A little note about the slides

* These slides mainly follow Easy Read principles
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i People with intellectual disability have

National Roadmap

for Improving the Health of ¢ X2 a.VO|d abl e d eathS

People with Intellectual Disability

July 2021

« X2 emergency and hospital admissions
- physical and mental health conditions

- ¥ lower rates of preventative healthcare

Australian Government: Department of Health. (2021). National Roadmap for Improving the Health of People with
Intellectual Disability. https://www.health.gov.au/sites/default/files/documents/2021/08/national-roadmap-for-
improving-the-health-of-people-with-intellectual-disability.pdf
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GeneEQUAL: Nothing about us without us!

GeneEQUAL Is an inclusive
research team co-led by

* people with intellectual
disabllity

 health care workers

_« * education, genetics, disability
1 studies and ethics
researchers




Genetic healthcare promises so much....

"!i_ Australian Government

RS Department of Health and Aged Care

Home Topics Our work Resources

Home » Qurwork

Genomics Health Futures Mission

The Genomics Health Futures Mission is investing $500.1 million in genomic
research. It will improve testing and diagnosis for many diseases, help personalise

treatment options to better target and improve health outcomes. It will also

reduce unnecessary interventions and health costs.




Basic Genetics
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Genetic changes (pathogenic variants/mutations) can be inherited in the
sperm/egg (germline) or develop during lifetime (somatic)

DNA, genes, & chromosomes

Nucleotides

| Adenine
e Cytosine
e Thymine
) Guanine

Gene (segment of DNA)



The evolution of genetic testing

Karyotype tests for:

* Extra / missing chromosomes

* Extra / missing pieces of chromosomes
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The evolution of genetic testing

* Microarray detects small deletions and duplications (copy number variants)

 Single Gene testing — may sequence an entire gene or look for common changes
within the gene

* Panels — test a number of genes associated with a particular condition. Looking at
most common changes within those genes



Whole Exome Sequencing
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Copyright © 2012 University of Washington

1% of genome is coding — 99% non coding (used to be referred to as junkl!)...



Whole Genome Sequencing

GCCACAGTGCCCTGCCTGGCAGATGATACCTAGAGACTCGACTGAGGAGCTCACCTCCCACATCTGTAGATGGTCCAAACTGCCTTCGTAAR
ACCTCTGCTGTACTGCTAAGTCCAAAATTAAAGAAATAAGATTAAACCAAGAAAAGGAAGCTGAAAACCTGATCCGACTTCACTTCCAGH
TTACAAGGAAACCTTGAAGACGATCAGAGAGAAGGAACGCTAAGAAAGAGAAGA” Faa o L CTAAACCCTGCTACCTTTCAAAATAA
ACTGAGATGACCCAGCACCTGAAAGCCTACTACCAGGAGTGCAGACGGAAT? ., G . G G G * “CTGATTATCCAGTACTTCATCC
ATGCTTCAGCTTTTACAGGACACCAGTAAGTGCAGCTGGTTCCTGGAGG” : VAGAAGAAGTTCCTGAAGAGGC
GCTTGCCAAATTCTCCGATTAACCAGGCTAGCTATGTGGCTTTCCTGE G G G CTGCTAACCTTATGTCAGAAC
CTTTGTAAACTCTGAGGAGATGAGGAGAGAGCGAGCTATGCAGAGTCA” CCCTCTCAAAGCCTAGGAGG
TC'I"I‘TGTCAGGAGGATGTACTGGCTGAGCACCTCAGAAGGGTCGGS G D i gsease : ﬁ'?GMGCAGTGCGAGAGGTG O
CATACATTTTTTTTTCCAAAAATTTTAACAAGGATTCCACCTCTCT \GTGGAAGAGAAAAGTTAT
ATAGTTCTTTGCGGGCAAGCTCAGTCTTCCTTGCGCAGCACGTTCAGTCC G G G | AGCAGCTGCAGACCAGTCC
AGCTATAGTCCAGTCCTTTCCACAGCGCAGAAACCAAGAATGAATCAGC, GCTTGCCATCTAGCCTGAGG

AACCTCACAAGTAGTTCTTAGGTCGAGTTTCTCTCAATGTCAGTGTTALC, G G IATGTAAGGCAAACCATTCC?

