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Interpretation 1

In this sample, the activity of acid alpha-glucosidase (GAA) was
markedly reduced indicating that this individual is affected with
early onset Pompe disease. We recommend follow up
investigations to include urine glucotetrasaccharides (MCL test
HEX4) and molecular genetic analysis of the GAA gene (MCL test
GAAZ; could be performed on existing specimen by calling MCL
within one month). Please contact the Biochemical Genetics
consultant or genetic counselor on call (1-800-533-1710) if you
have any questions.

ADDITIONAL INFORMATION
Liguid Chromatography-Tandem Mass Spectrometry (LC-MS/
MS)

Laboratory Notes

1| This test was developed and its performance characteristics determined by Mayo Clinic in a manner consistent with CLIA requirements. This test has not been cleared or
approved by the U.S. Food and Drug Administration.
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