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stated his preference for another woman to be present
for physical examinations. Provision of culturally safe
care should include awareness of how gender may act as
a barrier to engagement more frequently among Abori-
ginal and Torres Strait Islander patients.

So I have anxiety when it comes to speaking to men,
so the doctor who we spoke to was a man, and it
was harder to concentrate and be calm. Whereas, if
it would have been a female, I would have been a
lot more calmer. If it would have been an Indigenous
person, I would have been a hell of a lot calmer. But
understanding that Indigenous people have a prob-
lem with, culturally, a man and a woman…
Mm-hmm, talking?
Yeah. Talking and socializing and giving information
to each other is sometimes a big no-no. Parent, NT
I knew that I was being listened to, because they an-
swered the questions that I was asking. What was in-
timidating was the setting, and it being just me in a
sterile room with this doctor. And a male doctor. Pa-
tient, QLD

The reasons indicated for the preference for having an
Aboriginal Liaison Officer present encompassed a num-
ber of themes, including having “another set of ears” (Pa-
tient, QLD) or who someone who “could break down or
explain things along the way” (Parent, WA), alleviating
concerns about gender, having someone to advocate on
their behalf when delays or barriers were experienced,
and specifically because they would feel more comfort-
able in a consultation if another Aboriginal person were
there. Regardless of the motivation, or perceived “need”,
this group of patients indicated that they wish to have
their Aboriginality acknowledged in their interaction
with the clinical genetics service.

Communication
Participants described feeling overwhelmed by the
amount of information they had to take in during their
appointments. Furthermore, they were candid about the
fact that they had little prior knowledge of genetics in
general. However, there were also a patients who felt
that the breadth and depth of information provided to
them was very appropriate and easy to understand. It
should be noted that patients who felt the communica-
tion had been appropriate were most often those who
had been diagnosed with a monogenic disorder, the im-
plication being that these conditions have both a rela-
tively simpler pattern of heritability and more direct
relationship between genetic variant and phenotype.
Clinicians’ communication style during the appoint-

ments did not always support patients to develop an ap-
propriate understanding of key concepts, such as the

information that testing will provide and eligibility to ac-
cess it, risk to the individual, family members and future
children, the likelihood of shared aetiology with other
conditions in the family and detection of benign variants
or variants of unknown significance. Some patients were
unable to understand the complex medical terms and
concepts discussed in the consultation. This contributed
to dissatisfaction and ongoing anxiety long after attend-
ing the service. As one mother aptly put it: “This is my
boy’s health! Talk straight to me!” (Parent, NT). Another
participant described “feel [ing] like an idiot” when she
did not understand her practitioners. She responded by
“smil[ing] and nod[ding], making notes [with the
intention to] google that after and find out what it
means” (Parent, WA).
The patient journey to and from clinical genetic ser-

vices means that there are often limited opportunities to
clarify understanding. The decision whether to under-
take testing is usually finalised in the first appointment
and results returned in a second, without further patient
follow-up or discussion of results. This also means that
patients may be left in doubt about appropriate next
steps. The sentiment was also expressed that an add-
itional follow up appointment would help them to better
understand their results and “ask the right questions”
about their implications (Patient, WA).

Inclusive and appropriate environments
Participants' confidence and ability to engage with their
clinician was further limited by the physical and social
environment of the services. Waiting and consulting
rooms tended to be sterile and alienating with few wel-
coming signifiers for Aboriginal people. While primary
health care services in Australia often include
Aboriginal-themed posters, Aboriginal-specific public
health information or an Aboriginal flag that serve to
make Aboriginal patients feel more comfortable, these
are not generally included in genetic health service
environments.
The lack of representation of Aboriginal and Torres

Strait Islander people within the services, be that as
members of the workforce or in brochures, posters and
information sheets, indicated to patients that genetic
conditions are not something that Aboriginal people
should be concerned about. A number of patients re-
ported that there were very few Aboriginal and Torres
Strait Islander people attending the services and that this
contributed to their feeling of isolation.

We got, "We've gotta keep our ears clean. We've
gotta keep our hands clean." We've got all of those
posters. There's nothing on genetics. We don't have
anything on that and how to explain it. Parent, NT
To this day I still don't know if there is another
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Aboriginal person out there with what [son] has be-
cause I don't think they had that information. Par-
ent, WA

The nature of clinical genetics means that whole families
were sometimes required to come in for consultations.
Consequently, patients were often distracted by their
family responsibilities with children “bouncing off walls”
(Parent, NT) and were unable to fully engage in the con-
sultation. One patient felt that the practitioner was also
distracted by the children present and “couldn’t wait to
get us out the door” (Parent, NT), which impacted on
the quality of health information imparted in the con-
sultation. Parents reported that small waiting rooms
without facilities for entertaining children, or those that
did not adequately accommodate mobility devices were
another barrier to positive experiences of attending gen-
etic health services.

