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There are 2 main types of Pompe disease: infantile-onset and late-onset.
The infantile-onset type of Pompe disease begins during the first year of
life and has a classic form and a nonclassic (less severe) form. Late-onset
Pompe disease appears later in childhood or during adulthood.2,3
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TO UNDERSTANDING

Other names are sometimes used for Pompe disease, including acid
maltase deficiency and glycogen storage disease type II. It is a type of
condition known as a glycogen storage disease, and is also part of a
larger group of conditions called lysosomal disorders.1-3
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Pompe disease is a rare neuromuscular disorder. It is a serious
genetic disorder that is inherited from both parents in what is called
an autosomal recessive pattern.1
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(Note: some words that may be unfamiliar are highlighted and are
defined in the glossary at the end of this brochure)
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8

Stroke: damage to the brain resulting from blockage of blood flow or rupture of
a blood vessel

. The role of respiratory management of Pompe disease. Respir Med. 2013;107(8):1124-1132.
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What causes Pompe disease?
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What are the signs and symptoms of Pompe disease?
How mild or severe the signs and symptoms of Pompe disease are—and how quickly they get worse—may

fromthe
person
to person
in both
the infantile-onset
late-onset disease?
types of the disease. This may be
Whatvary
are
signs
and
symptoms
ofand
Pompe

determined by how much GAA enzyme a person has and how well it is functioning, as well as other possible
factors.5 Not every person who has Pompe disease will experience every sign and symptom listed below.
How mild or severe the signs and symptoms of Pompe disease are—and how quickly they get worse—may
vary from person to person in both the infantile-onset and late-onset types of the disease. This may be
determined by how much GAA enzyme a person has and how well it is functioning, as well as other possible
factors.5 Not every person who has Pompe disease will experience every sign and symptom listed below.
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therapy (ERT) is the only FDA-approved
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use of a walker or wheelchair may help
improve mobility. Mechanical ventilators or
feeding tubes may be necessary in
some cases.3
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in Pompe disease can be found by
visiting clinicaltrials.gov or
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with a healthcare provider
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What do these words mean?
Autosomal recessive: an inheritance pattern in which two copies of a gene
variant must be present in order for the trait or disorder to develop
Cell: basic building block of all living things
Cross-Reactive Immunological Material (CRIM): a measurement of natural GAA
enzyme production
Deoxyribonucleic acid (DNA): substance within genes that contains instructions,
or code, for making proteins, including enzymes
Diaphragm: a thin sheet of muscle that separates the chest from the abdomen
and plays a vital role in the breathing process
Enzyme: a special type of protein that speeds up chemical reactions that take
place within a cell
Enzyme replacement therapy (ERT): a treatment that replaces missing or
nonfunctioning enzymes
Gene: the basic unit of heredity contained within each cell, made up of DNA, that
group of more than 70 diseases that result from accumulation of waste products
in Iysosomes
Lysosomal enzyme: a special protein found within the lysosome of cells

Other resources that may be
helpful are listed below.
International
International Pompe Association
worldpompe.org
The Association for Glycogen Storage
Disease UK
agsd.org.uk
Australian Pompe’s Association
australianpompe.com
Canadian Association of Pompe
pompecanada.com
Selbsthilfegruppe Glykogenose
Deutschland e.V.
glykogenose.de
Spierziekten Nederland
spierziekten.nl

Lysosome: a sac found in cells that contains enzymes that digest cell waste

EURORDIS
eurordis.org

Neuromuscular disorder: a disorder that affects the nerves that control
voluntary muscles and the nerves that communicate sensory information back
to the brain

Pompe Support Network
pompe.uk

Sign: objective evidence of a disease or condition that can be recognized by the
patient as well as others
Skeletal muscle: muscle connected to the skeletal system that helps move the
limbs and other parts of the body
Sleep apnea: a disorder in which a person’s breathing repeatedly stops briefly
during sleep
Symptom: subjective evidence of a disease or condition that can be recognized
only by the patient
Stroke: damage to the brain resulting from blockage of blood flow or rupture of
a blood vessel

Associazione Italiana Glicogenosi
(AIG)
aig-aig.it
New Zealand Pompe Network
nzpompenetwork.weebly.com

United States
United Pompe Foundation
unitedpompe.com
Acid Maltase Deficiency Association
amda-pompe.org
Muscular Dystrophy Association
mda.org
National Organization for Rare Disorders
rarediseases.org
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