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Pompe Disease, BS

Interpretation 1 INTERPRETATION

*POSITIVE® These results are suggestive of a biochemical diagnosis of

In this blood spot sample, the following results were observed:

Acid Alpha-glucosidase (GAA) activity:
7.0 nmol/mL/hr (1%ile of reference population = 10.0)

(Cr/Crn)/GAA ratio:
2.4 (99%ile of reference population = 1.0)

Range of Pompe disease cases (2-5; N=4)
Range of false positive cases (6-7; N=2)

Score of 12 plex CLIR post-analytical tool for GAA deficiency: 35

(informative >20; percentile rank in comparison to known cases:
95%, N=4)

Laboratory Notes

Pompe disease (glycogen storage disease type ll), type to be
determined by further biochemical and molecular studies. We
recommend follow up investigations to include acid alpha-
glucosidase activity in another dried blood spot or leukocytes,
urine glucotetresaccharides, and comprehensive molecular
genetic analysis of the GAA gene.

ADDITIONAL INFORMATION

Flow Injection Analysis-Tandem Mass Spectrometry (FIA-MS/MS)
Reviewed By
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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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Interpretation                                           MCR



See note [1] below.



*POSITIVE*

In this blood spot sample, the following results were 

observed:

 

Acid Alpha-glucosidase (GAA) activity:

7.0 nmol/mL/hr (1%ile of reference population = 10.0)

 

(Cr/Crn)/GAA ratio:

2.4 (99%ile of reference population = 1.0)

 

Range of Pompe disease cases (2-5; N=4)

Range of false positive cases (6-7; N=2)

 

Score of 12 plex CLIR post-analytical tool for GAA 

deficiency: 35 (informative >20; percentile rank in 

comparison to known cases: 95%, N=4)

 

INTERPRETATION

These results are suggestive of a biochemical diagnosis of 

Pompe disease (glycogen storage disease type II), type to 

be determined by further biochemical and molecular studies. 

 We recommend follow up investigations to include acid 

alpha-glucosidase activity in another dried blood spot or 

leukocytes, urine glucotetresaccharides, and comprehensive 

molecular genetic analysis of the GAA gene.

 

-------------------ADDITIONAL INFORMATION-------------------

Flow Injection Analysis-Tandem Mass Spectrometry (FIA-MS/MS)



............................................................

Reviewed By                                              MCR

Amy  Breitlow 







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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