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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 180 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. 
www.raredisease.org.uk 

 
SWAN UK (syndromes without a name), a UK-wide network 
providing information and support to families of children without a 
diagnosis. 
www.undiagnosed.org.uk 
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1. INTRODUCTION 
Statistically, it is not unusual to be affected 
by a rare disease: there are between 5000 
and 8000 different rare diseases and 
together they affect the lives of three million 
people in the UK (Department of Health, 
2013). There is much anecdotal, and some 
systematic, evidence of the costs to patients 
and their families, and to the NHS, of 
managing undiagnosed and diagnosed rare 
conditions.  

Coordinating care for patients with rare 
conditions is particularly important, as 
conditions are often serious, chronic and 
complex in nature. A number of initiatives 
have focused specifically on improving the 
care and treatment that patients affected by 
rare diseases can access; the UK Rare 
Disease Strategy, published in November 
2013, makes commitments in a number of 
areas including ‘diagnosis and early 
intervention’ and ‘care coordination’.  

However, research conducted by Rare 
Disease UK in the last six years indicates 
that poorly coordinated care is a major issue 
for patients and families affected by rare 
conditions (Rare Disease UK, 2010; 2013; 
2015). For example, 1 in 3 patients have to 
attend three or more clinics for their 
condition; more than 8 in 10 patients do not 
have a care coordinator or advisor; and 4 in 

10 patients don’t know if there is a specialist 
centre for their condition. Many of the issues 
were especially pertinent to those living 
without a diagnosis; 4 in 5 of respondents 
felt that not having a diagnosis was a barrier 
to receiving appropriate coordinated care 
(Rare Disease UK; 2015).  

Although evidence is limited, where rare 
diseases have been examined they have 
been found to be a significant economic 
burden (Angelis et al, 2015), and the 
economic impact associated with lengthy 
journeys to diagnosis and ongoing disease 
management is also significant for patients 
and caregivers (Shire, 2013). It is hoped that 
care coordination is key to improving 
patient experience and lowering the cost of 
health care (Solberg, 2011). However, the 
cost, both economic and psychosocial, of 
managing rare disease patients through 
coordinated and non-coordinated services 
has not been investigated. Such information 
should be valuable evidence for decision 
makers and commissioners as they plan 
service developments. 

Genetic Alliance UK’s Hidden Costs 
Feasibility Study sought to prepare the 
ground for a full-scale research project in 
this area. 
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2. ABOUT THE 
PROJECT 
 
The Hidden Costs project was a feasibility 
study to prepare the ground for a full scale 
research project. The study focused on a 
small, selected number of rare conditions 
including: Niemann-Pick disease (Type C); 
spinal muscular atrophy (SMA) (types 1-3); 
Behçets disease; Alström syndrome; 22q 
deletion syndrome; Von Hippel Lindau 
(VHL); and mucopolysaccharidosis type II 
(MPS II). Undiagnosed conditions (i.e. 
families from Syndromes Without A Name 
(SWAN) UK) also took part in the project. 
 
The project took place between 2014 and 
2016. The key stages of the feasibility study 
were to: 

1. Recruit steering group and refine 
feasibility study plan  

2. Identify conditions to study 
(using a sampling frame) and 
apply for ethical approval  

3. Conduct initial mapping and 
condition-specific literature 
scoping exercise to build a 
picture of how services are 
currently organised and to 
identify existing relevant 
research 

4. Conduct qualitative interviews 
with patients, family members, 
healthcare professionals and 
commissioners to identify 
meaningful costs and benefits 
that would be feasible to 
measure in a full scale research 
project 

5. Assess the feasibility of using 
existing data sets to contribute to 
future data collection and design 
and pilot a new data collection 
tool.  

