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Genetic services are expanding rapidly, and as new genes are identi-
fied and tests developed for an increasing number of disorders, users
of the services are growing in number and diversity.  More and more

people at different life stages now need access to high quality genetic
services.

The purpose of these Guidelines is to help genetic and other service
providers and commissioners, in partnership with service users, set and
monitor standards, identify areas for improvement, devise strategies to
develop and improve the services, and plan for the future.

Genetic services in the NHS have evolved in an academic context.  Strong
links between research and clinical practice have made it possible to
translate research results into improved service quality.  In the light of
current scientific progress, these links are likely to continue to play an
important role in ensuring best practice in service delivery in the future.
Although research is outside the scope of these Guidelines, they have
been written against this background.

The Guidelines have been developed in consultation with both profes-
sionals and service users.  They offer in particular the user’s perspective
of the services, and are designed to complement professional guidelines.

The Genetic Interest Group (GIG) is a national alliance of organisations with a membership of
over 120 charities which support children, families and individuals affected by genetic dis-
orders.  Its primary goal is to promote awareness and understanding of genetic disorders so
that high quality services for people affected by genetic conditions are developed and made
available to all who need them.

IntroductionGenetic Interest Group: membership
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Section 1

A service that is available to all involves:
� Service organisation.  Service organisation, however

managed, must ensure that people have access to a
comprehensive genetic service, whether through
regional clinical and laboratory services or through
national centres linked by effective communication
and referral arrangements.

� Service levels. Staffing should be adequate for present
service needs and future service developments in
relation to both rare and common conditions.

� Service funding. Commissioning of genetic services
should ensure that there is adequate funding to
meet current needs and develop future services.

Service organisation
Regional and national services
A wide range of clinical genetic and laboratory services
is needed in every region of the country, and it is
important that these services (including clinical, coun-
selling, cytogenetic and molecular genetic services) are
well co-ordinated.  Planning on a regional and nation-
al basis should help to ensure there is a sufficient pop-
ulation to sustain a comprehensive service.

For rare conditions, there is a need for national centres
of expertise for genetic and treatment services, with
guaranteed access for people from any part of the
country.  Efficient arrangements for referral, and com-
munication between centres, are obviously important.

Each service should organise regular clinics in differ-
ent locations throughout their catchment area.  This
is particularly important in rural areas.  People also
need to be able to attend clinics outside their district
if it is easier for them; and out-of-hours clinic ser-
vices can be helpful for people who have difficulty
using the services at other times.

The development of genetic services outside regional
genetic clinics can also help to increase the availabil-
ity of services.  Examples include joint clinics with
other specialties, or counselling linked to treatment
centres, antenatal clinics or primary care services.

Co-ordination
Co-ordination of services is essential.  For example,
some laboratory testing can be done on a regional
basis, with referral to national or international spe-
cialist laboratories where appropriate.  A co-ordinat-
ed national approach to cytogenetic and molecular
laboratory services is needed, with agreement on
what core testing services all laboratories should
provide and where newly developed tests should be
done.

There is a particular need for co-ordinated arrange-
ments for counselling, information and services for
people at risk of developing a late onset common
condition (for example, familial breast cancer).  The
primary care team, clinical geneticists and other spe-
cialists, genetic counselling services, testing services,
support groups and other services all need to be
involved.

Service levels
Staffing levels
Inadequate staffing can severely reduce the availabil-
ity of the service: it is vital that there are enough clin-
icians to provide a comprehensive service.  The
Royal College of Physicians’ 1991  recommendation
of two full-time consultants per million population
(RCP 1991a) is the absolute minimum level to meet
current needs (RCP 1996) and may be insufficient to
meet increasing need resulting from developments in
cancer genetics.  In addition, there should be training
posts in each region.

Sufficient levels of trained counselling staff are
equally important.  The Royal College of Physicians
recommend that there should be four genetic coun-
sellors per million population (RCP 1991a).  Again,
this is the minimum level to meet current needs and
does not take account of possible increases in work
load arising from the development of testing for pre-

Making the service available
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KEY REQUIREMENT: A fully resourced, comprehensive genetic service, covering both
rare and common disorders, should be available throughout the country.

Facilities required for a 
clinical genetics service
1 Adequate medical and co-worker staff to

form the clinical genetics team.

2  Close integration of laboratory and clinical
genetics services, with regional base.

3  Close academic links with the university
department of medical or human genetics.

4 Appropriate and sympathetic outpatient
facilities for genetic counselling and diagnosis.

5  Adequate office accommodation and clerical
support.

6  Library facilities, including specialist
computerised databases of mendelian
disorders, malformation syndromes and
isolated genes.

7  Genetic registers for selected disorders to
provide family support and information for
extended family members.

From: Royal College of Physicians (1996)  Clinical Genetic
Services into the 21st Century.

Individuals and couples affected by a genetic disorder need access to a service which
provides information and support to enable them to make their own reproductive 
and life choices.

Key requirements of the genetic services are:
1 Availability

A fully-resourced, comprehensive genetic service, covering both rare and common
disorders, should be available throughout the country.

2 Access and equity
Genetic services appropriate to individual needs should be accessible to all on an
equitable basis.  Services should be provided in response to clinical need  –  not
ability to pay, geographical location, age, ethnic or cultural background,
disability, or whether a condition is common or rare.

