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This is the Internet Age with 24 hour Broadband at our fingertips.  We should be able to gain instant Wi-Fi
access to information anywhere and on an unprecedented scale.  Yet all too often we still hear of the
difficulties that people with rare conditions experience in getting access to expert advice and specialist
treatment.  Of course if you know the right questions to ask, you can 'Google' your way through the many
pitfalls that families report to their specialist support groups.  But that person has to be resourceful and
motivated.  Donald Rumsfeld's comments in 2002 have never been truer; "…we know there are some things
we do not know. But there are also unknown unknowns - the ones we don't know we don't know."

The Genetic Interest Group (GIG) is a national alliance of patient organisations with a membership of over
130 charities that supports children, families and individuals affected by genetic disorders.  As part of their
continuing work to promote awareness and understanding of genetic disorders, GIG has undertaken the
Family Route Map Project.  This project has sought the personal experience of families with a number of
rare disorders as they navigated through the maze of information and services.  Not surprisingly they found
that families with rare (and often genetic) conditions struggle to find an appropriate expert or specialist
team to assess and advise them.  There are recurrent themes: why did it take us so long to get here?; why
didn't we meet someone who knew about us earlier?; why have we been left and lost in the system for so
long? Too often, the story is of people falling at the many hurdles and being diverted into the many
byways that people encounter in a complex system like the NHS.

These conditions might be rare individually but collectively there are many hundreds.  Together they are
common across the population.  It may be years or even a lifetime before a generalist clinician encounters
some of these conditions.  They may be rare - and therefore only seldom seen by healthcare professionals -
but they affect patients and families living with them.  The greatest challenge with rare disorders is
recognising clues.  All healthcare professionals should at least know where to refer a person.  This is often
through a Clinical Genetics Service with the necessary skills to access expertise and specialist clinical care
at a national or international level.  The model emerging is a hub and spoke approach with local clinicians
and primary care supported by a national expert or specialist centre.  This GIG project has produced
sample Route Maps for selected conditions that indicate general themes that can be applied to all rare
disorders.  This template is now being made widely available by GIG.

It remains to be determined how much information and support should come from primary care and how
much should come from the expert in the specialist clinic.  We also need to think about how to recognise
expertise.  Many patients are unsure of what treatment and surveillance they should have.  Perhaps this is
due to reluctance on the part of some healthcare professionals to ask for the advice of experts as they
may want to manage the condition themselves, or a mistaken concern to protect the family from a long
distance journey.  People will travel for expert advice, but how far and how often needs a flexible
approach taking account of how many experts there are around the country.  The patient may be
managed in a satellite clinic, empowered by the Route Map and their own Personal Passport for that
condition in a national form of shared care that we are so familiar with in the ante-natal clinic setting.

The Route Map Project does not advocate the perceived American model that says that more is always
better.  Rather, GIG argues for tailored care with evidence-based clinical pathways and above all it
emphasizes the need to empower the patient and family.  Recurring themes are highlighted in the
outcome of the Route Maps project: financial help, psychological help, information, education etc.  A
conclusion to draw might be the creation of a new medical specialty of Genetic Medicine.  It might not
be offered in all hospitals, but it would benefit from being designated as a National Service Framework
(NSFs).  This could develop from such Route Maps, perhaps with its own National Clinical Director for
Genetics Services.  In this way genetic diagnosis and initial counselling could be better linked to ongoing
support, treatment and screening for the increasing number of genetic conditions for which intervention
can be offered.

Despite all the technology available, key emergent themes remain: good communication; sympathetic
and timely listening; people acknowledging their limitations and not being afraid to refer to other clinicians
despite the increasing complexity of commissioning in the current NHS.  We should use all the technology
to empower patients and support them on their journey which hopefully will become shorter and more
direct.

Advisory Group

Family Route Map Project | 5
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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 Future”2.  GIG
analysed the findings and highlighted 10 key points to
the DH3, three of these are of particular relevance to this
project:
l 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.

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

l 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 Namei .

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
specialties 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.

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 were identified
from the qualitative data with a number of sub-categories
and these are discussed in this report in relation to

Executive Summary 

i Syndromes without a name is a term used by the charity to describe infants and children with complex multi system congenital disorders which
remain undiagnosed.
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current care and future possible developments. The
seven themes are:- 

l Information;
l Communication;
l Diagnosis;
l Treatment and Surveillance;
l Education of Healthcare Professionals;
l Ethical, Legal and Social Issues; and
l 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)

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.  The
majority of people in this project 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
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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)

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:

l People want to receive up-to date quality 
information;

l Good communication between patients and their 
healthcare professionals and also between 
professionals involved in their care is vital;

l Early and correct diagnosis could potentially offer 
improved health and quality of life for people 
living with long-term genetic conditions; 

l Appropriate treatment and surveillance is 
essential for patients and families with genetic 
conditions;

l Healthcare professionals require more training in 
genetics and its implications for families and 
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should be willing to learn jointly with patients 
about their specific condition;

l 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.  

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 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.

Figure 1. Schematic representation of the seven
emergent themes

FRM final report.qxp  21/02/2008  11:03  Page 9



10 | Family Route Map Project 

Recommendations
l Up-to-date training and education in genetics for 

all healthcare professionals should be a 
requirement for their continuing professional 
development.

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

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

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

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

l 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.

l 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.

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

l 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.

www.flickr.com/photos/97445131@N00/250736277
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1.1 Background
"…rare diseases are characterised by the large number
and broad diversity of disorders and symptoms that vary
not only from disease to disease, but also within the
same disease.  The same condition can have very
different clinical manifestations from one person affected
to the other.  For many disorders, there is a broad
diversity of subtypes of the same disease." 10

The Family Route Map project commenced in April 2006
working with Patient Support Groups representing the
following six genetic conditions together with patients,
their families and carers who have experience of one of
these conditions;
l Barth Syndrome,
l Gorlin Syndrome,
l Multiple Endocrine Neoplasia Disorders,
l Myotonic Dystrophy,
l Nail Patella Syndrome, and 
l Syndromes without a name.

The GIG member charities invited to take part were
selected based on their size, the rarity of the condition
and the fact that the majority have scarce resources with
many being run by volunteers in their own homes.
Consideration was also given to the need for a
sustainable continued working partnership over the
project period of two years between GIG and the Patient
Support Groups and expressions of interest were invited
from a number that fitted the criteria.

AMEND, the national charity committed to supporting
individuals and families affected by Multiple Endocrine
Neoplasia Disorders (MEN) in which several endocrine
glands develop non-cancerous (benign) or cancerous
(malignant) tumours or grow excessively without forming
tumours, has about 90 patients as members.  The Barth
Syndrome Trust in the UK supports the families of boys
affected by this very rare condition characterized in
males only by; cardiomyopathy, neutropaenia, muscle
weakness and general fatigue, and growth delay.  The
charity has 12 families as members.  The Gorlin Support
Group, supporting the needs of people with Nevoid Basal
Cell Carcinoma Syndrome which gives rise to multiple
jaw cysts, and /or basal cell carcinomas, has around 380
families as members.  The Myotonic Dystrophy Support
Group, with around 460 members, serves patients with
this most common and variable form of muscular
dystrophy, together with their families and carers.  Nail
Patella Syndrome UK, registered as a charity in 2003 to
support people with this condition affecting nails, knees
and elbows plus other body systems such as kidneys
and eyes, has around 160 families as members.  The

charity SWAN, with around 1000 member families in the
UK, supports families of children who have congenital
conditions requiring care for their complex needs but
these children do not yet have a diagnosis.  It is
therefore possible that these 1000 families may
potentially represent 1000 separate rare conditions.  It
should be noted that it is likely that many clinicians will
seldom or never have seen any of the above rare
genetic conditions.  

1.2 Project aims
The primary aim of the Family Route Map Project is to
help patients and families to access services and
information that is currently available, in partnership with
the relevant Patient Support Organisations and
healthcare professionals with expertise and experience
in each of the six conditions (Figure 2).  Key to this has
been gathering and collating information and the
experiences of patients and families or carers, and health
professionals.  Thereby, uncovering what people with
long-term genetic conditions find important and need to
aid discussion around decision-making and to be
involved in managing their condition.

Secondary to this it was the requirement to develop a
template for a generic Family Route Map and publish
and disseminate the findings, materials, and learning at
the end of the project.  The generic template is available
free from GIG for any patient support organisation to use
to help develop a Family Route Map for the condition(s)
within their own membership.  A Family Route Map has
been produced for each of the six conditions in this
project and these serve as examples of how the relevant
issues for each of the conditions have been identified
and addressed within the seven main themes that
emerged from the data.

Additionally, creating opportunities to raise awareness
amongst healthcare professionals has been core to the
project.  The project team have written articles and
Abstracts for publication and given spoken presentations.
l Association of Genetic Nurses & Counsellors -

article published in the Newsletter of the British
Society for Human Genetics, June 2007 

Poster presentations;
l The ESHG 2007 Conference in Nice - June 07
l British Society for Human Genetics Conference

in York - September 07
l Royal College of General Practitioners in

Edinburgh - October 07 (2 posters)
l European Conference on Rare Diseases, Lisbon

- November 07
Spoken presentations;
l Eurogentest Conference, Oporto September 06
l Eurogentest Conference, Milan October 06

Introduction
Chapter One
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Objective Main criteria Detailed Criteria

Objective 1:

For GIG and contacts of Patient Support
Organisations to work in partnership to
determine current care and information
and what patients, families and carers
would like to see included in a Family
Route Map.
This was to be assessed by considering:
- the range of people / organisations
involved, and 
- the extent to which the process enabled
those involved to work in partnership.

Range of people:

- Reached the number of participants /
organisations as specified [target numbers
set]
-Achieved a sample to provide findings
representative of general patient group
opinion
- Involved groups likely to be
disproportionately affected by changes
(e.g. those with poor health, less articulate,
poor access to health services, heavy
users of services, carers).

Working in partnership:

- Transparency and lack of bias in
determining what issues and concerns are
of importance to people.
- Iteration to allow development of ideas
from people to influence the design of the
tool and project findings
- Integration of results from patients,
families and carers together with
healthcare professionals processes
(including appropriate timing for
assimilation of results).

Range of people:

The process was expected to be:
- inclusive
- involve groups disproportionately affected
- representative

Working in partnership:

- Process to be open and transparent
- Participants' belief that the results of the
exercise will be influential
- Participants' belief that the results reflect
the discussions held
- Those involved have a shared
understanding of the task they are
engaged in
- Participants have the opportunity to learn
from each other
- Participants have sufficient information or
resources to enter into the partnership.

