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We reported GALM deficiency for the first time. We created a database of
pathogenic variants of the GALM gene, making genetic diagnosis of GALM deficiency possible. We
confirmed that pathogenic variants of the GALM gene exist at a high frequency in the healthy human
genome database, and estimated the incidence frequency in Japanese to be 1:80,747 based on the
database of the Tohoku Medical Megabank Organization.

Two cases of portosystemic shunt were included among the eight cases of GALM deficiency reported for
the first time. We hypothesized that GALM deficiency may also be present among cases previously
diagnosed as secondary galactosemia. We collected specimens from patients with portosystemic shunts
and performed genetic analysis, but no new GALM deficiency was confirmed.
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