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Background 
With advances in genetics knowledge, increasing numbers of rare genetic conditions are being 
identified.  Currently there are about 4000 known genetic disorders with more being discovered.  
1 in 18 people have a disease with a major genetic component and if congenital anomalies 
were included then 79 per 1000 live born individuals have been identified as having a genetic 
condition before the age of 25 years1.  Genetic conditions may manifest throughout life and 
often affect a number of systems within the body, so patients need to see healthcare 
professionals from several different specialties during their lifespan.  The clinical management 
of these conditions may be quite complicated and there is no standardisation of management 
within the National Health Service (NHS), with different specialties dealing with different genetic 
conditions in different ways. 
 

“These ‘very rare diseases’ make patients and their  families particularly isolated 
and vulnerable.” 

Rare Diseases: Understanding this Public Health Priority. Eurordis , November 2005 

 

The Genetic Interest Group (GIG) is a national alliance of patient organisations with a 
membership of over 130 charities which support children, families and individuals affected by 
genetic disorders.  GIG’s primary goal is to promote awareness and understanding of genetic 
disorders so that high quality services are developed and made available to all who need them.  
In 2006 GIG undertook a survey of its members in response to the call for feedback from the 
Department of Health (DH) on the effects of services for patients since the introduction of the 
White Paper Our Inheritance, Our Future2.  GIG analysed the findings and highlighted 10 key 
points to the DH3, three of these are of particular relevance to this project: 

�  Barriers to effective communication between healthcare professionals within the NHS, 
and with other agencies was considered detrimental to the care of patients with 
genetic conditions. 

�  There is a need for a more coordinated and integrated approach to care provided by 
the NHS for these patients, their families and carers. 

�  Primary Care is still by and large unaware of the impact of genetic disease on 
families. 

The need for clear ‘signposting’ to information and services and a resource that could be shared 
with healthcare professionals strengthened the project’s goal and underpinned the discussions 
with patients, families and carers, and clinical staff with expertise and experience in six specific 
conditions; Barth syndrome, Gorlin syndrome, Multiple Endocrine Neoplasia Disorders (MEN), 
Myotonic Dystrophy, Nail Patella syndrome and Syndromes Without A Name (the term used by 
the charity SWAN to describe infants and children with complex multi-system congenital 
disorders which remain undiagnosed). 
 
Some of these six conditions may present in infants or children, whereas for others the onset is 
adolescence or adulthood and many patients are seen by a number of specialities before the 
diagnosis is made.  In primary care the majority of GPs feel comfortable with their gatekeeper 
role and only a few are willing to become more involved in genetic risk assessment and 
counselling, however most have received no formal education in genetics and many are 
unaware of what services are provided locally4.  This makes it difficult for patients with rare 
genetic disorders to receive information, support and care, and many find similar issues in 
secondary and even tertiary care with only a few clinicians having experience and expertise in 
their condition. 
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Project details 
Developing Family Route Maps as a Tool to help families with genetic conditions to access 
appropriate information and services in the UK was the primary objective for this 
groundbreaking and unique project.  It was agreed that listening to the concerns of patients, 
families and carers was essential.  Workshops were held for each condition with the aim to 
explore information and services currently available to these families as the first stage in the 
development of the Route Maps and also to ask them what they would like to see included.  
Additionally, an on-line questionnaire was made available through the GIG website with links to 
the websites of the six Patient Support organisations, and interviews with clinicians and other 
healthcare professionals with expertise and experience in these conditions were undertaken.  In 
primary care in the UK we know very little, from the point of view of the patient, about caring for 
patients with rare genetic disorders and therefore primary care services were talked about in all 
of the patient focus groups.  A focus group with General Practitioners (GPs) discussed the 
concerns and issues raised in the patient focus groups through a series of vignettes presented 
for discussion.  From this collective information a template for a Family Route Map that could be 
used generically by other Patient Support Organisations was also created. 
 
Seven important over-arching themes (below) were identified from the qualitative data with a 
number of sub-categories and these are discussed in this report in relation to current care and 
future possible developments:  

�  Information 
�  Communication 
�  Diagnosis 
�  Treatment and Surveillance 
�  Education of Healthcare Professionals 
�  Ethical, Legal and Social Issues; and 
�  Empowerment of patients, parents and carers. 

 
 
Overcoming barriers 
The patients, parents and carers involved in this project were by and large well informed as 
many had already been in touch with Patient Support organisations and some were themselves 
involved in providing support to others within one of the six charities representing the chosen 
conditions.  However, it should be noted that during the course of the focus group discussions, 
people were actively exchanging relevant information and peer-learning took place.  Newly 
diagnosed patients, the less articulate, less forthright and less resilient patients have an 
incredibly difficult time trying to get what they need or in some cases remain ignorant of the care 
they should be receiving because the current system of health and care services doesn't 
proactively seek to provide information in a timely and comprehensible fashion.  Instead many 
people need to ask the right questions or for some finding relevant information is left to chance. 
 