Objective 2:

To produce a tool to help signpost patients
and families with, or at risk of, the six
genetic conditions to current information
and services plus a generic template for
other Patient Support Organisations and a
report to help them develop their own
Family Route Map if they wish.

This was to be assessed by considering:
- completion of the targets for developing
and reviewing the Family Route Maps, and
- measuring the level of satisfaction with
each Route Map by the relevant
patient/family and clinical Reviewers.

Development and review:

- The generic template was to be
developed based on the results of data
gathered.
- Targets were set to roll out the
development of each condition specific
Route Map in stages, based on the generic
template.
- Reviews were planned for each of the
stages.

Measuring satisfaction with the tool:

No criteria were specified initially, but
questions were later developed for surveys
which explored these issues, as follows:
- Assessment of the quality of the content
of the Family Route Maps.
- Assessment of the relevance and
usefulness of the tool.

Development and review:

Regular reports and meetings were used
to advise of activity against targets.
- Monthly reports to GIG.
- Articles in GIG Today the quarterly
magazine of GIG.
- Reports to, and six monthly meetings
with the Advisory Group.
- Regular reports to funders.

Measuring satisfaction with the tool:

Data was obtained through surveys.

Implicit Objective:

To publish the six condition-specific Route
Maps and widely disseminate the findings
of the Family Route Map Project together
with a generic template and report.

In practice, the communication activities
focused less on gaining general coverage
but rather to:
- develop and disseminate consistent
messages to those with an interest in the
areas of health and healthcare education
- widening the reach of the Final Report by
officially launching it at an event to reach
the target groups; patients, Support
Groups, health and care professionals,
government and policy makers.
These therefore became the criteria
against which activities and achievements
were assessed.

Figure 2  Objectives for the Family Route Map Project
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1.3 Methods
Three stages for the project were planned; Gathering the
information, Developing the Family Route Maps, and
Disseminating the information and learning.  These are
summarized in Figure 3 and discussed further under the
relevant section headings.  Qualitative research methods
in healthcare are used widely to provide an iterative

approach and allow for novel theories to be formulated
from the interpretation of the findings11.  Focus groups
and supplemental interviews to generate data were
identified as providing the in-depth and rich narrative that
would determine peoples' perceptions of their own
experiences with patients belonging to the six member
support groups of GIG.

Stage One Gathering the Information

Visits to Patient Support Group contacts and leaflet produced for each group about the project

Publicise the project and how to get involved to Support Group members through the leaflet and regular
articles in GIG Today the quarterly magazine to all member organisations

Interviews with healthcare professionals

Focus groups organised with patients & families for each condition

Invitations sent out through the Support Groups for the patient focus groups

Patient/families focus groups and supplemental phone interviews held plus results analysed

Online survey developed with the help of the support groups to widen participation

Survey posted to GIG website with a link to Support Group websites and results analysed

A focus group for General Practitioners (GPs) organised in response to issues raised by patient focus
group participants

Focus group for GPs held and results analysed

Stage Two Developing the Family Route Maps

A generic Family Route Map framework developed using emerging themes from data analysis.

Six condition-specific Family Route Maps developed with the Support Groups

First draft of each condition-specific Route Map sent to Reviewers with Quality questionnaire

Reports of patient/families and GP focus groups plus online survey published to GIG website

Results of Review of draft Route Maps analysed and revisions made to Route Maps

Final draft of each condition-specific Route Map sent to Reviewers with Pilot questionnaire

Final amendments made to Family Route Maps and printed

Stage Three Disseminating the Information and Learning

Articles written for BSHG, GIG Today newsletter, Support Group newsletters and abstracts presented
on the project as Posters at UK and European Conferences
First draft of final Report written and circulated to Project Team

Revisions made to first draft and Final Report completed and printed

Invitations designed and sent out for the official launch and workshop of the project findings arranged at
The Wellcome Conference Centre, London
Family Route Maps and Final Report launched and disseminated to healthcare professionals, Patients
Support Groups, Department of Health, and NHS and Care Services

Articles proposed for medical journals and popular press to raise awareness of project

Figure 3 - Stages of the Project
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Gathering the information:
There were four components to gathering views and
opinion:

1. Patient/family focus groups and interviews.
2. Patient/family on-line survey.
3. Healthcare professional discussions.
4. GP focus group.

A summary protocol flowchart for the project was
produced (see Appendix 1) and a decision taken to
gather data from the Patient Support Groups regarding
the genetic condition, number of members, patient
information, and clinicians' involvement in the group etc.
It was important to identify early on 'supporters' for the
project, in particular those health care professionals with
an interest in the disorder, in order to ensure that the
Family Route Maps, once completed, would be of use to
patients and professionals and fulfill their function.
Therefore the project leads arranged a series of visits to
each contact for the chosen Support Groups and collated
additional background information found on the Contact-
A-Family website or the Support Group's own website.

A full-colour leaflet was created using a double sided A4
sheet folded into 3, to send to members of the Support
Groups with further information about the project.  This
was designed so that an inside page could be
personalised by each charity to say why they wanted to
be involved.  The leaflet invited patients and their families
to get involved in the project in a number of ways, as
follows;

l Complete a short questionnaire either online or
by post

l Tell us your experiences of accessing services
l Take part in a focus group
l Help us to pilot and develop the Family Route 

Maps
l Provide us with copies of information leaflets that 

have helped you.

Additionally, people were asked to help raise awareness
for the project through the Jeans for Genes Campaign
which provides this benefit as part of their commitment to
help fund the project.  This could be through;

l Speaking to newspapers and magazines.  Jeans 
for Genes has an annual coverage in both 
national and local papers, telling stories of 
fundraising events and stories of families 
affected by genetic disorders

l Speaking to radio and TV - each year Jeans for
Genes events appear on local news stories as 

well as on radio stations around the UK
l Speaking at local schools with Jeans for Genes

presentation packs.

All of the Support Groups were extremely proactive
recruiting families for the Jeans for Genes media
campaign and generating awareness of the conditions in
the news, locally and nationally.  They were also invited
to publish articles about the project written by the project
leads, in their newsletters and to send out the project
leaflets to their members wherever practicable.  In
support of this partnership and to ensure that the groups
had resources to do so GIG provided a donation to each
Support Group.  Participants were recruited for the focus
groups during this awareness phase and where possible
the meetings were held during each Support Group's
Conference or Family Days, or where there were none
scheduled then for each remaining group it was arranged
that they should meet in the GIG office in London during
the weekend and volunteer travel expenses were
provided.

Information about the project was posted to the GIG
website with a link to a questionnaire.  The survey was
developed with the help of the Support Groups and it
was hoped that through open access on the internet
affected patients and their families who may not belong
to these Support Groups would also contribute to the
project, thereby widening participation.  Questionnaires
could either be completed on-line or sent by post and a
Freepost address licence was purchased.

Focus groups were planned for patients, their families
and carers, to gather qualitative data around three
themes: patient experience; patient information; and what
a Family Route Map might include.  Clinical staff were
also invited to have an input separately through
discussions and a General Practitioner (GP) focus group
was held in response to the issues raised by patients
regarding primary care.

Patient Focus Groups:
Information about taking part in these focus groups was
circulated to people who had either agreed to attend or
requested further information following the distribution of
the Support Group newsletters and personalized project
leaflets.  Discussion in the focus groups lasted between
60 and 90 minutes.  Due to the symptoms of fatigue that
prevail in people with Myotonic Dystrophy there was a
great deal of flexibility around the needs of each
participant in that focus group and rest breaks were
provided in between topic discussions.

Results
Chapter Two

FRM final report.qxp  21/02/2008  11:03  Page 14



Family Route Map Project | 15

Consent in each focus group was given by all
participants immediately before commencing the
discussion which included permission to audiotape the
meetings.  The Facilitator followed a semi-structured
question guide of the topics for the focus group meetings
(Figure 4).  The topic guide highlighted general areas to
be covered but also allowed people to talk about issues
that are important to them.

The discussion focused on what people with hereditary
conditions say about care and the way in which they
receive treatment or are given information.  A Co-
Facilitator was present in all groups to take notes and
observe group dynamics.  Notes from the discussion for
each meeting were anonymised and circulated to those
participants who had wished to review them,
amendments were made accordingly and final notes
together with quotations were generated after which all
tape recordings were destroyed.

Only one meeting required supplemental telephone
interviews, the Syndromes without a name (SWAN) focus
group was only attended by four participants due in part
to the difficulties faced in traveling by many parents
caring for children with complex needs.  A number of
other parents had expressed an interest but were unable
to attend, therefore they were contacted and 3
respondents consented to a phone interview lasting
between 30 and 60 minutes.  The interviews were
designed to increase the amount of information collected
for SWAN and were semi-structured so that parents
could comment and provide their own ideas on the
phone.  The questions were based around the discussion
that took place in the SWAN focus group.

Analysis of the focus group discussions and interviews
identified common themes and reliability was ensured
through regular meetings between the main analyst and
the other researcher to discuss all analytical notes.  No
new themes emerged during analysis of the final two 

focus groups at which point it was considered that
saturation had been achieved.

Online Survey:
Patient Support Groups advertised the online
questionnaire to their members inviting them to take part
in the study and it was also made available through the
GIG website to all patients and their families in the UK
with one of the six conditions to widen participation.
Respondents answered a number of questions about
where they or their relative are treated and how they
access information about the condition, and were then
asked about difficulties they had experienced,
suggestions for improvement in services and any other
comments they wished to make.  These free-text
answers corresponded to the themes which emerged in
the focus groups and no new themes were evident.

GP Focus Group:
A further focus group was undertaken in Primary Care
with GPs from a single large Health Centre because at
the start of the project there had been no plans made to
approach GPs in this way.  This focus group was held in
response to what patients with or at risk of a genetic
condition together with their relatives and carers from the
six previous focus groups told the project team.  In order
to explore these areas participants in the GP focus group
were invited to discuss each of the resultant emergent
themes around a vignette describing a hypothetical
consultation with a patient presenting at their surgery
(Appendix 2).

