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systematic review of normative documents
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PURPOSE: Findings from genomic sequencing can have important implications for patients and family members. Yet, when a
patient does not consent to the disclosure of genetic information to relatives, it is unclear how health-care professionals (HCPs)
should balance their responsibilities toward patients and their family members and whether breaches in confidentiality are
warranted.
METHODS: We conducted a systematic review of normative documents to understand how HCPs should discuss and facilitate
family disclosure, and what should be done in cases where the patient does not consent to disclosure.
RESULTS: We analyzed 35 documents from advisory committees at the national, European, and international level. We identified
discrepancies regarding the recommended role of HCPs in disclosure. While almost all normative documents supported the
disclosure of genetic information without patient consent in limited conditions, the conditions for disclosure were often not well
defined. Documents provided varying degrees of information regarding what actions HCPs must take in such situations.
CONCLUSION: Our findings present concerns regarding the ability of these normative documents to guide HCPs’ decision making
around the disclosure of genetic information to family members. Clearer guidance outlining the responsibilities and acceptability of
disclosure is necessary to facilitate disclosure of genetic information to family members.

Genetics in Medicine (2021) 23:2038–2046; https://doi.org/10.1038/s41436-021-01248-0

INTRODUCTION
Genomic sequencing is becoming further integrated into clinical
practice, leading to higher rates of molecular diagnosis of genetic
conditions [1]. In many cases, findings from genomic sequencing
are not only relevant to patients but also to patients’ families.
When a pathogenic variant is identified in a patient, this finding
may also indicate that another family member is at risk of either
developing the condition, passing the condition on to their
children, or both [2]. Family disclosure is important as relatives
who are informed of their genetic risk can access testing, a process
known as cascade testing. If they are found to be at risk or
carriers of the condition, they can take measures to either prevent
or better manage the genetic condition of interest, or make more
informed reproductive choices [2]. Empirical research on family
communication demonstrates that not all family members are
informed of their genetic risk [3]; some family members may only
realize they carry the pathogenic variant once they become
symptomatic. A Dutch survey study found that more than half of
patients found it burdensome to inform family members of their
genetic risk [3]. The most common reasons that patients do not
inform their family members relate to family conflicts and
concerns that the genetic risk information will cause distress if
disclosed [4]. To facilitate disclosure of genetic information,
health-care professionals (HCPs) often provide patients with a
family letter containing information regarding familial inheritance
and options for testing to distribute to their family members [5].
Alternatively, HCPs may, in some cases, directly disclose genetic
information to family members, either with or without the
patient’s consent.

While some patients may explicitly refuse to inform their family
members (known as active nondisclosure), more commonly, HCPs
are unaware of whether patients passed on the information [6].
This is because while patients may agree, or at least not object, to
inform their relatives when asked by their HCP, they do not always
follow through in practice (known as passive nondisclosure). If a
HCP learns that the patient did not inform their family members,
they are faced with the challenge of balancing the interests of
their patient with that of their patient’s family members. The HCP
has an obligation to respect the patient’s right to confidentiality of
their genetic information, but the HCP may also have a conflicting
obligation to prevent harm in the family members by providing
them with information about clinical and reproductive implica-
tions. While active nondisclosure only occurs in a small minority of
cases, many HCPs encounter this dilemma over the course of their
careers and feel uncertain about how to balance their responsi-
bilities toward patients and their family members [7–9].
This uncertainty faced by HCPs is due in part to the lack of

consensus on questions at the heart of this ethical conflict, such as
the degree to which communication with family members is the
responsibility of the patient versus that of the HCP, and what
options HCPs have in the case of nondisclosure. This matter is
further complicated because while in some jurisdictions profes-
sional guidance is supported by legislation, in others, guidance
may not have corresponding legislation outlining obligations and
protections. Legislation was beyond the scope of this review;
however, it warrants consideration to better understand how
guidelines may apply in particular jurisdictions.
To address these questions, we examined published ethical

guidelines, policies, and recommendations to better understand
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how issues around family communication are currently addressed
by normative documents. More specifically, we wanted to
examine how they suggest HCPs should discuss and facilitate
family disclosure, as well as how they address the ethical conflict
in cases where the patient does not consent to disclosure.
Although a review on this topic was performed in 2007 by Forrest
et al. [10], with the integration of genomic sequencing into the
clinic, the landscape has since changed and, as such, the issue
bears re-examination.

