
A R T I C L E

The Dilemma of Confidentiality in Huntington Disease
Courtney Wusthoff, University of California, San Francisco, School of Medicine

AS GENETIC TESTING ADVANCES, PHYSICIANS FACE DILEMMAS

in the disclosure of results: Is genetic information the con-
fidential property of tested individuals, or do biological rela-
tives also have rights to this information? Faced with a di-
lemma such as that posed by a mother’s refusal to inform
her daughter of her Huntington disease (HD), the physi-
cian first must clarify his or her responsibilities to both pa-
tients. Obligations to the mother include confidentiality, re-
spect for autonomy, and nonmaleficence. Recently, the
American Medical Association (AMA) affirmed the impor-
tance of keeping genetic information confidential.1 While
the AMA policy acknowledges that there are instances in
which genetic information should be disclosed to relatives,
it clearly states that only in exceptional circumstances would
a physician be allowed to break confidentiality to do so. In
addition to confidentiality, the physician must respect the
mother’s autonomy. The mother has the right to choose
whether to share her diagnosis with family members and
to what degree she would like them involved. For the phy-
sician to override this decision would constitute paternal-
ism—substituting his or her own judgment for the pa-
tient’s. Finally, the mother has forbidden the physician to
inform the daughter, as she feels disclosure would distress
both her and her daughter. The physician’s first responsi-
bility, to do no harm, suggests that he or she must comply
with this request. The act of breaking the mother’s trust alone
could be considered harmful and could be perceived by the
mother as abandonment. Then she would not only be ill but
also in conflict with her physician.

However, the physician also has responsibilities to the
daughter, including a duty to be honest with her. In this situ-
ation, such a duty would require the physician to fully in-
form the daughter of factors to consider in planning a preg-
nancy, including her family history of HD. Beneficence may
also dictate that the physician share this information with
the daughter. She could benefit from knowing of her own
risk of HD; she may choose to be tested for the mutation
and consider her life plans accordingly. If she learns of her
risk prior to making decisions regarding reproduction, she
may opt to not have children. She may also consider op-
tions such as prenatal diagnosis, ovum donation, and adop-
tion.2 Indeed, one study found that among HD carrier
couples, one third chose not to have children and one third
chose prenatal diagnosis.3 It may even be argued that the
daughter’s autonomy depends on such knowledge. As her
mother is the only source of information about her genetic
risk, and her risk is much elevated beyond that of the gen-
eral population, the daughter must be informed of the risk
to truly exercise self-determination.

Unfortunately, the obligations to the mother and those
to the daughter seem to conflict. The ideal solution to such

a conflict would be a compromise in which the physician
avoids breaking confidentiality with the mother yet also al-
lows the daughter to become aware of all information rel-
evant to her decision regarding pregnancy.

Such an outcome might be accomplished with time and
open communication with both mother and daughter. The
physician could explore the mother’s motives for secrecy.
First, it must be ensured that her request reflects her true
wishes. One feature of HD is personality change, including
obstinacy. The physician must determine that the mother
has sufficient mental capacity to make an informed deci-
sion.4 Assuming that she does, the physician could then dis-
cuss the full implications of secrecy for her daughter. It would
also be worthwhile to discuss the fact that eventually, her
symptoms will become more apparent, and she may re-
quire greater care and support from her family. As the ill-
ness will probably become obvious at some point, it is worth
learning what the mother hopes to gain by keeping it a se-
cret now. The physician might also suggest degrees of com-
promise, such as allowing him or her to disclose that there
is a family history of HD without stating that the mother
has been diagnosed. Such a conversation need not be coer-
cive or pejorative, but rather seek to address these relevant
issues in a straightforward fashion.

It is possible that as the mother comes to terms with her
diagnosis and considers the implications of strict confiden-
tiality, she will want to disclose her diagnosis to her daugh-
ter. One model of understanding how patients handle a di-
agnosis of HD describes an “incipient stage” of coping.5 In
this preliminary stage, the patient has not fully accepted the
implications of the diagnosis and can respond only with
shock, anxiety, or denial. Patients in this stage may alien-
ate themselves from others and resist confronting their own
diagnosis. It is important to recognize that such feelings may
only be present for a few months. One study found that de-
pression and anxiety are most common in the first 2 months
after diagnosis, but for most patients, such symptoms re-
solve within 1 year.6 Eventually, as the mother goes through
the process of grieving and accepts the diagnosis, she may
no longer deny the reality or impact of disease and may be
more willing to share her diagnosis. In time, she may see
that sharing her diagnosis could have great benefits for her-
self, in securing emotional support and relieving guilt and
shame, as well as for her daughter, who would be able to
make her own informed decisions about testing and life plan-
ning. The patient must be given the opportunity to come
to this stage of acceptance. If the physician were to disclose
the diagnosis to the daughter immediately, he or she would
deprive the mother of the opportunity to talk with her chil-
dren herself. Furthermore, he or she would betray the trust
inherent in the patient-physician relationship and may even
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cause harm to the daughter by creating the impression that
her mother has deceived her. Instead, the physician may fa-
cilitate disclosure by the mother through ongoing discus-
sion of the consequences and issues surrounding her diag-
nosis of HD.