Post-appointment
Support: appointment outcomes and psychosocial needs
Most participants felt that there was insufficient support
or opportunity for further discussion following their ap-
pointment. There were mixed experiences of receiving a
report or letter detailing what was discussed in the ap-
pointment, although when this occurred it was generally
found to be helpful. One parent appreciated the written
information although felt they “still couldn’t really wrap
[their] head around it” (Parent, QLD).
There was indication from participants that a follow-

up call from the doctor or genetic counsellor would have
been appreciated after they had had an opportunity to
process the information they received and to think of
any questions that were not answered during their con-
sultation, or in the course of their own research
afterwards.

I think, yeah, a follow-up phone call within the next
week would have been really helpful. Especially for
me because I didn't take much during that meeting.
Parent, NT
It was only afterward, and you're like, "Okay. What
about, what about, what about?" Then, it's all too
late by that point. Parent, QLD

The need for support for the psychological and mental
health sequelae of interactions with clinical genetic ser-
vices was also clear.

I felt lost. I had so many people [different doctors] to
see and stuff, which is fair enough, but I suppose just
to ask if I was all right and how do I think I'm going
to be able to move forward doing this. Parent, QLD
Interviewer: And so the overall experience, what do

you think was the most challenging?
Parent: The processing it all. Maybe another, like,
check-up just to check on me sort of thing. Parent,
QLD

Parents of children with rare diseases described over-
whelming feelings of isolation. Online communities
(such as Facebook groups) were an important source of
both support and information, however these were often
found as a result of the parents’ own research, rather
than on the suggestion of the practitioner or genetic
counsellor. There was also a strong desire to form link-
ages with other Aboriginal families, in order to have
their life experience, worldview and perceptions of dis-
ability that may differ from those of white parents vali-
dated. The lack of Aboriginal-specific support groups for
most genetic conditions was an issue for some parents,
such as one who “felt worse” after accessing a main-
stream support group that felt alienating (Parent, WA).
Themes relating to post-appointment support are

equally, if not more, relevant to patients and families for
whom attending the genetics services does not achieve a
definitive diagnosis. As this group continue on their
diagnostic odyssey, feelings of helplessness, uncertainty
and confusion are common, however among our partici-
pants, there were no examples of these patients receiving
appropriate psychological support after attending genetic
services. One parent described the distress she felt
throughout her sons’ childhoods:

I only did it [genetic testing] because I was just trying
to really find out like I said, I don't know like, did I
give them this condition because like, it's been really
hard for me, for many, many years with no help
from anyone, really. [… ] I'm just confused, like, one
minute, they said that it wasn't genetic—for years. I
was just struggling right from when they were three
and five, when they were diagnosed, and went
through numerous schools like, so many, and just
feeling so like, well, helpless, really, because I
couldn't—I didn't know how to help them. Parent,
QLD

Planning for the future
A significant source of anxiety expressed by a number of
parents related to being asked to return to the service
with their children at some point in the future (such as
“five years” or “when the children are adults”), without a
definitive time frame being given, nor the ability to ar-
range a reminder call to arrange an appointment. One
parent suggested she “thought waiting until they’re in
their teens was a bit harsh.” (Parent, QLD).
A few patients who were diagnosed with a condition

they were at risk of passing on to their children were
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told to return when they were considering starting a
family. While discussing the reproductive implications of
a diagnosis may not be of immediate concern, this gap
in information was a significant burden, especially
among young women who were pragmatic about the
reality of unplanned pregnancies. One mother spoke
about continued feelings of uncertainty and stress more
than five years after attending the service indicating that
she thought there was a real possibility one of her sons
might have a child before they returned to the genetic
service in their late teens to discuss the risk to their off-
spring (Parent, QLD). This was also the case for one
young woman who was learned she was at increased risk
of cancer in her early teens:

Interviewer: Do you feel as though you needed more
information about things, you know, to look at in the
future?
Interviewee: Um, the only thing probably would be
um, like pregnancy. We got told when we were there
about um, coming back and talking to someone
about when you’re wanting to try to have children.
So, that was probably the only thing.

