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G50 S a8 ol Cudly oyl L;Li}f’\/bb-l Camazr opl 53 GIB2 05 Ligzr oml ol 1 amess

o sl eVl slow) J gts 45 <ol (Gap Junction)
S S GladsSIse 5 by O JUESH oSl 5 ol L
05 5 e G Vo 3 s 0sSU [N das s
slacwsd o la g ol 5ol 518 Y1 L SIS
o I Ol [V o)ls Ssline ¢yt il
OLssse 53 167delT A] g5lais slacunax 53 35delG
S Sl sl max ;5 235delC (4] g3kl
ey V8] i 3T o mer 3 RI43W S [\Y-) 4]
05 52 el eds 1S GIB2 s fgr on S mls
IS U Yo-Yy Combge 3 il S L R Y S
o LAS IS 5 ol 5l S G oS 5505 5425 oS
0348 slwl 4 2 35delG i 555 0 35delG i
05 53 [V0] 35 e VY o jlec ansliond G5 e p355 daSl
Del(GIB6-D13S1854)] 5, ., Sl « o GIB6
S [sslu ks aYs i~ 4 Del(GIB6-D13S1830)
3L S e oy Sism b Dp S5 smd Do oS ol
o () IS) s e iU 5 & el GIB2
G3lsks Y44 Gl Sissd- Lls Del(GIB6-D13S1854)
Del(GIB6-D13S1854) e 5 GIB6 05 (s o6 &b
S 53 5 ol (3L AS TYY adad S Gl ol
GIA3 GIB6 GIB2 Joli a5 05 cia (s3L,ks A
CRYL1 MPHOSPHS8 PSPC1 ZMYMS ZMYM2
SlS Bi- fom e A 2 DY M 258 0 Gl (o
23 aS 355 0 B GIB6 05 (5 055 4L 3l (glasks ol
s b (Primer) S3el ankas opl G (gl anlllas

A5 gy OF 5 laie Real Time-PCR s, 3l esliza L

2ols 28 Ol 528 s @&wﬁ&\pujjﬁﬁ

PCR (e GIB2 ( SIKLE 1o o) il 10851508

A}

ande —\

S 02p Oldl 53 2 = 2 (2 Sl 2l 520
s Jslge [N Ll sl 5V ev e 3 Y spas ol il
«S tz.—» (Heterogenous) - Seals & s Dl ]
el R b a5 (oSS oty OF 3158 5 as
0238 ADFNA) 5L ¢ 5550 @y st Ll o (S5 205
35 L (DENX) stigi i & iy (DFNB) acig
sod (lae bl s ts p Syl a (65U sie sl
3ok pass) dens Vv il oSSl D) sea 35l Ao s A
23 Sl ey i A el D poan L3 0-)
SRS S 53 an ) i3l (S0 siua s
= edle SIS s i SKLES L 5 (Syndromic)
23 b el 1l a 3 55 s Bl L cwdle ol il
35 asle Les aliil oS Sopw 55 5 S 05 S
S e I3 S e sl oI55 05 8 s il Sl
e o3l ol L SIS 1 sl )53t [Y]
(Autosomal Recessive Non-Syndromic Hearing Loss:
Ao Vo) el ol sl S0 o s ARNSHL)
sded P55 gl 5il e 05 871 Bl 0551 (ol e
eSS Ly GIB2 05 sloa i s esds [T]
GIB6 5 53 S, 5— slacsi~ (Connexin 26) Y1
eSS 03 oyslome 53 DENBI S0 s 2315 (Cx30)
O3 [E]aslead 5018 5 513 psi5—s S 55 M1
33 ol 3 S5 i S el 05581 53 Al YU SO
L0 5515 1y s e e 8l 03Y slasS (Y 03551 05581
eSS 5 YU e SOIS) 0 53 ol 3 ol slatis g

S SVl S sl U S5 sl sl 51 (T
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1 |
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Ca—
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Sl 33l ) ST s S S L Gl s esl s Y
Niss 3,3 53 =lao)l 53 el jslaens S5 g acedd
sblu 5l Laesl gl ds g 05, S anarl o Jals gl
el e padly 3,5 Tt 03 Aoy HsiS el
Lsesl st 51T asboyl s 8, S 5hy s

S s sskens 5 A 4 S slan MBI O s o
EDTA (s> sl malJJ s zsd 3l
DNA .13 ;14K (Ethylenediaminetetraacetic acid)

