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The genetics consultation

The success of any consultation depends on how well the

patient and doctor communicate with each other. Time is

limited so it is important to ensure that it is used as effect-

ively as possible. It may be helpful to think of the consulta-

tion as divided into three separate phases:

1 establishing rapport and trust—building a relationship;

2 collecting data;

3 agreeing a plan of action (management plan).

Key skills

1 Setting an agenda for the consultation. Elicit the

main issues at the outset of the consultation. Is the main

issue finding a diagnosis, or determining whether an

individual with a family history is themselves at risk of

developing the condition, or reviewing the natural history

if that is known? If the condition may have implications

for future children, offer to discuss this. What do the

family want to know?

2 Determine the patients’ perception. What is

their interpretation of the child’s problems, or family

history?

3 Explain the genetic basis of the condition if known

or, if unknown, state whether you think it is likely to have

a genetic basis or not. Check the family’s understanding

of the information you are giving as you go along. It is

easier to change tack and alter the pitch of an explanation

as you are going along.

4 Assess the genetic risk to other family members.

Discuss whether or not there is a significant risk to other

family members not present at the consultation and, if

an appreciable risk exists, agree a strategy for offering

genetic advice and investigation.

Breaking bad news

Geneticists are frequently called upon to give bad news to

patients, whether it is a chorionic villus sampling (CVS)

result indicating an affected fetus or an adverse result in

a Huntington or BRCA predictive test, that the disorder just

diagnosed has a progressive downhill course, or to tell

parents that the disorder that has afflicted one of their

children has a substantial recurrence risk.

When arranging prenatal or predictive tests careful plans

should be laid for the giving of results. Care should be

taken to ensure the following.

- The individual is aware of the possibility of an

adverse result and has thought through how they

might handle this information and is prepared for this

eventuality.

- The result is given by a member of staff well known to

the individual, usually the person who has undertaken

the pre-test counselling.

- The individual has a choice in how they receive the result

and know when to expect the result, e.g. by telephone,

in a clinic visit, or by letter.

- Ongoing support is offered following receipt of the test

result.

Studies show that patients take in and retain very little of

the information that is given after receiving a bad-news

result. Aim to keep discussion simple and focused on the

patient’s needs.

Communicating a diagnosis (after 

Unique–rare chromosome disorder 

support group)

Diagnosis and genetic counselling should be given:

- in private, in person, and with both partners present, or

with a supporter;

- with sensitivity, respect, compassion, understanding, and

honesty;

- without being rushed and without jargon, using positive,

sensitive language;

- with the contact details of relevant support groups;

- with the offer of a follow-up appointment to answer new

questions and discuss new issues;

- with the offer of ongoing support to help the family cope

and adjust.

Sometimes, it can be helpful to remind the family that,

although knowledge of the diagnosis is new, the genetic

condition has in fact been present since conception and has

always been a part of their child’s life.

Expert adviser: Tony Hope, Professor, Director of

Ethox, Institute of Health Sciences, University of Oxford,

Oxford, England.
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