3 Partnership with users and professional collaboration
The genetic services should work in partnership with service users and in
collaboration with health professionals in primary and secondary health care and
other services to ensure genetic services are delivered effectively and users’ needs
are met.

4 Information
The provision of information is central in almost every aspect of the work of the
genetic services.  It is particularly important that information given to users of the
service and their families is accurate, clear, appropriate and well communicated.

5 Counselling and support
Individuals and families need high quality, non-directive genetic counselling
appropriate to their individual needs, and support to enable them to make their
own informed choices.

6 Long-term follow up and contact of at-risk relatives
Systems are needed to facilitate efficient, effective long-term follow up of service
users and their families and contact of at-risk relatives.

7 Standards for clinical and laboratory services
Specific standards are needed for practice and procedures in clinical, counselling
and laboratory services, to ensure they are supportive to people who use them.

8 Monitoring and evaluation
Clinical and laboratory genetic services should be systematically monitored and
evaluated, and service users should be involved in these processes.
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People who are or may be affected by a genetic con-
dition may have difficulty obtaining genetic services
for diagnosis, information and counselling.  They are
often unaware of the existence or role of genetic
services, how to access them, or even that their
condition may be genetic.  Professionals they deal
with sometimes have limited knowledge of genetics
and genetic services and so may not refer them, or
may feel that they can handle the genetic aspect of the
condition themselves.

A great deal can be done to improve access to the
services so that people can obtain the genetic infor-
mation and counselling they need.  The genetic ser-
vices need to work in partnership with support
groups and other organisations which can provide a
link with users and an understanding of users’ needs.
Particular areas to address are:
� referral arrangements
� professional awareness
� public awareness
� equity of access, particularly for young adults,

people with disabilities, and people from
minority ethnic groups

� follow-up arrangements (see Section 6, page 21)
� availability of services (see Section 1, page 5).

Referral arrangements
It is vital that there are good, practical arrangements
for referral from primary care and other medical ser-
vices to the genetic services for diagnosis, genetic
information, testing and counselling.  Genetic ser-
vices should regularly monitor patterns of referral in
their region and review (and if necessary revise) their
arrangements.

Reviewing referral arrangements
In reviewing referral arrangements, areas to consider
include:
� Diagnosis.   Service users  –  including, when a child

is diagnosed, the child’s parents  –  must be informed
if the condition is or might be genetic.  They will
need information about the genetic service, and if
they wish, they should be referred immediately.  If
they do not wish to be referred, they need to know
how to seek referral when they feel ready to do so.
They need this information to be explained verbally
and also in writing.

� Treatment by hospital specialists. Clinicians
should always check that the patient or parent is
aware of the genetic implications of the condition

and of what the genetic services offer.  Patients
should be referred if they wish, or informed ver-
bally and in writing of how to seek referral later.

� New tests.  Specialists and other medical staff
need to ensure they have up-to-date knowledge of
genetic tests available in their field of expertise
and other new developments, so they can inform
patients and refer them if they wish.

� Levels of professional awareness about genetic
services.   Non-specialists and professionals work-
ing in local hospitals may have limited knowledge
of, and poor links with, the genetic services.
Regular monitoring of referrals regionally can
help to identify gaps.

� Preconceptual and antenatal screening.  Clear
referral arrangements from screening services are
important.  Staff involved in screening need to be
well-informed about the genetic services and how
to make referrals.  This is a particularly sensitive
area in which to work and staff need to keep con-
stantly in mind the possible implications of refer-
ral for parents.

� Unexplained developmental delay or disability.
Children with unexplained developmental delays
or disabilities should be referred for assessment
by a geneticist.  Health professionals working
with children, such as paediatricians, GPs and
health visitors, need to be informed about the
diagnostic role of genetic services and the impor-
tance of referral, and need up-to-date informa-
tion about diagnostic criteria or tests.

� Diagnosis after miscarriage or around birth.   A
genetic condition may be suspected or diagnosed
at or shortly after birth, or after a miscarriage.
Health professionals caring for the family, includ-
ing hospital and community midwives, health vis-
itors, obstetric and paediatric staff, need to be
well informed about the genetic services and
arrangements for referral.

� Specialist centres/clinics. Specialist centres or
clinics providing treatment and care for people
with specific genetic conditions such as sickle
cell, cystic fibrosis or haemophilia need to
make sure that people who are affected and
possible carriers have information about and
access to specialist genetic services, either
through referral or through genetic counselling
linked to the clinic.

� Common conditions which may be genetic.
People affected by, or with a family history of, a
common condition which may be genetic, such
as breast or colon cancer, need to be referred
from primary care or treatment services to
appropriate specialist services such as a family

disposition.  If such testing is generally provided,
staffing levels will need to be increased to ensure
existing services are not reduced.

Staffing levels should be sufficient to ensure the
following tasks can be undertaken:
� promotion of public awareness of genetics
� training and advice to health service and other

professionals
� participation in national and international

clinical trials and other research
� development of partnership with, and support

of, user groups
� monitoring and evaluating the quality and

uptake of services, and their effectiveness in
meeting users’ needs and choices

� ongoing staff training and development.

There is a need for national and regional strategies,
developed collaboratively by providers, commissioners
and user groups, to increase both staffing and facilities
to meet current needs and provide for future develop-
ments.  (See page 28 for discussion of the development
of future services.)

