SUPPLEMENTARY INFORMATION – JOURNAL OF COMMUNITY GENETICS

“I Felt Like a Lone Ranger”: Experiences of Australian Families Living with KIF1A-Associated Neurological Disorder
Kara Miwa-Dale, Kimberley Norman, Belinda Dawson-McClaren, Jeanette Harris, Wendy A. Gold, Trang T. Do, Simranpreet Kaur
Corresponding author: Dr. Simranpreet Kaur1,2: simran.kaur@unimelb.edu.au
1 Department of Paediatrics, The University of Melbourne, Melbourne, VIC, Australia. 2 Brain and Mitochondrial Research Group, Murdoch Children's Research Institute, Royal Children's Hospital, Melbourne, VIC, Australia

a) Interview Guide

Introduction
Introductions (participant and researcher)
Explain the project by summarising the key points in the Participant Information Sheet and reiterate to the participant their rights again (ie they can stop at any time, no questions asked)
Explain what will happen in their time with you.
Answer any questions the participant has before recording.
Make sure consent is signed and returned to the research team. 
Turn on Audio/ Video Recording – ask consent to start the recording and record the verbal consent if the participant has not returned a signed consent form.
A range of issues to be covered in the interview: 
· Context and experience of the diagnostic process
· Interaction with the health system 
· Interaction with peers/peer group 
· Impacts of KAND on their everyday life 
· Expectations for service improvement and future support 
· Suggestion for future research

The interview
When the participant is ready, begin with the first question: 
Individual with KAND
Question 1: “Can you describe your experience with the diagnosis of KAND?”
Prompts:
· When and how did you first learn about the diagnosis?
· What did you know about the condition when you received the diagnosis?
· How was your experience with healthcare providers throughout the diagnosis process? 
· Is there anything about the condition you wish you had understood better? 
· What were the challenges you faced during the diagnostic journey? Was there anything that made the journey easier?
· Are there any services or resources that you found particularly helpful throughout the diagnostic journey?

Question 2: “Can you tell me about your experiences living with KAND?”
Prompts:
· “How has KAND impacted your day-to-day life?”
· “What are the challenges/difficulties you face when living with KAND?”
· “How did you find out about the support available to you (from family members, peer-support network, social network or from healthcare providers?” 
· “Have you encountered any difficulties in accessing support?”
Question 3: “What kind of support services do you think would benefit individuals affected by KAND?
· How do you think existing support services could be improved for people living with KAND?
· What are the most important aspects of a support service for individuals affected by KAND?
· How could support services be made more accessible or tailored to the needs of individuals with KAND?
Question 4: “What suggestions do you have for future research to better understand KAND and improve health outcomes?”
· What areas of KAND do you think need more attention in research?
· What types of studies or research approaches do you think would be most beneficial for better understanding KAND?
· How do you think research could help improve the quality of life for those affected by KAND?

Family of person with KAND
Introductory question: Tell me a bit about your child with KAND – what are they like?
Question 1: “Can you describe your experience when your child was diagnosed with KAND?”
· “When and how did you first learn about the diagnosis?”
· “What did you know about the condition when you received the diagnosis?”
· How was your experience with healthcare providers throughout this process? 
· What do you wish you could have known more about regarding the condition? 
· “What were the challenges you faced during the diagnostic journey? Was there anything that made the process easier?
· “Are there any services or resources that you found particularly helpful throughout the diagnostic journey?”

Question 2: “How has having a family member with KAND affected your daily life?”
Prompts: 
· “What has changed in your family routine since the KAND diagnosis?”
· “What are the challenges in providing care to your family member with KAND?” OR What are the challenges you experience when caring for your family member with KAND?
· “How do you cope with those challenges?”
· “Have you received any support (from peer-support network, social network or from healthcare providers?” 
 Question 3: “What kind of support services do you think would benefit families affected by KAND?
Question 4: “What suggestions do you have for future research to better understand KAND and improve health outcomes?”

Closing
Is there any topic or issue you would like to discuss to help me understand more about your experience living with KAND/providing care to a person with KAND? 
Thank the participant for their time and inform them of any follow-up activities with the research study. 
Stop recording



b) Patient Information and Consent Form
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c) Demographics survey
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Demographic Survey 
	Study Title
	Understanding the Lived Experiences of Individuals and Families Affected by KIF1A-Associated Neurological Disorders: A Qualitative Study

	Short Title
	Living with KIF1A-Associated Neurological Disorders

	HREC Project Number:
	113655

	Principal Investigator
	Dr Simranpreet Kaur



Name of the participant: ____________________
Q1. What is your age?  

Q2. What gender do you identify as?   

Q3. What is your highest level of education? 
☐  No formal education
☐  Primary school
☐  Some secondary education (up to Year 9)
☐  Completed Year 10 (Junior secondary)
☐  Completed Year 12 (Senior secondary)
☐  TAFE/trade certificate or diploma
☐  University undergraduate degree (e.g. Bachelor’s)
☐  Postgraduate Degree (e.g. Masters, PhD)
☐  Other:
☐  Prefer not to say

Q4. What is your occupation?  

