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Direct contact may be an option for supporting disclosure in families with hereditary cancer risk. In this qualitative interview study,
we explored how healthy at-risk relatives experience receiving a letter with information about hereditary cancer directly from
healthcare rather than via a relative. The study is part of an ongoing multicentre randomised clinical trial in Sweden that evaluates
the effectiveness of direct letters from cancer genetics clinics to at-risk relatives. After conducting semi-structured interviews with
14 relatives who had received a letter and contacted the clinic, we analysed the data using thematic analysis. The relatives had
different levels of prior knowledge about the hereditary cancer assessment. Many had been notified by family that a letter was
coming but some had not. Overall, these participants believed healthcare-mediated disclosure could complement family-mediated
disclosure. They expressed that the letter and the message raised concerns and a need for counselling, and they wanted healthcare
to be accessible and informed when making contact. The participants found the message easier to cope with when they had been
notified by a family member beforehand, with a general attitude that notifying relatives was the appropriate step to take. They
thought healthcare should help patients with the disclosure process but also guard the right of at-risk relatives to be informed. The
findings support a direct approach from healthcare as a possible complement to an established model of family-mediated risk

disclosure, but implementation must be made within existing frameworks of good practice for genetic counselling.
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INTRODUCTION
The results from genetic testing for hereditary cancer risk can have
implications not only for treatment of the patient but also with
regard to risk assessment for relatives. Identifying high risk for
hereditary cancer such as breast and ovarian cancer syndrome
(HBOC) or Lynch syndrome is important. Awareness of risk
supports timely access to targeted programs for early detection
and prevention, including risk-reducing surgery, that decrease
cancer incidence and mortality [1, 2]. When healthy at-risk
relatives are identified as carriers of a familial variant in a
cancer-predisposing gene, they can be offered such prevention
programs. Individuals in families with a high occurrence of breast
cancer or colorectal cancer but negative genetic screening also
can be offered prevention programs for early detection [3-6].
Clinical practice in Sweden and elsewhere in Europe, in the
United States, and in Australia has adopted a family-mediated
disclosure model. In this model, the genetic healthcare profes-
sional is responsible for counselling the patients about the
importance of informing their relatives about the genetic risk.
This ethically and legally well-established model can be debated
when clinical practices are changing: The indications for genetic
testing are extending, and there is a steady increase in patients
and families who need to be counselled not only at cancer
genetics clinics but also in the context of mainstreamed testing
routines. Mainstreamed testing occurs when non-genetic health-
care professionals, such as oncologists and surgeons, offer genetic

testing as a part of ongoing cancer treatment [7]. This kind of
testing is a topic of discussion in Sweden and has been partially
implemented in some healthcare regions. As more individuals
learn about positive genetic testing results in different healthcare
and counselling settings, it is reasonable to develop existing
counselling models to support disclosure in the family.

We also argue that healthcare has a moral responsibility to
ensure that information is made available to at-risk relatives, but
also that healthcare professionals do not have a duty to ensure
that patients take moral responsibility for the health of others. This
is an argument for developing approaches for direct contact [8].

One recent meta-analysis of compiled data on current
established practices in family-mediated disclosure showed that
about 70% of at-risk relatives are informed about hereditary risk.
Of these, about 43% undergo genetic testing for the familial
variant [9]. Another meta-analysis on hereditary cancer risk
disclosure showed that with family-mediated disclosure, the
uptake of genetic counselling in relatives is about 35%, whereas
the uptake is almost doubled (63%) with a direct contact from
healthcare to relatives [10]. In contrast, an observational study of
the impact of new guidelines for cascade screening including
direct contact in the Netherlands did not show such an effect [11].

The attitudes and reactions of at-risk relatives to direct contact
and potentially unsolicited disclosure by healthcare are not well
known. A handful of studies with data from both questionnaires
and interview studies show that at-risk relatives seem to perceive
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Table 1. Participants’ characteristics.
Characteristics n
Gender
Women
Men
Age (years)
18-40 5
40-65
> 65 5
Area of residence
Countryside 7
Urban area
City 3
Parenthood
No children 2
Children, underaged or adult 12

Occupational and educational level

Occupation requiring primary or secondary education or 8
vocational training

Occupation requiring tertiary education 6
Associated cancer in a first-degree relative

Yes 11

No 3
Family diagnosis

HBOC (variants in BRCA1/BRCA2/PALB2)

Lynch syndrome (variants in MLH1/MSH2/MSH6/PMS2) 7

Familial colorectal cancer (negative genetic screening) 1

Prior knowledge of the familial assessment and of the letter
coming

Yes 9
No 5s

it as an acceptable but complicated addition to current practices
[11-15].

