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R 3%, K6 st 438 = 2847 DNA i 54 BLAST sesbit T R E 47, R R AA & H AR Hikhk  FHWA S|
THAHZHREAERE, GIB2Z AR EE S EMNE 6 A EHFRZ A, LT c 796> A(p. Val27lle) F= c. 341G> A (p.
Glull4Gly) 4 &4 #4538 % &, mfx F 3-UTR #§ g. 4159T>C,g. 5142G/T.g. 5227G/A.g. 5352T/C R & 4 KA R # £ A,
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Mutational analysis of GJBZ gene in a Chinese family with nonsyndromic hearing loss”
Wang Yiwang' s Hu Xiangshang® .Quan Qingli® , Jiang Haiou*”
(1. Department of Otolaryngology sthe Af filiated Hospital of Hunan University of Medicine/First
People’s Hospital of Huaihua City , Huaihua , Hunan 418000 ,China;2. Department of Medical Genetics
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[Abstract] Objective To analyze the clinical and genetic features of a Chinese family with nonsyndromic hearing loss,and to
find deafness-causing mutations in the GJB2 gene. Methods After a detailed history and clinical examination, genomic DNA was ex-
tracted from peripheral blood for the proband and their family members. Two exons of the GJB2 gene was amplified by polymerase
chain reaction,and the PCR products were subjected to automatic DNA sequencing. Finally, the mutation analysis was performed by
SeqMan software of DNASTAR to compare BLAST. Results
and ultimately involved all frequencies. Six SNP polymorphisms were found in this pedigree, which were previously reported world-
wide,c. 79G>A(p. Val27Ile) ,c. 341G>A(p. Glul14Gly) , were also identified in this family. Four single nucleotide polymorphisms
(SNPs) were firstly identified in the GJB2 3'-UTR,including g. 4159T>C,g. 5142G/T,g. 5227G/A.g. 5352T/C. Two SNPs. Con-

Mutation in exons of GJB2 gene was excluded as a pathogenic cause for nonsyndromic hearing loss in this family.

All patients in this family had late-onset and progressive hearing loss

clusion
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*1 PCR ¥ 18 GJB2 EEKISI ¥

ST i 5'-3' Rl 5'-3' FEYIR /N (bp)

1 CGTAACTTTCCCAGTCTCCG AAGGACGTGTGTTGGTCCAG 356

2-1 CCTGTTTTGGTGAGGTTGTG ACCAATAACCCCTAACAGCC 1124

2-2 AGGTGAAACTCCAGATGCC CAGAATGGGGTCAGACACTC 1416

2-3 CAGAGGGTCGTTGTGAGTATTG AGCCCAGTTCCCAGTGTCA 1117
1.2 Jik ABI3730 H zh Il F 4% L R F A 7 PCR 519247 XL In) B 3% 7
1.2.1 DNA{il#& ERB\BAEREZE REZER I K G100 A2 L Wy 25 S DNAStar #8317 0 0r . & BLIR ¥ 51

S AR AR AS A HE 3 BB (T2, 5. M2) A 6 £ fi3E A
(O1.03. 06 M1.M5.IVL), MMk H 4 DNA $2 5L 5 &
W b5 RAR A 2N | (S DP318) , 4% 7= i Ud W B A 4 W Jr
BARMUAL 41 DNA, DNA ¥R B 5 )5 56 BE A 25 ng/pl T
YEW

1.2.2 PCR¥y"# i F] Primer5 #4331 91 4 5% 3 %519
(D P X EHEE GIB2 SLH MW A8 F KA RTF 5N
HFFZR X, PCR AR  BARFA 15 pL,2X GC buffer
7.50 pL (& MgCl, 10 mmol/L), dNTP &4 # (10 mmol/L)
0.75 pL.IE & 6 51 4 (10 pmol/L) 4% 0. 75 pL, B4R 3k B 41
DNA 0. 03 ;;g,rTaq DNA RAW (5 U/pl)0. 80 pL, WZE K b
% 15.00 pL, A& 95 CHLAS M 10 min, 95 ‘CAE P 30 s,
55~60 °C1‘EJ< 30 .72 CHEf 45 5,35 MEFF, 72 “C FLEff 10
min, PCR P=¥2 1 % B NEWFEENRS 4H & 140 V LK 25 min, JR
b 258/ AN M SR, LLIESE PCR 43 (14 1 B .

