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BACKGROUND

The clinical features of Pompe disease (GSD2) re-
fl ect a defi ciency of the lysosomal enzyme alpha glu-
cosidase resulting in glycogen accumulation and 
disruption of myofi brillary architecture in skeletal, re-
spiratory and cardiac muscle. Lysosomal storage dis-
orders produce widespread metabolic dysfunction and 
involvement of multiple tissues / organs is common. 

MATERIALS AND METHODS

A literature search and analysis of the clinical fea-
tures of the Salford Cohort of 58 adult-onset patients 
was conducted to identify additional clinical features. 

RESULTS

Gastrointestinal problems including dysphagia 
(5/58, resulting in aspiration in 2), constipation 
(10/58), poor nutrition (20/58) were common and vol-
vulus occurred in 1 patient. Fatigue and diffi culties 
with concentration were common. Cerebral vascular 
anomalies were found in 2 of 10 patients screened, 
with 1 patient presenting with intracranial haemor-
rhage. Pain was seen frequently, with both musculo-
skeletal presentations related to scoliosis and lordosis, 
and myalgia and neuropathic components. Cardiac ar-
rhythmias and valvulopathy were found in a minority 
of patients (3, 3/58). 
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CONCLUSIONS

Late-onset Pompe disease is a multisystem disor-
der, deep phenotyping is recommended to identify the 
frequency and mechanisms of multi-organ involve-
ment, inform standards of care, and aid recognition of 
unusual presentations. 