Developing the Family Route Maps:
The seven emergent themes were used to develop the
framework for the generic Family Route Map and a
format was chosen for the layout of the leaflet.  Meetings
to discuss the findings, both general and specific to each
of the conditions, were set up with the contacts from
each of the Patient Support Organisations.  Draft
versions of Route Maps were developed as a result and
circulated to people who had agreed to be Reviewers
within each condition area with the exception of Barth
syndrome, as this Patient Support Group undertook a
Workshop with families to agree the content and develop
it further.  Reviewers included patients and families,
clinical staff and others with an interest.  They were
invited to complete a short survey about the quality and
content of the condition-specific Family Route Map which
contained a likert scale and some free-text questions
allowing them to add any suggestions for further
information they wished to include.  The results of this
survey were analysed and Route Maps were revised and
a further draft version sent to the Reviewers for each of
the conditions (including Barth syndrome) for the Pilot
phase.  The request this time was that the Reviewers

l Information provided to patients, their families
and carers about the condition.

l Information about genetics and how the 
condition could affect other family members.

l What types of treatment and/or surveillance 
patients and their families receive and whether 
they receive these locally or at specialist 
centres.

l Information to inform the development of a 
route map for patients and families with the 
condition.

l What healthcare professionals have been 
helpful/unhelpful.

l Access to benefits or other services outside of 
the National Health Service for patients and 
families with the condition

Figure 4  Topics explored in the patient focus groups

FRM final report.qxp  21/02/2008  11:03  Page 15



16 | Family Route Map Project 

might like to invite other patients, colleagues and
healthcare professionals with an interest to comment on
this resource, again a survey was included to record their
responses.  This collective data contributed towards the
evaluation of the Family Route Maps.
Final amendments were made to each Family Route
Map and these were then professionally printed.  A link
has also been supplied for the websites of the Patient
Support Groups so that the leaflet can also be
downloaded from the internet.  It is intended that future
revisions and updates can easily be undertaken by the
Support organisations and further Route Maps printed by
them whenever necessary.

Disseminating the information and
learning:
These data from the focus groups, interviews and
discussions with clinicians were collated into a series of
reports and published on the GIG website.  These can
be freely downloaded from the website
www.gig.org.uk/familyroutemap.htm

Throughout this project preliminary findings were
reported at national and international conferences and
through publications, raising awareness of the
importance of the issues and concerns from the patient's
point of view within the specialties of genetics and
general practitioners and the European community for
rare diseases.

Regular bulletins and updates were provided through
articles written by the project team and published in GIG
Today (quarterly magazine of the Genetic Interest Group)
and the Patient Support Groups involved in the project.
Reports to the project Advisory Group, Jeans for Genes
and Genzyme sought to make available relevant
information relating to timescales and budgets in addition
to the important findings from the project.

The final stage of the project included the writing and
publishing of this report and the dissemination of the
findings which 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 patient views and experiences of, health
and care services.

Results:
All patient focus group participants and interviewees said
they had found it to be a very positive experience for
them and common themes were identified (Figure 5).  In
total 57 participants attended 6 patient focus groups and
the number of participants for each group was between 4
and 12.  Sixty-four respondents completed the on-line
questionnaire, with some individuals from each condition
group.  These respondents were affected by the
condition and/or a relative/carer of an affected individual.
Recruitment of participants for the project through the
Patient Support Groups does provide a particular
perspective on the provision of support from such groups
that may not be true of all people with genetic conditions,
for example, the emphasis on the need for access to
support groups.  Although the genetic conditions in this
project are very different from each other, analogous
difficulties have been reported by individuals with each of
the conditions in terms of impact and the management
required, indicating that these are likely to be universal
for most, if not all, genetic conditions.

l Information.
l Communicating with healthcare 

professionals.
l Diagnosis of rare genetic disorders.
l Treatment/surveillance for rare genetic 

conditions.
l Education in genetics for healthcare 

professionals.
l Empowering patients, families and carers.

Photo by Jay Wilkie

Figure 5  Emergent Themes from Patient Focus
Groups
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Participants in the patient focus groups and telephone
interviews and those who completed the online
questionnaire described difficulties at all stages and the
majority felt they had lacked the necessary information or
support to enable them to feel empowered to share in
the decision-making and choices regarding care.  As
these conditions are rare most participants commented
that neither the primary care healthcare professional nor
the individual or family affected has heard of their
condition before it was diagnosed.  This makes
accessing the appropriate information, treatment and
services extremely hard for both parties and means that
patients, their families and carers have difficulty getting
appropriate support.

Many people felt dissatisfied with care in general and
primary care services; low quality of care, poor support
and feeling low priority, were identified as contributing to
such feelings (Figure 6).  

"As a family with a disabled child you're just bottom of
the pile." (SWAN phone interviewee)

The main concerns that emerged from the discussions,
survey and interviews with all participants, including
patients, families, carers and healthcare professionals,
are around difficulties that impact on clinical
management; Diagnosis, Coordination of care, Continuity
of care, and Psychosocial Impact, and these are
discussed under the seven emergent themes.

2.1 Information
The patient focus groups and interviews have provided
an insight into the way in which patients and their
families with these particular conditions access currently
available information.  Problems identified by people
include: concern around the general lack of information
about these rare genetic conditions, both for patients and
healthcare professionals; the variability of quality for
available information; the reliability of available
information; and who controls the information flow.

The timing of information and the amount of information
(too much or too little) provided were discussed and a
participant in one patient focus group said she was 7
months pregnant when she was told that her husband's
condition is hereditary and "it was a bit too late then."

"Information-wise, there is a lot of information on the
internet but being given information by professionals is
practically zilch!" (Myotonic Dystrophy focus group)

Summary letters following an appointment at the Clinical
Genetics Unit (CGU) were said to be helpful by
participants in most focus groups, however, it was noted
that these letters did not mention all the points discussed
and some people felt that it was difficult to take in
everything as patients or parents at these consultations.

"It's a lot of information to relay back to the family if you
don't understand it." (SWAN focus group)

Figure 6: Causes of Low Patient/Parent Satisfaction
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Quality of information was raised as a concern as some
participants had found information unreliable and even
slightly negative and wanted factual information in
layman terms to enable people to make informed
decisions.  Some patients felt upset or shocked by the
information they had been given or read.

"..it was out of the text book which is horrific" (Gorlin
syndrome focus group)

"Now I've read all that information [about the condition]
that has really shocked me, the fact that I could end up
having renal failure!" (NPS  focus group)

When discussing information from clinicians, many
participants in the patient and family focus groups
suggested that it varied a great deal both in the accuracy
and amount and some felt that they had not been given
much information at all.

"It felt like you were on your own!" (Myotonic Dystrophy
focus group)

A comment from a SWAN phone interviewee illustrated
how stressful it can be for parents receiving information,
she stated "x [child's name] was 3 when I was told she
had lifelong learning disability - it was just so dramatic!"
The respondent said she did not expect to be told this
but the doctor did tape the interview so that she could
listen back to the salient points.

For parents of children with a genetic condition there is
also an issue of how much information to give, and
when, to their children; this needs to be addressed
thoughtfully and in conjunction with parents and the
patient directly.  Some groups agreed that peoples' need
for information changes according to their different life-
stages, for example, childhood, adolescence and adult.

"…for our son who has got it [the genetic condition] you
have got to limit the amount of information that you give
him." (Gorlin syndrome focus group)

Entitlement to benefits was mentioned in all patient and
family focus groups and phone interviews.  Many
participants and interviewees felt they had not been
informed that they could claim certain benefits and it was
suggested that more sharing of information is a solution.

"Nobody told us about DLA (Disability Living Allowance)
for x [daughter's name]… What's annoyed me is that
these people must know that you are eligible for it but
they don't tell you.  You have to push for it - you have to
ask for it!" (Myotonic Dystrophy focus group)

Knowing where to acquire knowledge about these
conditions was however, expected of the clinical staff by
patients, parents and carers.  Information for healthcare

professionals about these rare genetic conditions may
also be scant or indeed some of the disorders may have
as yet been little researched.  Participants in the GP
focus group suggested that it is extremely challenging to
recommend websites to patients where they can find
reliable, up-to-date sources of information for rare
genetic conditions.

"It's difficult because I don't want to recommend a site if I
haven't got the faintest idea about the site…and because
there are a lot of these sites I wouldn't necessarily
know…which to recommend." (GP focus group)

A discussion took place in the GP focus group about how
GPs and primary care health professionals can help
patients to understand information they have found on
the internet about their condition.  It was agreed that
explanation of medical terms could be one way of
helping.

"Sometimes all they want is a translation." (GP focus
group)

2.2 Communication

The way in which clinicians communicate with patients
was felt to be extremely vital to enable the patient or
their family to be involved in their care and shared
decision-making, even when a clinician may not have all
of the information about a condition that a patient may
want to know.

"We've met somebody [a clinician] who is real, who is
able to communicate directly and easily." (Multiple
Endocrine Neoplasia focus group)

Communication with health care professionals was

Photo:  www.flickr.com/photos/chefranden/54663534
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highlighted as a problem in all patient focus groups,
people said they are not being listened to.  A participant
in the Barth syndrome focus group explained that even
after her baby had been diagnosed as having
cardiomyopathy, whenever she returned to the hospital
with him certain that he was in heart failure then she
would go through 3 or 4 doctors who, when she told
them she thought he was in heart failure, only told her
"no, we are treating it as a viral thing."

"We need more doctors to listen to parents." (Barth
syndrome focus group)

Lack of inter-professional communication, with medical
notes not available to all clinicians and little evidence of
discussion between the medical specialties impacts on
the patient, who often feels they have to describe in
detail their condition over and over again or occasionally
defend their position as some healthcare professionals
do not believe their needs for particular care or
treatment.  One participant in a patient and family focus
group commented that he has a more positive
experience when seeing a clinician who is an expert in
the field of Gorlin Syndrome and said "You don't have
that explaining to people every time."

"…it takes them months to get notes from another
hospital." (Myotonic Dystrophy focus group)

Additionally, it was suggested that regular feedback is
also required.

"What is missing in all this is about feedback.  Somebody
to keep you up-to-date with what is happening." (SWAN
focus group)

2.3 Diagnosis
Many participants in the patient focus groups had
experienced delays in diagnosis, largely due to the lack
of knowledge of these rare conditions even within clinical
specialties.  Some had been misdiagnosed with another
condition with related symptoms, whilst others had
undergone an extended period of uncertainty before
being eventually diagnosed.  This period of time had
been very difficult for participants, and the delay had
often affected subsequent prognosis.  A participant in the
MEN focus group commented that her previous, older
GP, had misdiagnosed her as having 'irritable bowel' for
a number of years, but she added "my GP now is a
younger one and he is terrific." Furthermore, one
participant in the Barth syndrome focus group explained
that her son had a heart transplant in 1998 but that it
wasn't until three years ago when her sister also had a
son born with dilated cardiomyopathy that a doctor
identified the condition in the family.  It was felt by
participants in all patient and family focus groups that
without knowledge of risk factors for future pregnancies,
further children may be at risk and likewise other family 

members may remain uninformed regarding possible
risks to themselves or their own children.