6. Write up findings and develop full 
scale research proposal for 
funding applications  

 
The project team consisted of Genetic 
Alliance UK staff Amy Hunter (project 
management) and Amy Simpson (research). 
In addition, academic oversight was 
provided by Professor Steve Morris (Health 
Economics, University College London 
(UCL)) who was contracted through UCL 
Consultants. The steering group was 
composed of representatives from patient 
organisations, the NHS, academia and other 
relevant bodies.  
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3. FINDINGS AND 
IMPLICATIONS FOR 
FUTURE RESEARCH 
 

The Hidden Costs Feasibility Study supports 
the development of future research in this 
area in a number of ways. Findings revealed 
that: 

1. Receiving coordinated care is 
important for rare disease 
patients, yet remains a challenge 

Care coordination is particularly important 
for those affected by rare conditions, which 
are often serious, chronic and complex in 
nature. Yet, research conducted by Rare 
Disease UK in the last six years indicates 
that poorly coordinated care is a major issue 
for patients and families affected by rare 
conditions (Rare Disease UK, 2010; 2013; 
2015). In fact, the mapping exercise carried 
out for this study found that there is huge 
variation and inequity in the way that 
services are organised, and even though 
good examples do exist, there is no one 
agreed model being implemented across 
rare diseases. Patients and families involved 
in the feasibility study reported particular 
challenges associated with the way their 

services were organised including excessive 
and uncoordinated appointment 
scheduling; lack of communication between 
providers; and a lack of resources and 
capacity within services.   

2. The full costs and benefits 
associated with different models of 
care for rare disease patients are 
unknown 

The project has identified a major gap in the 
current literature. The true costs of rare 
conditions are unknown. Although evidence 
relating to the cost and burden of managing 
rare conditions is limited, some evidence 
suggests that they are a significant 
economic burden (Angelis et al, 2015). It is 
hoped that care coordination is key to 
improving patient experience and lowering 
the cost of health care (Solberg, 2011). 
However, it has been argued that there is a 
lack of evidence more generally about the 
benefits of better coordination and the 
association between coordination, 
improved patient experiences, care 
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outcomes and financial efficiencies 
(Øvretveit 2011, cited in King’s Fund, 2013). 
The full costs associated with managing rare 
conditions, through coordinated and non-
coordinated services, have not been 
investigated. Such information, when 
collected, should be valuable evidence for 
decision makers and commissioners as they 
plan service developments and support best 
practice.  

3. Patients and families face 
significant (‘hidden’) costs (both 
financial and psychosocial) 
associated with the way that their 
care is managed 

The qualitative interviews carried out for 
this study demonstrated that costs are 
varied and incurred by not only health and 
social care providers, but also patients and 
families themselves. Patients and parents 
provided many examples of how their/their 
child’s rare condition impacted on them. 
The financial impact on families related to 
both medical appointments and wider 
condition management costs. ‘Time’ was a 
frequently reported cost, particularly in the 
absence of efficiently coordinated services. 
The interviews also revealed the specific 
impact of uncoordinated care on patients, 
carers and their wider families, physically, 
psychologically and socially. 

4. There are significant limitations 
associated with existing data sets 
for rare diseases 

Existing data sets are unlikely to be 
sufficient to collect the different types, and 
full range, of costs that were identified in 
this study and any future research project 
would need to consider the use of new tools 

to collect the relevant data. We have 
developed and piloted a patient diary which 
could be considered for future research. 

We conclude that future research could 
focus on the following: 

– Measuring the burden/cost of illness 
(particularly for the undiagnosed 
community, where no evidence has 
been captured to date and where no 
specific service exists) to assess the 
true and full impact of rare 
conditions. 

– Understanding the different ways 
that services for rare conditions are 
organised and what might represent 
best practice. 

– Evaluating the cost-effectiveness of 
different service configuration 
models for rare disease patients. 

– Capturing and evaluating a broader 
range of costs and benefits 
(including the financial and 
psychosocial costs to patients and 
families). 

The feasibility study findings have informed 
the development of a draft research 
proposal.  
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