“It was only by chance that we came across the [Support] Group…it’s really a case of 
who you know.”  (Gorlin Syndrome focus group) 

 
 
Findings from this project suggest that patients with rare genetic disorders are not given 
sufficient information about their condition, services are considered ‘patchy’ and some families 
are still not aware of, or accessing, NHS Clinical Genetic Services.  Many patients report: delays 
in being diagnosed; difficulties accessing the treatment and surveillance they need due to a lack 
of knowledge about rare genetic conditions in the medical profession and to an absence of 
coordination and continuity of care; and little psychosocial support leaving patients and families 
frustrated and ‘stuck’ in the system. 
 

“For the first year of his life [referring to son] I felt really isolated.” (SWAN focus group) 
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Discussions between healthcare professionals, and individuals and their families about 
genetics-related information crucial for informed decision-making are often ad-hoc or absent, as 
those affected by genetic conditions move through their life-stages.  Information through Patient 
Support Groups and the media (including the internet) fulfilled some of their needs and helped 
them ask questions of professionals in order to make informed choice which is core to service 
delivery in the NHS5,6. 
 
The development of Family Route Maps will give patients access to information that they may 
otherwise have had to wait months or even years for, due to the rarity of the conditions and the 
inconsistent information that is available.  The Route Maps will also help the health 
professionals who work with these families to explain all the treatment options, where to go for 
further information and which other disciplines the condition requires contact with.  We 
anticipate that the Family Route Maps will also help to educate patients and professionals and 
will raise awareness of the complexity of these conditions and what patients may need to know. 
 
 
Medical issues 
A recent European Commission Public Consultation Communication ‘Rare Diseases: Europe’s 
Challenges’ highlighted that “The lack of specific health policies for rare diseases and the 
scarcity of the expertise, translate into delayed diagnosis and difficult access to care.”  Patients 
do not complain about their genes as they might their joints or chest for example.  They 
complain of certain signs and symptoms that need to be recognised as part of a rare disorder 
and patterns need to be drawn across the family to recognise its inherited or familial basis.  In 
this project only 2 people out of 57 patient focus group participants and 3 phone interviewees 
said they were satisfied with the treatment and surveillance they or their affected family 
member(s) received.  Even where guidelines and consensus documents currently exist, for 
example, guidelines for Multiple Endocrine Neoplasia Disorders Type 1 and 2, Myotonic 
Dystrophy Care Card and Care Pathway, and Gorlin syndrome NICE Guidelines, there are still 
patients who are not receiving surveillance or treatment in accordance with those guidelines.  
The low incidence of each of these conditions means that there are few people living in a local 
geographical community at any one time and the majority of people said they already travel, or 
are prepared to travel, to see clinicians who are experts in the field. 
 

“Thankfully I have now found an oral surgeon and dermatologist who have a broad 
knowledge of the condition [Gorlin syndrome]. I would gladly travel 100+ miles to see 
them.”  (Online Survey respondent) 

 
Many people with rare genetic conditions feel they receive fragmented care for their condition 
and would prefer to have one lead clinician acting in a coordinating role, responsible for their 
care, a recent finding also of the NHS National Genetics Education and Development Centre7.  
Those patients and their families or carers involved in the Family Route Map project mentioned 
the desire for a ‘champion’; someone with the necessary knowledge and skills who could 
coordinate their care, preferably within a ‘Centre of Excellence’.  Due to the lack of knowledge 
about the condition and to the necessity of being seen by several different specialties, patients 
and/or their relatives often have to coordinate their care, ensuring that they are referred to all of 
the appropriate specialists for the necessary surveillance and treatment.  This is a significant 
undertaking in terms of time and effort, especially as patients are unlikely to be able to self-
refer, and it would be helpful for families if they had a Champion who could help.  This could be 
a clinician with knowledge of the condition who acts as a central reference point, or could 
equally be an advocate who is not necessarily involved in care or knowledgeable about the 
condition, but could fill this coordinating role. 
 

“I think we all need an advocate.” (Myotonic Dystrophy focus group) 
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Importantly, managing the psychological aspect of having a long-term genetic condition was 
often felt to be neglected and many people wanted support and guidance to access appropriate 
services.  In 2007 a report by Picker Institute8 concluded that there is a lack of effective 
signposting  to information about health and social care services.  Raising awareness and 
disseminating the findings of the project together with the Family Route Maps will be key to 
improvements for patients, their families and carers.  The six condition-specific Family Route 
Maps for individuals identified with or at risk of those conditions will be available from the 
Patient Support Groups, and those clinicians with an interest plus Regional Genetics Services.  
Helping to educate all healthcare professionals about these conditions is no less important but it 
is recognised that this will require additional targeted resources from within the medical, nursing 
and associated healthcare professions to ensure genetics is firmly embedded in their practice. 
 
 
Primary Care 
The Healthcare Commission in 2006 found that patients in England with long standing 
conditions affecting their health or those who have a disability respond much more negatively 
when asked about their experience of primary care services than people who describe 
themselves as being in reasonably good health9.  In this project, patients with these six complex 
rare genetic conditions and their relatives feel that primary care currently does not adequately 
meet their needs  GPs were felt to lack relevant knowledge and skills to manage these patients 
as little is still known about most of these conditions.  It was agreed by participants in the 
patient/family focus groups that consensus documents for clinical management developed by 
experts and made available to GPs and other healthcare professionals would be useful.  Some 
participants felt that the support of their GPs was helpful and others would have liked more 
support from them, however, it was also felt that it is asking too much of GPs to manage rare 
genetic conditions due to their already heavy workload.  Practice nurses were perceived as 
friendly and supportive by patients and families and some patient focus group participants felt 
that with enhanced training they could offer a vital link at GP surgeries and practice-based 
clinics. 
 
