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The effect of the Asian-specific polymorphisms on newborn screening of Pompe
disease and new diagnostic approaches for the disease.
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We demonstrated that the high frequency (3.9%) of acid a -glucosidase
pseudo-deficiency, c.[1726G>A; 2065G>A] homozygote in Asian populations complicated newborn screening for
Pompe disease on dried blood spots. We established Ba/Zn method which can be separated between the
pseudodeficiency and true Pompe disease. On the base of Ba/Zn method, we have established newborn
screening system and tested about 60,000 Japanese newborns. We identified 10 patient with late-onset
Pompe disease. Since all patients were late-onset forms, we established an enzymatic diagnostic system
using frozen sections of muscle biopsy from neuromuscular diseases who did not undergo definitive
diagnosis, and we now are doing high risk screening with the diagnostic system.
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