - - 19 9 19 9 28 
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CONCLUSION 
The unique data snapshot, from a leading 
paediatric hospital providing secondary and 
tertiary care in the UK, demonstrates that it is 
feasible to identify patients without a clear 
diagnosis from hospital coding data, and 
therefore to begin to assess the scale of the 
patient population with syndromes without a 
name and their service needs. Together with 
the qualitative data, the findings suggest that 
syndromes without a name represent a 
significant unmet need. The lack of a diagnosis 
presents unique challenges for families and 
health services particularly in relation to 

managing uncertainty, healthcare access, and 
coordination of care for complex needs. The 
work demonstrates the feasibility and 
importance of collecting such data in UK 
hospitals and points towards opportunities for 
service improvement and further research for 
patients without a diagnosis. This is the first 
step towards improving healthcare pathways 
for those affected by conditions without a clear 
diagnosis and their families thereby improving 
their quality of life as well as making more 
efficient use of NHS resources.  
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