
›CASE STUDY
After seeing a cancer genetic counselor
and undergoing genetic testing, Sara
has been told that she carries the
BRCA1/2 mutation—the same muta-
tion that her mother has and that is
responsible for her mother’s recently
diagnosed breast cancer. Sara is 32
years old and has a 1-year-old daugh-
ter. Until a few weeks ago, she thought
that finding good childcare as she pre-
pared to go back to work was her
biggest problem. Now, Sara is feeling
overwhelmed and very anxious. 

Sara’s mother is scheduling bilateral
mastectomies based on her own re-
sult, and she is asking Sara to take her
to appointments. Sara is making ap-
pointments for herself to talk to oncol-
ogists, surgeons, and plastic surgeons
as she wonders if she should have
more children sooner than planned 
so she can have her ovaries removed
by age 35 or 40 years to reduce her
risk of ovarian cancer. She wonders
too if she should herself consider pro-
phylactic mastectomies. 

Sara is preoccupied with worry that
she could get sick and die and not be
able to take care of Mimi, her daugh-
ter, or future children. She isn’t sleep-
ing well. She also worries about Mimi
and wishes she could get her daughter
tested to see if she passed on this “hor-
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rible gene” (as she thinks about it) to
Mimi. Her husband thinks Sara is get-
ting ahead of herself but doesn’t know
what to do to make her feel better.
Sara sees her PA as part of a regularly
scheduled visit and tells him what is
happening in her family. After talking
with Sara, the PA suggests that she
could benefit from talking with a psy-
chologist to try to sort out the many
layers of feelings she is having so she
can feel better and make the most
appropriate decisions for her. 

›DISCUSSION
When patients receive information
about hereditary disease risks, PAs
should consider the psychological as
well as the medical implications of the
information: 
• Focus on the aspect of hereditary dis-

ease predisposition that most troubles
your patient. Is the patient most wor-
ried about his own risks, or are the

risks faced by parents, grandparents,
or children (born or hoped for) more
a concern? 

• Don’t assume that patients have
heard and understood what a geneti-
cist has told them about their disease
risks, risks of family members, or 
the risk-reduction options available.
Many patients say that after a genetic
counselor told them that their genetic
test result was positive, they heard
nothing more. 

• Help patients to express their con-
cerns, and be aware that early, upset-
ting memories can be powerful
images that can significantly color
important decisions. Help the patient
to understand that the disfiguring
radical mastectomy her grandmother
had 40 years ago is not what she will
face, should she get breast cancer.
Help her to remember that medical
treatments improve with time. Help
parents to remember that if their
child inherits the genetic predisposi-
tion, the child may have very differ-
ent decisions to make than those cur-
rently faced by mutation carriers. 

• Help patients to see the difference
between learning that they have a
genetic predisposition to disease and
receiving a diagnosis of illness. Ex-
cept for rare cases, such as
Huntington disease, being a muta-
tion carrier does not mean that the
disease will develop for certain;
some mutation carriers never
become sick. The odds increase for
a carrier, but not to 100%. While
uncertainty is not easy to embrace,
patients should be aware that know-
ing they have a predisposition does
not tell them if they will get the dis-
ease, when they will get it, or in
some cases even which of several
diseases they might get.

• Remind patients that testing offers
opportunities to better understand
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their predisposition and can poten-
tially help them to prevent or detect
illness at the earliest possible stage,
giving them options that earlier gen-
erations did not have. Although
“knowledge is power,” remain aware
too that we do not currently gain as
much power as we might hope to
prevent most forms of hereditary
cancer or other hereditary disease. 

• Patients differ in how they feel about
receiving medical information and in
how much detail they want about
their risks. Some people cannot get
enough information and are called
monitors: people who take in a great
deal of medical information and
remain vigilant, sometimes hyper-
vigilant, for signs of illness.1 Others,
called blunters, prefer to know only
what is crucial for them to act on
and tend to play down, sometimes
to the point of not taking preventive
or risk-reducing actions, the implica-
tions of the news they have received.
You can help to balance these ten-
dencies in patients. You can assist
monitors to feel less anxious and to
sort out what they can do now re-
garding risk reduction and what 
can be tabled for discussion at a fu-
ture point. You can counsel blunters
to make a plan about when risk-
reduction health behaviors should
be implemented and how often 
they need to be repeated, and you
can remind them of when actions
should be taken. 

• PAs can also play an important role
by watching to see if the news of
hereditary predisposition is having a
major adverse emotional effect on
the patient. If it is, referral to a psy-
chologist, psychiatrist, or social work-
er (preferably one familiar with the
relevant illness) might help the pa-
tient to better cope with the news.
For many people, genetic testing,
coming as it does at the intersection
of illness and family concerns, brings
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out unresolved grief (common in
families with many generations of
hereditary disease because of the fre-
quency of losses), conflicts, or feel-
ings related to how family members
have handled previous illness or loss.
Issues may also arise involving com-
munication among family members
about health-related matters, feelings
about the “fairness” or “unfairness”
of life, religious doubts, and feelings
about interaction with medical pro-
fessionals.2,3 These responses typical-

ly are better dealt with in a psycho-
therapeutic setting because they may
take time to work through, especially
for patients who themselves face a
high risk of illness. 

• Finally, remember that family mem-
bers who test negative for a mutation
known to affect the family may have
difficult emotions to deal with as
well. Some feel “left out” of the feel-
ing that family members are “in it
together” as they face hereditary can-
cer or other hereditary illnesses.
Many feel guilty about being happy
that they have been spared and, par-
ticularly, that they will not have to
worry about passing on an illness
predisposition to future generations.
They may feel that they have to hide
their relief from those who are at risk
or that they should take on addition-
al family responsibilities to make up
for their good fortune. Sometimes
referral of sister pairs or mother-
daughter or father-daughter pairs for
psychological sessions can re-open
lines of communication that may
have been blocked by genetic test
results in families where some mem-

bers have positive and some have
negative results. These families actu-
ally have more difficult times emo-
tionally than families in which all
tested relatives have the same results. 

›CONCLUSION
Genetic tests are increasingly being
used for multiple medical purposes,4
which makes it increasingly important
to have practitioners who can interpret
the tests for patients, help them make
use of the information they receive,

and, perhaps most importantly, help
them to live with the feelings aroused
by their knowledge and what it means
for both the past and future of their
family. PAs who understand both the
medical and psychological implications
of genetic information5 will have criti-
cal roles to play in helping to integrate
this important new area of medical
practice into the lives of those who are
the first to reap its benefits and experi-
ence its impact. JAAPA
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“Patients who test negative for a mutation
known to affect their family may have difficult
emotions to deal with as well.”

Tell us what you think!  Go to www.jaapa.com to comment on this article.