MATERIALS AND METHODS
Search strategy
Our search for relevant normative documents involved three
strategies. First, we performed systematic searches of PubMed,
Web of Science, and Google Scholar using the following search
string: ([guideline* OR policy OR report* OR recommendation* OR
“points to consider” OR “position statement”] AND [family OR
familial OR families OR relative*] AND [Communic* OR disclosure
OR disclose OR disclosing] AND [genetic OR genomic)]. Second,
we searched the HumGen database (HumGen.org). Third, we
utilized a snowballing method, which involved checking the
reference section of the retrieved documents for additional
documents. The searches were conducted between January and
March 2020 (summarized in Fig. 1, PRISMA flow diagram).

Documents were eligible for inclusion if they (1) were normative
documents, i.e., ethical or clinical guidelines, position statements,
recommendations, or points-to-consider; (2) were issued by
international or national level authorities; (3) were in English; (4)
addressed the clinical setting (rather than solely research); (5)
addressed health related information (rather than just paternity or
reproductive implications, e.g., carrier screening). Date of publica-
tion was not restricted. Documents that focused exclusively on
children or legally incapacitated probands, who cannot give
consent themselves, were excluded. Initial screening for inclusion
based on title and abstract was done by one researcher (A.P.).
Documents where inclusion was unclear were discussed with a
senior researcher (D.F.V.).

Data analysis
Relevant quotes were extracted from the documents and analyzed
using a combination of deductive and inductive coding. First,
deductive codes were developed by the research team prior to
the document analysis based on a review of the literature [11].
Codes were added inductively during analysis of the documents.
Coding was performed independently by two researchers (A.P.
and D.F.V.); coding was compared, and all discrepancies were
resolved through discussion.

PRISMA 2009 Flow Diagram
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RESULTS
Thirty-five documents met the inclusion criteria (see Supplemental
material for full list of documents). Documents were published by
national advisory committees from Australia, Canada, Denmark,
France, Germany, Italy, Japan, the Netherlands, UK, United States,
as well as at the European and international level. Publication
dates ranged from 1991 to 2019.

Our analysis identified four main categories: (1) discussing
family disclosure with the patient, (2) aiding family disclosure, (3)
disclosure without patient consent, and (4) balancing rights and
duties of family disclosure. Although presented in separate
sections, it should be noted that documents discuss multiple
categories and furthermore that these categories are not
independent from each other, but rather have overlapping

Table 1. Illustrative quotes discussing family disclosure with the patient.

Excerpt from document Author Year

At a minimum, health-care professionals should be obliged to inform patients about the
implications of their genetic test results and about the potential risks to their family
members [13].

American Society of Human Genetics 1998

As a general rule, the possibility that relatives may have an interest in the information
revealed by the test and the ways of dealing with disclosure are discussed with the individual
to be tested in a pretest consultation [26].

European Commission 2004

[Initial counseling] sessions should be used as an opportunity for clinicians to articulate the
circumstances under which they would consider disclosure obligatory, thus allowing patients
to seek care elsewhere if they found the conditions for testing unacceptable [27].

American College of Obstetricians and
Gynecologists

2008

Effective communication from the first consultation may help the patient to fully understand
the implications of the genetic information being discussed and avoid a situation where he
or she refuses consent to disclose genetic information to genetic relatives [24].

Australian National Health and Medical
Research Council

2014

[I]ndividuals might reasonably be invited to request their relatives to seek genetic counseling
[19].

