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Box 2. Impact of lack of genetics knowledge on patient care
Tony has sickle cell disease, a recessively inherited condition caused by a mutation in the betahaemoglobin gene that affects about one in every 300 people of African-Caribbean origin. An estimated
125,000 people in the UK have the condition. Tony recounts his experience of transitional care as a young
adult admitted to acute wards during episodes of excruciatingly painful sickle cell crisis.
“When I moved over to the adult wards, I found the staff had no knowledge of it at all really, hardly any
of them.... I was in hospital and I just wanted to cry really. Because on the ward they put me on, the staff
didn’t know anything about it. Not a bit.”
He describes one experience in relation to his inadequate pain management while on the ward and
concludes: “That’s one of the worst experiences I have ever had and to me the most frightening. Like I said,
now I’m scared of going back into hospital.”
Source: NHS National Genetics Education and Development Centre (2009)
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genetic information or diagnosis on patients
and families may require longer term
support from nurses who are involved in
their ongoing care. Feelings of guilt and
blame, loss and bereavement are not
uncommon and require sensitive, empathic
nursing care;
l Communicating genetic information in
a way patients/families can understand is
crucial, given the complexity of the field.

FIG 1. Applying genetics/genomics knowledge and skills in nursing
practice
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and those from all other causes is no longer a
valid model to apply to practice (see part 1 of
this series). Rather, the combination of
genetic make-up and the environment and
their interaction leads to a continuum of
diseases that affect patients across all
healthcare settings.
While highly penetrant single-gene
conditions lie at one end of the spectrum
and those with a high degree of
environmental causation – such as road
traffic accidents – are at the other, what lies
in between are the common complex
conditions. These may involve interactions
between several genes, the epigenome and
the environment, with each gene playing its
own part in the overall susceptibility to that
disease, conferring an added or reduced risk.
Knowledge of the genotype may play a part
in clinical management and therapeutics.
What this means is that the core genetics
knowledge that nurses need must now be
broadened to encompass genomics together
with the skills to apply this in practice along
the patient pathway (Fig 1):
l Identifying patients who might benefit
from referral to genetics services or
information: this relies on nurses having an
awareness of where genetics is likely to be
most relevant to their patient group. Skills in
family history taking help identify people
potentially at risk. Knowing how and where
to refer patients for specialist advice follows
on from this (Box 3);
l Ongoing nursing care: providing ongoing
care and support is a fundamental part of
the nurse’s role. In this context, this includes
knowing or finding out about the condition,
listening to patients and families, helping
them to understand the concept of risk,
explaining prognosis, finding out about
support groups and acting as a patient
advocate. The psychosocial impact of

Their understanding may be influenced by
media reports or their own beliefs about
how conditions run in families. While
genetic counsellors are highly skilled at
communicating information, patients spend
relatively little time with them compared
with, for example, community nurses.
Sometimes, patients may not even be
referred to genetics services. The nursing
role here is to inform and support decision
making about genetic testing, reproductive
and lifestyle choices, and direct patients and
families to further information;
l Reflecting on practice is particularly
important where new knowledge and skills
are being acquired and applied to practice.
Reflection helps to maintain an awareness
of the limitations of knowledge, and helps
nurses to be aware of the wider implications
of genetic information for patients, families
and society in general.
The first step in this is for nurses to
build on their “basic” knowledge to learn
about how genetics/genomics applies to
patients or clients in their particular area
of practice. Diabetes is an example of this
(Box 4).
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