1.2.3 =¥ aife. ¥ 500 & &% 48 PCR ™ ¥aife (£ T
SKIMDJE# 2 Fil4E LAY TEREARRS A RAA. 7

A8 575 NCBI Al Hapmap 1) 2 25 8048 g vh 347 £ 30, 0 o 2 75
N B R 22 4 (single nucleotide polymorphism,SNP), il i3
(v B A 00 2K 2 P T A 5 G At R I Y R e 91 2 A S
e B Je 15 5 i R AL A3 B
2 & ES

URREAMATEHEERE 3O NKRE
A 1 5 4% 5 i A B 18 O i

I AT A5 A G
GG 2 SUH R AT

T 1 R S 3 SRR e PR 2 L BEAE IR 0 n - 2 AR B
TN R AR A B R M, RE BT

JITF BRI N 12~25 &, T12,%.65 % ,16 /Hﬂﬂu’”ﬁﬁT

Fe.48 % kg 3. AR /2B W J1 2 75 73 DL A5 B 10 80
rit. 115,595,554 .25 B BT I TR, 42 B R IR,
F AT A2 HWT 3 2 85 43 DU A HWT o 84 43 DL,

B PR G - B GIB2 FEE Y 6 A8 R e 4 (3% 2,
Bl 2) ik 64 S W AT AE T 8 20 JECE v L 7 B B SR R G
B, 5P AL
iR A J& SNP,

. AW R & B GIB2 3 R Y

A:g. 3473G>A (IE[);B:g. 3735A>G (IE[[]);C: g 4159T>C (JZ [f{); D: g. 5142G/T (JZ ) E: g 5227G/A (JZL[); F:g. 5352T/C
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*2 GIB2 HEEHRENBHERFT
AR DA 75 5 HWIERUWE  EFHS
Exon2 C.79G>A 24 Val271le rs72561723
Exon2 C.341A>G Z& & Glul14Gly rs2274083
3'-UTR g 4159T>C 24 - AT 5B % BL
3'-UTR g.5142G/T 44 - AT B K
3'-UTR g. 5227G/A 4%y - ARBTG5 H R
3'-UTR 2. 5352T/C 4li& - AT K
— LTI A .
3 4t ®

H 20 3 8Os i W i a0 e R 2RO R S s A%
HX., MAEMHEREE R 7040 L NSHL, B#ELAHE
P8 1% S B M OGS R AR 2 (R FE R [R) NBE h GIB2 3k 58
AR H I 5 3 NSHL 9 & 32 2 80 2 W™, Mignon &0 F
1996 4F¥ A2 GIB2 %E T 13q11-ql2, %K 44K 5 510 bp, &
WA~ Sh T T 2 B9 7 31 6L T exon2, K 681 bp, GIB2 & A
226 > EEBR AR H BT AN o3 R E 290 26 X 10°, L FREE IR
#E 2 H 26 (connexin 26,Cx26), Cx26 E—FhEREH .4 IR
PR, L3 5 AN X N i DXL 5 R IX L A A X 3R P 4 X R
Cuii X, Cx26 [ LA RIKTE X 456 T8 548 B % 32, T8 -
WG P9 B S 32 A T DA ZE R R N A K AT, GIB2
B AR W] G B Cx26 2 1 ) Ak B BE Il B0 T B PR AL
Rk FHY B ET . HETLB.GIB2 ZAF 111 fhogss
ATLLG R NSHI, Horb M 2€ 48 9 B, B PE 5848 92 Bl , 38 4% 45
AR 5AE 10 Fh,

ABFFER NSHL K& o, BT A 838 1 iE 5 2 9 SUH X
PRtk CHEAT PR = WUT O T R Dy T AR E A A 2 AN A 2%
BEREMNSTE . WYL REEAE RS I X AEE N WIZR R
BT E R ARG SRR T, BE— P A5 T
e sl T GIB2 RN EDHA, FIREET AR
2, AR 6 N RIFIIAAE T RE T W MERED
TR E T R R SRR R B s s . Hod e 796>
A(p. Val27Ile) 1 c. 341G> A (p. Glul14Gly) Ny & % 18 ) 8% 1
Wi &%, 1 7 F 3-UTR 4 g. 4159T > C, g. 5142G/T. g.
5227G/A.g.5352T/C RAS N AR E WA IRIGE . REAR
WFFEAE GIB2 SR Ay X R I T 2 A G 54 796> A(p.
Val271le) # 341G>A(p. Glul14Gly) A% R F 3 Fi{a
N AR X BE A, K, A N BT AT R R i Y
SNP, % 5 R Z IR E NN ARG R 796> A Tl 341G>A
J& GIB2 LI Z A — 8™, BTl EE L HEBR T
GIB2 A58 NSHL 5K & 19 2o S R vd B 38t 1% M AR 25 A 1E
TV H A0 W W Y st A S sk
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