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Abstract Objective: To study mutations in the GJB2 gene in Kazak patients with nonsyndromic hearing im-
pairment from Xinjiang. Method: One hundred and ninety — three cases of Kazak from the Xinjiang region, inclu-
ding 97 cases of hearing loss and 96 cases of normal people, were performed mutational analysis of the GJB2 cod-
ing region by PCR-direct sequencing. Result: Eight kinds of mutation were found in the encoding region of hearing
impairment group:12 cases of 35 delG homozygous,5 cases of 79G>A homozygous,8 cases of 79G> A heterozy-
gous,1 case of 79G>> A heterozygous and 608T>C heterozygous,5 cases of 79G> A heterozygous and 341A>G
heterozygous,4 cases of 235 delC heterozygous,2 cases of 341A>>G heterozygous, 1 case of 439T>G heterozy-
gous,1 cases of 457G> A heterozygous, 2 cases of 521G> A homozygous. Four kinds of mutations found in the
normal group were confirmed as common polymorphic mutation. Conclusion; The study suggests that the GJB2
gene mutation of the Kazak deaf population in Xinjiang has ethnic and regional characteristics. There is a rather

high carrier frequency of GJB2 mutation of Kazak patients in Xinjiang. In this study the 35 delG mutation is a com-

mon mutation of Kazak patients.
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EEFEFRR. K2 . B . TE M KA EE
WEEZRBEE 07 W(EZRE) FR 140 ¥, Ty
(14.3+7. 15 %, #FTEH W HERNE25/HE.
FEHGH. A TEATEEZE S HEEE
T AR 1~42 %, EH15. 448, 89) 3% |
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SRR EERREEREEFHES 2 1Y,
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HBEAR ANEEFER SR, R EES 8 FF
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e %t G 0 % v Bl 2 VI B AR R .
1.4 GJIB2 ZE#B W

FBiESS52BEYMBE KL 4~5 ml, ED-
TAHE . MARAE LR RBEAREARA
FEDEBERNYE DNAER SRS B H B HT.
BB 170 IRRERIK, AR E BN HT6E
MWELE, TR —20CHEEH. 319 R
FPRRAA Gk EBETIBBERERAT, BH
FoEgy R 2 M B:.A RFESIYFF.GIB2-
F1 5-ACGATCACTACTTCCCCATC-3', GJB2-
R1 5'-CTAGCGACTGAGCCTTGAC-3', - i =
12k 574bp;B K EX B4 5 5 : GIJB2-F2 5'-TCAA-
GAGGGTTTGGGAACTA-3', GJB2-R2 5'-TCT-
TCTCATGTCTCCGGTAGG-3', ¥ ## 7= # %K
529 bp,PCR ¥ 3k R I BLHI - 7€ 50 ] B B B
ZH M A2. Spliy 2 EH 4 DNA, 2 X mix25pl, 5

¥ (10 pmol/L) % 1.5 pl, AL B X B FWE K
3., PCR W4/ .95°CHiZs 4 5 min,94°C A 4
30 5,58°CE #: 30 5,72°CHEfH 1 m, 35 MEFH, K
P2 R 5 72°CEEAH 10 min, 4 CRFF., B 5 pl #
TFIUNHEEEEKAEW PCR =4, BKE RN
®1~2,
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T9G>A 4G5 W, 79G>A 24 S H.7T9G>A 5
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B,439T >G =& 1 #, 457G >A =& 1 #,
521G>A 44 2 B, 35 delG F1 235 delC 2225
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BH16.5%, XEAPREWBBHRERE., 235
delC 248 GIB2 £ F 1 4 15 X 233-235 bk C
RIS AR, T LR R ERVIELSH A R
TEUTER BBLLEBFRNE 2 5, M
ERRE 81 MNEEBRNE KM AR EARE
T 5 NEER, XA RA R Connexin26 £ KK
M3.M4.E2.CL X 58 &85k, 7= 4 T RE R 48 PR i
BEH. 35 delG R R GIB2 EE M H G X5
30~35 Pk —A G BE, BRI BE AT
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B EBFFRINA 235 delC A EHM R A,
2011 4%, BEFERET X 32 BHXERNE A GIB2
EABENZELSWERESEN GIB2 £F %
UL 2838 $y 3 235 delC. 299 _ 300del AT, 176 _
191del16, 45 K7 B & 4k 25 r 2 B 5 R 4 51 A
11.90%.2.22%.,0.65%, EARKRHARFEE4A
235 delC AL /) 4 7, B3 & RAF, RAR
B4 1% R ERAR 2. 1% , HAS H FRH L
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