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Additional file- Supplemental Information
Table 1. Demographics of participants.  The participant pseudonyms are not the participant’s real names to maintain anonymity.
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Table 2. Recruitment response rate and types of interviews conducted. 
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Table 3. Table showing the terminology participants used to describe their VUS result.  Some participants seemed to use language that could be seen as having negative connotations.
	Terminology participants used to describe their VUS result

	Alan: “mutation”
Bill: “faulty gene” “problem gene” “bad gene”
Derek: “change in the MYBPC3 gene.”  
Eddie: “unidentified defect” “defect”
Fran: “… probable abnormality in a gene…”
Gareth:  “abnormal gene” “funny gene”
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Figure 1. Final thematic map showing the three main themes: ‘Anxiety’, ‘Managing Uncertainty’ and ‘Hope’ and their linking sub-themes and sub-sub-themes, all under the overarching, ‘umbrella’ theme of ‘Care For Family’.  The lightening colours, reducing font size and downward pointing arrows show the hierarchy of overarching theme, main theme, sub-theme, sub-sub-theme.
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Study title: Exploring the psychosocial impacts on patients who have a
diagnosis of Hypertrophic Cardiomyopathy (HCM) and a genetic test
result of a Variant of Uncertain Significance (VUS).

Interview Guide

This guide is a framework of the themes that will be the focus of the research interview. This guide
will act as a prompt for the interviewer (primary researcher, Philippa Thomas). It will be used
flexibly by the interviewer who will follow the interviewee’s conversation trails; adapting to the
topics the interviewee primarily wishes to talk about.

Pre-amble
Before starting the interview, the interviewer will introduce herself and ensure that:

« The participants know that the interviewer is interested in their experiences and
perceptions of the support they received, when receiving a VUS genetic test result.

« The participants have received sufficient information about the study.

o The participants know that the interviewer is a student researcher, who is not qualified to
answer questions about their VUS result and if they have questions about these or become
distressed during the interview, the interviewer will signpost them to Lindsay O'Dair (Lead
Genetic Counsellor at the Northern Genetics Service) for support at the end of the
interview.

« Set the context for the interview, for example that the purpose of the interview is not to
discuss their actual VUS result, but the effect it has had on them.

« Interviewees are comfortable with the interview being audio-recorded and this verbal
exchange of informed consent is documented on the participant’s consent form
(Appendix...).

« The participants feel at ease by the interviewer stating that there are no wrong or right
answers and the interview can be stopped at any time, without the participant needing to
give a reason why.

o The interviewer will use acronyms to shorten the condition’s name Hypertrophic
Cardiomyopathy to HCM and the genetic test result Variant of Uncertain Significance to
VUS.

« The interview will be split into two parts: firstly the participants’ experiences, perceptions
and emotions on receiving a VUS genetic test result will be explored (30-60 minutes) and
secondly around 30 minutes will be spent reading and giving feedback on the support-
based information sheet (leaflet) Philippa has developed, facilitated by questions from the
interviewer.

First part of the interview: Exploration of the participants’ experiences, perceptions and
emotions on receiving a VUS genetic test result

Participant demographics: The interviewer will start by asking some demographic questions to
establish the time frame since diagnosis and receiving their genetic testing result and whether the
participant has children. Example prompts similar to the following will be used:

1. “When did you receive your diagnosis of HCM?"

2. “When did you receive your VUS genetic test result?”

3. “What is your age now?”

4. “Do you have any children? If so, how many and what ages are they now?"
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Introduction Theme: Exploring the participants’ experience of HCM

Rationale: To explore the participant’s experience of HCM and to encourage the participant to feel
at ease about talking about HCM, enabling the development of a good rapport between the
interviewer and interviewee. The interviewer will use prompts such as:

“Can you tell me in your own words the story of your experience of HCM?"

“What were your reasons for wanting to be involved in this research?”

Theme: Exploring the participants’ understanding of what a VUS is

Rationale: VUS can be a difficult concept to grasp and explain for both clinicians and patients. It is
important to explore the participants’ understanding of what a VUS result is to make sense of their
reactions to the information. Similar prompts to the following example prompt will be used:

“I believe you have received a Variant of Uncertain Significance (VUS) Genetic Test Result,
please can you tell me what you understand about this?"