Meanwhile, it would be appropriate to advise the daugh-
ter that she should gather information about her family his-
tory prior to attempting pregnancy so she will be prepared
to make decisions about prenatal diagnosis. She should also
be advised to assess the resources she has for starting her fam-
ily and, perhaps, to wait a few months to complete this evalu-
ation before becoming pregnant. This would be honest and
good advice for any woman considering pregnancy and would
not betray the confidence of the mother. Furthermore, it would
allow the daughter and mother valuable time for discussion
that might lead to disclosure by the mother.

While such a solution would be ideal, the mother may
remain adamant that she does not want to disclose the fam-
ily history. The physician must then consider whether it is
permissible or even required to inform the daughter. The
American Society of Human Genetics (ASHG) states that if
attempts to encourage disclosure by the patient have failed,
then disclosure of genetic information to relatives is only
permissible if such disclosure would serve to ameliorate or
prevent a highly likely and foreseeable harm to an identi-
fied individual.7 The President’s Commission for the Study
of Ethical Problems in Medicine and Biomedical and Be-
havioral Research and the Institute of Medicine Commit-
tee on Assessing Genetic Risks have adopted similar guide-
lines.7,8 This case, however, only partially fulfills these criteria.
Furthermore, disclosure would contradict principles re-
quired to maintain the patient-physician relationship.

The affected relative, the daughter, is certainly identifi-
able, as she is the physician’s patient. However, there is no
known way to prevent, treat, or cure HD. The results of test-
ing would not modify the daughter’s chances of developing
the disease. As such, the only use of the test is to provide in-
formation to a person who has made an autonomous deci-
sion to know his or her status. While some persons might
consider the information valuable for life planning, others
might consider it harmful. As there is no treatment for HD,
knowing genetic information might cause stigma, psycho-
logical distress, or potential discrimination with no subjec-
tive benefit. Some patients have responded to a positive HD
test result with anxiety, depression, and even suicide at-
tempts. Even those found not to carry the mutation some-
times respond with feelings of survival guilt in the face of an
affected relative.4 All persons have the right not to know their
HD status if that is their desire. Ultimately, only the person
to be tested can best estimate the subjective value of such in-
formation; it would not allow prevention or treatment of the
disease in question. As such, disclosure would fail to meet
the criteria set forth under the ASHG guidelines.

Thus, the physician must not break confidentiality to dis-
close the mother’s information. Although doing so might
benefit the daughter, it also might result in harm. It would
violate confidentiality, thus betraying an underlying prin-
ciple fundamental to the relationship. In this case, it would
demonstrate to both mother and daughter that they cannot
rely on the physician to keep confidentiality or respect re-
quests for autonomy. On the other hand, if the physician
does respect the mother’s request, the principles of confi-
dentiality and respect for autonomy are upheld and the re-
lationship is reinforced. While the daughter may be upset
that she did not have more information while planning her
family, the physician will have been consistent in maintain-
ing the standards expected in a patient-physician relation-
ship. At the very least, the daughter might proceed with con-
fidence that her own requests will be equally respected. The
physician’s course of action may not be the daughter’s pref-
erence, but ethical considerations must outweigh a desire
to please individual patients.

The complexities of this case reinforce the need for thor-
ough pretest counseling. Scenarios such as this one are not
strictly hypothetical; similar cases have been reported in the
literature.9 The best means of handling such situations is
to have a clear policy before genetic testing is performed as
to who will share the results obtained and under what cir-
cumstances the physician will find an obligation to breach
confidentiality and inform relatives. By doing so, the phy-
sician can both act to inform relatives in their best interests
and maintain honesty in his or her relationship with the tested
patient. No duties are broken, and the tested patient gives
truly informed consent.
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