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Connect to  
your next step.
This guide will help you understand late-onset  
Pompe disease (LOPD) and how you can take an  
active role in your health. Inside, you’ll find:

	 •	An overview of Pompe disease, its causes,  
		  and how it is diagnosed

	 •	Tips on how you can live with LOPD

	 •	Information on medical care,  
		  including your health care team

	 •	Resources and support services
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HEAR  
FROM OTHER  

PATIENTS

Inna’s story

     

• AGE AT 1st SIGNS AND SYMPTOMS: 26 YEARS OLD • AGE AT DIAGNOSIS: 33 YEARS OLD
I was a successful, 26-year-old woman living life on the go. Around this time, I  

started feeling like I had weights on my legs, and my body was heavy. 
I had difficulty getting in and out of the driver’s seat. I put it down 

to my change in lifestyle—perhaps I had put on weight. It never 
occurred to me that I was unwell. So, I switched to a healthier 

diet and started exercising.

I adapted to my condition and accepted it as normal. But by 
the time I was 31, I couldn’t stand up from a chair without 

using my hands or climb stairs without support.  My weakness 
was accompanied by shortness of breath and a pounding 
heartbeat. I was literally gasping for breath when going 
upstairs. Still, I made excuses to my family. I had gained 
weight. My body was recovering after I quit smoking.

I finally acknowledged that I needed medical help when I 
was 33. My daughter and I went on a trip together. I fell while 
trying to board a bus, and two strangers had to help me up. 
I can’t describe that humiliating feeling of helplessness.

Eventually, after a long series of tests, I was diagnosed with 
late-onset Pompe disease. I felt relieved to finally have an 
explanation for my condition. At first, my relatives found my 
diagnosis hard to accept, especially my partner. But our 
relationship just grew stronger. He proposed to me, 
and shortly after we were married.

Despite the limitations of Pompe disease, I 
continue to work and live my life as normally  

as I possibly can. I have a new hobby 
knitting soft toys, which I like to call “yoga 

for the brain” because it’s so calming. 
I consider myself lucky to have found 

doctors who were able to make the  
diagnosis of a rare disease. I am so  

grateful for my life and for my family.  
I can live and walk and, most importantly, 

I’ve learned how to enjoy every day.

Inna, Russia,  
living with  
Pompe disease

“I CONSIDER  
MYSELF LUCKY TO HAVE 
FOUND DOCTORS WHO 
WERE ABLE TO MAKE  
THE DIAGNOSIS OF  
A RARE DISEASE.”
—Inna, a 35-year-old  

active mother and wife
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About Pompe
WHAT IS POMPE DISEASE?  
Pompe disease is a rare disorder that can cause permanent muscle damage in  
babies, children, and adults. However, with proper treatment and care, Pompe  
disease can be managed.

WHAT CAUSES POMPE DISEASE?  
Pompe disease occurs when cells have limited or no activity of an enzyme called acid 
alpha-glucosidase (GAA).

GAA enzymes are found within a part of muscle cells called lysosomes. There, GAA breaks 
down glycogen, a form of sugar commonly found in muscle cells. When GAA is not 
there or its activity is reduced, glycogen builds up in lysosomes. Over time, this damages 
muscles, making them unable to function properly.

Normal Muscle Fiber:  
Normally, glycogen in lysosomes is broken down by GAA enzymes.

Pompe Disease Muscle Fiber:  
With Pompe disease, glycogen can’t be broken down by GAA enzymes 
—causing a buildup within lysosomes. This disrupts healthy cell  
processes and damages muscle cells. Where the damage occurs  
depends on several factors such as age and progression of the  
condition. Symptoms between patients vary widely. Many muscle groups 
can be affected. For example, if there is a buildup in the muscles that help 
the lungs work, it may become harder to breathe. Or, if the muscles in the 
hips weaken, it may become harder to walk and move.

DID YOU  
KNOW ?

Pompe disease occurs in about  
1 in every 40,000 people to 
1 in 150,000 people. 
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WHO CAN GET POMPE DISEASE?  
Unlike many diseases that are caused by germs or viruses, Pompe disease is a genetic 
condition. This means it is passed from parent to child, like hair or eye color.

Specifically, Pompe disease is  
an autosomal recessive 
condition.   This means that you 
need to inherit 2 affected genes, 
one from your mother and one 
from your father.

