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Study of gene mutation in 21 deaf patients
with DNA microarray

HAN Chong-xu, REN Chuan-li, LI Gui-ling, et al.
( Medical Laboratory , Subei People’ s Hospital of Jiangsu Province , Yangzhou 225001, China)

Abstract:  Objective  To investigate the application of DNA microarray to the screening of deafness gene
mutations. Methods Twenty one deaf patients aged from 8 to 18 years were extracted for peripheral blood. DNA
microarray was applied to detecting mutations of 9 hot-spots in four most common pathologic genes, namely GJB2
(35delG, 176dell6, 235delC, 299delAT ), GJB3 ( C538T), SLC26A4 (IVS7-2A > G, A2168G) and
mitochondrial 12S rRNA ( A1555G, C1494T). Results SLC26A4 gene mutations were detected in 8 cases
(38% ), including IVS7-2A > G heterozygous mutation in 7 and IVS7-2A > G and 2168 A > G heterozygous
mutation in one. Four cases (19% ) carried GJB2 gene mutations, including 176 del 16 heterozygous mutation ( n
=1), 299 delAT heterozygous mutation (n =1), 176 del 16 and 235 del C heterozygous mutation (n =1) , and
235 del C homozygous mutation (n = 1). Conclusion DNA microarray is a sensitive and specific method for
screening sequence variation in deafness gene.
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GIB2 235 del C

GJB2 176 del 16 5 235 del C
SLC26A4 IVS72 A > G
SLC26A4 IVS72 A > G
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B2 BN AR B, ST 2N E B0
6 B 8138 3F 09 o Ok T VR, AR PR GE R R
AR B AR . GIB2 BRI 28 4
FER I 5 AR (BR B O SE, AT P AR A ) fE sk B
s JC T fE 1) Connexin26 £ [, 78 H 25 1 8 1% &
B REKE A, H LAY 5 A B
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