"I didn't realise my daughter could be a carrier". (Barth
Syndrome focus group)

Therefore, referral to an NHS Clinical Genetics
Department at an early stage around diagnosis was seen
as an essential part of the care package, either for
assistance with diagnosis (for example for children
remaining without a diagnosis) or for providing
information once diagnosis had been made by another
medical specialty.  

"I wish I'd had access to some kind of geneticist.  It was
only when I had my little girl that we were referred to a
geneticist and it does put it all into perspective and
explains a lot of things." (Gorlin syndrome focus group)

It was acknowledged by participants in the GP focus
group that patients with rare genetic conditions may face
difficulties in getting a diagnosis and have limited choices
for clinicians whom they see and where they receive
treatment and surveillance.  Additionally, consideration
was given by them to cases where children with complex
needs do not have a diagnosis, for example, Syndromes
without a name.  A suggestion was made by one
participant for GPs to help parents of such children.

"…one might do a letter on their behalf asking
paediatricians if they would review the case and possibly
instigate a genetic referral." (GP focus group)

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.

“[My GP asked] 'why do you want to see a geneticist,
you know you've got the syndrome’." (Gorlin Syndrome
focus group)

GPs in this project's focus group identified that with a
growing and active local Clinical Genetics Unit it would
be easy to assume that someone with a rare genetic
condition would have already been seen by the service
but as this is not always case, it should be considered as
a further referral option.
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2.4 Treatment and Surveillance
This project has revealed difficulties in clinical
management which are reported by patients with each of
the genetic conditions.  For optimum management of
these genetic conditions, it is important that surveillance
and treatment is established after diagnosis.  Patients
who took part in this project are seeing various medical
specialties for surveillance of all of the body systems
affected by the condition.  The appointments are
generally not coordinated, and around half of them have
to visit more than one hospital to see these specialists.
Out of 57 focus group participants and 3 phone
interviewees only 2 people said they were satisfied with
the treatment and surveillance they or their affected
family member received.

Respondents who completed the questionnaire
described the surveillance they are currently accessing,
and there was wide variation between individuals with
the same condition, with many not receiving surveillance
at all (Figure 7).  This demonstrates that there is a
problem where guidelines and consensus documents
exist as they are not always being followed, for example;
MEN CONSENSUS Guidelines, Myotonic Dystrophy
Care Card and Care Pathway, and Gorlin syndrome
NICE Guidelines, are available.  Lack of treatment
protocols and care pathways for many other patients
affected by rare genetic conditions also reflects the
difficulties GPs may have when selecting a specialty to
refer patients to, when they seek a second opinion.  It
was acknowledged by GPs that for many rare genetic
conditions there may only be a few Consultants in the
UK with expertise in a particular condition.  It was agreed
that best practice would be for a Consultant to inform a
GP of other clinicians with a specialist interest in order
that a patient may have a choice of whom to consult for
a second opinion.

"Yes, but if you are talking about rare conditions and
there is only one other, or two other [consultants] then it
is the Consultant's job to point that out to the GP." (GP
focus group)

Those affected by these conditions appreciate that it is
not possible for healthcare professionals to know about

every condition, but feel they should have the option to
be treated by an expert, even if this involves travelling
outside of their Primary Care Trust (PCT).  People said
that they would be prepared to travel in order to see an
expert in the condition or to be cared for by a Centre of
Excellence.

"Patients should be under the care of a specialist
centre." (MEN focus group)

Access to services is variable across the country and
many patients feel there should be access to the same
care for all.

"It seems to be a lottery to me!" (MEN focus group)

The majority of the questionnaire respondents travel up
to 20 miles to access their surveillance, though some
travel further to see certain specialists.  People feel that
they should have the option of either accessing
surveillance locally or travelling to see the specialist that
they choose, but this is not currently available.

"I would much rather travel 3 hours in the car to… see a
specialist that listens to me because all of x [child's
name] conditions are rare." (SWAN focus group)

It is apparent that not all patients with the same condition
are receiving the same surveillance and/or treatment.
This may be appropriate due to different manifestations
of the same condition, but patients feel unsure about
whether they are receiving the most appropriate care, as
many healthcare professionals do not have knowledge
and experience of these rare genetic conditions.

"…in terms of eyes, kidneys [surveillance]…I have
nothing whatsoever." (Nail Patella Syndrome focus
group)

It was felt that patients needed someone who could
ensure they were accessing the appropriate surveillance
and treatment, coordinate these appointments and
ensure that the various clinicians were communicating
their findings to each other.  However, this does not

www.flickr.com/photos/thisparticulargreg/362937046
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appear to be happening, and it is unclear who could take
on responsibility for this co-ordinating role.  Ideally,
patients would like a multidisciplinary team approach for
clinical management, with a central coordinator as a
champion or advocate.  This has been the situation for
some paediatric patients, with the paediatrician as
coordinator, but this is lost with the transfer to adult
services.

"I need to know…there is a central person who has
clinical knowledge, which I don't have, and who will
say…you should go and see him [referral to a
specialist]." (Gorlin Syndrome focus group)

In addition to the lack of co-ordination of care, people
also experience difficulty with continuity of care.  There
are also difficulties due to seeing different clinicians
within the same specialty, who may have different
amounts of knowledge and understanding.  Patients are
generally referred to a team, rather than an individual
doctor, and many felt that they see a different clinician
each time they attend.

"There is no continuity.  I've been going to see a kidney
specialist for 19, 20 years plus now and I don't think I've
seen the same man [doctor] twice!" (NPS focus group)

The difficulties for patients with life-long chronic
conditions requiring to be re-referred to a consultant for

each treatment episode was highlighted by many
participants of the patient and family focus groups.
Although these individuals require ongoing screening
over a period of many years, some have been
discharged by certain medical specialties as they only
keep patients on their register for a year.

"I can only keep you on my books for a year and that's
it!" (NPS focus group)

This means that those who need annual surveillance
have to keep going back to their family practitioner to be
re-referred each year, and there appears to be no
mechanism for ongoing care.

"they keep trying to discharge me…they keep trying to
get rid of me." (Gorlin Syndrome focus group)

People felt that psychological support was really
important but most people had not been offered any and
one patient focus group participant suggested that “as
partners and parents we need a little bit of guidance as
well”.  A couple of participants with these rarer genetic
cancer syndromes stated that they had found help and
emotional support through a Clinical Psychologist at a
Cancer Centre and a Macmillan Nurse.

http://www.flickr.com/photos/andy-germany/2089214849
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Surveillance  by
Condition

BS
No.       %

GS
No.       %

MEN
No.       %

MD
No.       %

NPS
No.       %

SWAN
No.       %

Renal 1 25 1 8 1 20 - - 18 72 - -

Ophthalmic - - 2 15 - - 1 10 19 76 - -

Orthopaedic - - - - - - 1 10 2 8 - -

Paediatrician - - - - - - - - 1 4 - -

Scans (CT/MRI/USS) - - 1 8 2 40 - - 1 4 1 14

X - rays - - 4 31 - - - - - - 1 14

Dermatological - - 9 69 - - - - - - - -

Neurological - - - - - - 2 20 - - - -

Cardiac (ECG) 1 25 - - - - 8 80 - - - -

Dental screening - - 1 8 - - - - - - - -

Physiotherapy - - - - - - - - 4 16 1 14

Lung Function - - - - - - 2 20 - - - -

Muscle strength - - - - - - 2 20 - - - -

Tumour screening - - - - 1 20 - - - - - -

Blood tests (various) 1 25 - - 4 80 1 10 - - 1 14

Other 1 25 2 15 - - 2 20 1 4 1 14

None 2 50 3 23 1 20 2 20 5 20 6 86

Key
BS = Barth Syndrome
GS = Gorlin Syndrome
MEN - Multiple Endocrine Neoplasia
MD = Myotonic Dystrophy
NPS = Nail Patella Syndrome
SWAN = Syndromes Without a Name

Figure 7. Current surveillance received by online survey respondents with each of the conditions
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Photo: www.flickr.com/photos/janamills/145601495

2.5 Education of Healthcare
Professionals
In this project participants reported that they would
welcome the openness of healthcare professionals to
learn together with them about their condition and be
valued for their contribution of experience of living with a
rare condition, an attribute that people with genetic
conditions in their family were found to value highly in a
recent large study regarding providers' knowledge of
genetics12. 

Some patients in this project report that they have been
seen by doctors who have not read their medical notes,
and find themselves explaining why they are there,
having to convince the doctor of the surveillance they
need.  Participants talked repeatedly about the frustration
of having to explain their condition to different healthcare

professionals, and having to fight for what they need
using terms such as "difficult" or "hard" to describe this
experience.  There was an appreciation that healthcare
professionals could not know everything about every
condition, but it was felt that they should be taking more
responsibility for reading back through the notes and
finding out what the patient required.

"If they [doctors] have a client on their case load then
they need to learn about it [Myotonic Dystrophy]."
(Myotonic Dystrophy focus group)

Many of the difficulties in accessing appropriate
treatment are due to a lack of knowledge about the
conditions amongst healthcare professionals and a lack
of communication between healthcare professionals.  It
was suggested that guidelines for the clinical
management of these conditions should be drawn up by
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the experts within the field, so that patients and their
healthcare professionals are aware of the appropriate
management.  This has happened for some genetic
conditions, such as Neurofibromatosis Type 1 (NF1),
where Members of the United Kingdom
Neurofibromatosis Association Clinical Advisory Board
collaborated to produce a consensus statement for the
diagnosis and management of NF113 , and it would be
helpful if this could also be undertaken for these rarer
conditions.

Findings from the patient focus groups revealed
dissatisfaction with primary care services, particularly
when the role of primary care was discussed in relation
to complex genetic conditions affecting multiple body
systems.  GPs were thought to lack relevant knowledge
and skills to manage these patients.

"Even after we did have a diagnosis and when he was ill
there were occasions when I didn't even bother with my
GP, I'd go straight to the children's unit." (Barth
Syndrome focus group)

Participants in the GP focus group demonstrated a large
degree of congruence between what patients want from

primary care and how GPs 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, for
example, medical websites where healthcare
professionals can learn a little about the condition and
types of surveillance or treatment available, especially as
there may be no absolute proven (evidence based)
treatment for many of these conditions.

