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Wisconsin Status
Pompe NBS Pilot
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 Pompe NBS Pilot
 Enzyme/tandem mass spectrometry assay

 GAA sequencing data as supplementary 
information to metabolic physicians

 Starting date: July 10, 2017



Note: 1. One sample  in Day4 is an unsatisfactory sample.
2.  The MO samples were included in Day 15, and there was a blind QC sample in

Day 16 run.
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GAA Assay Clinical Performance

Notes
Specimen ID WI GAA_MSMS MO GAA_DMF WI MO
Missouri #1 15.30 Not Provided Normal Normal
Missouri #2 9.74 Not Provided Normal Inconclusive (multiple low enzymes) Repeat NBS Normal
Missouri #3 19.96 Not Provided Normal Normal
Missouri #4 0.87 Not Provided Abnormal Pompe – later onset
Missouri #5 10.05 Not Provided Normal Normal
Missouri #6 1.73 Not Provided Possible Abnormal Pompe carrier
Missouri #7 3.04 Not Provided Normal Pompe pseudodeficiency
Missouri #8 15.82 Not Provided Normal Normal
Missouri #9 2.54 Not Provided Normal Inconclusive (multiple low enzymes) Repeat NBS Normal

Missouri #10 0.26 Not Provided Abnormal Pompe – classical infantile

GAA Activity Assessment



Wisconsin Status
Molecular assay for Pompe, MPS I and X-ALD
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 Molecular testing for Pompe, X-ALD 
and MPS I
 Sanger sequencing
Next generation sequencing: PacBio SMRT
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Gene GAA for Pompe

Gene ABCD1 for X-ALD
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