If you inherit only one affected 
gene, you would not display 
any symptoms, but you would 
be considered a carrier. Carriers 
don’t experience any of the 
disease’s symptoms, but they can 
pass it to their children if they pair 
with another carrier.

For women, Pompe disease should not affect the ability to get pregnant or to give birth. 
However, you may have to undergo more frequent exams and require additional respiratory 
support during pregnancy. If you are thinking of having a baby, it is important to:  

• Be aware of the possible health risks involved (such as how muscle weakness can  
   affect you during and after pregnancy)

• Talk with a genetic counselor for guidance

• Talk with your health care team for advice about your plans

Genes come in pairs—one from your mother 
and one from your father. They carry instructions 
that tell cells in the body how to act.

Inheritance possibilities when 
“Pompe carriers” have a child together

DID YOU  
KNOW ?

Unaffected
Carriers
(50%)

Affected
Individual

(25%)

Unaffected
Non-Carriers

(25%)
Normal allele Abnormal allele
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INFANTILE-ONSET 
Infants, <1 year  

The infantile form of Pompe  
disease normally starts to show  
signs of the disease within the  
first few weeks to months after  
birth. It is the most severe form  
of the disease.

The GAA enzyme may be completely  
missing in these patients. If some activity 
remains, it is usually <1% of normal.

When untreated, the disease will progress 
rapidly, often becoming fatal within the first  
year of life.

Typical symptoms:

  • An enlarged or  
     damaged heart

  • Lack of strength  
     and muscle tone  
     (floppy baby syndrome)

  • Difficulty feeding

  • Growth problems

  • Trouble breathing

Typical symptoms:

  • Trouble breathing

  • Leg weakness

  • Excessive fatigue

  • Inability to do a sit-up

  • Trouble climbing stairs or 
     getting up out of a chair

  • Abnormal walk

  • Falling easily or 
      frequent tripping

  • Daytime sleepiness

  • Difficulty swallowing

  • Morning headaches

What are the different forms  
of Pompe disease?
Pompe disease is broadly classified into 2 types, according to age at 
symptom onset, organ involvement, and rate of progression

LATE-ONSET 
Childhood and adult, ≥1 year  

Late-onset Pompe  
disease, or LOPD,  
is milder and  
symptoms progress  
more slowly than  
with the infantile form.

Typically, the first signs occur during young 
adulthood, although it may present in early 
childhood or late adulthood.

If the disease is not managed properly, 
symptoms usually progress and worsen over 
time, causing permanent damage.
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How is Pompe disease diagnosed?
Pompe disease is challenging to recognize. Many symptoms are unclear and 
resemble those of other nerve and muscle disorders. Also, symptoms vary from 
one person to the next.

As a result, receiving a correct Pompe disease diagnosis may take up to  
13 years.

When Pompe disease is suspected, there are different tests that your doctor  
can order to confirm a diagnosis.*

ENZYME TESTING 
This test measures the amount of GAA enzyme in  
your blood.* People with Pompe disease have low levels  
of the GAA enzyme compared to healthy people. 

 
GENETIC TESTING 
Following a positive GAA enzyme test, doctors look for 
variations in the GAA gene to confirm the diagnosis. It can 
take several weeks for sample results to become available.

Because Pompe is inherited, it “runs in families.” This means 
that other members of your family may also be affected  
or be carriers of the disease. Therefore, if someone in the  
family is diagnosed with Pompe, all direct family members 
should be informed so they can be tested.

*These tests may be done on other sample types if requested by your doctor.

IF YOU WANT TO  
KNOW MORE ABOUT THE 
GENES IN YOUR FAMILY 
TREE, TALK WITH YOUR 

DOCTOR ABOUT A REFERRAL 
TO A LOCAL GENETIC 

COUNSELING CENTER.
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Work with your doctor or a physical/occupational therapist to figure out exercises that you like and that fit your level of mobility.  

A few ideas include

	 •	 Going for walks around the block or in the park or walking on a treadmill 

	 •	 Riding a bike 

	 •	 Simple stretching exercises for arms, legs, and back, even if you or the person you care for is in a wheelchair

Pain and soreness can occur in affected muscles. Some people report a burning or tingling feeling. You may be tired, weak, or 

exhausted (mentally, physically, or both). If you feel like your pain and/or exhaustion is affecting your overall well-being, talk to your 

health care team. They will be able to recommend ways to manage your pain and fatigue. 
 
