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CHILD syndrome is a genetic disorder associated with a mutation of the NSDHL
gene. The patients with CHILD syndrome present scaly erythema with Koebner phenomenon, however the
mechanism of the skin eruption has been unclear. In this study, we performed Gas Chromatography Mass

Spectrometrythe (GC-MS) to analyze of the detailed cholesterol metabolites in CHILD syndrome and
detected several unusual cholesterol metabolites in the affected skin. We also performed GC-MS using
HaCaT cells treated by NSDHL inhibitor and detected identical unusual cholesterol metabolites,
suggesting that our culture system could mimic the affected skin in CHILD syndrome in vitro.
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