Importantly, even when lack of knowledge of these rare
conditions by healthcare professionals was openly
expressed to patients in a supportive way, participants
felt there was an opportunity to learn together, valuing
each others experience.  Some people felt it important to
actively become involved in teaching sessions for
healthcare professionals, however, one parent of a
young child with a rare genetic condition commented that
although he agreed for the junior doctors to be present
during a hospital appointment he was left with "a sense
of being on display" because MEN Type 2b is so rare.
People generally felt that when they are admitted to
hospital, doctors are keen to learn from patients but this
may be done in a negative way if the patient appears to
be an 'interesting case'.

Photo: www.flickr.com/photos/homegrownskinny/544437327Four Generations of a Family
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2.6 Ethical, Legal and Social
Issues
Ethical issues arising from genetic conditions were
discussed by participants in the patient focus groups,
including the notion of informing other family members of
the diagnosis and whose responsibility it is to share
genetic information.  Equity of access for benefits and
care, genetic testing, diagnosis, treatment and
surveillance, transfer of affected children to adult
services, NHS contractual arrangements and perceived
financial restrictions were debated, and legal issues such
as applying for insurance and holding a driving licence
were mentioned.  Difficulties around living with a genetic
condition in the family impacted on education for affected
children, the ability of patients or parents and carers to
maintain paid employment, and the social stigma of
feeling 'different', all of which contribute to feelings of
being isolated without the necessary appropriate
counselling and psychosocial support.

Finding information about benefits and care entitlements
is extremely difficult and many people additionally felt
they needed support and help from people who
understood the process for applying and had experience
of completing the associated complicated forms.

"You don't know what you are entitled to so how can you
find out?" (Myotonic Dystrophy focus group)

SWAN phone interviewees when asked what would
improve things for you and your child stated difficulties
around claiming DLA especially for long-term conditions.
One interviewee felt that in a situation where there is a
severe disability in childhood there should be a visit
arranged in the home and parents should not have to fill
in complicated forms every year.  This interviewee has
particular problems because of the need to claim DLA for
2 of their children and the benefits department won't look
at both in relation to each other within the family, the
interviewee has to phone back to discuss each claim
separately.  This interviewee stated that the "..system for
claiming needs tidying up" and related how they felt
benefits are hindered when there is no diagnosis
because it is only this year that they got DLA indefinitely
for their children because each of their hospital
Consultants (7 in total) had agreed to write letters
individually to support their claim.

One participant in a patient and family focus group felt
expensive tests were only being offered to those with
life-threatening conditions because they had read about
some new way of testing and wondered if their child
could benefit from this diagnostic procedure.

"It makes me feel a bit like I've got to fight for everything
I need" and added "…who makes that decision and is it
down to money?" (SWAN focus group)

Some people felt under pressure to undergo genetic
testing either for themselves or their children, it was
considered a difficult decision to make and any
advantages needed to be weighed against the
disadvantages.  In addition to the health and
psychosocial implications, testing has an impact
financially, with a confirmed diagnosis improving access
to benefits but possibly having a negative impact on the
cost of, or obtaining insurance and financial services.
One participant in a patient and family focus group felt
"lucky" to have been given information about insurance
policies even though the negative news was not what he
wanted to hear.  It was felt in general that such tests
would lead to future higher premiums for most types of
personal insurance including, life/accident policies, travel
insurance and mortgage insurance.

It was agreed that having a diagnosis was essential, as
illustrated by the difficulties faced by parents with un-
diagnosed children.  People saw a diagnostic label as
necessary for access to services, appropriate
surveillance, and benefits, as well as to support.  One
parent said that when contacting the education
department they ask for a diagnosis but she admits her
child doesn't have one.

"If you could say something like 'Autism' it'll suddenly
unlock all these doors, won't it.  You feel like making one
up!" (SWAN focus group)

However, such problems are not isolated to those
without a diagnosis but include individuals in whom the
condition has been diagnosed but lack the support of
healthcare professionals with the understanding of the
medical and psychosocial impact of that genetic
condition on the family14 .  Many participants expressed
frustration at the lack of co-ordination and continuity in
their care, and at having to constantly explain the
condition and fight for what they need.  They describe
themselves as 'slipping through the net' with no-one
taking responsibility for them, as everyone thinks that
someone else is caring for them.  A further area of
concern was raised by participants regarding the difficulty
of transferring into adult services from paediatrics when
their child reached that age.  In order to meet their
needs, patients need an advocate who can provide
support and also assist with the coordination of their
care.

"I think we all need an advocate." (Myotonic Dystrophy
focus group)

People felt the new funding and contractual
arrangements between Primary Care Trusts and NHS
Hospital Trusts could lead to limitations on what tests
and treatment is offered them, similarly some patients
with cystic fibrosis, a complex genetic condition requiring
monitoring and treatment throughout life, consider 
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themselves expensive for the NHS and feel that the
resource implications may have an effect on their care15.

"…we need a degree of honesty. If funding is a problem
we need to know." (NPS focus group)

Issues around education emerged in the childhood years
for some children with genetic conditions including:
Statement of Special Educational Needs or IEP (it was
suggested that an Annual Review of the Statement
should be undertaken with the Special Needs
Coordinator); Nursery care for children with complex
conditions; Respite care; and Mobility and access
(especially if in a wheelchair).  Furthermore, children at
the age of 16 also have additional considerations,
including: access to College/Higher Education (support
and advice regarding careers can be found through the
Connexions service www.connexions.gov.uk); Transport
requirements; financial aspects as Care Allowances are
no longer available after 16; and the fact that some
children will be dependent and living at home.

In addition to the medical management of patients in
terms of surveillance and treatment, there is also a need
for psychosocial support as some people experience
feelings of isolation.  The burden on patients, families
and carers where there is a genetic condition in the
family was expressed by many people.  Patients, parents
and carers sometimes find it difficult to find or maintain
paid employment due to their own health needs or the
needs of caring for affecting family members especially
as this may require taking time off work for appointments
or to have treatment with a period of recovery.

"[as a working parent] I feel really penalised by all the
appointments…they never fit them around you working".
(SWAN focus group)

Moreover, the social stigma of having disorders where
physical appearance may be involved was described in
some instances as leading to bullying.

"I really had the 'mick' taken out of me at school, I was
bullied…just because I'm different." (NPS focus group)

"I didn't get bullied by other school friends but I had
problems with the teachers.  Gym teachers, PE teachers
putting me up against the wall, (telling me) 'put your
arms out straight in front of you'!  I have never forgotten
that feeling of being totally different." (NPS focus group)

There is a feeling that people with disabilities are seen
as "bottom of the pile" in society, which can be very
demoralizing.  Participants reported being unable to
access psychological support, although some had very
supportive family practitioners it was generally felt there
was a lack of mechanisms for support or when provided
it was not helpful.
"I am so traumatised by everything I've been through

with x [child's name] that's why I've not had any more
(children).  When x was born x should have been
diagnosed at birth.  x spent a whole year in hospital
without coming home…they kept saying I was neurotic".
(SWAN focus group)

Many participants in the SWAN focus group had received
most information and support from Support Groups and
other families in the same situation, as without a
diagnosis parents experienced difficulties and frustration
in gaining the collaboration of health and care
professionals to identify and manage appropriately their
child's complex needs.  In general, some participants
from the focus groups told us 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.

"We know how overworked GPs are anyway." (MEN
focus group)

2.7 Empowerment of patients,
parents and carers
These data indicate that the needs of these patients and
families are not currently being met, and a number of
suggestions were made as to how the situation could be
improved.  Support groups are seen as very important
sources of information and support, filling a need that is
not met within the health service.  Information through
support groups and the media empowered people and
helped them make informed choice which is core to
service delivery in the NHS5, 6.  It was felt support
groups enabled them: to have a "stronger voice"
collectively as a group of patients and families with a rare
genetic condition; share experiences and information
with others; and receive emotional support from people
who understand what it is like to live with the condition.

"Everything I've found out, and that's education, not just
health, social stuff, everything is from other mums!"
(SWAN focus group)

Access to genetic information is seen as particularly
important, with many patients and their relatives or
carers using the media, especially the internet, to find out
as much as they can about the condition12.  It can be
difficult to find information about these rare conditions,
but support groups have patient information written in
language that is easy to understand, which can be
accessed via the internet or through contacting the group
directly.  It was suggested that all patients should be
provided with information and details of the appropriate
support group at diagnosis, because they fill such an
important role as part of ongoing care.  Some
participants in the patient and family focus groups said
that they had been given the contact details of the
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national patient support group for the condition by their
Clinical Genetics Department.  It was suggested by
participants that it would be beneficial for healthcare
professionals to point families to the support group at
diagnosis, for individuals to access whatever they need,
whether that is information and/or support.

"The AMEND (Association of Multiple Endocrine
Neoplasia Disorders) site [website] was probably the
best thing for us…it would have been good if he [the
clinician] had known about the AMEND site to direct us
to it." (MEN focus group)

Practice nurses were perceived as friendly and
supportive by patients and families and some participants
from one of the patient focus groups felt that with
enhanced training they could offer a vital link at GP
surgeries and practice-based clinics.  However,
reservations were expressed about how Practice Nurses
would receive training to do this.  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.

"(Yes) a sympathetic listening ear and the knowledge of
where to go to get help…but there are a huge number of
patients with chronic diseases that go through their
[Practice Nurses] clinics.  We've got 2,500 people on our
chronic disease list…developing relationships with them?
It's a huge list!" (GP focus group)

In the GP focus group it was agreed that empowering
patients with sources of information and support is part of
the GPs role, however, this must be gauged individually

and supported by explanation and translation of
medical/scientific material together with emotional
support where required.  Software is available for GPs
and health professionals in primary care to help patients
find websites offering support; however, the group was
not confident that such software lists information relating
to very rare conditions.

Many participants felt that everyone needed help and
guidance within families affected by genetic conditions.

"...We have had to take our lad [with Gorlin syndrome]
out of school.  He’s 15 and he was in and out of hospital
having the treatment and then there was the recovery
period.  He’s now doing GCSEs and because he got so
far behind with the work there is no support at all.  We
had to fight our corner because they were actually going
to prosecute us for him not being at school". (Gorlin
syndrome focus group)

The majority of the people who took part in the project
have been recruited through the relevant Patient Support
Groups and as such may be biased in favour of those
who benefit from being involved with a support group.
However, with the lack of information available from
other sources, it is likely that the information provided by
them is valuable for all those affected by the conditions.
Whilst patient support groups in the UK aid their
members, their role is not to give advice and therefore
effective partnerships with healthcare professionals with
experience and expertise in the condition, could further
enhance their role in providing the most up-to date
information to individuals and their families or carers.