Q5. Where do you live?
a) Which state or territory do you live in?
☐  New South Wales
☐  Victoria
☐  Queensland
☐  South Australia
☐  Western Australia
☐  Tasmania
☐  Australian Capital Territory
☐  Northern Territory
☐  Prefer not to say

b) What kind of area do you live in?
☐  City/metropolitan area
☐  Regional/rural area
☐  Remote area
☐  Prefer not to say

Q5. What is your marital/relationship status?
☐  Single 
☐  In a relationship (not living together)
☐  In a de facto relationship (living together, not married)
☐  Married
☐  Separated (but not divorced)
☐  Divorced
☐  Widowed
☐  Other: Click or tap here to enter text.
☐  Prefer not to say

Q6. How many people are there in your household?  Click or tap here to enter text.


Q7. Which income range best represents your total household income for the past year?
☐ Less than $75,000
☐ $75,000 - $100,000
☐ $100,000 - $150,000
☐ $150,000 - $200,000
☐ Over $200,000
☐ Prefer not to say
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Project findings

At the end of the project we wil send you a final letter. This will explain what we found out
in this project — in other words, our project results. The letter will not have any information

specifically about you.

What are the benefits of taking part?

Your participation in the research will contribute to informing our understanding of how
KAND is experienced among individuals and families, and the support that might be needed.
We will offer a $50 voucher as a token of appreciation for your time to participate in the
interview.

m What are the risks and discomforts of taking part?

Your contribution to the research willrequire your time, which may be an inconvenience for
you

Participating i this study might lead to discomfort as you may recollect your diagnostic and
treatment journey. You could skip any interview question, pause, or stop the interview as you
wish.

- How will my information be used for this project?

Interviews will be audio-recorded using a digital recorder (over the phone) or via Zoom - a
video conferencing platform (if held online). You have the option to turn on or switch off your
camera during the interviews if you choose to do it over Zoom. Audio files will only be
‘accessed for the purpose of transcription or verification of information by a member of the
study team. Alidentifiable information provided in the interview will be removed at the point
of transcription. We will replace your name with a pseudonym in any publications or
presentations coming out of ths study. Your interview transcript will be assigned an identifier
Such as CPOL. The name of hospital you receive care will be replaced with Hospital A or
Hospital B. A key to link transcript identifiers to participant contact details will be kept
separate from the interview transcripts and restricted to access only by the principal
researcher and select project team members, under supervision of the principal researcher,
for the purpose of managing participant contact and data analysis.
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‘Audio files and transcripts will be stored on MCRI secure cloud-based network in folders
accessible only to the research team. Data will be stored for seven years after completion of
the research activities. At the end of the data storage period, data will be disposed of in a
secure manner, as appropriate at the time of destruction.

In accordance with relevant Australian privacy and other relevant laws, you have the right to
request access to the information about you that i collected and stored by the research team.
Please inform the research team member named at the end of this document if you would
like to access your information.

Publishing project information

Research results will be shared via conference presentations and in peer-reviewed scientific
journals. If you are interested, we will provide you a copy of the study results when this study

finishes.
Who is running and paying for this project?

“This project is being conducted by researchers at the Murdoch Children’s Research Institute
(MCRI), the University of Melbourne, Monash University, and the University of Sydney.

T ———

If you're concerned about your health when participating in this study, we encourage you to
seek counselling services, or access one of the services listed below as early as convenient:

‘Beyond Blue, Australia The Australian Psychological Society
Ph: 1300224 636 Ph: (03) 8662 3300 or 1800 333 497
http://www.beyondblue.org.au http://www.psychology.org.au/FindaPsychologist

Free professional health advice (24/7)
Nurse-on-Call Victoria): 1300 60 60 24
Healthdirect helpline (NSW, South Australia, Western Australia and Northern
Territory): 1800022 222
13 HEALTH Queensland: 134325 84
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Who has reviewed and approved this project?

Al research in Australia involving humans is reviewed by an independent group of people
called a Human Research Ethics Committee (HREC). The ethical aspects of this research
project have been approved by the HREC of the Royal Children’s Hospital. This project will be
carried out according to the National Statement on Ethical Conduct in Human Research (2007)
updated 2018. This statement has been developed to protect the interests of people who
‘agree to participate in human research studies.

m Where can | find more information?