Service funding
Commissioning arrangements
Commissioning arrangements will be significantly
changed by plans outlined in The New NHS
(Department of Health 1997).  Whatever details are
developed, it is preferable for genetic services,
including clinical and laboratory services, to be
commissioned as a whole, so that the services are
coherent and strategically planned. Collaborative
arrangements have already been achieved in some
areas through, for example, a regional commission-
ing and purchasing body, a lead purchaser arrange-
ment, or a two-tier system combining regional and
localised purchasing.

If funding for clinical and laboratory genetic services
is identified within health authority budgets, the
costs of providing the service can be shared equitably
by the commissioners in the region.

Primary care commissioning is not appropriate for
core genetic services since it is likely to mean that
commissioning arrangements become fragmented,
creating planning and funding difficulties in the ser-
vice as a whole.  It may also mean that some people
are not referred to the services.  However, primary

care commissioning may be appropriate for specific
additional services, such as practice-based optional
screening or preconceptual care programmes.

Equity of provision is important and commissioning
arrangements can help to secure this.  Some historic
inequities need to be remedied.

Funding strategies
National and regional strategies are needed to increase
funding of genetic services to meet present needs for a
high quality service, and to ensure funding for future
developments. (See page 28 for discussion of the
development of future services.)

Long-term or rolling contracts can help to ensure
stability of funding and enable forward planning.
Annual budget review is also important to take
account of new scientific developments and other
factors which might increase demand on services.

Some people need to be referred to specialist clinical
and laboratory services outside their area.  It is impor-
tant that there are funding and referral arrangements
in place to ensure these services are available to every-
one who needs them.  In the past, problems have
occurred as a result of cross-boundary charging and
this must be avoided in the future, perhaps  by means
of formalised co-operative arrangements and mecha-
nisms to take account of those with very rare disorders.

Funding levels
Ideally, funding levels for genetic testing should
ensure that service users throughout the country
have access to up-to-date tests.  Geneticists and other
clinicians should be able to arrange tests locally or
nationally as appropriate without having to seek
prior permission from commissioners.  Funding for
laboratory services should be at a level which min-
imises waiting times and uses laboratory resources
most efficiently.  Both clinical and laboratory ser-
vices need capital funding in order to be able to
incorporate technological change while still main-
taining a high quality service.

In setting funding levels, it is important to take into
account the cost of following up relatives; self-refer-
rals and referrals from outside the region; long-term
follow up of individuals and their families; and
repeat consultations, which may occur over a long
period of time.

Improving access and equity2Making the service available 1
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KEY REQUIREMENT: Genetic services appropriate to individual needs should be
accessible to all on an equitable basis.  Services should be provided in response to
clinical need  –  not ability to pay, geographical location, age, ethnic or cultural
background, disability, or whether a condition is common or rare.
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Professionals also need to gain understanding 
of the user and family perspective.  It is helpful to
incorporate this in training, and local support groups
are likely to be able to help. Raising professional
awareness is a major concern for them and many
produce written information for professionals or are
already involved in training.

Written information
Referral arrangements are more likely to operate
successfully if non-genetics professionals are
given written information about the service, 
how to refer and who to contact.  Material about
specific conditions and services may also be
helpful  –  for example, to raise awareness 
about genetic services in relation to common
conditions, or to promote a new or specialist
service.

Genetic services and support groups may be able 
to work together to produce written information
which describes both their services.

Public awareness
People cannot access services of which they have no
knowledge.  Raising public awareness of the genetic
services is vital if access is to be improved.

By working together, genetic services and user
groups can raise awareness and improve access 
to the service more effectively.  Support groups
offer the user’s perspective and know what
information people feel they need.  Many groups
have already developed information material.
Groups may also be able to work with the
services to respond to enquiries from the 
public.

By providing free or low-cost training for support
groups, genetic services can help to make sure that
staff, members and volunteers are well informed
about the service and how to access it, and that they
have up-to-date information about research into the
condition and developments in testing or treatments.
Equally, genetic service staff need to be well
informed about the services that support groups
offer.

The Internet provides increasing amounts of infor-
mation about genetic disorders.  Many web sites are
American in origin.  The information provided must
be interpreted with caution.

As well as support groups, it is also important that
the genetic services work in co-operation with public
health and health promotion services, libraries,
advice agencies and other information providers, pri-
mary care providers, and purchasers.

There is a particular need for information about:
� the genetics of common conditions, including

under what circumstances people may be at risk
(family history, for example) and what they
should do if they are concerned

� what tests are available and what genetic services
can offer

� genetic inheritance and how rare conditions arise
� how to access services.

Equity of access for young adults
Many young adults affected by a genetic condition
or with a genetic condition in the family know very
little about the genetic services  As they reach adult-
hood, they are likely to need information about the
condition that affects them and about what the
genetic services can offer.  They may also want the
chance to discuss their condition and its implica-
tions, and ask questions in their own right.  They
need to know they can do this in confidence, with
open-minded professionals, and away from their
parents if they wish.

The genetic services need to be made fully accessible
to young people and appropriate to their needs.

Improving access for young adults
� Clinical services.   Clinicians treating adolescents

and young adults affected by genetic conditions
are in a good position to explain what the genetic
services can offer and how to access them.  Other
appropriate times to provide information about
the services are when children transfer from paedi-
atric to adult services; and when children or young
adults are discharged from clinical services.