AGCAAACCAAGCCAAGGCTCCGTTGCTCATCTCCAACTGTTTGTGAGGT ATGGGTCCTTTCATGTATTTGC
TCTGCTTCAGGGAAACATTCTTTCATGTGTTTGCTTCAGCAAGACATCATI. G SAAAACATCATTTGATATAACT?
AGCGCTTCCAATAAMMATTCTTGCTAAGTGACTGGTGCGGCCCTGTATTGACCT .. ™ G WCTCTGGGTERECAGCAGGACC
CCAGAGTTCTGGGAAGAGCTCTGTGCTGGAAGCACTGTCTGGAGTGGCCCTCCCCAGAGGCAGTGGT ] SuTTACS 0/ CTGG
AG'PGGAGAGGCAMGTCTCCTATGATGACATTGMGTGGAGCTCTCTGATCCTTCAGAGGTGGAAGAGG' - SAC
CATCAACCTGGTGGTAGTCCCCAGCAATCGTCGCGACATTCCTACCACAGAGGCTCTGAGCATGGCTC
TGGACAGAGGTGCTGAAGGCAAGGTCTTGGATGTGATGCGGAACCTGGTGTATCC
ACTGAGGCTTATCAGACAGTGCAAGTCTTCTTCAAGGATCACTCATACTTCAGCATTCTT
TTCAGCTTTTACAGGACACCAGTAAGTGCAGCTGGTTCCTGGAGGAGCAGAGTGACACCAGAGA |® -
TTGCCAAMTTCTCCGATTAACCAGGCTAGCTATGTGGCTTTCCTGGTCGCTGTGCAATGATCCTTT * S
GTAAACTCTGAGGAGATGAGGAGAGAGCGAGCTATGCGAGAGTCATTCTACTTCAGCAGGAAGACA N
TTTGCTCAGCGAGGATGTACTGGCTGAGCACCTCAGAAGGETCCCCTTCTCGTTTTGCTACTGTCCTGTCT

We are now learning more about how genes are regulated

Connor A. Horton et al, Short tandem repeats bind transcription factors to tune eukaryotic gene expression, Science (2023).
DOI: 10.1126/science.add1250



https://dx.doi.org/10.1126/science.add1250

What is the experience of people with
intellectual disability with genetic healthcare?
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Genomics Health Futures Mission

The Genomics Health Futures Mission is investing $500.1 million in genomic

research. It will improve testing and diagnosis for many diseases, help personalise
treatment options to better target and improve health outcomes. It will also
reduce unnecessary interventions and health costs.




Our early research told us: Nsw

ESHG www.nature.com/ejhyg

ARTICLE PEN D) ok ryecutsn
“I am not a number!” Opinions and preferences of people with
intellectual disability about genetic healthcare

Iva Stradowa’“2%, Julie Loblinzk'#, Jackie Leach Scully®, Joanne Danker', Michelle Tsa', Karen-Maia Jackaman', Manjekah Dunin 17,
Siefra Angelina Willow', Skie Sarfaraz®, Vanessa Fitzgerald (%, Jackie Boyle” and Elizabeth Emma Palmer (555

@ The Autherls) 2023, corrected publication 2023

There Is limited research loring the k ledge and lences of genstic healthcare from the perspective of peaple with
intellectual disability. This study, conducted in Mew South Wales [Australia), addresses this gap. Eighteen adults with intellectual
disability and cight support people were interviewed in this inclusive rescarch study. The transcribed interviews were analysed
using inductive content analysis. The findings were discussed in a focus group with ten adults with inteflectual disability and in
three multi-stakeholder advisory kshy contributing to the validity and trustworthiness of the findings. Five main themes
emenged: || access to genetc healtheare services Is Insqunahle with several barriers to the informed consent process: (i) the
mepnlenrcs and oplnlnm af peaple with intellectual disability are variable, including frustration, exclusion and fear; (i} genetic
[ and di zan be by impactful, but lating a genctic di is into tailored healthcare, appropriate
support, peer connections and reproductive planning faces barriers; [iv) people with intellectual disability have a high incidence of
EXpOsUre to trauma and some reparted that thelr genetic healthcare experiences were assoclated with further trauma;

(v) recommendations far a more respectful and inclusive madel of genetic healthcare. Co-designed point-af-care educational and
consent resources, accompanicd by tailored professional education for healthcare providers, are reguired to improve the equity
and approprateness of genetic healthcare for pecple with Intellactual disability.

European Journal of Human Genetics; httpsi/doi.org/10.1038/541431-023-01282-3
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1. Many people with intellectual disabili
« Had bad experiences with genetic
health care

2. There was a lack of Easy Read
iInformation
* About genetic health care

3. Health professional education was
needed

www.GeneEQUAL.com
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Key recommendations from Royal Commission ™

Good health care for people with disability

People with disability have the same right

to health care as people without a disability.

They should have the autonomy to manage their

own health care.

But people with disability often don't get the health

care they need.