We conducted this qualitative interview study in the context of
an ongoing Swedish multi-centre randomised clinical trial [16]
evaluating the offer of direct letters from healthcare to at-risk
relatives regarding hereditary cancer risk and the rate of relatives
contacting a cancer genetics clinic. For this investigation, we
explored the experiences and attitudes of at-risk relatives who
received a direct letter.

METHODS

Study design and data collection and analysis

We performed a qualitative interview study in which participants were at-
risk relatives who had received a letter from a cancer genetics clinic. The
letter was unsolicited and the relatives’ first contact with the clinic. It was
sent by registered mail (the relative received a notification and retrieved
the letter after identifying themselves at a postal delivery unit) after
patients’ consent as an intervention within a Swedish clinical randomised
controlled trial that compared direct contact with standard care [16]. The
letter was adjusted to the specific familial risk, had a familial serial number,
disclosed hereditary risk information, and offered genetic counselling and
testing (for an example of the letter, see supplementary information).

If relatives contacted the cancer genetics clinic, a genetic counsellor and
research nurse invited them to participate in the study, and we scheduled
an interview within 2 weeks of the contact. The inclusion criteria were
being an at-risk relative, contacting the clinic by phone, and describing
having received a letter. The nurses were instructed to invite both genders
and with a broad age range.
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One author (A.0.) conducted the interviews. An interview guide based
on the research questions, existing literature, and the authors’ expertise in
clinical cancer genetics, could be referenced as needed to make sure all
topics were covered (see supplementary information). The interviews were
recorded and transcribed verbatim and lasted 21 to 50 min. The first
interview of the study was in person at an office at the university hospital,
but because of the pandemic, two of the interviews were conducted via
video and eleven via telephone. No authors had any previous or ongoing
contact with study participants.

In total, we conducted 14 interviews from September 2020 to April 2022.
Before being interviewed, all participants had talked to the genetic
counsellor on the phone, some were also waiting for a scheduled
appointment, and none had provided a blood sample or received their
predictive genetic test results.

One author (A.O.) read the transcripts, noted impressions, and coded the
text using the software program OpenCode 4.03 [17]. Another author (A.R.)
took part in the process on regular occasions, cross-checking transcripts
and codes and developing themes. We analysed both manifest and latent
codes for similarities and differences and grouped them into themes using
thematic maps. We performed the analysis using an inductive thematic
approach as presented by Braun and Clark [18-20]. All authors, clinicians
with experience in clinical cancer genetics, genetic counselling, and
oncology, continually discussed the data and the results.

Although the qualitative results should be seen as a thematic
interpretation of the interviews, with no attempt to look for representa-
tivity in terms of numbers, we use the terms ‘some’ when 2-7 participants
expressed a certain thought or feeling, ‘many’ for 8-11 participants, and
‘most’ for 12-13 participants. We set these cut-offs to facilitate under-
standing of the data.

Ethical consideration

This study was approved by the Swedish National Ethical Review Board
(application no 2019-02647 and 2020-01176). Participants were given
participant research information (see Supplementary information) and
signed an informed consent.

RESULTS

We invited 15 at-risk relatives, one of whom accepted the
invitation but did not answer the calls from the first author, and 14
of whom ultimately were interviewed. Participant characteristics
are given in Table 1. Below, we present the results of the analysis
in two sections. The first section, “Actions and reactions when
receiving the letter”, presents a description of the situation that
arose when the participants received the letter and their actions
and reactions to this situation. The second section, “An important
message to hold and to handle for oneself and for others”,
presents an overarching theme and related subthemes from the
thematic analysis of participants’ experiences and attitudes
towards the letter and its message.

Actions and reactions when receiving the letter

All participants found it easy to understand the letter’s language and
content, and most found the contact information to be complete. All
letters contained a family-related serial number, which was
perceived as helpful. One letter also contained the patient’s name,
at the request of the patient. Participants reported having varying
degrees of prior knowledge about familial cancer genetics assess-
ment at the time they received the letter. Many participants had
been informed to some degree about the assessment and that a
letter was coming. For some participants, the letter arrived without
any notice. Two participants had a first-degree relative with a cancer
diagnosis associated with a hereditary cancer syndrome. One
participant found that the letter made sense as she had been
thinking about cancer heredity in the family. Another participant did
not have any prior knowledge about cancer in the family and
described the letter as evoking many questions about her extended
family, risk for cancer, and how the information was presented in the
letter. Of those without prior knowledge, most but not all contacted
a relative for more information.

