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Abstract

The abnormalities in acatalasemia at the gene level as well as properties of the
residual catalase in Japanese acatalasemia are reviewed.

Acatalasemia found by the late emeritus professor Shigeo Takahara is the congenital
abnormality characterized by minute amount of catalase in the blood.

The replacement of the fifth nucleic acid, guanine to adenine in intron 4 of
acatalasemic gene causes a splicing mutation and hence a deficiency of mRNA. The
properties of the residual catalase are similar to those of normal catalase which is
comparable with exions are identical. The physiological role of catalase, as judeged from
human acatalasemic blood and acatalasemic mice, is also described. The mean frequency
of hypocatalasemia in Asians lies between 0.2% and 0.4%. The gene flow can be
determined from the frequency of hypocatalasemia in various geographic groups in East
Asia, provided that the number of mutations involved is known.
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