Photo:  www.flickr.com/photos/20181006@N00/118969357
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Qualitative research techniques can provide powerful
tools to understand in more depth opinion in health
related care16.   This is one of the first projects to
consider individual perspectives and involve patients with
rare genetic conditions, their families and carers in
designing their own holistic route through health and
care systems.  An holistic approach was adopted in this
project, seeking to inform and add to the dearth of
current knowledge of how people living with rare genetic
conditions find relevant information and access NHS and
other services.  It was always the intention of the project
team to focus on the development of a practical tool to
help people rather than academic research.  However,
data from the focus groups and interviews have provided
an insight into the way in which patients and their
families with these particular conditions access currently
available information and services.

For some families, it only became evident that the
condition was genetic when another person was
diagnosed, and others had to fight to be referred to the
Clinical Genetics Department.  In addition to medical
services, they also have a need for wider support;
psychosocial support, help with accessing benefits, care
and special education were all described as difficult to
gain access to by respondents.  Crucially, it was agreed
that having a diagnosis opens doors to patients and their
families to access financial benefits, social care and
appropriate support.  Many of the needs of these
patients do not differ from other patients with rare or
chronic diseases: the protracted time in being diagnosed;
the search for an expert or specialist with an
understanding of the condition; and the need for
coordinated, multidisciplinary care, are all common
features but the extra facet of genetics is that genetic
conditions may affect other family members and
healthcare professionals do need to ask 'Could this be
genetic?' 17. The revised Curriculum for the foundation
years in postgraduate medical education has included
the ability to take a focused family history and construct
and interpret a family tree as a requirement18. This
should facilitate health care professionals in asking the
right questions to illicit any indication of a hereditable
condition.

Although this study focuses on six specific conditions, it
is an important source of information about the patient
experience of clinical management and commonalities
such as the need for clinical guidelines are likely to apply
to the majority of genetic conditions.12,15 This project
has found that patients' needs are not being met and has
generated suggestions for possible strategies that could
be used to provide better care.  A possibility favoured by
patients is the option to attend a specialist centre, as this

would ensure they are receiving the appropriate
treatment and surveillance and allow for coordination and
continuity of care.  Patients currently find it difficult to
identify experts within the field, so require more
signposting, and experience difficulties with getting
referral to these experts.  A qualitative study investigating
the experience of MEN1 patients who attend a specialist
ward at a Swedish University hospital found that they
were satisfied with their medical care, feeling well cared
for by healthcare professionals who they trust.19 They
attend once or several times a year, depending on
individual need, and feel a close relationship with the
clinic staff.  Although their quality of life is affected by
physical, psychological and social limitations, the majority
have adjusted to their situation, describing themselves as
healthy.  However, they do still report a lack of medical
and genetic information, indicating that genetic
counselling might be appropriate to fully meet their
needs as is the case for any genetic condition.  This
suggests a further role for clinical genetics to be part of
the multidisciplinary care for patients with rare genetic
conditions, providing information, coordinating care, and
acting as a point of contact for any queries or concerns
as called for by some respondents.

Some departments do fill this role for patients with
certain conditions.  For example, the North West
Regional Genetic Family Register service in Manchester
holds the details of patients with 11 genetic conditions,
including MEN, and carries out systematic detailed
annual review of files by a genetic counsellor.20,21 This
ensures that all patients are receiving appropriate
surveillance and treatment, and also provides them with
a point of contact for any questions or concerns that they
have.  The majority of patients welcomed the ongoing
contact and open access provided by the register
service, and also felt able to contact them for emotional
support.22 Therefore, the genetics service is meeting
client needs for provision of information and support and
for coordination and continuity of care.  However, this
may not be appropriate for all genetic conditions as it
may be more appropriate for coordination of care to be
overseen by a different medical specialty for certain
conditions and this was also expressed by a few
respondents.

Patients strongly want a patient centred approach to their
consultation with primary care professionals, especially in
the domains of communication, partnership and health
promotion, wanting them to be interested, sympathetic
and involve them in decisions, giving them sufficient time
and attention and also providing them with advice on
health promotion and self care.23 A suggestion from
some participants in one of the patient focus groups is

Conclusions 
Chapter Three
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that practice nurses in primary care could carry out this
role of champion, coordinating care to ensure
appropriate surveillance and treatment, and providing
support to patients.  It was felt that they did not need to
have extensive knowledge of the condition, provided they
knew what surveillance should be taking place, as they
would be able to follow guidelines that had been put in
place by experts.  They are viewed as friendly and
supportive, and it was felt they were ideally placed to be
an advocate for patients who feel that their voices are
often not heard.  This provision of guidance, support and
a listening ear fits the paradigm that nurses need to
identify the needs of families with chronic illness and
facilitate access to appropriate support.24 GPs have
asserted the importance of the role practice nurses could
have in collecting routine family history information in the
context of other primary care clinic services, particularly
as concerns about familial disorders may be related to
them during clinics.4 Practice nurses support the idea of
them playing a role in genetics in primary care, although
they feel that they need more education to do so.25

However, patients who seek help from primary care to
decide their options and choices relating to treatment
may find they need to consult more specialised services
to be able to make informed choices.

"I have to ask him [the patient] if he's asking the wrong
person really.  There is no way that I could give an
opinion on that obviously, for their treatment...and is it
about a second opinion?" (GP focus group)

The government provided funding through the genetics
white paper in 2005 for projects involving ten GPs with a
Special Interest in genetics (GPwSI) to explore and
develop provision of genetic-based healthcare in primary
care.  The DH website (www.dh.gov.uk) lists further
details of these projects and the NHS National Genetics
Education and Development Centre
(www.geneticseducation.nhs.uk) has been working with
those GPs to propose a genetics competence framework
for GPwSI.

The six genetic conditions in this report serve as case
studies for the issues and provide a template for
contextualizing the project findings, however, each of the
seven themes that have emerged can be identified in the
case studies and doctors' perspective of another genetic
condition Ehlers Danlos Syndrome,26 a rare genetic
disorder associated with joint hypermobility, pain and
disability and in its rarest form, death from arterial, bowel
or uterine rupture.  This lends further support to our
conclusion that the issues and concerns highlighted in
this report are widespread.

More research is required to explore ways of providing
joined-up services for people, without which they will
remain lacking in information and unaware of services
and care that could increase the quality of the lives of

themselves and their families and potentially improve the
prognosis for the expected course of their disease.  This
project has provided evidence that people with rare and
life-long genetic disorders experience difficulties in
accessing optimal care, and can be stigmatized in areas
such as employment, insurance and eligibility to benefits.
In 2006 the government's white paper Our Health, Our
Care, Our Say identified that there is a need for high
quality information in order to help people choose and
access services but our findings suggest that there is
insufficient information available for people living with
these long-term genetic conditions to do so.  The Family
Route Maps developed during this project provide
signposts to information, support and services for people
living with six rare genetic conditions and a generic
template is available for other patient support
organisations to help design their own.  These resources
are available from www.gig.org.uk/familyroutemap.htm
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For individuals with rare genetic
conditions:
l 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.

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

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

For health and social service
providers:
l Primary care nursing is set to expand as a 

discipline27 and a suggestion for practice nurses 
to act as an advocate for patients may provide 
the 'listening ear' that they require but usually 
only after a diagnosis has already been made 
and as an aide to patients managing their long-
term condition.  General practice is in a unique 
position to understand the impact or threat of 
illness in a patient's life.28 Open dialogue and 
further wider discussion needs to take place to 
engender debate of the proposed role of practice 
nurses acting as Advocates for patients with rare 
genetic disorders.

l Up-to-date training and education in genetics for 
all healthcare professionals should be a 
requirement for their continuing professional 
development.

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

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

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

l Coordinated care within a multidisciplinary team 
approach model of care preferably at a 'Centre 
of Excellence' is called for by patients to counter 
fragmentation through organisational boundaries.

For government and other
public bodies:
l 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.

For GIG:
l There is a need for additional work to investigate

the appropriateness and effectiveness of 
multidisciplinary clinical networks, either 
operating 'virtually' to coordinate care or 
providing services at a 'Centre of Excellence'.

For further research:
l A further qualitative study involving patients with

rare genetic conditions together with primary 
care teams to investigate the role of primary care 
in the diagnosis, treatment and surveillance of 
these and many other genetic disorders would 
provide a platform for future discussion and 
planning for the growing numbers being 
identified at risk of genetic conditions.

Recommendations 
Chapter Four
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There were two main parts to
the Family Route Map Project’s
evaluation:
l criteria for success and basic data collection and

analysis (focus groups, interviews and 
questionnaires) were planned by the project 
team at the start

l successful delivery of a tool to help people with
one of the six conditions to access current 
information and services, together with a generic 
template and report to enable other Patient 
Support Organisations to design their own if they 
wish, were dependent on the findings from the 
data and was an iterative process.

Consideration has been given to the extent to which
each objective was met (including the implicit objective),
which includes coverage of levels of involvement, who
was involved in the different processes, methods used
and outcomes.  Lessons for the future including what
worked well, what worked less well, and specific lessons
on levels of engagement, representation, commitment
and integrity, costs, timing, trust, iteration and integration
of the results of the engagement are also important
aspects.

The commitment of each Patient Support Group was
paramount to the success of this user-led project and
partnership working.  Their help, advice and hard work at
each step ensured the outcomes would be delivered.  It
should be noted that this was a huge undertaking for
these particular groups as the majority had no paid staff,
or office to support them, instead many worked
voluntarily from their home and often were themselves
either affected or a carer of an affected individual, or
both.  The integrity of all those involved in this project
together with the project team helped ensure that the
final tool was developed through the mechanisms in
place to involve users.

Specific components of the project that worked well and
were essential include the engagement of patients and
families at risk of, or living with the six genetic conditions
through focus group meetings and the discussions with
clinical staff who have an interest or expertise in the six
conditions.  Their help and cooperation was vital to
successfully deliver a tool that would be useful to
patients, families and healthcare professionals.  These
face to face discussions proved to be informative and
helped build the relationships and trust necessary to
complete the project effectively.  Feedback from the
patient/family focus groups was extremely positive and

people enjoyed the opportunity of meeting with others
and exchanging information.  Importantly the seven over-
arching themes that emerged from the focus group
meetings, online questionnaire and meetings with
healthcare professionals underpinned the integration of
the information into the development of the generic and
later, each condition-specific, Family Route Map.