European Journal of Human Genetics (2024) 32:539 - 544



A. Ofverholm et al.
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t

It felt important, worrying,
or even frightening

| want access and understanding
when contacting healthcare

A personal notice from relatives
is welcomed and the right thing to do

Fig. 1

After receiving the letter, many participants called the clinic
within days or a few weeks, but some waited up to a couple of
months. Those who immediately responded to the letter
explained their action as arising from wanting to ask the
counsellor questions and wanting to take the blood test. Those
who waited explained the delay as due to the being occupied
with other priorities, such as the Covid-19 pandemic, the birth of a
child, or caring for an ill parent. A few said that they had wanted to
make contact but just had not gotten around to it, and one
participant mentioned feeling guilty towards family. Many
expressed a need for genetic counselling before telling their
own family members about the letter, and some even wanted to
know their own test result first. At the time of being interviewed,
about half of the participants had told at least one close relative (a
partner, co-parent, sibling, or adult child) about the letter, but not
necessarily all family members who could be affected by the
information. Some did not have a relative who needed disclosure.
Two had not disclosed the information to anyone.

An important message to hold and to handle for oneself and
for others

When analysing the interviews regarding the experience of
receiving a direct letter and attitudes toward disclosing hereditary
cancer risk, we developed an overarching theme and six
subthemes (Fig. 1). The overarching theme was “an important
message to hold and to handle for oneself and for others”. It
summarises that the message of hereditary risk and the letter had
to be dealt with. The impact of the letter itself depended on
whether and how much the participants were previously informed
by their relatives, and being informed helped them cope better.
The message evoked mixed feelings and ambivalence around the
benefits of accessing risk control and the drawback of knowledge
causing worry. They had to process what the message meant, or
could mean, for themselves and for their children, co-parents, or
grandchildren. All of them were thinking and worrying about how
and when to pass on the information to their relatives in turn.
They also clearly expressed that disclosing is a family matter but
that healthcare should support both patients and relatives when
necessary.

One might need to kind of, digest it a little bit ... “"How should |
think about it? What do I think of it? Do | want to know? How
do | want to proceed?” (Participant no 5, female, family with
Lynch syndrome)

It felt important, worrying, or even frightening

Those who had been notified about the letter beforehand
expressed that the letter was important but concerning. Many
wanted the knowledge regardless of if they would take action,
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Disclosure is a family matter

Healthcare should support the family
but also guard the right of the individual

An unsolicited letter can safeguard autonomy
but may do harm

Overview of results. Overarching theme and subthemes reflecting the participants’ experiences and attitudes.

and many wanted the possibility to access risk control through
control programs. Some had been waiting for the letter. Some
described it as an unpleasant reminder of what they already knew
or that it made them worried about their and their children’s
futures:

When | got the letter, had dad not told me earlier, | wouldn’t
have wanted such a letter as it was. (Participant 3, male, family
with HBOC)

Even if | knew it [the letter] was coming, it did hurt a little bit
when | got it [...] it affects you, it does, I'm telling you that.
(Participant 4, male, family with HBOC)

The participants who had not known a letter was coming
described feeling confused, worried, and even fearful when
reading the letter. They described this unsolicited message as
difficult to take in and to understand, evoking questions about the
family history leading to a genetic assessment, the assessment
itself, and the possible physical and psychological impact of risk
and risk handling for themselves or their close ones.

| just got the corona vaccine, a kind of ticket [back to normality]
and now | get a letter, a new ticket to an insecure future.
(Participant 2, female, family with Lynch syndrome)

No one openly questioned the approach of sending letters, but
two participants commented on others they knew questioning the
appropriateness of the approach.

I want access and understanding when contacting healthcare
Most of the participants commented on positive experiences with
finding concise information in the letter regarding whom and
where to call. They expressed that they wanted, expected, or even
demanded to have their self-initiated contact call to the clinic
answered promptly. When presenting themselves and their case,
they wanted the counsellor to be informed and familiar with
genetic assessments, the letter, and preferably also their own
family. They wanted to have counselling on the phone or to
schedule an appointment for counselling and genetic testing.
Talking to the counsellor was mostly described as positive and
reassuring, however occasionally described as concerning and
overwhelming.