� Primary health care.   GPs and others in the pri-
mary health care team can play a crucial role in
helping young people access the genetic services.
For example, they can –
– record in children’s and young people’s notes

details of the genetic condition in the family,
whether the young person is affected or may be
a carrier, and details of any test results.

– make sure that young people are well informed
about their condition and the genetic services,
and give them the opportunity to be referred.

– check that young people who register have the
information they need about their local genetic
services.  It is best not to assume they have been
told.

– talk to parents about the importance of genetic
information and counselling for affected young
people, and refer the parent and/or young
person if they wish.

� Joint initiatives involving primary health care
teams and the genetic services can help to identi-
fy young people who might benefit from genetic
information or counselling.

cancer clinic, a regional genetic service or a
genetic specialist attached to a treatment centre.
There should be agreed arrangements for these
referrals, including arrangements to make sure
that people receive care at an appropriate level,
according to a rational evaluation of their risk,
and that other family members who may be at
risk are also contacted.  Primary care and other
professionals need training to enable them to
gather relevant information from their patients
and clients and identify when a referral is
needed.  A family history should always be
taken from people whose condition may be
genetic, to make sure these cases are identified.
Professionals should be able to provide appro-
priate support and reassurance when a referral
is not made.

Self-referrals
Some people contact the genetic services directly.
They may need to know how to obtain a referral, but
in some cases it will be appropriate for the genetic
service to generate a referral itself.  Urgent cases
should be seen with the minimum of delay.

Access to genetic services without a referral may be
appropriate if the individual or their family –
– are already known to the genetic services, within or

outside the region
– are having difficulty obtaining a referral from their

GP or hospital doctor
– do not wish their doctor to know they are approach-

ing the genetic service, for example because of con-
cerns about insurance or confidentiality.

Referrals from professionals outside the
health service
Professionals outside the health service, such as
social workers, or family support workers in volun-
tary organisations, should be able to refer people to
the genetic services.  Initially, they need to be able to
discuss with geneticists whether a referral may be
needed, and if it is, they need to know how the refer-
ral can be achieved, with appropriate counselling or
consent given beforehand.

Access to specialist centres
Service users should also have access to national and
international specialist centres of expertise.
Professionals and user groups need information
about these services.

Professional awareness
Professionals outside the genetic services act as its
gatekeepers and it is vital that they are sufficiently
well informed to be able to refer appropriately.

Providing training and information about genetic
conditions and genetic services for outside profes-
sionals is therefore a key task for specialised genetic
services and should be taken into account in resourc-
ing the service.

Professional training
Training is important for all practising and trainee
health service and other professionals who provide
services to people affected by genetic conditions.
These include:

GPs, practice nurses and others in the primary
health care team

health visitors
midwives
antenatal and obstetric staff
nurses and doctors in relevant specialties such as

cancer, neurology, paediatrics, surgery,
ophthalmology, audiology, haematology,
endocrinology, psychology

staff in specialist treatment centres for particular
conditions

dentists
family support workers
specialist education and social services staff
counsellors in the health, local authority,

voluntary or private sectors
medical students and others pre-qualification.

Important areas to cover in training include:
� general awareness of genetic conditions, their

impact on individuals and families, and the
genetic implications for people affected and their
relatives

� understanding of genetic conditions which are
common in the general population or in particu-
lar communities

� the role and importance of the genetic service,
particularly for diagnosis and genetic counselling

� when and how to refer, including how to ensure
family members, and especially young people in
affected families, have the opportunity to be
referred if and when they wish

� the genetics of common conditions and how to
respond to these, including when and how to
refer to genetic services, how to obtain relevant
information from users, and what advice it may
be appropriate to offer

� how to give a diagnosis or other possibly dis-
tressing information

� new developments in diagnosis, tests and treat-
ments and their implications for users and their
families

� protocols for referring or testing specific groups
of users such as children or those who may have
late onset conditions

� disability awareness
� awareness of the issues for and needs of people

from minority ethnic communities 
� the role of support groups.

Improving access and equity2Improving access and equity 2
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Long-term follow up
Systematic long-term follow up of families is impor-
tant because it enables –

– counselling and care to be offered to individuals
and families at different life stages

– young people in an affected family to access
genetic services when they are ready

– recall of service users if there are developments
in testing, diagnosis or treatments

– continued surveillance and treatment of people
with long term conditions

– new users of the genetic service to be linked to
data on a known family

– changes of address and changes in family com-
position to be recorded

– users and their families to be reminded that
they can access the service for support and
information when they need it.

However, the resource implications of long-term
follow up, and particularly of developing and main-
taining genetic registers, are substantial.  Regional
genetic services and commissioners should therefore
include the development and resourcing of effective
follow-up arrangements in their medium and long-
term planning.

Genetic registers
Genetic registers are an important tool for the geneti-
cist.  Through registers, information can be system-
atically gathered and organised to facilitate the pro-
vision of a high quality service.  Registers also enable
research to be carried out, leading to future treat-
ment and, possibly, cure.

As a minimum standard, registers should be main-
tained which include information on families
referred to the genetic service currently and in the
past.  Where resources allow, a more proactive
approach is preferable  –  particularly when the
genetic risk extends beyond the nuclear family  –  to
allow the register to be used as a tool for structuring
family care.  Information can be obtained, for exam-
ple, from hospital and other treatment records, or
through work with support groups.  For more infor-
mation, see Royal College of Physicians (1998a)
Clinical Genetic Services. Activity, Outcome,
Effectiveness and Quality.

