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You may be
experiencing some
unexplained and
concerning symptoms

Perhaps you've had recent difficulty
climbing stairs, getting up out of a
chair, or reaching above your head.
Maybe you've felt related muscle
weakness in your shoulders, legs, or
hips, or have even felt short of breath.
You may have noticed that your
symptoms have also been getting
worse over time.

It's important to frust yourself and
discuss these symptoms with your
doctor. If any of these symptoms
seem familiar, they could be signs
of a neuromuscular disorder.! One
possibility is a rare condition called
Pompe disease.'? Although Pompe
disease is not common, it is a good
idea fo discuss any health concerns
you may have with your doctor.™
This brochure was created to help you
falk to your doctor about symptoms
you may be experiencing.
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How do you feel?

Let’s start with a quick question: Have you experienced or had difficulty with any
of the following activities, and have they been getting worse over time?'35

> Trouble walking > Picking things up off the floor

= Trouble climbing stairs > Difficulty breathing while

> Trouble getting up out of a chair lying down

> Combing your hair > Difficulty breathing while talking
> Reaching for ifems overhead » Morning headaches

> Holding arms up to wash your hair = Dayfime sleepiness

These issues may seem unrelated, but when it comes to Pompe disease, they're
not.These are some of the most common signs and symptoms described by
actual patients.™*® And in some cases, their challenges have steadily worsened
over the course of months or years.?

If any of this sounds familiar, do not hesitate to speak with your doctor. While your
condition may not be Pompe disease, the information in this brochure is infended
to help you talk about your symptoms and discuss testing options with your
doctor. Something fo remember about Pompe disease is that early
diagnosis is important.246

KNOW YOUR

SYMPTOMS

No symptom you're experiencing is unimportant.
Although the above symptoms and changes in physical ability
may seem unrelated, Pompe disease can present itself in many
ways."2 Speak up and get the answers you need.
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What is Pompe disease?

Pompe disease is a condition where the body does not make enough of an important
enzyme.The enzyme is called acid alpha-glucosidase or "GAA” for short.? It helps
metabolise (process) a sugar in your muscles called glycogen. Muscles use glycogen
for energy, but when it builds up and is not processed, muscles don't work properly.

As the glycogen continues fo build up, muscles may also become damaged.!

As a result, Pompe disease may cause muscle weakness—especially in the hips and
legs—and breathing difficulty.'*¢ These symptoms are progressive, which means they
get worse over fime.?

How does Pompe disease impact your muscles?

Your body coverts the glucose in your food to glycogen, which is made of chains of
linked glucose molecules.” Glycogen allows your body fo store energy for later use.”
Muscle cells store glycogen, allowing them to convert it back intfo glucose when
needed, providing energy fo power movement, support breathing and provide energy
for many other body functions.”

Normally, the GAA enzyme works in a part of the cell called the lysosome to convert
glycogen in into glucose and provide the muscle cell with energy.”# But in Pompe
disease, the GAA enzyme does not function properly or is not present, and the
lysosome cannot break down glycogen into glucose.® Over time, glycogen builds up
in the lysosomes of muscle cells and this can injure and weaken the muscles in many
parts of the body.8?
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Figure adapted from Guo et al. 2012, Meena and Raben 2020, and Berg et al. 2002.7 . O 5
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What causes Pompe disease?

Pompe disease is a genetic disease inherited from both parents, in what is called an
autosomal recessive pattern of inheritance.?'° In an autosomal recessive inheritance
pattern, both parents must pass down a gene variant for a disease.?'° If only one
parent has the non-working gene, the disease cannot be passed on, but the child can
be a carrier of the gene.?1°

How Pompe disease is inherited from parents
to children

The family tree below shows how two unaffected parents without Pompe disease who
are carriers of the altered GAA gene, can pass it on to their children. Depending on
whether they inherit the altered or normal copy of GAA from each parent, their children
may be unaffected non-carriers, unaffected carriers or, affected by Pompe disease.'

©
UNAFFECTED UNAFFECTED
FATHER-CARRIER -1 MOTHER-CARRIER

O O O O

L. B |

UNAFFECTED NON-CARRIER UNAFFECTED CARRIER AFFECTED PERSON
1in 4 (25%) chance that the child 2in 4 (50%) chance that the child will inherit only 1 affected 1in 4 (25%) chance that the child will receive
will be completely unaffected'® gene and become a carrier but be unaffected by Pompe disease'® 2 aoffected genes and inherit the disease'®

Figure adapted from Taglia et al. 2011.1°
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How Pompe disease may feel'?

