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Newborn screening and high risk screening for Pompe disease in Japan
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We have performed newborn screening for Pompe disease with dried blood spots

in Japanese population, from April 2013 to November 2016, in which 103,204 newborns were screened.
71 had low acid alpha-glucosidase (Aa Glu) activity. GAA sequencing showed that 32(45.1%)
homozygotes and 37 (52.1%) heterozygotes for pseudodeficiency alleles [1726G>A; 2965G>A],
respectively. Eight of 32 newborns with homozygous [1726G>A; 2965G>A] alleles had one mutation each.
Two of 37 newborns with heterozygous [1726G>A; 2965G>A] alleles had two mutations each. Only one
newborn who had two mutations did not harbor [1726G>A; 2965G>A] alleles. Based on these data, no
infantile-onset Pompe disease was detected, and three newborns were diagnosed with potential
late-onset Pompe disease. It was difficult to distinguish newborns with [1726G>A; 2965G>A] alleles
from newborns with pre-symptomatic Pompe disease using Aa Glu assays in DBSs or fibroblasts, GAA

gene sequencing was necessary.
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