More Information Whatis
Pompe Disease?

To learn more about living with Pompe disease,
visit pompecanada.com/resources.

Some of the topics include:
Clinical trials

Digestive health

Mental wellness

Talking to family members
Explaining Pompe to teachers

About CAP

The Canadian Association of Pompe (CAP)is a
patient-led organization dedicated to
supporting Canadians affected by Pompe
disease. Our mission is to help Pompe patients
and their families in Canada through
education, support and community.

Contact Us

www.pompecanada.com
cap@pompecanada.com

778-326-0777
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About Pompe Disease

Pompe disease is a rare, inherited nheuromuscular
disorder caused by a deficiency of the enzyme, acid
alpha-glucosidase (GAA). This leads to a buildup of
glycogen in the body’s cells, particularly in muscle tissue,
and over time, it can cause progressive muscle weakness.

The severity and onset of the symptoms will depend on
the level of GAA enzyme present. In the most severe
cases, infantile-onset Pompe disease, there is no enzyme
present (or extremely low levels).

In children and adults with late-onset Pompe disease,
they have some enzyme present and the symptoms can
appear in early childhood or much later in adulthood.

How is Pompe Inherited?

For a person to have Pompe
disease, they will have received
a bad copy (gene variant) of the
GAA gene - present on
chromosome 17 - from each of
their parents.

Since it is a recessive genetic
condition, if someone has 1
gene variant for Pompe disease,
they will have few to 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).

How Common is Pompe?

It is estimated that 5,000 - 10,000 people live with this
disease in the world. There are approximately

60-70 people in Canada currently

diagnosed with Pompe disease.

Pompe disease is likely '%f :
underdiagnosed, and )
there is a growing

network of healthcare

professionals and

researchers

committed to

improving diagnostic

accuracy and

treatment efficacy.

Managing Pompe

The current standard treatment for Pompe disease is
enzyme replacement therapy (ERT). The purpose of ERT
for Pompe disease is to restore GAA enzyme levels,
reducing glycogen build-up and preventing further
muscle weakness. There are currently a few ERT
approved by Canada’s Drug Agency.

There are also a number of treatments being developed.
To access investigational treatments, patients may
choose to participate in a clinical trial.

In addition to pharmaceutical treatment, patients often
require physical therapy and/or exercise to maintain
muscle strength. Patients may also require additional
support, such as occupational therapy, mobility aids,
ventilation, or feeding tubes, depending on their
symptoms. As each patient has unique needs, a care
team will work with each patient to create an
individualized treatment plan.