World Health Organization 2010

If genetic testing reveals clinically significant mutations with heritable potential, patients
should be strongly encouraged to share the results with affected or at-risk family members
[29].

American College of Obstetricians and
Gynecologists

2017

Patients with a positive test result should be urged to notify at-risk relatives who may benefit
from genetic testing [22].

American National Society of Genetic
Counselors

2011

[W]here the application of such standards might result in grave damage to the interests of
other family members, then the health professionals should seek to persuade the individual,
if persuasion should be necessary, to allow the disclosure of the genetic information [12].

Nuffield Council on Bioethics 1993

With genetic conditions, an ethical responsibility can also be seen to extend to the wider
family so that every effort is made to encourage sharing of information with relatives at risk
[24].

Australian National Health and Medical
Research Council

2014

Geneticists who press for the information to be relayed or who themselves relay the
information violate patient autonomy [32].

German Society of Human Genetics 1996

Table 2. Illustrative quotes on aiding family disclosure.

Excerpt from document Author Year

Health professionals should routinely discuss with patients the importance of family
communication about genetic findings and help them to identify the relatives that need that
information [25].

Joint Committee on Medical Genetics 2019

Disclosure of genetic test results should include personalized interpretation of results, cancer risk
reassessment, and identification of at-risk family members, regardless of whether the result is
positive, negative, or inconclusive [22].

American National Society of Genetic
Counselors

2011

In the family letter the at-risk family members are clearly defined, thereby avoiding any
misunderstanding concerning which branches of the family are at risk. The family letter should
also include information on the pathogenic germline mutation identified in the family…Contact
data for the family member should also be provided. Optionally, a form for direct application for
genetic counseling can be included. The family letter can be sent by email, for easy distribution
among family members, if this is in line with local regulations [33].

Dutch Society for Clinical Genetics 2013

Depending on the resources available, as well as the context and the disease being tested, further
genetic counseling sessions or consultation with a psychologist should be offered. The possibility
of contact with a social worker and/or patient /lay support organizations should also be offered,
where applicable [14].

EuroGentest 2006
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aspects. Illustrative quotes from the documents are provided in
Tables 1–4.

Discussing family disclosure with the patient
There is a general consensus among the documents that HCPs
have a responsibility to inform patients of the implications of
results both for themselves and also for their family members (see
Table 1).
Several documents additionally recommend that HCPs discuss

the disclosure of genetic findings to at-risk family members with
patients [12–25]. In the pretesting context, this may mean
discussing the likely event that a patient would be encouraged
to disclose information to their family members if a pathogenic
variant is identified [12, 14, 16, 20–27]. Normative documents
highlight the importance of these pretesting discussions about
implications for, and disclosure to, family members for increasing
the likelihood that a patient communicates the results to their
family members following testing [20, 24, 27].
Many documents recommend HCPs advise patients to disclose

information to relatives for whom it may be relevant after testing.
Notably though, there is no clear consensus among the
documents on the degree to which HCPs can (or should) be
directive toward patients to disclose information to their family
members. For example, while some documents imply commu-
nication of information to family members should be suggested
[17–19, 28], others imply a much stronger approach is appropriate
[22, 29]. Several documents go so far as to say that HCPs should
try to persuade patients to inform their family members
[12, 16, 24, 30, 31]. However, resorting to such measures may
pose a concern for the autonomy of the patient. Despite this
concern, the German Society of Human Genetics suggests it may,
in some situations, be appropriate to attempt to persuade a
patient to communicate genetic information to their family
members [32].