Theme: Exploration of the context in which the participants received their VUS genetic test
result

Rationale: Dealing with VUS is a relatively new phenomenon in genetics services. It will be useful
to explore the participants’ experience of having a genetic test at the Northern Genetics Service.
Example prompts:-

“Could you tell me a bit about your experience of having a genetic test at the Northern Genetics
Service?"

“Is there anything you would like the Northern Genetics Service to change? If so, what would that
be?"

“What were your hopes and expectations from having a genetic test?”

Theme: Exploring the participants’ perception of the explanation of their VUS genetic test
result given to them

Rationale: As explaining and communicating what a VUS genetic test result means for the patient
can be potentially complex, it is important to understand what the participants’ perceptions of the
explanation of their VUS genetic test result was. Therefore similar prompts to the following
example prompt will be used:

“How did you feel the explanation of your VUS result was from the person who gave you it?" “If
you did not feel that their explanation was helpful, what do you think they could have done
differently to help explain it better?”

Theme: Exploring the participants’ perception of the support they received after being
given their VUS genetic test result

Rationale: Given that receiving a VUS genetic test result can be overwhelming, it is important to
explore what the participants’ perceptions of the support they received after being given their VUS
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genetic test result are and to try to improve the support for patients who receive a VUS genetic
test result at the Northern Genetics Service. To do this similar prompts to the following five
example prompts will be used:

“Could you tell me about how supported you felt after receiving your VUS genetic test result?” “If
not, how do you feel that could have been improved?”

“What further support do you think could be made available to patients with a diagnosis of HCM
and a VUS genetic test result?”

“Have you discussed your VUS result with any family/friends? If so, what are their feelings?”
“Do you receive support from your family and friends? If so, how do they support you?”

“What does this result mean to you and your family?”

Theme: Exploring the participants’ feelings about receiving their VUS genetic test result

Rationale: As receiving a VUS genetic test result may cause patients to experience a variety of
different feelings, including uncertainty, it is important to explore the participants’ feelings and the
emotions they have experienced having received their VUS genetic test result. To do this similar
prompts to the following two example prompts will be used:

“How do you feel about having a VUS result?”

“If your feelings have changed since you first received your VUS genetic test result, how have they
changed?”

Theme: Exploring the coping mechanisms participants have used after receiving this VUS
genetic test result

Rationale: Identifying coping mechanisms may be helpful to share with others facing similar
situations and might inform the further development of the support-based information sheet
(leaflet). For this, similar prompts to the following example prompt will be used:

“How have you coped with this result?”

Second part of the interview: Feedback on the support-based information sheet (leaflet)

After the first part of the interview, the participant will be asked if they could read through the
support-based information sheet (leaflet) (participants will be given around 15 minutes for this) and
if they would like to give some feedback.

Rationale: To gain participants’ feedback on the support-based information sheet (leaflet)
developed by Philippa Thomas, similar prompts to the following two example prompts will be used:

“Having heard about your experience of receiving a VUS genetic test result, | would really like to
help patients like yourself in the future, and would really value and appreciate your input on how
we could improve this leaflet. Have you any thoughts about this leaflet?”

“Is there anything you would like to change on this support-based information sheet (leaflet) to
help make it the best it can be and useful for patients like yourself?”
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Conclusion

Rationale: To conclude the interview, similar prompts to the following two example prompts will be
used:

“Is there anything else you would like to add?”
“Is there anything you would like to ask me about this study?”

At the end of the interview, the interviewer (Philippa Thomas) will give the participant her
Cardiff University email address (thomaspe1@cardiff.ac.uk) for the participant to email if
they have any questions or feedback about the study or leaflet.

Prompts for the interviewer:

1. Demographics

2. Experience HCM, research reasoning
3. Understanding VUS

4. Context of receiving VUS

5. Perception of explanation

6. Perception of support- service & family/friends

7. Feelings

8. Coping mechanisms

9. Leaflet- value your input, we can work on this together
10. Conclusion- anything to add? Give email address
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