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Functional analysis of HSD 10 disease
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HSD10 disease is a rare X-linked recessive disorders caused by a mutation in

the HSD17B10 gene. HSD10 is a multifunctional protein which has three functions. Clinical severity
of this disorder is various ranging neonatal severe form to atypical form. The HSD17B10 gene was
incorporated into pET28a and the vectors with wild-type cDNA or with each mutant cDNA (A154T, A157V,
R226Q) were used to produce high-purity recombinant protein in E. coli expression system. The
enzyme activity of 2M3HBD in the isoleucine metabolism system was measured spectrophotometrically.
The enzyme activity of 2M3HBD in the mutant protein was significantly decreased compared to
wild-type. Also, as compared with A154T and A157V, the enzyme activity was lower in R226Q. In this
experiment, there is a certain correlation between the decrease in activity of 2M3HBD and the
clinical severity in the isoleucine metabolism system. We are planning to study the further
functional analysis.
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