It is essential that genetic registers, including those
developed as part of research projects, can be
maintained, and resources should be allocated for
this for as long as there is a continuing clinical
need.

Regional genetic registers should be established for –
– dominant and X-linked conditions and balanced

chromosomal rearrangements (see Harper (1993)
Practical Genetic Counselling)

– dominantly inherited common conditions such
as familial breast or bowel cancer

– conditions where precise diagnosis is not yet
technically possible, so that families can be con-
tacted when a diagnosis is available.

National and international registers should be devel-
oped for rare conditions and syndromes, including
those with no clear diagnosis, to enable research and
information exchange, including the development of
diagnostic criteria.

An individual’s written consent must always be
obtained before information is stored on a register.
The nature of the information to be stored, and the
purpose of the register, should be explained and dis-
cussed in genetic counselling.  Strict safeguards are
needed to make sure confidentiality is maintained,
including restricted access for professionals, and
secure storage arrangements.

Review and recall
It is important to maintain regular contact with people
who have used the genetic service and/or are on a genetic
register, provided they agree to the arrangement.  This is
best done systematically by review of the register or,
where there is no formal register, by case-note review.

The frequency of review should be appropriate to the
circumstances, and agreed with the individual.  Regular
review over a long period is obviously particularly
important for late onset and long-term conditions.

Review arrangements should enable children and
young people in a family to be offered the opportu-
nity of referral for genetic information and coun-
selling when appropriate.  An agreement about
follow up is needed when diagnosis is first made.
Unless other arrangements have been put in place,
genetic services should make direct contact with
young adults in affected families when they reach the
age of sixteen, and invite them to use the service.

Arrangements are needed so that individuals and fami-
lies can be recalled when there are new developments in
testing, treatment, diagnosis or understanding of the
condition.  Direct contact should be made with families,
using genetic registers and other records.  It may be
possible to reach people who have lost touch with the
genetic service by disseminating information through
the media, support groups and other professionals.

be aware of the family’s ethnic and cultural back-
ground and religious beliefs.  Counsellors should work
with individuals’ kinship networks to provide infor-
mation and counselling to families at risk.  For more
information, see Darr 1997.  (For information about
improving services for minority ethnic communities,
see page 12.)

Confidentiality
The confidentiality of genetic information is a key prin-
ciple for clinical genetic services.  However, genetic
information is relevant for the family as well as the
individual.  It is essential to maintain confidentiality
but also important to enable information to be shared
for the benefit of family members.  For more informa-
tion, see Genetic Interest Group (1997) Confidentiality
and Medical Genetics.

People should be informed both in advance and in the
counselling session that the service is confidential.
They need to know exactly what this means and
understand the circumstances in which their consent
will be sought to divulge genetic information to, for
example, others in their family.

An individual’s explicit, informed consent is needed
before genetic information is shared.  Time should be
allowed in the counselling session to talk about and
obtain consent.  It may also be helpful for them to talk
over the issues with their GP, a family support worker
from a support group, or others whom they trust.  The
Genetic Interest Group recommends that consent
forms are used to formalise and record consent when
individuals are counselled or samples taken.  Consent
should never be assumed.

If consent cannot be obtained, professionals should
have the discretion to breach confidentiality when the
potential harm to the family member of not being
informed, or the benefit of being informed, outweighs
the potential harm to the individual user of confiden-
tiality being broken.  A decision to breach confiden-
tiality should only be taken after careful discussion
between health professionals, including genetic consul-
tants and counsellors, the individual’s GP and other
agencies if appropriate.  A written record should be
made of the grounds for the decision and who was
involved.  For fuller discussion of these issues, see
Genetic Interest Group (1997)  Confidentiality and
Medical Genetics.

Genetic information should never be disclosed to third
parties such as employers or insurance companies
without an individual’s written consent.

Family members should never be given sensitive
information about others in the family  –  informa-

tion about pregnancy, for example, non-paternity 
or adoption  –  without the consent of the family
member concerned.

Confidentiality must be safeguarded in any follow-up
activity.

Developing the genetic 
counselling service

(See page 28 for general discussion of the development
of future services.)

Scientific knowledge of genetic factors in common dis-
orders (familial cancers, for example) is increasing
rapidly and a national and regional strategy is needed
to increase the provision of genetic counselling to meet
current and future needs.  Areas for development
include:

� genetic counselling attached to local or national
specialist services,  such as familial cancer clinics;
treatment centres for particular conditions such as
haemophilia and cystic fibrosis; national centres
for rare conditions; medical specialties including
paediatrics, antenatal services and audiology

� genetic counselling in primary care
� genetic counselling linked to screening

programmes
� increased genetic counselling provision within

regional genetic centres.

In every region, there should be counsellors available
with special expertise in a range of conditions,
including childhood and adult onset conditions,
common conditions, and conditions with a high
local prevalence.

In every region, there should be counsellors available
with expertise in working with:

� people from minority ethnic communities
� people with physical, sensory or learning disabilities
� children
� adolescents and young adults
� unaffected relatives (to support them in coping

with the impact on others in their family).

Specialist genetic centres have a key role in co-ordi-
nating genetic counselling provision in their area,
including the training, monitoring and support of
genetic counselling staff.  Liaison between regional
genetic centres and genetic counselling services based
elsewhere is also essential.

