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Abstract

We detected 68 individuals with silent phenotype of cholinesterase from twenty one families in
Chugoku and Shikoku area.

DNA analyses totaling thirteen members of seven blood unrelated families were carried out by
polymerase chain reaction (PCR) and by direct sequencing. Three sorts of gene mutations were
demonstrated, namely, 1) a G—Ctransversion at codon 365, 2) a frameshift mutatin with
insertion of an extra A at codon 315 and 3) a A—G transition at codon 128. An
immunological (Elisa) method revealed that homozygotes at codon 365 and 315 mutation carried
no protein of ChE completely and homozygote at codon 128 mutation showed the presence of a
small amount of ChE protein.
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Fig.1. Family trees of abnormal serum cholinesterase in Chugoku
and Shikoku area. The arrow indicates the propositus.
Table 1 Biochemical study of silent type of serum cholinesterase deficiency .
total amino acid
family No. member No. | activity ChE protein substitution base change
(n:160-250)
F-1 m-4 14 +
F-7 I-1 5 + 128 Tyr—Cys TAT—>TGT
F-10 1-1 5 - 365 Gly—Arg GGA—CGA
F-16 1-3 4 — 315 Thr—frameshift ACC—AACC
365 Gly—Arg GGA—CGA
F-17 I-1 2 -
-2 1 —
F-19 I-1 0 - 365 Gly—Arg GGA—CGA
F-20 m-2 0 - 365 Gly—Arg GGA—CGA

+ : minor presence of ChE protein
— . absence of ChE protein
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