Aiding family disclosure
Some of the documents indicate that health-care professionals
may have further responsibilities to aid patients with disclosure
beyond just informing patients of their need to disclose results to
their family members. Several documents suggest HCPs should
identify at-risk family members with whom it is important to share
results (see Table 2) [13, 17, 18, 22, 24, 25, 27, 33].
Many documents support the provision of written information

to patients such as family letters to facilitate the communication of
genetic information [14, 22, 33]. Furthermore, several documents

hold that HCPs should support patients and their families with
counseling [14, 16, 24, 27, 33]. According to several documents,
HCPs may be obliged to follow up, at least over the phone if not in
person, to see if patients have communicated the results to
relevant family members and provide counseling to further
encourage and support disclosure if necessary [22, 33]. For
families in which there is a problem hindering communication
about genetic risk, additional counseling from psychologists and
social workers is also recommended [14, 33].

Disclosure without patient consent
Some documents support the disclosure of genetic information to
family members without patient consent as a last resort when the
patient does not inform their family members. Due to the ethical
complexity of cases of nondisclosure, it is often advised that HCPs
discuss these cases with other health professionals or their
institution’s ethics committee [21, 22, 24, 25, 29, 31, 34]. Such a
case deliberation must determine whether the particulars of the
case meet the conditions for disclosure without patient consent.
The documents focus on assessing the clinical benefits for family
members to reach a decision about the permissibility of disclosure
without patient consent (see Table 3) [13, 24, 25]. Although most
documents use “severity” to delineate between cases where
disclosure without consent is and is not permissible, no guidelines
define the concept of severity. Notably, there is no consensus
among the guidelines regarding communication about untrea-
table conditions and the psychological impact that such informa-
tion could have on family members. While a statement from the
American Society of Human Genetics advises against disclosure in
the case of untreatable or unpreventable conditions [13], the
Australian National Health and Medical Research Council notes
that while disclosure may not hold clinical benefit for the family
members, it could have a positive impact on a family member’s
psychology and management that could justify disclosure in some
cases [24]. Furthermore, very few documents explicitly mention
the relevance of genetic risk information for family members’
reproductive decision making as a condition for disclosure [12, 15].
If there is a possibility that disclosure without a patient’s consent
could occur, documents recommend that the patient be informed
of this [24, 25, 33, 35, 36].

Balancing rights and duties of family disclosure
The documents all acknowledge that the sensitive nature of genetic
information warrants certain protections, including the patient’s right
to confidentiality. As such, according to the guidelines it is generally

Table 3. Illustrative quotes on disclosure without patient consent.

Excerpt from document Author Year

If a serious threat to the life, health or safety of genetic relatives is identified, it should then be
determined whether the potential to lessen or prevent the threat exists. Considerations
include: whether the condition is preventable or manifestations treatable (eg whether the
relatives can benefit from the information); and if the disease is incurable, whether knowledge
of the condition would allow optimal management [24].

Australian National Health and Medical
Research Council

2014

Moreover, where the harm is serious…and likely, and where prevention or treatment is
available, the health-care professional may have a privilege to warn at-risk relatives, irrespective
of the patient’s wishes [13].

American Society of Human Genetics 1998

[I]f it is impossible to inform a relative through the counselee, the clinical geneticist can and
should try to inform the relative if this is considered of great importance for the health of this
family member. In such an exceptional case, the counselee should be informed about the steps
the clinical geneticist is taking [33].

Dutch Society for Clinical Genetics 2013

You should not ask for consent if you have already decided to disclose information in the
public interest but you should tell the patient about your intention to disclose personal
information [36].

General Medical Council 2017

A. Phillips et al.
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Table 4. Illustrative quotes on balancing rights and duties of family disclosure.

Excerpt from document Author Year

Genetic information, like all medical information, should be protected by the legal and
ethical principle of confidentiality. As a general rule, confidentiality should be respected
[13].

American Society of Human Genetics 1998

With genetic conditions, an ethical responsibility can also be seen to extend to the
wider family [24].

Australian National Health and Medical Research
Council

2014

[T]he primary responsibility for the communication of information lies with the
counselee [33].

Dutch Society for Clinical Genetics 2013

Doctors owe a duty of confidentiality to their patients, but they also have a wider duty
to protect and promote the health of patients and the public [36].