Any strategy for the development of genetic coun-
selling services needs to be reviewed in the light of
scientific advances, particularly if such advances indi-
cate a growing role for genetics in relation to common
diseases  –  for example, hypertension and diabetes.

Long-term follow up & contact of at-risk relatives6Counselling and support 5
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For information about procedures and practice in
counselling services, see page 19.

Setting standards
It is important that:
� commissioners, providers and users work together

to set standards and monitor services
� standards are included in service specifications
� standards are regularly reviewed
� standards are consistent across regions
� resource allocation takes account of the need to

maintain and improve standards in a fast-growing
service.

Users need information about service standards so
that they know what they can expect of the service.
Clear, well publicised procedures are also needed to
enable users to contribute ideas or make complaints.

(Monitoring and evaluation of the service are integral
parts of standard setting. See page 26 for more
information.)

Standards for clinic services
Waiting times after referral
Many people find the time between referral and a clin-
ic appointment stressful, so it is important to keep
waiting times as short as possible.  The following stan-
dards set for waiting times (Department of Health
1995b) are a minimum requirement.

It is recommended that:
� Non-urgent referrals should be seen by a

geneticist, genetic nurse or counsellor (as
appropriate) within thirteen weeks of referral.
Non-urgent new referrals should be contacted
within four weeks of referral for a pre-clinic
visit or telephone discussion with a genetic
nurse or counsellor.  The individual and/or
family can then talk over their concerns and ask
questions; and the genetic nurse can obtain
some helpful information in advance of the
clinic appointment.  Any special needs (for an
interpreter, for example) can be identified and
arrangements made.

� Medium priority referrals should be seen with-
in four weeks.

� Urgent referrals (such as antenatal referrals)
should be seen at the next available clinic or
within four working days, whichever is
soonest.

While waiting for their appointment, people may
need information and support.  They need to know
whom to contact and how.  It is helpful if they can
be given the name and telephone number of a nurse
or counsellor who will act as their link throughout
their contact with the genetic service.

At the clinic
People will find attending a clinic appointment easier
and less stressful if  –

– they are given clear directions to the clinic in
advance, including how to reach it by private
and public transport

– there is clear signposting to the genetic clinic 
on site

– the area around the clinic, including bus stop
and parking areas, are safe and well lit

– clinic, counselling and waiting areas are pleasant
and welcoming

– consultations take place in a private room
– there is a space with toys and games for children

in the waiting area.  There should also be
arrangements for children to be supervised so
that parents can see the counsellor or geneticist
separately if necessary (for example, to learn
about their child’s prognosis).

Clinic appointments
Times of clinic appointments  should be agreed with
users and every effort made to see them at or very close
to the agreed times.  The minimum standard specified
in the Patient’s Charter is within thirty minutes for a
clinic appointment.

When people arrive at the clinic and are greeted by
reception staff, it will help them to be told immediately
how long they are likely to have to wait.

People who miss an appointment should be offered a
further appointment.  If the reason why the appoint-
ment was missed is not known, it may be helpful to
contact the referring doctor to check whether there
might be a problem such as a reading, learning or
language difficulty.

There should also be arrangements in place for dealing
with urgent referrals such as after an abnormal scan or
amniocentesis result during pregnancy. Arrangements
might include an on-call rota and weekly urgency clinics.

Consent
Consent must always be obtained before any exami-
nation.  It is important to explain procedures and
their purpose fully and clearly, and give time for

Contacting at-risk relatives
(See also Follow up of family members, page 19.)

Relatives of people with a genetic condition may not
always be aware of their risk, especially if a diagnosis
was made at a time when genetic services were less
well developed.  Genetic services therefore need to
work actively to make sure that as far as possible 
at-risk relatives are contacted and have access to
genetic services.

An individual’s consent must always be obtained
before genetic information is disclosed, other than in
exceptional circumstances.  (See page 20 for infor-
mation about confidentiality.)

A system to contact at-risk relatives involves –
– working with the individual and their family to

identify who is at risk and to agree arrange-
ments for contacting them.  This should be part
of the counselling process (see page 19).

– using genetic registers (see page 21) and other
records to identify relatives, and making
arrangements for contacting them.

– working with GPs and hospital specialists to
ensure that people with genetic conditions or
at-risk relatives who are not known to the
genetic services are contacted and offered
genetic counselling.

– raising public awareness of the genetic services.
(See page 9 for more information about raising
public awareness.)

Standards for clinical & laboratory services7Long-term follow up & contact of at-risk relatives 6
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– tests are carried out in laboratories with expertise
in that particular test. Local and regional labora-
tories will be able to provide a core service, but
when necessary tests should be carried out at
national centres with special expertise. It is impor-
tant that contractual arrangements allow this.

– laboratory scientists and other professionals are
given regular opportunities to update their
knowledge and skills.

– laboratories work with clinicians to ensure that
test requests are clear.  Problems or ambiguities
need to be resolved with the referring doctor.

Recording and communicating results
In appropriate cases, laboratories should send test
results both to the genetic services and to the refer-
ring doctor where these are different, so that the rel-
evant information is available should the person con-
cerned be referred to the genetic service for specialist
advice and counselling.

It is important that test reports are clear, accurate
and comprehensive, and that they can be understood
by GPs and other non-specialist health professionals
so that they can give correct information to users.
This means that reports should be written in a way
which can be understood by non-specialists and, if
possible, by lay people too.  Service users should be
able to see reports if they wish to do so and should
also receive separate written information about their
test results.  This must be clear and understandable,
with details of who to contact for more information.