As this project was unique and innovative in its design it
was difficult to conceptualize the precise details of what
a Family Route Map might look like or the information it
might contain at the beginning of the project and
explanations to the members of the support groups that
the project team met with may have appeared sketchy.
This was largely due to the fact that the process was
designed to be an iterative one, whereby information that
resulted from each discussion influenced the next stage
of the development of both the project and the Family
Route Maps.  The aims and objectives of the project
however, were presented and reinforced at all
opportunities but it may have been better to have created
a webpage on the GIG website from the outset where
these could be readily accessed by individuals and
organisations.  This would have served as a reminder to
all involved and improved the overall transparency.

Timescales and targets for the project were met and
numbers of participants considered to be appropriate for
focus groups were achieved in all but one (the SWAN
focus group) of the patient/family meetings.  Parents of
children without a diagnosis who had expressed an
interest in being involved were subsequently contacted
and invited to complete a questionnaire on the telephone
based on what people in the SWAN focus group had told
us.  

The additional GP focus group was decided by the
project team to be necessary as a result of the
discussions around primary care in the patient/family
focus groups and a separate topic sheet using vignettes
to discuss possible scenarios in the primary care setting
was used.  Suitable numbers were achieved in this focus
group but due to the limited time and budget restrictions
it was not possible to arrange a further focus group in
primary care at an inner city practice.  Therefore the
results may be skewed toward a practice in an urban
area with access to a locally based Regional Clinical
Genetics Service.  Use of large-scale postal surveys in
primary care would not have been suitable for the in-
depth discussions we needed to have to explore peoples
ideas and experience and would have required a great
deal of time, resources and funding to achieve which
were not built into the initial project design.

Evaluation 
Chapter Five
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Although the number of completed online questionnaires
was relatively low the project team had always felt it was
important to widen the participation as not everyone
chooses to join Patient Support Groups.  These data
added to and supported the information collected during
the focus groups.  It also provided a mechanism to
involve people in the project in other ways as
respondents were given the opportunity to give us their
contact details if they wished to have further involvement
or be kept updated.  Contact information was used to
build a list of individuals who would become Reviewers
for the development stages of the Route Maps.

Issues of inclusiveness and diversity within Patient
Support Groups could not be resolved within the remit of
this project and many people from the Support Groups
felt they did not have good access to under-represented
groups within the community.  Although some individuals
from these harder to reach groups were involved in this
project, the communities were not actively engaged and
ethnicity monitoring could have better gauged the extent
of this.  GIG will take this into account when working on
projects with other Patient Support Groups in the future
and determine ways to achieve greater participation by
representation from all sections of the community.

Budgets were monitored regularly by the Advisory Group
and the project team had to constantly adjust spending
and the way in which developments were planned in
response to the information gathered to keep within
budget.  A small grant was later awarded from the ABPI
(Association of British Pharmaceutical Industries) for the
cost of the Launch Meeting and Workshop as the original
budget did not include this but the project team felt it was
important to publicise the project findings with
stakeholders in this way.

The project team aimed for transparency throughout the
project and maintained a lack of bias in determining what
issues and concerns are important to people allowing for
iteration as people developed ideas to influence the
design of the Family Route Maps and project findings.
Importantly, when working in partnership with smaller
Patient Support Organisations additional time must be
built in to the project to ensure that information can be
disseminated to their members and that the
communication flow loop is completed.  In this way
information can flow laterally across each charity and
also back up to the project team.  A significant proportion
of time was also given over to the final stage of
development of the six condition-specific Family Route
Maps in order to reach consensus agreement on content.

Initial evaluation of the Family Route Maps took place as
part of their development.  Clinical and patient/family
Reviewers were sent the condition-specific Route Maps
at two stages and invited to complete a survey
incorporating a likert scale and some free text questions
for comments and further suggestions.  Satisfaction was

measured and revisions made as a result.  Use of
internet for the Quality and Pilot surveys would have
been helpful as suggested by one Reviewer who has
difficulty writing due to muscle weakness associated with
Myotonic Dystrophy.  This Reviewer would have liked the
option of using their computer keyboard to fill in an
online questionnaire.  Although not initially provided as
online questionnaires, following this feedback this
method was introduced before sending out the remaining
Pilot Survey packs for Myotonic Dystrophy, Gorlin
Syndrome and SWAN.  

Reviewers who completed the Quality Survey were very
satisfied with the overall quality of the information
included in the Family Route Maps both in terms of its
aims and clarity (Figures i and ii).  In response to the
question Does the Family Route Map achieve its aims?,
the combined scores for the category 'Very Good' and
'Excellent' reveal that 74% of Reviewers confirmed that
the six condition-specific Family Route Maps achieved
their aims.  The design also scored extremely high with
79% of Reviewers rating it as 'Very Good' or 'Excellent'.
Reviewers felt that the Family Route Maps provided
support for shared decision making (Figure iii) and it was
also agreed that they are a resource for additional
sources of information and support (Figure iv), as the
majority of Reviewers rated this aspect as
'Excellent'(58%) and 'Very Good' (31%).

Figure i. Clarity of information in the Quality Survey

Figure ii. Satisfaction with the clarity of the aims for
the Route Maps in the Quality Survey
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Figure iii. The Family Route Map as a Tool for Shared
Decision Making (Quality Survey)

Figure iv. Provision of additional sources of support
and information (Quality Survey)

Results of the Pilot Survey revealed that these condition-
specific Family Route Maps would be useful for newly
diagnosed patients, their families or carers (Figures v
and vi) with the majority of the Reviewers choosing to
describe their function in this way as 'Excellent' or 'Very
Good'.

"The leaflet is an excellent source for the most important
support networks available for parents/carers for children
with 'genetic conditions'.  It is brief but encapsulates the
resources that are able to assist and advise further for
support. I have used all of these sources for information
for myself." (SWAN Pilot Survey Reviewer)

Additionally, 92% of responses to the question "How
useful would the information be to non-genetic
healthcare professionals?" showed it to be either
'Excellent' or 'Very Good' (Figure vii).  This was an
essential facet of the criteria for success of the Family
Route Maps as many patients reported difficulties
communicating with healthcare professionals who had
never heard of, or knew little about, their condition.

"I would find this useful when attending medical
appointments, where they are unfamiliar with the
syndrome." (Gorlin syndrome Pilot Survey Reviewer)

The overall rating of the content of the Family Route
Maps as a source of information and services for the
genetic condition demonstrates that Reviewers
concluded the information to be extremely significant with
minimal shortcomings (Figure viii).  The collective results
of the Quality and Pilot surveys indicate that the
production of a tool to help signpost patients and families
with or at risk of these six genetic conditions (Objective
2) for the Family Route Map project have been
successfully achieved.  The generic Route Map which
uses the seven emergent themes as its basis for
including information relevant to any genetic condition
should likewise prove germane.

Dissemination and publication of the findings from the
project together with the six condition-specific Route
Maps (Implicit Objective) has been achieved.
Throughout the project, findings were reported to
stakeholders: healthcare professionals with an interest;
Patient Support Organisations; GIG's membership; other
health related organisations; funders; and the public; via
Conferences, articles and reports.  Additionally, a briefing

Figure v. Relevance of information to newly
diagnosed patients (Pilot survey)

Figure vi. Usefulness to relatives and carers (Pilot
survey)
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Figure viii. Results of the rating as a source of
information and services for the genetic condition in
the Pilot Survey

Figure vii. Usefulness to non-genetic healthcare
professionals (Pilot survey)

meeting on this project took place in February 2008 at
the House of Commons, Westminster, prior to the formal
launch as part of the 1st European Rare Diseases Day.
It is intended to undertake a further evaluation exercise
at the meeting and workshop to launch the Family Route
Maps and this report in March 2008.  Those attending

will be invited to give their feedback on both the event
itself and also the content and quality of the condition-
specific Family Route Maps, and the applicability of the
Report and its findings.  The Genetic Interest Group will
later report on this.

http://www.flickr.com/photos/hamedmasoumi/871579644/sizes/o/in/set-72157600318256992/
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Photo:  www.flickr.com/photos/yolandafenwick/321865394
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Participants
The families with the following six genetic conditions will be included as these conditions are wide-ranging and
include some which are life-threatening to babies, two different cancer syndromes and some which cause pain and
mobility difficulties for children and adults:
Barth Syndrome;
Gorlin Syndrome;
Multiple Endocrine Neoplasia Disorders (MEN);
Myotonic Dystrophy;
Nail Patella Syndrome (NPS);
Syndromes without a name (SWAN).

We will also interview healthcare professionals who have an interest in these rare genetic conditions plus a group of
GPs.

Overview of protocol

Appendix 1
Summary Protocol Flow Chart for the Family Route Map Project

GIG Project Officer and Communications Manager attend meetings with Patient Support Group members relevant
to the conditions to explain the project and prepare leaflet to be sent to individuals and families.

q
Leaflets detailing information about the project and an invitation to contact GIG team if they would like to be
involved will be distributed through the Support Groups together with articles/adverts in Support Group Newsletters
and GIG Today Newsletter.

q
Individuals and families contact the GIG team by phone, email or post. Team establish willingness to discuss their
experiences of information and services for their condition at a focus group meeting or by taking part in a survey.

q
Arrangements are made for attendance at a focus group or interview for those who wish to participate.

q
Written consent is reviewed at the commencement of the interview and the team also get consent to audiotape the
focus group discussions. Interviews and discussions take place with time allowed for debriefing.

q
The comments made during the focus group discussions to be content-analysed for common themes.

q
On-line patient and family questionnaires and interviews plus clinical discussions and/or focus group will be used to
gather further opinion and information.

q
The resulting data will be analysed and compared to the previous results for new/converging common themes.

q
The report of the findings will form the basis for a generic template of a Family Route Map and this will be used to
develop the six condition-specific Family Route Maps.

q
Dissemination of the findings through healthcare journals, newsletters and conferences will be sought.

q
Each Family Route Map will be further developed and piloted with individuals, families and carers together with
healthcare professionals.

q
Family Route Maps and Final Report will be published and launched to patients, the public and healthcare
professionals and be freely available on the GIG website.
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Appendix 2
GP focus group vignettes

Case 1
Information
A lady of 30 presents because she thinks she may be at risk of breast cancer as it is in her family.  What sorts of
information could you provide her with?

