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is this study about?

e The goal of the study is to try to find the
cause for health conditions where no
diagnosis has been made by regular tests
available through the medical system.

e In this study, Indigenous families in
Canada with an undiagnosed health
condition will be offered a state-of-the-art
genetic test called ‘whole genome
sequencing’ (WGS) to check if their
condition is caused by changes in genes.

Genes are the instructions we inherited from our
parents, which tell our bodies how to work. We
have about 25,000 different genes, and each gene
does specific jobs in our bodies. Genes are made
up of DNA, a long string of genetic 'letters' that our
bodies can read. Spelling changes in DNA (e.g.
when a letter is changed, added, or deleted), are
called variants. Some variants cause a gene to be
misread, and can lead to health problems.

A variant (spelling
change) found in
the genome

The whole package of all the DNA in our body is
called the genome. The genome is the book of
all the DNA letters in a person.
The WGS test searches the entire genome to look
for DNA variants that might explain the reason for
a health condition.

am I invited to learn about
this study?

e You may be eligible to take part in this
research study because you (or
someone in your family) has a health
condition that is ® O
thought to have a °
genetic cause,
but no diagnosis
has been made
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e Genetic conditions occur in all
populations around the world, but we
are only inviting families that self-
identify as Indigenous (First Nations,
Métis, or Inuit) into this study in an
effort to reduce the barriers that many
Indigenous families face when trying to
access WGS testing and genetic
diagnosis.

is doing this study?

Dr. Laura Arbour and Dr. Anna Lehman,
geneticists at the University of British
Columbia, are leading this study. Many
other scientists and health professionals
are involved.

DOIHAVE TO JOIN THIS
STUDY?

You do not have to join this study if you
do not want to. Itis up to you. If you
choose to join and then change your
mind, you can stop being in the study at
any time.

Your doctors and other healthcare
providers will continue to try to diagnose
the health condition in your family,
regardless of whether or not you join this
study.

If you are eligible for this study and agree
to join, you will be asked to do the
following steps:

e Meet with one of our study genetic
counsellors, who will explain the study,
help you understand the pros & cons of
having WGS testing, walk you through
the consent process, and gather
information about the condition in your
family.

e Have a blood sample drawn (or a
saliva or cheek-swab sample) to collect
genetic material (called DNA) for WGS
testing.