L oL

gl Sad Sl il gy 5l esli
2l S passiS gl AL AS 2 sl (Salting Out)
SIS b5 3l el gl oy (2 STy 55, 51 35delG
(Amplification Refractory Mutation system-PCR:
ARMS L S50 Jis5 .02 oslie_.l ARMS-PCR)
Wl 25 S o
35delGN: 5'-GCAGACGATCCTGGGGGGTG-3'
35delGM: 5-GCAGACGATCCTGGGGGTG-3'
S jiar 5“GACACAAAGCAGTCCACAGTGTTG-3'

Yo

(Reverse) (25, S5l R (Forward) > 561 F .ol

a5 GIB2 05 Gla g oy canlllae ol 51 Coua

35 e 4 0diS axl e 0Ll 53 GIB6 0 S5 G

03 53 53 i S e 3 5SS Sl K85 i
3 O3 GIB2 5 GIB6
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O 3l 3 5m be asdllas opl s Oblew ol slaslne
03 s ps el Sl b G e o]l glaailss
ik 31 e o b 530 35150 038 [yme (1 10Uk
delse oo50 53 Gdo ey 5 Ohlen (S ol o
P E P UK. TG P P2 R Ry PO 0[5 B O
Shestial Uy sl agl (7 ¢ S Slods 5 S 3
3 emen (Audiology) oew ol b il
spms oSS S s bl s bl slalas
o3l Ll s 5ol 55l ge 53 eal gl 55 slaw s JBla
LMl 3 5 0l g I pl (sl 4 plaael iy Sl
5 SASLE oot e LS (T 5L 3,5
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(National Center for NCBI =zl oL 55 5 > b

.Ls S (Blast) Biotechnology Information)

S5 o 612 GIB6 5 GIB2 05 b S5 Jis V dgder

Sl Mg A3l et
5’AAGTCTCCCTGTTCTGTCCTAG 3’ Cx26F
5’CCTCATCCCTCTCATGCTGTC 3° Cx26R
5’GTCTGTAATATCACCGTGTCAC 3’ Cx30F
5S'CTCTTCAGGCTACAGAAGGAAC 3’ Cx30R

s 31 GIB6 05 S5 slacsis s L 2 6l

Slaw s aslllas o) 55 (i eslizsl Real-Time PCR

o=l 03 s S eSS GIB2 0 g sl o5 e

s s des ol J w8 0 olsea CLONT 03 ey,
Sl 3 cole oF gla ST

F: 5'-CTCTTAGGCCAGGCGTTTGTG-3'

R: 5'-ACCGTGCTCAGCGCTATGC-3'

Y4

\743

va L

Rn s

Vit

o/ Ve YO/ AN A0/ Qu/s q0/+

(:bfuﬁl.« ax,3) L

o BT sl (SO S5STs 53 03 a gl Srss ol o3
SN oz s sl Lol (4l g Pl 93
(MetaPhor) 3L e 53 4,5 ¥ 5,37 J5 <5, PCR
AT PRGN S5 SUV SN S DR U PPN DI IV USRS o
el Laol (55 s 28 slaiabasl 5 asiie 35delG
05 Glaigr b pasion gl 3l il 53 5 235
o&zs L (Direct Sequencing) JI 5 s i3, 31 GIB2
(Applied Biosystems, USA) Genetic Analyzer 3130
o o Rl el S 5 4 sl A eolizd
&l A S ealin ol YAY s Chromas i 3le 5 51 JI 5
s llsl gla S5kl Bl sPCR oV pa e Lo lss
Gy &S, i e KBC pure oS 3l ... 5 dNTP
Sl ST 155 s ali ol (0l D) 55 (55
Sl edl ) Jsde s JIS e ol GIB6 5 GIB2
Gene Runner ,lyslo 5 by JIs5 opoas sloa S5

(A
JrEcppe

£/0

Rn s

Y/o

\/eo

Y £ U A VNY YENTIA YO XY YE YUYAY FYFEFUTA £

o

53 CLCN7 05 25 e Real Time PCR 55, b ooy 0 3550 5 reb €500 55 53 (GIB6) G 05 5 (CLCNT) J 28 05 iS5 soen (1Y Ll 503
e Cpimman s il (C) glilia] glaas o glls Ken a5 (Wlodd jaseia ¥ 5 Y 5) glaesled b jan) <8055, Slaw 35 53 5 anb 53
ol esls OLES Hlsgas 53 clitus sline G slls &S (V50 58 slaoslad b 5a) SsSjsan 5 SsS5s,m slew 5,8 53 5 meb 53 55 GIB6 05,25