I did think she [my mother’s counsellor] would answer but then
it wasn't her, and then | had to answer the kind of questions |
had hoped not to. | wished it would've been her who knew my
mum [...] but it went well. (Participant 1, female, family
with HBOC)
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A personal notice from relatives is welcomed and the right
thing to do

Participants without prior knowledge spontaneously expressed
disappointment or anger with relatives who did not notify them
that the letter was coming. The participants who had been informed
about the assessment and the letter appreciated the prior
communication from relatives even if it was brief and from a more
distant relation. A general attitude among participants was that it
was caring or even correct or decent to personally notify relatives
about the familial assessment before healthcare-mediated disclosure.

They could've called us and told us that [the index patient/
proband] is having a [cancer genetic] assessment and that it
means that we also will have to do it. It's a bit ... | feel a little
dis ... | feel disappointed and slightly angry. For heaven'’s sake,
we don't have the best family relations, but when it comes to
life or death like this, one thinks that ... well ... she has to get a
hold of herself. (Participant 14, female, family with HBOC)

Disclosure is a family matter

All participants talked about the responsibility of disclosing to
relatives as a family matter without reflecting further. Some
expressed their attitude in a more direct way, commenting that
making information available to relatives is a duty:

One can draw parallels to Covid and vaccines ... the right to
decide for yourself what you want to do and what info to take
in and how to live, but there must be some responsibility
towards others [relatives and people in general] or at least
respect for others one is part of something greater.
(Participant 9, male, family with Lynch syndrome)

They considered the act of disclosing to be something that
needed to be well thought out and done in a responsible and
caring way. Their own plans for disclosure ranged from rehearsing
what they would say to waiting for a family gathering to tell
people in person to waiting for their own test results to avoid
causing relatives worry. Interestingly, no participant remarked on
the possibility of asking the cancer genetics clinic to send letters
to their relatives in turn.

Healthcare should support the family but guard the right of
the individual

All participants assumed that patients receive support from
healthcare professionals around disclosing the results from the
genetic assessment. Many thought that patients might need extra
support because they might not understand the information or
why it is important to disclose. Participants also could imagine the
patient not feeling comfortable approaching relatives, not being
able to do so because of illness, or not wanting to reveal their own
diagnosis. All participants thought healthcare should contact
relatives directly if the patient asked for help or if there was a
concern that disclosing might not take place:

Healthcare must take responsibility and reach closure even if
the patient who started the assessment isn't coping —
healthcare has to support and reach closure. (Participant 7,
male, family with HBOC)

. But it's not that person’s own business anymore if it's
something that can be passed on in the family. (Participant 6,
female, family with Lynch syndrome)

Some stated that a patient should not have the right to
withhold genetic information from biological relatives. However,
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one participant mentioned wanting the right to have sufficient
time to inform relatives personally before healthcare did. Another
participant suggested that knowing a letter was on its way would
be a reminder to the patient to notify distant relatives.

An unsolicited letter can safeguard autonomy but may

do harm

The participants thought that healthcare should send a direct
letter if necessary to relatives to safeguard their autonomy and
agency. These at-risk relatives believed they had the right to know
about their risk and that if a counsellor understood that the
patient might fail to inform, a letter would be an appropriate
measure to take. In general, these participants trusted healthcare
and perceived targeted prevention programs as beneficial.
Nevertheless, some participants expressed ambivalence about
direct contact, the role of healthcare in society, and the effect of
targeted prevention programs. There were concerns that direct
contact might be seen as offensive or a breach of privacy. In
addition, some expressed concern that prevention programs
cannot prevent cancer and only offer early detection, and one
participant mentioned that such a program introduces a risk of
overdiagnosing. Some reflected on the fundamental uncertainty
of life and the illusion of having control. Both those with and
without prior knowledge of risk when they received the letter
commented on the possible negative impact of the unsolicited
risk disclosure. If a person who received a letter was in a difficult
life situation or had limited resources to handle the message, it
could be misinterpreted and do harm.

| feel like a fairly stable person but [...] a person who [...]
maybe has a depression or something, getting a letter like this
can be terrible. Also what you don't know, you cannot control,
but you don’t have to worry about it either. (Participant 5,
female, family with Lynch syndrome)

One participant commented on an adult sibling needing
emotional support from family after being informed and that
healthcare has to have a plan for follow-up of those who do not
respond to a direct letter.