Test reports should cover:
� the name and description of the condition
� its implications
� reproductive risks to the person tested (or, if 

a child, their parents)
� recommendations for follow up of family

members
� recommendations for referral for genetic

counselling
� risk estimates and what they mean
� the tests that have been performed, so that

people can be recalled if new or improved
tests become available.

If the person tested is unable to understand this
information, either through mental incapacity or
because they are not yet old enough, the test results
should be explained to their parent or legal
guardian. But it is important not to make assump-
tions about what people may or may not under-
stand and to give some explanation, even if limited,
whenever possible.

When a child is diagnosed as having a genetic con-
dition or chromosomal abnormality, his or her
future reproductive risk should be recorded in the
medical notes.  It is important then to talk with
the child’s parents about when and how their child
may need to be told, or learn more, about the
condition; and to talk with the parents and the
referring doctor about the need for genetic coun-
selling in the future.  For more information, see
page 10.

questions and discussion, so that a person’s consent
(or non-consent) is properly informed.

Consent should also be obtained before any photos
are taken or videos made.  People need to know who
will have access to the photos or film and how their
privacy will be protected.

Testing and its implications need to be discussed and
consent should always be obtained before testing is
carried out.  People need to know that they can with-
draw from testing at any stage, delay it, or delay
being told the result.

Consent for future research could also be discussed
and requested if it is likely that this will be needed.

Parents’ or carers’ consent should be obtained for
children under the age of sixteen and people 
who are unable to give consent themselves.
Nevertheless, children and people who cannot give
consent should still be informed and involved as
much as possible.

Following the appointment
Dates for further appointments (for example, to receive
test results) should be agreed with users.  Waiting times
should be as short as possible.

People who have attended a clinic appointment
should be sent a letter within seven days of the
appointment summarising the information given
and explaining what will happen next. A letter
should also be sent to the person’s GP or referring
doctor.

All contact with service users and their families, and
agreed future action, should always be carefully
recorded.  People also need to know that they can see
these records if they wish to do so.

Standards for laboratory services
Testing
Investigations should normally only be commis-
sioned from laboratories which –

– contribute to an external assessment scheme
such as the UK National External Quality
Assessment Schemes in Clinical Cytogenetics
and Clinical Molecular Genetics, or alternatively
are accredited through Clinical Pathology
Accreditation (UK) Ltd

– are able to achieve professional standards cover-
ing skills and training, waiting times, techniques,
accuracy of results, quality of reports and quality
control systems

– are sufficiently wide-ranging in their coverage to
ensure adequate staffing, expertise, equipment
and standards.

However, genetics is a fast developing field and testing
in research laboratories (which will not be accredited or
operate quality assessment schemes) can also provide
valuable new information of benefit to service users  –
for example, when a research group clones a new gene.

Good communication between laboratory and clinical
services is essential.

Arrangements are needed to ensure that people whose
samples are submitted for testing by non-genetics pro-
fessionals have access to genetic counselling.

Waiting times
Waiting for the results of tests can be very stressful and
genetic services, laboratories, referring doctors and
commissioners need to work together to keep waiting
times to the minimum.

Targets for reducing waiting times should be set both
nationally by the laboratory services and locally by
commissioners and providers.  Contracts and service
specifications for laboratory services should include
maximum waiting times for test results.  For cytoge-
netic test waiting times, the current NEQAS stan-
dards should be seen as the minimum requirement.
Molecular genetics laboratory services should also
set standards and targets for waiting times. 

There should be a transparent system for prioritising
workloads: prenatal and neonatal test results, for
example, need to be given high priority.  All labora-
tories should also operate a system for emergency
testing.

By reviewing the service, commissioners and
providers may be able to identify where and why
there are delays. Old equipment and inadequate
staffing are common causes and there may be a need
to review resourcing.  Batching of tests can also con-
tribute to delays.

People need to be told how long they are likely to have
to wait for their results.  If there is a delay (for techni-
cal reasons, for example), they should always be
informed.

Accuracy and reliability of results
Commissioners and providers of laboratory services
should work together to develop and review stan-
dards and targets for quality and accuracy of labora-
tory results. Laboratories should monitor and review
their service through their national associations, and
also with commissioners.

The accuracy and reliability of test results can be
optimised if –

– laboratories are sufficiently well resourced to
have skilled staff and up-to-date equipment.

Standards for clinical & laboratory services7Standards for clinical & laboratory services 7
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– contribute ideas and information.  This may
be especially helpful in the early stages of 
a project.  Groups may already have an
interest in the issue, or have relevant
research findings.

– contribute staff resources such as family
support workers or other local support 
staff or volunteers.  These workers may 
bring particularly relevant knowledge and
skills, and experience of users’ needs and
concerns.

It is important that genetic services work with support
groups from an early stage, so that users are involved in
planning.  A joint project working group may be helpful.

It is important to recognise that most groups have
limited resources and few if any paid staff.  This needs
to be taken into account in agreeing the level and
nature of a support group’s involvement.

Consultation arrangements should allow enough time
for groups to obtain views and ideas from their
members and trustees.

Service outcome
The desired outcome of the genetic services should
be that individuals and couples who are or may be
affected by a genetic disorder have the information
and support they need, at the time they need it, to
enable them to make reproductive and life choices
that are appropriate for them and to take control of
their lives and plan for the future if that is what
they wish.