Basic daily activities, such as getting out

of a chair or climbing stairs, may

become more difficult over time

Excessive fatigue, feeling really tired and not
improving after getting more sleep

Morning headaches and daytime sleepiness
may occur due to sleep apnoea (frouble
breathing while sleeping)

Shortness of breath may occur due fo
weakness in the diaphragm (a muscle that
helps the lungs)

Whether or not a person has Pompe disease
comes down to the genes that they have
received from their parents.? People do not
develop this condition because they've
done anything “wrong” to their bodies or
have been exposed to anything "bad” in

the environment.'?

Pompe disease may develop and progress
in different ways from one patient fo the
next.! Some patients progress more rapidly
than others. An important thing to remember
is that the earlier a diagnosis is made,

the earlier that doctors are able to help
patients.>4

Pompe disease symptoms can be present at
birth, or develop at any time during infancy,
childhood or adulthood.?

If you relate to any of the
information presented in this brochure,
ask your doctor about testing options for
Pompe disease. Always remember to trust
yourself and to speak with your doctor
about your health concerns.




Since Pompe disease is rare and
sometimes can seem like other, more
common muscle conditions, diagnosis
can be challenging and fake time.'" 12
All of the following conditions listed
below share symptoms similar fo Pompe
disease.’? Your doctor may have already
talked to you about one, or even more
of these.

If you have learned about any of
these conditions while frying fo better
understand your symptoms, you may
want fo consider asking your doctor
about Pompe disease.

Sol, Argentina. Pompe disease.

Common-condition checklist!?

Muscular dystrophy (MD) Polymyositis

Limb-girdle muscular Myasthenia gravis

dystrophy (LGMD) Sleep apnoea (trouble breathing
General myopathy/ while sleeping)

unspecified myopathy

What you understand and share with your doctor may make a big difference.
No detail about your symptoms or overall health is unimportant or insignificant.
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Testing and diagnosis

Different tests may be used to narrow
down the possible causes of your
symptoms.® These may include
muscle, movement, and breathing
tests.?13 A specific blood or DNA test is
also available for Pompe disease.5™
Your doctor will determine which

test is best for you. Because Pompe
disease is inherited, your doctor

may suggest testing your siblings,
parents or other family members.

This is not done to cause fear or
alarm, but it can give those who
have not inherited the disease peace
of mind, and it can allow earlier
detection and monitoring for those
who have inherited the disease.

If you think you may have Pompe
disease, speak up. Since the
condition may get worse over time,
it is important to have it diagnosed
as soon as possible.? The earlier
Pompe disease is diagnosed, the
more doctors are able fo help with
disease management.?

Talk to your doctor about

testing options for Pompe disease.
Testing results may help answer
questions about your symptoms.*
The results may also quickly
determine the best next steps for
your care.*




POMPE
DISEASE

DISCUSSION
CHECKLIST

Respiratory Symptoms?12

|
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Feeling breathless during
and/or after exercise

Trouble breathing while
sleeping (sleep apnoeq)

Additional Signs'21°

d
d
d

|
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Morning headaches
Daytime sleepiness

Difficulty chewing/
swallowing

Unexplained weight loss
Tongue weakness
Heartburn

It is important to discuss all of your symptoms
with your doctor. Below is a checklist of common
symptoms related to Pompe disease.#51215

Check the symptoms you are having and

bring this list fo your doctor’s appointment. It is
important fo get a definitive diagnosis as soon
as possible.*¢

Ask your doctor about testing options for
Pompe disease.

Muscle Symptoms'3°

O
O

Difficulty climbing stairs
Difficulty getting up out
of a chair

Walking with swaying
hips or a waddle

Frequent trips and falls
(loss of balance)

Trouble reaching over
your head

Difficulty washing/
brushing your hair

Let your doctor know if your

symptoms have become worse over
time. Symptom progression is another
sign of Pompe disease.?
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Additional
Pompe Disease
Resources

Please contact your physician
if you would like to discuss your
symptoms and concerns.
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