BREATHING 
As the muscles in your diaphragm get weaker, it can become difficult to breathe. Because of this, you may find yourself:

• Out of breath when talking and having to pause mid-sentence to take a breath 

• Having a hard time concentrating or staying alert 

• Using the muscles in your neck to help you breathe

Difficult or labored breathing can also lead to sleeping problems. Some people may even develop sleep disorders  

such as sleep apnea (abnormal pauses in breathing). As a result, you may feel tired during the day or get headaches.

Due to the slowly progressive nature of the disease, your breathing may be affected before you notice it. Routine breathing tests are 

crucial for managing your health, even before any support is needed.

Your health care team can recommend ways to ease your breathing problems, such as a BiPap (bilevel positive airway pressure) 

machine or another breathing device which may help you get a better night’s sleep.

MOBILITY 
As time passes, your muscles may become weaker, and it may become harder to walk and move. Standing up, bending 

down, or getting up from a chair may become difficult.

USING A MODIFIED CAR OR BIKE, WALKING 
STICKS, OR EVEN A WHEELCHAIR CAN HELP  
YOU STAY ACTIVE AND INDEPENDENT.

Life with Pompe disease 
Finding out that you have LOPD can be an emotional experience. But finally learning what is 
causing your symptoms means you can start managing your condition, now and in the future.

Having Pompe disease can change your day-to-day life. As the condition progresses, it may  
impact how you do chores, how active you can be, or how you move around the house. But by  
empowering yourself with knowledge, there are things you can do to stay independent and  
continue enjoying your favorite activities.

6



This list is not exhaustive and is designed to give you only an 

overview of the recommended diet for Pompe disease.

EATING 
Patients with Pompe disease may experience difficulty eating. You may find it tiring to bite, chew, and swallow your food. This 

can create a risk of choking or of breathing food into the lungs.

That is why it is important to eat appropriately prepared food. If you have trouble chewing or swallowing food, 

talk to your health care provider. They may be able to help.

Additionally, it can be hard to eat while you are struggling to breathe. This may cause you to have a poor 

appetite and lose weight. A high-protein, low-carbohydrate diet may help some people with Pompe disease. Some general 

dietary guidelines which are helpful for patients with Pompe disease are:

High-protein diet: To provide increased amino acids which may help repair damaged muscles. 

Healthy, high-protein foods: Meat, fish, eggs, and dairy products.  

Should provide 25%-30% of total calorie needs. 

Low-carbohydrate diet: To stabilize blood sugar levels and help limit the buildup of glycogen in cells. 

Complex carbohydrates: To get the most from your diet, choose complex carbohydrates like whole grain cereals and pasta, 

legumes, as well as skinned or dried fruit. Eat small helpings throughout the day instead of large meals.  

Should provide 30%-35% of total calorie needs. 

Please note diets  
should be prescribed  

and supervised by  
nutrition experts who  

have experience  
with Pompe. 

Ayame, Japan, living 
with Pompe disease
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Beginning therapy
 EMOTIONAL SUPPORT 

Sharing your fears and concerns with others can help ease the burden of 
having Pompe disease.

If you ever feel overwhelmed or depressed, ask for help. Professional counselors 
can help guide you through difficult times by providing the support you need.

Alison, USA, living  
with Pompe disease
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Your health care team
As you move ahead on your treatment journey, you and your doctors will work together  
to assemble a health care team that meets your individual needs. Each member of 
your team brings valuable experience to enhance your care.