DISCUSSION

The practice of family-mediated risk disclosure of hereditary
cancer is well established at cancer genetics clinics [21]. As the use
of genetic testing broadens, the number of patients increases, and
counselling practices change, the limitations in the practice of
reaching at-risk relatives should be addressed [22]. In this
interview study, we explored experiences and attitudes of at-risk
relatives being exposed to such a direct approach of risk
disclosure by letter within the context of a randomised clinical
trial in a clinical setting.

The study participants found it acceptable to receive a direct
letter because they expected it or because they found the
information important. They wanted to know no matter what and
they wanted access to control programs. The letter and its
message often triggered negative feelings such as worry, fear, and
confusion. These results are in line with qualitative
and questionnaire data from a Danish study of relatives who
had received a direct letter disclosing heredity for Lynch
syndrome and who found the information emotionally complex
but important [14]. Furthermore, 76% of the Danish participants
[14] and 91% of participants in a Finnish study [13] thought it was
generally acceptable to be notified about hereditary cancer risk by
letter.

The participants in our study who had prior knowledge of the
genetic assessment and the incoming letter expressed that these
factors helped them cope with the situation. Without prior
knowledge, the experience was more complicated as the letter
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evoked negative feelings and a need for more counselling. After
receiving a letter, the participants expected professional handling
of their case when contacting the cancer genetics clinic. We think
it is a reasonable expectation that if healthcare representatives
take the initiative to reach out to relatives directly, they have an
increased responsibility regarding access to counselling for those
they approached.

A recurrent theme was that participants wanted a prior contact
and personal notice from their relatives before healthcare-
mediated disclosure; i.e., before receiving a letter, ensuring this
personal notification was perceived as the appropriate thing to do.
Yet in the Danish study of direct contact, only half of the relatives
(49%) thought it was important to be notified about the letter
before receiving it [14].

Regarding attitudes towards direct risk disclosure from health-
care, the participants expressed that heredity is a family matter
and that relations matter. They reflected on how and when to
disclose to their own family, most of them finding the task
challenging to some degree. Genetic risk and disclosure are
known to be perceived as a familial concern [23-26]. At the same
time, the participants approved of a direct approach from
healthcare and they believed healthcare should safeguard the
rights of relatives. We find it interesting that our participants
reflected on how to inform their relatives, and that even though
they themselves had received a letter, they did not spontaneously
mention the direct approach from healthcare as an option. Some
participants expressed concerns about the possibly negative or
even harmful aspect of receiving an unsolicited letter from
healthcare. According to questionnaire data from the Danish study
of direct contact in families with Lynch syndrome, 3% of those
receiving a direct letter would have preferred not to have this
information at all [14]. Studies quantifying the emotional effect of
a direct approach are scarce but point measurements using the
State-Trait Anxiety Index in relatives receiving a notification letter
indicate that the psychological consequence is similar to that with
the family-mediated approach [12, 13]. However, as information
on risk may have lifelong implications, it would be interesting to
investigate relatives’ long-term understanding and coping.

A strength of this study is that the participants attitudes on
direct contact derives from real-life experience in contrast to
studies on hypothetical scenarios. The interviews were conducted
within 2 weeks of the participant contacting healthcare in an
effort to capture the experience of receiving the letter in close
proximity in time. However, a possible limitation is that the
counsellor answering the call and inviting the participant to an
interview also answered questions and gave counselling that
could have influenced the participants’ experience of being
approached. Another limitation of our study is that we do not
cover the experiences of relatives who chose to not contact
healthcare, for any reason. In addition, to our knowledge, similar
data are not available in previous studies.

Disclosure of genetic information raises ethical issues, mainly
concerning autonomy, confidentiality, duty of beneficence, moral
responsibility, and feasibility. The rights and duties of patients,
relatives, and healthcare professionals are intertwined [27, 28]. We
find the current and previous results to be compatible with the
suggestion that a direct letter from healthcare can be a
complement to the established approach of family-mediated
disclosure. This complementarity applies to clinically relevant risks,
in these cases a high risk of hereditary cancer for which healthcare
offers targeted prevention programs. We suggest that healthcare
professionals experienced in genetic counselling can consider
disclosing risk by direct letter to at-risk relatives while taking into
account the benefits of a family-mediated first contact and that
counselling must be easily accessed when relatives want to make
contact. Direct contact has to be implemented in a framework of
ethical considerations and good practice and tailored for both the
individual patient and relatives.
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