General Medical Council 2017

Because genetic information may affect an entire family, rather than only the individual,
the information revealed by genetic testing may be relevant to the health of people
beyond the patient themselves… Under such circumstances, it may be necessary to
balance respect for patient confidentiality against the needs and considerations of other
family members for whom information about genetic risk could influence decision
making about their own health or reproduction [15].

World Health Organization 2006

The doctor is not normally at liberty to disclose health information about the patient to
others, including the doctor of the patient’s family members, without the patient’s
consent. But precisely because the genetic information can also have very considerable
implications for family members who—just like the patient—may have inherited a
disease gene, it has been deemed that in certain situations the information can be of
such essential relevance to health that regard for the relatives weighs more heavily than
regard for the duty of confidentiality, and that information can therefore be disclosed
without consent [23].

Danish Council of Ethics 2012

When the genetic diagnosis of an examinee is beneficial for the health management of
the relatives of the examinee, disclosure of the genetic information to the relatives may
be considered if it is impossible to implement effective prevention and treatment
without such information. In principle, the consent of the examinee would be necessary
in such cases. However, considering the best interest of the examinee’s relatives, the
examinee’s genetic information may be disclosed, even if the consent of the examinee
cannot be obtained [21].

Japanese Association of Medical Sciences 2011

If medical genetic information is not shared with family members, it is possible that
information that some members would like to have, that is important and relevant to
their health, is withheld from them. In principle, this is an unresolvable conflict for a
medical geneticist with this information. No matter what is done, important medical
policies are unavoidably compromised. Geneticists who press for the information to be
relayed or who themselves relay the information violate patient autonomy and in some
cases confidentiality, and by not relaying the information, they may go back on their
obligation to offer medical assistance. There are no general rules to deal with this
dilemma; rather, each individual case must be separately considered with inclusion of as
many as possible of the parties involved [32].

German Society of Human Genetics 1996

Personnel responsible for the counseling phase of a genetic test should proceed
cautiously in cases of specific conflict situations: for instance, between the decision of
the subject to undergo a test that may reveal a high risk of disease for other family
members and the wish of the subject not to be informed of the results or not to inform
the family. Every effort should be made in these cases to resolve the conflict. If these
attempts fail, specific decisions must be carefully evaluated on a case-by-case basis,
weighing the seriousness of the consequences of the different options [41].

Italian National Institute of Health and the National
Committee for Biosafety and Biotechnology

2000

Medical confidentiality is an obligation as regards communication to third parties,
including other members of the family. If a patient refuses to reveal to members of his
family the genetic test he has undergone, the physician cannot warn them of a possible
risk. The right of each patient to confidentiality may be in contradiction with the
interests of collateral relatives who could benefit from preventive action if the results
were known to them [30].

French National Consultative Ethics Committee for
Health and Life Sciences

1995

Health professionals can find it difficult to know how to preserve the confidentiality of
one patient and at the same time alert a family member of their risk of a particular
condition. One way of doing this is to restrict the information that is provided to
relatives. For example, if the clinical details about an index patient remain confidential,
then relatives can be alerted that they might be at risk of developing a condition
because of a family history (they perhaps already know about), or because of other
information the clinician does not need to specify. This provides a way of alerting
relatives that does not breach the confidence of the index patient. Providing
information about a familial risk is not the same as disclosing personal medical
information about a relative, even if a relative subsequently uses this to make inferences
about others (Joint committee 2019) [25].

