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Diagnosis of Pompe Disease

Pompe disease (aka glycogen storage disease type II [GSD II] or acid maltase deficiency [AMD]) is 
a rare autosomal recessive genetic disorder1,2

Epidemiology
• Globally, prevalence of 

~1 in every 40,000 
people1

• Three-quarters of these 
are late onset and 
one-quarter are infantile1

• African Americans and 
East Asians appear to be 
at higher risk1

Onset

• Infantile onset 
Pompe disease 
(IOPD) – before 1 
year of age2

• Late onset Pompe 
disease (LOPD) – 
between 1 year and 
adulthood2

Prognosis
• Varies based on 

onset1,3

• Life expectancy of 
infants with IOPD 
is often <1 year, if 
untreated1,3

• LOPD progresses 
slowly, with a life 
expectancy into 
late 
adulthood*,1,3

Description
• Caused by 

deficiency in acid 
α-glycosidase 
(GAA)1,2

• Accumulation of 
lysosomal 
glycogen, primarily 
affecting skeletal 
and cardiac muscle 
tissue1,2

Evaluation and Management of Infants With a Positive NBS for Pompe Disease1-3
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Infantile Onset Pompe Disease (IOPD)

Late Onset Pompe Disease (LOPD)

Birth                                        >60 years 
 

Infancy Symptoms develop
Symptoms: Slow progressing with variable clinical presentation
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MDT to Address Multisystem Manifestation of Pompe Disease

Current Treatments: ERT
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  New Treatments

LOPD Treatment Pipeline1-7
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Resources and Additional Reading

Management 
Guidelines1

1. Kishnani PS, et al. Genet Med. 2006;8(5):267-288. 

International Pompe Association

Health Organizations

Association for glycogen storage disease

GARD MDA

View the companion mini-webinar here  

https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3110959/
https://worldpompe.org/
https://www.agsdus.org/
https://rarediseases.info.nih.gov/diseases/5714/glycogen-storage-disease-type-2
https://www.mda.org/disease/metabolic-myopathies/types/acid-maltase-deficiency-pompe-disease
https://www.mda.org/science/professional-medical-education/nmd-webinars/2024/updates-in-pompe-disease
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