I you would like further information concerning this project you can contact:

Name Dr Simranpreet Kaur
Position Principal Investigator
Email simran kour@meri.edu.au

Ifyou have any complaints about any aspect of the project and the way it s conducted or any
‘questions about being a research participant in general, you may contact:

Reviewing HREC name | Royal Children'’s Hospital Human Research

Ethics Committee
HREC Executive Officer | Director
Telephone: (03) 9345 5084
Email rch.ethics@rch.orgau
Signature Page
Consent to take part in this project:

By signing this consent form, | acknowledge that:

o Ifreely agree to take part in this project

« Iunderstand that | can stop taking part in the project at any time

« I have read, or have had read to me, the information provided about this project and
understand what is involved including the use of my personal information

« 1 have had the opportunity to consider the information, ask questions and am satisfied
with the answers | received
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Consent Form

Study Title Understanding the Lived Experiences of Indviduals and Famiies
Affected by KIF1A-Associated Neurological Disorders: A
Qualitative Study

Short Tile Living with KIF1A-Associated Neurological Disorders.

HREC Project Number: | 113655

Principal Investigator | Dr Simranpreet Kaur.

Parent or Guardian (Partcipant underage or unable to consent)

Surname: Given name:

‘Address:

Telephone:

Relation with the participant

Participant's details

Surname: Given name:

Gender:

Date of birth:

Dec by Participant

Ihave read the Participant Information Statement or someone has read it to me in  language:
that | understand,

1 believe | understand the purposes, procedures and risks of the research described in the
project.

Ihave had an opportunity to ask questions and 1 am satisfied with the answers | have received.

1 freely agree to participate in this research project as described and understand that | am
free to withdraw at any time during the project with no negative consequences.

1 understand that | will be given a signed copy of this document to keep.
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Iconsent to being audio recorded during interviews  YesCl NoOO

Ihave been given a verbal explanation of the research project, its procedures and risks and |
have understood that explanation. YesOI NoOO

Name of the Parent/ Guardian/
Participant:

Signature Date

Ihave informed this participant of the nature of the study, as detailed above. | have given an
explanation of the implications of withdrawal from the research project, and I believe that
the participant has understood this.

Name and role of researcher:

Signature Date
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rticipant Information and Consent Form

Short name of
project

Living with KIF1A-Associated Neurological Disorders

Understanding the Lived Experiences of Individuals and Families
Full name of project  Affected by KIF1A-Associated Neurological Disorders: A Qualitative
Study

Projectnumber 113655

D Simranpreet Kaur, Senior Research Officer at MCRI

Dr Trang Do, Senior Research Office at Genomics in Society at MCRI
AJProf Wendy Gold, Sydney Children'’s Hospitals Network

Dr Kimberley Norman, Research Fellow, Monash University

Prof John Christodoulou, Theme Director, Genomic Medicine, MCRI

What am | being invited to do?

KIF1A-Associated Neurological Disorders (KAND) are rare genetic conditions caused by
mutations in the KIF1A gene. KAND results in wide range of neurological symptoms, including
developmental delay, motor dysfunction, and intellectual disabilty. Despite the growing
interest in understanding KAND, there is imited knowledge of how KAND is experienced by
individuals and families affected by these conditions.

‘We are inviting you to take part in a project that explores the lived experience of individuals
‘and families affected by KAND. You're invited to participate in this study because you are a
person living with KAND or a family member/caregiver of an individual diagnosed with living
with KAND.

Please read this information and ask s any questions. You can also talk to someone you trust,
like a family member, friend, or your doctor. You can take time to make up your mind. You
get to decide whether this project s right for you.

What s the purpose of this project?

“This research study aims address this gap by exploring the lived experience of individuals and
familis affected by KAND.

Liing with K14 Asscciated NeurologcalDisorders
icipantnformation & Consent Form Version 03 dted 18.02.2025
HREC number. 113655
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‘The outcome of this study will offer an understanding of the impacts of KAND on everyday
life among individuals and families affected by those conditions. This might include insights
into the practical and emotional impacts and the different strategies those people use to cope
‘with KAND. The outcomes of this study have the potential of identifying areas for improving
the care and support for those affected by KAND in the future. It will also explore priorities
for future research into this field.

. Do | have to take part and can | change my min

Taking part is up to you
You get to decide whether you take part in this project. You can say yes or no.
Participation i the interview s voluntary.

You can change your mind at any time

If you do take part, you can stop at any time. Simply tell someone in the project team. You do
not have to give us the reason.

During the interview you may request to stop the recording if you'd like to make comments
off-tape and you may also request that the researcher take only notes in response to a
‘question. If you decide to withdraw from the research project, you should be aware that data
collected up to the timepoint you notify us of your withdrawal will form part of the research
project results.

There are no costs involved in participating in this research. Your participation in or
‘withdrawal from this study will not affect the care you receive, nor the relationship between
You and the healthcare providers who are managing your care.

=
E What do | have to do if | take part?

You will be invited to participate in a qualitative interview, to provide your views of and
‘experience living with KAND. The interview may take up to 60 minutes and flexibilty will be
provided to accommodate a time and interview length sultable to you. Before starting the
interview, we will ask you to provide your consent to participate.