Joint Committee on Medical Genetics 2019

List of included normative documents

Year Region Author Title

1991 France National Consultative Ethics Committee for
Health and Life Sciences (CCNE)

Regarding the application of genetic testing to Individual studies, family
studies and population studies [1]
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Table 4 continued

List of included normative documents

Year Region Author Title

1992 Europe Council of Europe Recommendation of the Committee of Ministers to member states on
genetic testing and screening for health-care purposes [2]

1993 UK Nuffield Council on Bioethics Genetic screening: ethical issues [3]

1994 The
Netherlands

Committee of the Health Council of the
Netherlands

Heredity science and society: on the possibility and limits of genetic
testing and gene therapy [4]

1995 France National Consultative Ethics Committee for
Health and Life Sciences (CCNE)

National Consultative Ethics Committee for Health and Life Sciences.
Opinion and recommendations on ‘Genetics and medicine: from
prediction to prevention’ [5]

1995 International World Health Organization Guidelines on ethical issues in medical genetics and provision of genetic
services [6]

1996 Germany German Society of Human Genetics Position paper of the German Society of Human Genetics [7]

1998 USA American Society of Human Genetics Professional disclosure of familial genetic information [8]

2000 Italy National Institute of Health and the National
Committee for Biosafety and Biotechnology

Italian guidelines for genetic testing [9]

2000 UK British Medical Association The impact of the Human Rights Act 1998 on medical decision making
[10]

2000 UK UK Cancer Family Study Group Guidelines for a genetic risk based approach to advising women with a
family history of breast cancer [11]

2001 Japan Japan Society of Human Genetics Guidelines for genetic testing [12]

2003 Europe European Society of Human Genetics Provision of genetic services in Europe: current practices and issues [13]

2003 France National Consultative Ethics Committee for
Health and Life Sciences

Regarding the obligation to disclose genetic information of concern to
the family in the event of medical necessity [14]

2004 Canada Canadian Medical Association CMA Code of Ethics [15]

2004 Europe European Commission Ethical, legal and social aspects of genetic testing: research, development
and clinical applications [16]

2004 Japan Associated Society of Genetic Medicine Guidelines for genetic testing [17]

2006 Europe EuroGentest Recommendations for genetic counseling related to genetic testing [18]

2006 International World Health Organization Medical genetic services in developing countries. The ethical, legal and
social implications of genetic testing and screening [19]

2006 UK Nuffield Council on Bioethics Genetic screening: a supplement to the 1993 report by the Nuffield
Council on Bioethics [20]

2006 UK Joint Committee on Medical Genetics The Human Tissue Act 2004: an assessment of the Act and its implications
for the specialties of clinical and laboratory genetics [21]

2008 Europe European Society of Human Genetics Core competences in genetics for health professionals in Europe [22]

2008 USA American College of Obstetricians and
Gynecologists

Ethical issues in genetic testing [23]

2010 International World Health Organization Community genetics services: report of a WHO consultation on
community genetics in low-and middle-income countries [24]

2011 Australia National Health and Medical Research
Council

Use and disclosure of genetic information without consent: a decision
making tool for health practitioners--who, when, why and how [25]?

2011 UK Joint Committee on Medical Genetics Consent and confidentiality in clinical genetic practice. Guidance on
genetic testing and sharing genetic information [26]

2011 Japan Japanese Association of Medical Sciences Guidelines for genetic tests and diagnoses in medical practice [27]

2012 USA National Society of Genetic Counselors Essential elements of genetic cancer risk assessment, counseling, and
testing: updated recommendations of the National Society of Genetic
Counselors [28]

2012 Denmark Danish Council of Ethics Genome testing: ethical dilemmas in diagnosis, in research and direct-to-
consumer [29]

2013 The
Netherlands

Dutch Society for Clinical Genetics Informing family members of individuals with Lynch syndrome: a
guideline for clinical geneticists [30]

2013 Europe European Society of Human Genetics Whole-genome sequencing in health care: recommendations of the
European Society of Human Genetics [31]