Metabolic specialists: Doctors who  
specialize in treating and managing  
patients’ cellular processes

Neurologist or neuromuscular  
(nerve and muscle) specialists: Doctors  
who care for people with diseases and  
conditions that affect the nerves of the body

Geneticists: Doctors who diagnose,  
counsel, and treat people and families  
with inherited diseases

Respirologists: Doctors who diagnose  
and treat conditions that affect the lungs  
and the organs that help you breathe

Genetic counselors: While not doctors, these 
health care providers may meet with patients  
and families to talk about the results of genetic 
tests, answer questions, and provide counseling

Cardiologists: Doctors who diagnose  
and treat conditions that affect the heart  
and blood vessels

Gastroenterologists: Doctors who  
diagnose and treat conditions that  
affect the organs of the digestive  
system, such as the stomach

YOUR HEALTH CARE TEAM MAY INCLUDE  
DIFFERENT TYPES OF DOCTORS, SUCH AS:

You may also be treated by certain types of therapists  
who can help you manage your symptoms: 
Physical therapists: Will help improve your muscle strength and overall mobility through exercises 

Occupational therapists: Will strategize with you to find new ways to overcome physical challenges 

Respiratory therapists: Will help improve your breathing through exercises 

Dieticians and nutritional therapists: Will develop an eating plan that suits your dietary and nutritional needs 

Psychosocial therapists: Can offer counseling and coping mechanisms 

Pharmacists: Will answer questions about the medications you are taking
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STRATEGIES FOR ADULTS 
WITH POMPE DISEASE

	 •	Set realistic expectations. Proper management  

		  can improve your day-to-day life, but there will still  

		  be unique challenges for you and your family

	 •	Over time your abilities may change, but you  

		  can adjust. Set some priorities and put your  

		  energy into doing the things that are most  

		  important to you. Even though things will be  

		  different, it won’t change who you are

	 •	Find ways to keep working if it is important to  

		  you. As your physical abilities change, work  

		  with your employer to make adjustments that  

		  will help you do your job

STRATEGIES FOR HELPING  
CHILDREN WITH POMPE DISEASE

	 •	Help your child be as independent and active as  

		  possible. Give your child age-appropriate tasks,  

		  chores, and activities that match their abilities. 

		  If possible, encourage them to participate in  

		  sports, 	art, and music programs. As with every  

		  child, it’s important that they participate in social  

		  and physical activities

	 •	Learn how to advocate for your child’s special  

		  needs. Work with your child’s school to explore  

		  possible educational accommodations such as  

		  a personal aide, special equipment, or adaptive  

		  physical education activities

 TALKING ABOUT POMPE DISEASE 
While sharing that you have Pompe disease is a personal decision, helping  
people understand what you are going through helps them support you.

When you feel ready to discuss your diagnosis, it is useful to remember  
that most people have never heard of Pompe and are likely to have many 
questions. The more you know about the condition, the easier it will be to  
talk about it with others. Here are some simple ways to start telling your Pompe story:

	 •	Tell people what Pompe disease is and how it affects you. Use this booklet to  
		  explain certain aspects of the disease

	 •	Highlight what you are still capable of

	 •	Talk about what you cannot do and if there are any physical, nutritional,  
		  or other types of limitations

	 •	Don’t be shy. Most people want to help, they just need to know how

Self-care
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Resources
Though Pompe disease is rare, there are patient groups and organizations throughout 
the world that offer information, advice, and support to people living with this rare 
disease.

• International Pompe Association (IPA) 

• Canadian Association of Pompe (CAP)

• �Dedicated to improving the lives of those affected by Pompe disease through 
advocacy, education, and support for patients and their families.

• �CAP will continue to work with you to help with your needs and respond  
to your questions. Feel free to contact them at: cap@pompecanada.com

• Canadian Organization for Rare Disorders (CORD)

• Acid Maltase Deficiency Association (AMDA)

• Association for Glycogen Storage Disease

• Muscular Dystrophy Canada

Join the IPA and CAP in recognizing International Pompe Awareness day on April 15. 
Together, we can raise awareness and work towards solutions in and outside of the 
Pompe community.

Ben, UK, living with 
Pompe disease
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https://worldpompe.org/
https://www.pompecanada.com/
https://www.raredisorders.ca/
http://www.amda-pompe.org
http://www.agsdus.org
https://muscle.ca/


Belinda, Australia, living 
with Pompe disease

LIVING WITH POMPE  
IS AN ONGOING  
JOURNEY THAT  

YOU DON’T HAVE  
TO FACE ALONE.
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NOTES
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A special thanks to the  
International Pompe Association  
for contributing to this brochure.

IF YOU HAVE MORE 
QUESTIONS ABOUT  
POMPE DISEASE,  
TALK WITH YOUR  

HEALTH CARE TEAM.

Sol, Argentina, living  
with Pompe disease