R PTRIRY Sy uf.;S\_,)J leﬁéﬁ’\f& Jya.mc\SJ,AJL;a ()Lf..})\:_,w' «CLCN7 )GJB6 Qj,:i?dyam u_gbw(u el

S J S (S sen xS (5 SIIDNA WL

1

I8 4 gei 5 S 0F cJald Ladi i 5l plaS s 5
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ol s al ¥ I 53 Ollews ol 53 el il gl 535
Ghls el gl WY 5lesl gl N s caadlas 55400 Cura= 5o
Gl slaw 313l (a5 £VV0) YU SIS 05 s e
o w3l gl g s 5 Ay & 555 yen 35delG o
SLa VT Slsl b as edalie & K55 20 &) s 35delG

o s Sesl gl 3 edd sdalin o $5 Y dgde

03] gl sldas TS
1 35delG/ 35delG
Y 35delG/Wt
\ delE120/delE120
Y Wt R127H/
\ Wt W24X/
| V371 Wt
‘W Total

GIB2 0} sl igr M1 Sl 3 Y Jgum

doys e g Gl P sl &
Ve 't 35delG
Ve Y delE120
o ) V371
0 \ W24X
\ Y R127H
Yoo AN Total

SIGIB6 05 sl yigr s S 5 ) shaeas candllas ol o

oo b el glaids sdalie gl 5 JIgs s i)
31,58 gl kit GIB6 0 .4 eslizul Real-Time PCR
350 YU e SIS 05 55 g Ladl gla i 5l S &S
5SS o s GIB6 05 oS e cbay cnl 53 oAb o
ol 5558 slacsi~ plad 3 8 05l o5k 4L
aSoml s i ol 3 A Sl s e Bl

J=e glai, 53 DNA i SYBR Green &5,

Yv

Ol Sy bl 555 absed 5 ank J xS
5 olas Jan g ol s sd 5 5SS e .23 S el
oSty Jshoms 51 s Ko Yol ol onls OLES Y ls sl
(Fast SYBR Green Kit, Fast SYBR Green Master
s S5T DNA )5 S 0 Applied Biosystems, US)
STy Sl SV ges e /Y LB w4 e sSe 5 sl 4 )
s A S T 5 Sty ole e Al ol
gl 53 s flSEiea i Yo dalad Sy, ol 5o
el S LA GBI e a0 S GIBO 05 (5,450
A iy 01 5 phe b oy 5 o
Sl s ol 2SS (sl 5 3, sle ST I
Slsge
s S“AAGACGCTGGTCAGTTCACCTG-3'
S 1 S“GATGCATGAAGAGGGCGTACAAG-3'
by s Sen 52 p S5 S YO clle 4 DNA (slad s
L sl ADNA ¢ a8 5o S s 43
(Nanodrop, Thermo, USA) 2000 1,5 50 (s j20 55 53 5 ;S

A.j_’,'nl

oo 35 Y L VA Gy YU /YA i b s e

Express v.2 ,l;-3lp 5 Ll » Real-Time sla S5led
s 3 <y sea Real-Time iS1y wl 5 s =1 b

p3aids Vo) s glads oan 35 glaa s

03 g () Ve o gl Yy ;3 40 o 4l b ;40

s Y

Cde ag syl s 80 s Sle Bl (G ol 5o

DS 0) a anls g5l S bay s s el sl
55 (Jess Yo/) s @il sl gl Wl esl gl VY s Y
35delG Y oSS 05 g n S s S
S PP g P P B A S S ] I W R F 4
J—<l> sla g A edalin GJB2 e b (s sV /0)

ol del st L 5 oy g S YT SO 0
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o s 5558 VIS3I (Polymorphism) ISl
Dool3S 0Ll 53 0S5 &S es ol gla jig <52 V3T
2D gy oS