Discussion
The results of this study highlight barriers to Aboriginal
and Torres Strait Islander peoples’ participation in clin-
ical genetic services throughout the patient journey. Ad-
dressing these issues is likely to improve the

Fig. 1 Barriers to accessing appropriate and culturally safe care exist at each phase of the patient journey to attending a clinical genetics
service. Examples of key patient concerns raised by study participants which impacted their engagement are given for each phase and we offer
corresponding recommendations to clinical genetics service providers for actions to address these
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representation of Aboriginal and Torres Strait Islander
people at these services, as well as benefit the broader
patient population [39]. The current experiences of clin-
ical genetics services anticipate considerations that will
be necessary to support equity as genomic medicine is
increasingly integrated into other areas of the health sys-
tem. Figure 1 outlines changes to service provision that
are able to be implemented within the current paradigm
of genomic medicine that will improve access and out-
comes for Aboriginal and Torres Strait Islander people
who stand to benefit from clinical genetics services. Ser-
vice providers are responsible for making proactive and
immediate changes at the individual- and service-level to
ensure that inequitably distributed benefits of genomic
healthcare do not exacerbate the existing gap in health
outcomes between Aboriginal and Torres Strait Islander
people and other Australians.
Currently, there are no guidelines or policies for clin-

ical genetic services that ‘recognise the collective cultural
needs of Aboriginal and Torres Strait Islander people in
relation to healthcare’ [6], although these exist in many
other areas of the Australian health system. Our findings
highlight the importance of developing such guidelines
to support the services to ameliorate the under-
representation of Aboriginal and Torres Strait Islander
people. We suggest that there is unmet need in
provision of practical and specific cultural safety training
for genetic practitioners, which would empower and
equip them to provide high quality care in what is often
a brief clinical relationship. It is critical to the provision
of greater cultural support that Aboriginal and Torres
Strait Islander people are identified in clinical genetic
service data [40] and that the risks associated with iden-
tification (e.g. racism) are mitigated [41]. Our findings
demonstrate the importance of allowing Aboriginal and
Torres Strait Islander patients the opportunity to iden-
tify themselves as such, so that improved support for in-
dividual and collective identity may be incorporated into
their care and patients can access the services to which
they are entitled. Improved identification of Aboriginal
and Torres Strait Islander patients in clinical genetic re-
cords would have the additional advantage of enabling
equity to be monitored. In addition, cultural safety train-
ing should encompass the specific support required pre-,
during and post- appointment as outlined in Fig. 1. This
will entail both improving the adequacy of service design
and the clarity of communication.
The ability of clinical genetic services to deliver cultur-

ally safe care would be greatly enhanced by harnessing
strengths of the existing Aboriginal and Torres Strait Is-
lander health workforce. Establishing links with Aborigi-
nal and Torres Strait Islander support services within
the health settings where genetic services operate, as
well as in the community, will further bolster the ability

of clinical genetics services to provide culturally safe care
and ensure that patients are able to access the full range
the cultural, health and social support available. Recog-
nising Aboriginal Community Controlled Health Ser-
vices as a key point of contact with the health system for
many Aboriginal and Torres Strait Islander people, and
as a rich source of knowledge about the community they
service, is also critical to improving continuity of care
for patients with complex conditions and engaging new
patients who stand to benefit.
Addressing barriers evident in the pre-appointment

phase of the patient journey is critical to improving ac-
cess to clinical genetic services for Aboriginal and Torres
Strait Islander people. Firstly, difficulty in accessing ap-
propriate services, including clinical genetics, is a com-
mon experience among people with rare conditions and
people who are at-risk but pre-symptomatic, and is not
unique to Aboriginal and Torres Strait Islander patients.
However, some patients’ experiences of being dismissed
when they requested a referral to a clinical genetics ser-
vice does highlight the importance of improving genetic
literacy and knowledge of referral pathways among pri-
mary care providers, including those practicing at Abori-
ginal Community Controlled Health Services.
Reflecting key themes from our findings, the suggested

actions in Fig. 1 focus on improving the affordability and
accessibility of services and ensuring the patient or fam-
ily is aware of the purpose and process of the appoint-
ment before arriving. Pre-clinic contact appears to be a
missed opportunity to encourage attendance and man-
age expectations, to ensure the patient has a good un-
derstanding of what will happen during the appointment
and to discuss required support, both psychological and
financial. Suggesting that patients bring another adult
for support if they feel comfortable doing so is also likely
to improve patient satisfaction following the appoint-
ment, particularly if it is indicated that the nature of the
information that will be discussed could be new, com-
plex and overwhelming, and that having a ‘second pair
of ears’ is something many patients find useful. Normal-
ising these responses to genetic information and ap-
pointments is likely to empower patients to ask more
questions and seek alternative sources of information as
suggested by the clinician [42], rather than turning to
Dr. Google.
Improving patient preparation for appointments also

relies on improved genetic literacy of referring practi-
tioners, with a focus on clinical applications rather than
biochemical mechanisms. Self-reported and/or object-
ively measured deficits in genetic literacy have been
noted among specialist practitioners [43], nurses and
midwives [44] and general practitioners [45] in Australia.
We suggest that this requires stronger relationships be-
tween referring doctors in both primary and specialist
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