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Normal Red Blood Cell
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Possible Symptoms:

"Autism Spectrum
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Disability ‘
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Heart Valve
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Let’s explore this difference in the family below.
Cristina has a disease-related variant in one of her BRCAL genes

and her daughters Josie and Lucy have both inherited this variant.

However, only Cristina and Lucy have breast cancer
(though Josie may develop it too as she ages).

An average woman

has a 12-149%
risk of developing
breast cancer in her
lifetime.
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Let’s take another look at the family from before.
Here. we see that Cristina and Lucy have the disease-related

variant of BRCA1 with development of disease but have different
severity of symptoms (types of cancers) and age of onset

(Yo y.0. vs. 35 y.o for breast cancer).

Tony Cristina

n :.‘ 46 year old (y.0.)
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Let’s look at another disease example—j

We can see this difference in disease development
in the family below.
Craig has a disease-related variant in one of his MLH1

genes. His daughter Shana and son Will inherited it. However,
only Craig and Shana have colon cancer

(although Will may develop it too as he ages).

An average
person has a
5% chance of
developing colon
cancer in their
lifetime.
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We can see this difference in disease development
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Craig has a disease-related variant in one of his MLH1

genes. His daughter Shana and son Will inherited it. However,
only Craig and Shana have colon cancer
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Let’s check for, ..

Talking with your
doctor about your
health concerns is
important.

Differences in your
genome can sometimes
cause diseases.
Genetic screening can
find a disease before
symptoms are noticed.

Finding a disease early
can offer options for
treatment and/or
management.



Plain Language Glossary

O DNA:

The blueprint for a person which is written in the
letters "A, G, C, T" and inherited across each
generation.

O Gene:

A small piece of DNA that provides the code for
specific functions or traits.

O Trait:

Any characteristic of a person; can be based on one or
multiple genes as well as the setting that a person
lives.

O Chromosomes:

Tight coils of DNA, containing multiple genes, held within
each cell.

O Genome:

All of a person's DNA organized in chromosomes.
O Genetic variant:

A difference in the spelling of a gene's "ATGC"
alphabet. Synonyms: mutation, variation, change.

@ Disease-related genetic variant:
A spelling difference that causes the gene to not
work correctly and can cause disease.

O Inherited:

A trait, disease, or condition that is passed down
through a family by each generation.

O Recessive disease:

A disease that happens when both of a person's two
copies of a gene are not working.

O Dominant disease:

A disease that happens when either one of a person's
two copies of a gene is not working.

o Affected:

A person who has symptoms of a disease or condition.
O Unaffected:

A person who does not have symptoms of a disease or
condition.
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