2014 Australia National Health and Medical Research
Council

A. Phillips et al.
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not permissible for HCPs to share genetic information with anyone
other than the patient unless the patient has explicitly consented to
this disclosure [12–17, 19–44]. This right to confidentiality is
acknowledged by almost all documents (see Table 4). On the other
hand, most documents also acknowledge that the interests of the
family should be considered. Most documents put the responsibility
for the fulfillment of the duty to inform family members primarily on
patients [12, 13, 20, 22, 24, 25, 27, 29, 30, 42]. In situations where
patients fail to inform their family members, some normative
documents hold that HCPs may also have a responsibility toward
family members for whom the genetic information could have
health or reproductive implications [12, 13, 15, 16, 19–26, 32–34, 36].
The documents differ in how they balance the patient’s right to
confidentiality when it comes in conflict with the interests of family
members for whom knowing their genetic risks could prevent
serious harm. Notably, almost all documents support that there may
be circumstances in which the family member’s rights may outweigh
those of the patient [12, 13, 16, 20–26, 31, 33–36, 38, 39, 42].
However, while some guidelines mention that this situation may be
possible, they resist directly supporting the HCPs right to inform
family members without the patient’s consent and instead leave a
degree of ambiguity about the permissibility of breaches in
confidentiality in their guidance by stating that each case should
be evaluated individually [32, 41]. French normative documents
clearly prioritize patient confidentiality over the interests of family
members [30]. Alternatively, some documents suggest that it may be
possible to disclose genetic information while preserving the
patient’s confidentiality. If a HCP decides to go forward with
disclosure in the absence of patient consent, then it is required that
they limit the information disclosed so as to reduce the chance of
family members identifying the individual who underwent testing
[20, 24, 25, 30, 33, 36].

DISCUSSION
This review provides a comprehensive analysis of normative
documents that address family communication of genetic
information. Our analysis identified that many of the documents
provide recommendations for how HCPs can best facilitate family
disclosure of genetic risk information, with several emphasizing
the importance of early discussion of familial implications and
communication with the patient. These recommendations are
supported by empirical research in which HCPs cited cueing
patients early to think about potential communication challenges
as an important strategy for facilitating communication [45].
While some documents encouraged HCPs to help identify at-

risk family members and provide patients with a letter to

distribute to their families, they emphasized the patient, rather
than the HCP, as the primary distributor of genetic information.
There was less support in the documents for HCPs playing a more
active role in family communication, despite evidence that
patients support family communication by HCPs, particularly in
cases where barriers to communication are present [46]. A review
investigating how family communication of genetic information is
addressed in genetic counseling found that cases of nondisclosure
were likely to occur from patients having difficulty communicating
the information, rather than their unwillingness to do so [47].
Therefore, normative documents could improve their clinical
utility by providing more specific guidance on how HCPs can best
support patients to communicate with their family members.
Notably, the only documents to state that patient confidenti-

ality could under no circumstances be breached in the interests of
family members were the French guidelines published in 1995
and 2003. However, in 2011 France enacted Public Health Code:
L.1131–1–2 that legally binds patients to inform their relatives
about genetic risks in the case of severe genetic conditions that
are either treatable or preventable, including through genetic
counseling. As such, despite the French normative documents in
this review, the current French law requires that patients inform
relatives either directly or indirectly with the assistance of the HCP
who can distribute the family letter [48].
The severity and actionability of the genetic condition were

cited by many of the documents as a reason for disclosure in cases
where the patient is unwilling to inform their relatives. However, it
was not always clear from the normative documents whether, and
in which cases, the interests of family members could outweigh
those of the patient. For instance, in the case of untreatable
conditions, it was unclear from the documents whether disclosure
to family members would be ethically permissible. This was
particularly ambiguous for genetic conditions that are untreatable
in the family member yet could be relevant for their reproductive
decision making. An example of this has been demonstrated by
the pivotal UK court case ABC v. St George’s NHS Trust, where HCPs
failed to inform the daughter of their patient of her risk of
Huntington disease that, while untreatable, had serious implica-
tions for her pregnancy [49]. The court ruled that HCPs have a
duty to balance the interests of the patient and their relatives, and
that in this case, due to the serious implications for the woman’s
pregnancy, she should have been informed of her genetic risk
despite the patient’s objection to disclosure. The narrow
construction of clinical actionability that only considers the health
benefits for the family members that was present in many of the
normative documents may no longer be appropriate given the
increasing accessibility and acceptability of reproductive