This means they can have worse health than

other people in the community. 13



Intellectual disability is a disability that
slows down learning. We can learn if
the way of teaching matches how the
person learns. Intellectual disability is
not an inability to think! We know
what is going on around us, and we
can feel what’s going on too.




Improving genetic healthcare for people with ...
intellectual disability .

Co-production research is the best
way to do this.

Co-production means doing
research together.

People with disability are included In
the research process.

Strnadova, I., Dowse, L., & Garcia-Lee, B. (2022). Doing Research Inclusively: Co-Production in Action. DIIU UNSW Sydney.



Starting research together
We decided to focus on meeting the top three recommendations from
people with intellectual disability in Phase 1 of GeneEQUAL. GeneEQUA

Planning research together '.{ii."
We agreed on a co-production and a research plan. We worked together to

make sure our project would be accessible and treat everyone with respect.

Doing research together
Y (i.\ We ran co-production and advisory workshops together. Some of our team
'ﬂ"ﬂ‘p worked more on a focus group with people with intellectual disability and
others worked more on a health professional evaluation.

* Understanding data together [
We worked together to understand the main themes and findings of our co- e osss e sos 38
. production project. E] E]
8 o Talking about our research together
We share our research together at conferences and by * S
" Easy Read newsletters, videos, podcasts and blogs.
Sharing what we learnt together E]
r We have reflected on the co-production process together and thought of Tt

new ideas and recommendations for how we will work together in the future.
Strnadov3, |., Dowse, L., & Garcia-Lee, B. (2022). Doing Research Inclusively: Co-Production in Action. DIIU UNSW Sydney.



MS co-researchers =

Co-researchers add their expertise on
« Easy Read ethics documents
* Recruitment plans
* How to run interviews and focus
groups
* And much more

hey
* Bring their lived experience
* Are accessibility experts

« Know what will work and what will
www.GeneEQUAL.com Not




Improving genetic health care for people with "
intellectual disability — listen to the experts!

Listen to people with intellectual disability
about

* their experiences at genetic
appointments

« what they liked

« what they did not like

« what they recommend should change



Many people with intellectual disability pes®®s
experienced

 Bullying
» Sexual abuse

 Physical abuse

* Financial abuse

Seeing a new health service team can be frightening

Strnadova, I., Loblinzk, J., Scully, J. L., Danker, J., Tso, M., Jackaman, K.-M., Dunn, M., Willow, S. A., Sarfaraz, S.,
Fitzgerald, V., Boyle, J., & Palmer, E. E. (2023). "I am not a number!" Opinions and preferences of people with intellectual
disability about genetic healthcare. European Journal of Human Genetics



People made suggestions for how things could
improve

* Explain things well

p « Stop and listen
_ : * Talk slowly
= eqdsy, ¢ |
read » Check understanding
B 55 » Use pictures

* Use Easy Read

 Give people choices
» Use language which makes people feel respected

\\\\\\\



Our first project with NSW Health

We talked with people with intellectual
disability about

« what Is good or bad
about genetic health care

Then together with people with intellectual
disabllity

« we made an Educational Toolkit



https://geneequal.com/genetic-resources/geneequal-toolkit/

GeneEQUAL Educational Toolkit oy

 Reasonable adjustments
* Person centered care
« Strengths based (trauma informed) care

https://www.genetics.edu.au




Easy Read booklets about genetics

s

About genetic health care Genes and genetic conditions Making a genetic appointment Get ready to go to the genetic clinic
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i
Patient Booklets in W i,
Easy Read Tips about genetic health care ’

What is research?
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".!'. Understanding data together W

UN

& - People with intellectual disability
* through a focus group
« Health care professionals
 through interviews and a survey

- Manjekah and Chloe are students
who lead this work g
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You can find it at www.geneequal.com

Our toolkit has been visited

« over 10,000 times

* Dby people from 53 countries



http://www.geneequal.com/




What does co-production mean to us?

Doing research together

» People with a disability working alongside
staff who work at universities

1

—— *Working out what jobs you want to do in
Y&y  Co-production

» Making sure research is about what is
Important for people with disability



GeneEQUAL’s current big project
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GeneEQUAL is now funded

» for 5 years
» for a project across Australia

* to Include Aboriginal and Torres Strait
Islander people

. II%y the National Health and Medical
ustralian Government | NHMRC esearCh Centre

National Health and
Medical Research Council

o, o
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NSW Genetics of Learning Disability Service

NSW GOLD Service

Phone: (02) 4985-3100 opt 1
Fax: (02) 4985-3105
Email: HNELHD-GOLD @health.nsw.gov.au

Helping families find genetic reasons for intellectual disability

Genetic appointments for families with 2 or more family
members with intellectual disability

Clinics across NSW

Provide home visits if required
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