What Causes Pompe Disease?

What Causes Pompe?

Pompe disease is caused by a change (or variant) in a gene called GAA, located on
chromosome 17. This gene provides the instructions for making an enzyme that
helps break down glycogen, a type of stored sugar.

When the GAA gene is altered, the body can't make enough of
this enzyme—or in some cases, hone at all. The amount of
enzyme a person produces depends on the specific gene
changes they inherit.

Some variants result in little or no enzyme activity and
are linked toinfantile-onset Pompe disease, which
appears in early infancy and is more severe.

Other variants allow for some enzyme

production and are associated with

late-onset Pompe disease, which can

appear at any age and tends to

progress more slowly.

With over 900 known variants in

the GAA gene, each person’s experience

with Pompe is unique. Because each parent

passes down a different variant, symptoms can

vary—even within families. Scientists are still learning

how these genetic differences affect the condition over time.

Understanding which variants a person has can help guide diagnosis, predict

disease progression, and inform treatment decisions. Genetic testing plays a key
role in this process.
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Genetics 101

For a person to have Pompe disease, they

will have received a variant of the GAA gene Carrier Carrier
from each of their parents. parent parent
Since it is a recessive genetic condition, if

someone has 1 gene variant for Pompe

disease, they will likely have no symptoms.

These individuals are carriers of the

condition and are often not aware they are
carriers. If a carrier has a child with another

carrier, there is a 25% chance their offspring
will have Pompe disease (2 gene variants). l \l\\“

Genetic counselling is recommended for
individuals or couples with a family history
of Pompe disease or known carrier status. A
genetic counsellor can help you understand
your risks, explore testing options, and

discuss choices such as prenatal testing, in-
vitro fertilization (IVF) with genetic

screening, or using donor sperm or eggs. Unaffected
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Making informed decisions about family . [ Unaffected
planning can feel overwhelming, but you're W Carri
not alone. With the right support and arrier
information, families affected by Pompe W Affected
disease can plan with greater confidence
and clarity.
More Information About CAP
To learn more about living with Pompe disease, The Canadian Association of Pompe (CAP)is a
visit pompecanada.com/resources. patient-led organization dedicated to supporting
Canadians affected by Pompe disease. Our mission is
Some of the topics include: to help Pompe patients and their families in Canada
e Clinical trials through education, support and community.
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