Monitoring and evaluation should be designed to
measure effectiveness in achieving this outcome.

Principles for monitoring 
and evaluation

� Monitoring and evaluation of the clinical and
laboratory genetic services should take place at
national level and at the level of the specialist
service provider.  This monitoring should con-
stitute a true clinical audit.

� There should be a designated member of staff
within the genetic service to take responsibility
for monitoring and evaluation.

� Monitoring and evaluation costs should be
included in genetic service budgets.

� Commissioners, genetic service providers and
users should work together to set and regularly
review standards, and to monitor services.

� A close link between service evaluation and
service development is essential. There should
be a commitment by purchasers and genetic
service providers to implement and resource
recommendations arising from the evaluation
of current or proposed services.

� Active involvement of genetic service staff in
monitoring and evaluation will help to ensure
the work is relevant and supported and 
that recommendations are implemented. 
This applies to both internal and external
initiatives.

� Users’ views should always be included in
service monitoring and evaluation, except
when the work concerns purely technical
procedures, such as the methodology used for
carrying out laboratory processes.

� Dissemination of the results of evaluative work
to professionals and support groups will help
to identify and promote good practice.

User involvement
The involvement of users in monitoring and evalua-
tion is essential if services are to be responsive to the
needs of individuals and their families.

Areas of involvement
Potential areas for user involvement include:

� development of quality standards, clinical
guidelines and evaluation criteria for particular
services, including the development and review
of national standards and protocols

� evaluation of existing services and how they are
provided

� review of the accessibility of genetic services and
the effectiveness of referral arrangements.

� identification of the need for new services, 
or for existing services to be provided in new
ways

� evaluation of specific projects or services –  for
example, a specialist clinic or an outreach
initiative

� developing and overseeing new services.

Approaching users
Support groups are a valuable link with users   –  and
also with people who do not use the service.  But not all
users belong to support groups and it is also important
to contact users and their families directly.

It is important that users are well informed about any
work they are asked to participate in.  They need to
know its purpose, what will be done with the results,
and that confidentiality will be safeguarded.  There
should be agreed arrangements to feed back results to
users who have taken part.

Users participating in monitoring and evaluation of
services also need to be reassured about costs.  Expenses
incurred by groups or individual users should always be
paid, including costs of child care or care for dependent
relatives.

The role of support groups
Support groups may be able to  –

– facilitate contact with users and families.
– facilitate communication with users, and help

to overcome difficulties to do with language,
culture, sensory impairment or learning
disability.

Monitoring and evaluation8Monitoring and evaluation 8
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These Guidelines outline
key requirements for
the current genetic ser-

vices.  It is clear that a great
deal of work is needed to
consolidate, improve and
develop these services, and
this work is likely to be
accomplished most success-
fully if commissioners, pro-
viders, professionals outside
the genetic service and users
are able to collaborate.

However, current and pros-
pective scientific develop-
ments in the genetic field
have dramatically increased
the potential of the genetic services in the future and
will inevitably increase demand.  Resource allocation
cannot therefore favour current improvements at the
expense of strategic development and change.  Genetic
and other health services are already facing increased,
and still increasing, demand for services relating to
common conditions (such as breast and bowel cancer,
and Alzheimer’s disease).  As tests are developed for an
increasing number of genetic conditions, so demand
for testing and counselling will increase; and as new
treatments are discovered, so the pressure will increase
for screening and early diagnosis.

In order to respond to and plan for change, genetic
service planners at both national and regional levels
will need to consider and develop the following
strategies:

� Training, resourcing and support for primary
care services to enable them to take on an
increased role in genetic service provision.

� The development of services to facilitate shared
responsibilities for the provision of genetic ser-
vices by the clinical genetic services, other clini-
cal specialties, and primary care.  There will be

an increased role for
genetic nurses and coun-
sellors to work with a
range of clinical special-
ties and in primary care.
� The development of
appropriate, properly
resourced services in rela-
tion to common late onset
conditions, including the
use of specialist clinical
and counselling staff.
� Public education on
the genetics of common
conditions and what peo-
ple should do if they are
concerned that they may
be at risk.

� The development of population screening pro-
grammes where there are conditions which are
serious but treatable, and for which reliable tests
are available.

� The general provision of new tests and treat-
ments as they become available, in a logical,
equitable way.

� The development of services for people with very
rare conditions – through, for example, national
specialist treatment centres, national and inter-
national registers, development and provision of
tests, and the development and review of nation-
al and international diagnostic criteria.

� The evaluation and introduction of new tech-
nology and decisions relating to changes in the
ways in which investigations are provided.

These are large tasks and it is clear that at a time of
large-scale change and limited resources, a systematic,
planned approach to the development of the service
will be essential.  At the same time, it is crucial that
this approach is informed by, and is able to accom-
modate, an understanding of the meaning and value
of the service to its users.

AcknowledgementsPlanning & developing future services
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Key requirements of the genetics service
(see page 4)

1 Availability

2  Access and equity

3  Partnership with users and professional
collaboration

4  Information

5  Counselling and support

6  Long-term follow up and contact of at-risk
relatives

7  Standards for clinical and laboratory services

8  Monitoring and evaluation

The Genetic Interest Group wishes to thank all those who have contributed to the
development of these Guidelines, including –
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