Participants in the GP focus group were well informed of the risk factors and protocols for 
referral to a Clinical Genetics Unit for more common genetic cancers but for rare genetic 
disorders it appears less clear.  They demonstrated a large degree of congruence between 
what patients want from primary care and how doctors wish to deal with their concerns and 
issues, albeit, there remains a need for further information about rare genetic conditions to be 
easily accessible by primary care practitioners.  GPs confirmed that practice nurses already 
help to identify the needs of individuals and families with chronic illness on an ad-hoc basis and 
also through the clinics they hold but time constraints currently prohibit more support.  Primary 
care occupies a unique position in the community whereby healthcare professionals often see 
other family members and as such could facilitate early detection of these less common 
conditions. 
 
 
Conclusion 
The overwhelming message from people was that they want relevant up-to-date information and 
more support to enable them to understand their condition and actively be involved in their care.  
Healthcare professionals with expertise and experience in these rare genetic conditions seek to 
facilitate this and many are enthusiastically in an advisory capacity with the relevant patient 
support groups. 
 
The project team postulates that the ability of the patient, their parents or carers, to feel 
empowered and actively take a role in managing their condition and be involved in shared 
decision-making is dependent on satisfactorily fulfilling their need for open discussion and the 
resolution of the issues and concerns expressed in this report, namely: 
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�  People want to receive up-to date quality information; 
�  Good communication between patients and their healthcare professionals and also 

between professionals involved in their care is vital; 
�  Early and correct diagnosis could potentially offer improved health and quality of life for 

people living with long-term genetic conditions;  
�  Appropriate treatment and surveillance is essential for patients and families with genetic 

conditions; 
�  Healthcare professionals require more training in genetics and its implications for families 

and should be willing to learn jointly with patients about their specific condition; 
�  Knowledge and understanding of the ethical, legal and social issues of living with a 

genetic condition are crucial for people to make decisions. 
 
It may be useful to conceptualize the seven themes identified in this report using a diagram 
(Figure 1) which represents ‘empowerment of patients and their families together with parents 
and carers’ at the centre of a hub.  Patients and families require all of the above conditions to be 
met if they are to feel empowered otherwise they become frustrated with the system and feel 
‘stuck’. Fulfilling the need for discussion and resolution of the issues and concerns expressed in 
this report will hopefully enable people to be truly empowered and actively involved in their care 
with an appropriate degree of responsibility for shared decision-making with their professionals. 
 
 
Figure 1 
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Family Route Maps could provide the basis for on-going dialogue and shared decision-making, 
and serve as a platform for facilitating better coordination and continuity of care.  Different 
approaches to provision of care, including clearer guidelines about clinical management and a 
clinical champion are discussed in this report.  Greater awareness of rare genetic conditions 
and the service provided by clinical genetics departments within the medical profession was 
called for and some participants felt the role of clinical genetics could in some cases be 
extended to that of ‘champion’, coordinating care. 
 
This project has not only helped patients with the six condition groups, their families and carers 
but it will have a much wider impact as this report provides a guidance for other patient support 
groups to use to develop their own Route Maps should they wish to carry out a similar project.  
A generic template is also available from GIG as a Microsoft Word or Publisher document. 
 
It is anticipated that this report and the findings of the project will be of value to healthcare 
professionals and those providing training to them as well as individuals with rare genetic 
conditions and the Patient Support Organisations representing them.  It is also anticipated that it 
will be a resource for Commissioners of services, policy makers and others interested in the 
views and experiences of patients, their families and carers based on the health and care 
services they receive. 
 
 
 
 
Recommendations 
 
�  Up-to-date training and education in genetics for all healthcare professionals should be a 

requirement for their continuing professional development. 
 

�  Greater awareness of rare genetic conditions amongst the medical profession could lead to 
earlier diagnosis for patients with rare genetic conditions. 
 

�  Better communication between patients and professionals and also between professionals 
involved in their care would enable patients to make informed choice. 
 

�  A referral to the Clinical Genetics Service should be offered to all patients. 
 

�  Clearer guidelines for treatment and surveillance of rare genetic conditions are required. 
 

�  Coordinated care within a multidisciplinary team approach model of care preferably at a 
‘Centre of Excellence’ is called for by patients to counter fragmentation across organisational 
boundaries. 
 

�  Resources should be made available for Centres of Excellence or Networks of Expertise to 
offer services to patients within rare condition groups in order to ensure equitable access to 
care. 
 

�  Provision of counselling and psychosocial care should be made available to all who request 
it. 
 

�  In primary care, practice nurses could be a resource for reliable sources of information for 
patients and families and provide continuity of care with much needed psychological 
support. 
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