Neuropathology case (C.A. Wiley)

Children’s Hospital Friday April 3, 2015 8:30 AM conference

11 day old infant presents for cardiac transplantation

Born at 39 weeks, intubated, hypotonic

Went into heart failure
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Underwent muscle biopsy
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Diagnosis:   
Pompe’s Disease (Infantile form of Alpha glucosidase deficiency)

Gene on chromosome 17, with 3 common alleles in population

Pathogenic mutation carriers 1:100


More than 200 mutations known


Recessive disease with severity phenotype tightly linked to genotype.

Infantile onset associated with cardiac (and liver) involvement while adult form with striated muscle only 

Lysosomes filled with glycogen mostly type 1 fibers
Enzyme replacement approved in 2006

High protein low carb diet for adults…
