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Functional analysis of a gene possibly responsible for cases with schizophrenia
exhibiting unique intermediate phenotypes in a Japanese family

NAKAMURA, Masayuki
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We performed genetic analysis for a family with both schizophrenic symptoms
and unique dysmorphic features. We identified a c.2173C> T (p.Arg725Thr) mutation in the gene X that
co-segregates only within patients. The gene X product has a histone modification activity. In the

proband derived-lymphoblastoid cells, the gene X expression was significantly decreased when
compared to healthy control-derived cells although there was no significant difference in the
histone modification activity. These results suggests that histone modification abnormality caused
by reduced expression of gene X at a certain stage of development may affect other gene expressions.
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