Case 2
Communication
A mother says her young baby has been diagnosed with a genetic condition and wants to see a consultant who
specialises in that condition for a second opinion.  How do you approach this request?

Case 3
Diagnosis
A patient who has symptoms of irritable bowel says a relative has been diagnosed with a genetic cancer syndrome
and wonders if he could also have it.  How would you manage this concern?

Case 4
Education of healthcare professionals
A patient brings in lots of information after searching the internet because they have found out that they have a
genetic condition in the family and need help to understand the information.  How do you proceed?

Case 5
Empowering patients, parents and carers
A carer of another patient with a genetic condition asks for help to get more support for themselves in managing the
care of their spouse.  What sort of assistance can you provide?

Case 6
Treatment/Surveillance
A patient wants to know more about treatment options, including specialist surgery for a genetic cancer syndrome.
How can you help this patient?

Case 7 
Ethical, Legal and Social Issues
A parent with a young child who has developmental delay and difficulties in nursery wants to discuss genetic testing
for their child and also education needs.  What would you do?
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Appendix 3 
Patient Support Groups

AMEND
Website: http://www.amend.org.uk

Mrs Jo Grey
AMEND Chairperson
PO Box 89, 
Tunbridge Wells, 
Kent, TN2 9GL

Contacts:
MEN1: Liz Dent 
Email: liz.dent@amend.org.uk
Tel: 01423 780594 (9am-8pm only) 
Fax: 01423 780959

MEN2/Sporadics: Jo Grey
Email: jo.grey@amend.org.uk

Tel: 01892 525308 (9am-8pm only)

Barth Syndrome Trust (UK and Europe)

Website: http://www.barthsyndrome.org.uk

1 The Vikings
Romsey
Hampshire, SO51 5RG 

Contact:
Email: info@barthsyndrome.org.uk

Gorlin Syndrome Group
Website: http://www.gorlingroup.co.uk

11 Blackberry Way
Penwortham
Preston
PR1 9LQ
Telephone helpline:

Contact
Email: info@gorlinggroup.co.uk

Myotonic Dystrophy Support Group
Website: http://www.mdsguk.org

Mrs. M. A. Bowler S.R.N. S.C.M.
National Coordinator
Myotonic Dystrophy Support Group,
35a Carlton Hill,
Carlton,
Nottingham,
NG4 1BG
Office Tel No: 0115 9875869

Contact
Email: mdsg@tesco.net Telephone helpline:

0115 9870080

Nail Patella Syndrome (UK)
Website: http://www.npsuk.org

PO Box 26415
East Kilbride
Glasgow
G74 1YW

Contact:
Email: npsuk_info@yahoo.co.uk Telephone No: 0800 1218298

Syndromes without a name
Website: http://www.undiagnosed.org.uk

Contact
Email: info@undiagnosed.org.uk Telephone/Fax: 01922 701234
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Autosomes Are chromosomes other than the sex chromosomes.  Hence autosomal
refers to inheritance through those chromosomes that are not the sex
chromosomes.

Barth Syndrome A rarely diagnosed genetic disorder that affects males. It is caused by a
recessive X-linked gene resulting in an inborn error of metabolism.
When a mother is a carrier of the gene for Barth Syndrome there is a
50% chance in any pregnancy that she will pass the X-chromosome
with the faulty gene onto the child.  If the child is a boy and inherits the
gene he will develop the condition or if a girl inherits the gene she will
be a carrier.  The main symptoms include: Cardiomyopathy;
Neutropaenia; Skeletal myopathy; and Growth delay.

Basal cell carcinoma (BCC) Is the most common skin cancer.

Cardiomyopathy Is a disease of the heart (cardio) muscle (myo) disease (pathy): Dilated
Cardiomopathy is a disease of the heart muscle that leads to
enlargement of the heart’s chambers, robbing the heart of its pumping
ability.

Carrier A person who has one faulty and one working copy of the gene for a
recessive genetic disorder or for a characteristic

Chromosome A thread-like structure made of DNA which is found in the nucleus of
animal and plant cells.  Most human cells contain 46 chromosomes (23
pairs), but eggs and sperm (the sex cells) contain only 23 unpaired
chromosomes.

Clinical Geneticist Clinical geneticists are physcians who have undergone higher specialty
training in genetics after general professional training, usually in
medicine or paediatrics (sometimes in other specialties such as
psychiatry, obstetrics and gynaecology, ophthalmology and general
practice)

Clinical Genetics Unit or Clinical
Genetics Service

A service provided under the NHS for patients and their families with
genetic conditions.  Clinicians and Genetic Counsellors discuss with
individuals and families their risk from inherited genetic conditions and
the choices for them.

DNA Deoxyribonucleic acid Chromosomes are made up of long strands of DNA and genes are
segments of this DNA.

Dominant If a faulty gene is dominant, it will show an effect even though there is a
working copy of the gene on the other chromosome.  A person only
needs to inherit a faulty gene from one parent to develop the condition.

ECG (electrocardiogram) Is a graphic produced by an electrocardiograph, which records the
electrical activity of the heart over time.

Enzyme A protein which helps chemical reactions to take place in cells.

Embryo A developing organism.  In humans the word embryo is used until about
eight weeks after fertilisation.

Fertilisation When a sperm cell penetrates the outer layer of an egg cell and joins
with it to form a new life.

Fetus In humans the developing embryo in the womb from about eight weeks
after fertilization until birth.

Glossary
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Focus Group Is a group discussion on a particular topic and explores the
experiences, opinions, feelings, attitudes and suggestions of the people
taking part.  The aim of a focus group is to talk about issues that are
important to the participants.

Gene A segment of DNA which carries coded instructions for amino acids, the
building blocks from which proteins are made.  Passed from one
generation to the next in the chromosomes, genes are responsible for
determining our inherited characteristics.

Genetic Condition or Genetic Disorder A condition resulting from the genetic make-up of that individual.  The
word ‘disorder’ implies unwanted consequences (for example disability
or disease) arising from the genes which one has inherited.

Genetic Counselling Genetic counselling is not primarily “counselling” in the psychological
sense, it is practiced in a non-directive manner.  This means that you
will not be “directed” or told what decision you should make.  Genetic
Counsellors try to explain the facts as clearly as possible, giving the
person or family accurate information on their options in a way which
they can understand, and helping them to make up their own minds.

Genetic Counsellors Genetic Associates, Nurses, Counsellors and other non-medical staff
working within Clinical Genetics.

Gorlin Syndrome The three main components of the Gorlin (naevoid basal cell
carcinoma) syndrome are multiple basal cell carcinomata, recurrent jaw
cysts and non-progressive skeletal abnormalities.  It has a dominant
pattern of inheritance but is extremely variable in individuals and even
families.

GP (General Practioner) A NHS doctor often referred to as the ‘family doctor’.

In vitro fertilisation (IVF) In vitro fertilisation (IVF) Is a technique in which egg cells are fertilised
by sperm outside the woman’s womb.  The fertilised egg (zygote) is
then transferred to the patient’s uterus with the intent to establish a
successful pregnancy.

Metabolic disorder When a person is born with a vital enzyme missing or not working
properly and a metabolic blockage occurs.  The blockage usually
means that chemicals are unable to get through to where they are
needed and so build up abnormally on one side of the blockage, which
can have very serious consequences for health.

Multiple Endocrine Neoplasia Disorders Are rare conditions in which several endocrine glands develop
noncancerous (benign) or cancerous (malignant) tumours or grow
excessively without forming tumours.  MEN1 and MEN2 are hereditary
syndromes which show autosomal dominant inheritance.  MEN2has at
least three distinct variants.  The tumours associated with these
conditions produce excessive amounts of various hormones, which in
turn can lead to different medical problems.

Myotonic Dystrophy Is the most common muscular dystrophy of adult life and can also
affect other organs in the body.  Age of onset can be from birth
(congenital myotonic dystrophy) to late adult onset.  It can affect either
sex and the affected parent has a 50% risk of passing the condition on
with each pregnancy.

NHS National Health Service

Nail Patella Syndrome Is an autosomal dominant condition affecting the nails, skeletal system,
kidneys, and eyes.  Absent or partially missing nails and knee caps
(patella) represent the common findings.  Kidney involvement may lead
to renal failure and there is also a risk of glaucoma (an eye disease due
to raised pressure in the eye).
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Neurological A neurological genetic condition is an inherited disorder affecting the
nervous system.

Neutropaenia An abnormally low level of neutrophils in the blood.

Neutrophils The main white blood cells for fighting or preventing bacterial or fungal
infections.

Preimplantation Genetic Diagnosis (PGD) Tests early-stage embryos produced through in vitro fertilization (IVF)
for the presence of a variety of conditions.  Embryos free of conditions
that would cause serious disease can be implanted in a woman's uterus
and allowed to develop into a child.

Prenatal diagnosis Prenatal diagnosis is offered to women with pregnancies at increased
risk of chromosome abnormality.  Indications for prenatal diagnosis
include increased maternal age, an increased risk from serum
screening, an abnormal finding at ultrasound scan or a family history of
chromosome abnormality for example.

Prenatal Tests Tests carried out when a woman is pregnant to check if the fetus is
developing normally.

Recessive If a faulty gene is recessive, it will usually show little or no effect unless
the same recessive gene is faulty in both of a pair of chromosomes.  A
person who inherits two faulty copies of a gene will have the condition.

Screening Genetic screening is when doctors test everyone within a population or
subset of that population to see if they have a particular gene or
predisposition towards a specific genetic disorder.

Sex chromosomes These are responsible for determining the sex of an individual.  In
humans they are known as the X and Y chromosomes, females have
two X chromosomes in most body cells, while males have an X and a Y
chromosome.

Syndromes without a name There remain children with complex illness or disability for whom the
diagnosis at present is unclear.  More tests to discover rare, hitherto
unidentified, disorders may become available.  Without a specific
diagnosis inheritance patterns may be unclear although specialists can
sometimes advise, based on general genetic principles.

Testing Genetic testing is when doctors test an individual with a known family
history of a particular genetic disorder to see whether that person has,
or does not have, a copy of the faulty gene associated with that
disorder.

Ultrasound Scan An ultrasound scan builds up pictures of organs and areas inside the
body using sound waves. These sound waves have a frequency
beyond human hearing. An ultrasound scan is often used during
pregnancy to obtain pictures of a baby in the womb.

X-linked Refers to the inheritance of a particular characteristic or disorder from a
gene carried on the X (or female sex) chromosome.  Also known as
sex-linked inheritance.
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