So LS a8 (hos £VY)) &K 5 20 slaesl sl s
Bl 5 lahai Glaigr aalsl s ctzils GIB2 05 e
P L Glahd e s 5 AD p)p 2 T eeSSS
Laesl gl cpl 53 a8 ol cpl 15 a0 b s ol o I
03 3 edd PUl5S slaigr Ol 2 Bl e S
3 e Lilate 3 i aSpl bosyls s ym s eSO
2o Lol an Sl 3 ey p 350 oS Sl GIB2 0
ot S ssbas cul lpal ol K slal)
3 S Dl Ol Cama 52 Y (SIS 05 o g
a5 L0 5l ol sl 158 8 laomes
Laier nl o 5 ol JoSi il slacee 3 51 015
cilis ol g3l ol gline KuSS b il glaca s )
IIVTY] B o I &y gy

el O LSen 5 3Llomei 1S5 Lau 5 4 (glaallas s
s3iS 3lae=UA 5 GIB2 0 e Shals [YY] s
s slacmax 53 05 o=l Sl Sl 5 A8 e
S s s5iS ot dled 5 QLS 5 Bl st s OUS)
3 A3 YAl 55 Sl 3 alillps s 0528 BB sl
4S5 s aS asllas SO s s Ao 3 YY e Jld s
(Y] 55 o3 YO 550 GIB2 i Sl b S ol
Om) e Jlas S Al L5 1ol 3 ol Ol S
S 02 S GG S el jasile izen LS
oo SLasl balmar 5o 5 ol Ao, 4 0l G0
S TS | . CO UV VA R O Y S SR RS R 0
Sl e VWY 0Ll 55 GIB2 0 g ol anlas
ot a5 55 35delG g Sl iaen A
(doy3 ¥8) A adys bl Lo 51 2oy 5558 Jled

bog S ool Cmen j arsdS Sladlas ulad

52 GIB2 05 sla i pand lilodd (5518 Ko pudizes

YA

by b e ey L s S e e jals SSGT
Sl dd o ol polans] o Y o 5 g5 oS
s 5 Real-Time PCR i sdsl o wsas mls e
SS el (gl s Bsy S &S A eslizel AACT
CT lacie ;81 gy ol ol o 05 K S sl
Sl cpl blaasolis L /1 31 S S dsel K Sl
s 0l D5 Lacblo g cnl gl 2 S
wllas ol 5o s pd 25 wSS GIB6 05 oo s sen J S
L Gds uﬁ@_aReal-Time PCR ;5 JI5 s Jiss

S ol GIB6 05 s 1y slaked g

&

Cow —¢
Ol Al Il bl 53l sbl 3 (s3daze Jalge
53 G 2Ll 5 ) Slacaner 3 sdete Slalllas
diele S e 0S5 YU eSS 55, S GIB2 ol 35
Comer 53 SEOLE 8 shie o35 51 gla ol 530 55 ol
sladomar 55 05 ol sl igr Sl b)) Sy Lid
iy 5335delG i sl Sl § o s
o) g e sl ik sl S5 L Olgr (slagmas
Pl Usse Sl s Sl Glacanr 3 Sher
S esl sl Voaallan il 53 [YV2VA] ol o Lol g
Q153 53 GIB2 05 iger sols (s 2550 831 gLt WY
Sl 45 Glosl 5L VY 51 s (Ao s V1/)) iy 555
S P51 S bt eal gl T s lin g Y1 eSS 05 g
O sl (Ao s B s edd e s 05
Sy doyn Ve ol la fee sl 53 35delG
oL (_;Mﬁu 555 axdlas 5 a5 delE120 g
B A R e e T e R e
5 et (Dl D) 5528 b s sl b
ol gl 93 3 RI2ZTH i 55 dm s Ve ol =l
(U35 0) V3TL 5 (amys 0) W24X g 5 (don V)

on.}L?'— 93 50 g A odali_s oJ‘};L} &_; DL (a\.)s_gj_h
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o iadlas 5Ol e s ik i S s Sl 8
el gl 0 5 GIB2 sla igr 456 oS Laosl Sl
Soml e g oS el G530 55 st Koo slal)
yd e Jold 1 35058 doys Yo Tsgus GIB2 03 s ig
Al sl sl o s 555 Sla03 035 1y (51 anlllas

S el | Laesl 5ot dilsy g K55 o pslin b

Oemaman b ol (Solen Dl 3 lE Ly ijw'}w
Sos S3 0558 05 S e L) &8ss 58

S5 8 e s (alllas ol 53 paselal oSl

e gl Sl s a8 AS elys S sd gl S e

93 03 g BB glad pel QMTC,M:A{@&Q@Q-}JL{
o el S Kl DS L e O3
SKLS e Gl pleal Lle s o5 b ossd w) e

03 Sldie O goas Slardlls oo 5sd asie H iS00

el O 35S e
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