Table 4 continued

List of included normative documents

Year Region Author Title

Use and disclosure of genetic information to a patient’s genetic relatives
under Section 95AA of the Privacy Act 1988: Guidelines for health
practitioners in the private sector [32]

2017 USA American College of Obstetricians and
Gynecologists

Counseling about genetic testing and communication of genetic test
results [33]

2017 UK General Medical Council Confidentiality: good practice in handling patient information [34]

2019 UK Joint Committee on Medical Genetics Consent and confidentiality in genomic medicine: guidance on the use of
genetic and genomic information in the clinic [35]
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technologies. In Australia, where national guidelines and legisla-
tion allow for disclosure of genetic information without the
consent of the patient, a recent survey with HCPs found the lack of
consideration of reproductive implications to be a leading concern
regarding national guidelines and legislation [50]. Further research
and deliberation are needed to more clearly define actionability as
a reason for overriding patient wishes in cases of nondisclosure,
particularly given that HCPs have reported difficulties with
determining in which cases disclosure is permissible [9].
When mentioned, disclosure without patient consent is framed

by the documents as a last resort to inform family members of
their genetic risk. Almost all documents that discussed the
possibility of disclosure without patient consent stated that each
case must be deliberated individually. Despite this hesitancy
within the documents to make definitive statements about the
permissibility of disclosure in this context, there appear to be two
main approaches taken with regard to who bears the ultimate
responsibility toward family members. On one hand, French
legislation places the duty to communicate on the patient who
must do so either directly or request that their HCP do so on their
behalf. If the family member realizes that they have not been
informed of their genetic risk, it is primarily the patient who is
accountable for this. On the other hand, the more common
approach emphasizes the responsibility of the HCP to the patient’s
family members, while still noting the duty of the patient. In
documents that primarily emphasize the responsibility of the HCP,
documents hold that the HCP is permitted to disclose in cases
where the patient is unwilling to communicate genetic risk
information. The recent UK court case ABC v. St. George’s takes the
UK normative documents a step further from stating the HCP is
permitted to disclose despite the patient’s objections to declaring
that there may be cases in which the HCP has not only a
professional or moral duty, but also a legal duty to inform family
members [49]. Normative documents should consider and reflect
the developments in the ongoing debate around the duties of
HCPs to best guide HCP decision making and family
communication.

Limitations
Our sample was limited by only including documents in English as
well as the public Internet accessibility of normative documents.
Further research on normative documents in other languages
would provide a more complete understanding of norms of
familial disclosure of genetic information without patient consent
globally. Furthermore, our scope was limited to normative
documents, and thus did not include legal documents that also
could have relevance to the question of the permissibility of
familial disclosure.

Conclusion
Normative documents should provide clearer guidance regarding
the role of HCPs in supporting family communication of genetic
information, particularly in instances where the patient has not
consented to disclosure. The lack of clarity and discrepancies
found between the normative documents in this analysis raise
concerns regarding the ability of these documents to guide HCPs
in decision making around the disclosure of genetic information
to family members. In cases of nondisclosure, HCPs are faced with
the conflict of how to balance their professional, ethical, and in
some instances legal duties to patients and their family members,
with research indicating that many HCPs lack the understanding
and support necessary to make these decisions [8, 9, 50].
Organizations should try to provide clearer answers to questions
around actionability as a criterion for disclosure without consent
and what constitutes a fulfillment of a HCPs duties to family
members. Providing clearer and more harmonized frameworks
outlining in which circumstances family members should be

informed and who should bear the responsibility of disclosing that
information is necessary to facilitate the communication of
genetic information to at-risk family members.
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