R R
$4 GV Cloeso ’\Y’ﬂn ol;‘..._!ls Vo 6&)” AQ [ELSEN

sl 3 GIB2 5,3 35delG 4 235delC (167delT M34T gla e sl 3

x5 ol Gl Camos )0 gl coumd COlyg b (0 )i i€ omas - o>
T5358 5 Sl S5 (Sl (e ¢ S e S5
isaabdirad@yahoo.com S0 5 ek Slidios S e sl (S pke oSS e sl 1 gane (o 8

IXTAR/AR BICIVRY

AJEINY sl s

ERVOCS

e B Ol 3T Ols] Cmax 5 2350€1C 5 M3AT. 167delT 35delG (cle g Olss vy o axfllas ol 5l Cika o 3L o

L /j—>/ uﬁ ‘J-’;L):‘:'U“‘_S/,ﬂ PCR'RFLP jASO'PCR L;LA;,{_,..{?.UHLJ o JJ/‘; 4_3[}4'[5 7 ‘)/‘)La:q 179 a“’JJ'-’ U:'JJ

e L sloc A Sl lan Toiling dals oy oa (o VENY) e 5 ST s 4 Ollow 1 s TOIAT IS s Haazsly

S s MBAT  167delT (sla igr A ,5350eIG igr sy Aol #5251 fol> 2350elC ig~ L Ley ) 5 35delG

u&#d/jg.u.{fgsdel(; u.iﬁg_?djb 4fj)’j4j;r0/\j/fjjj4j;’rj_<“,> QJL.F@.LJ olalio aJ{}J[;L ’J.>235de|C u‘ié?i
olsil Lol ole 350 lG i Ollos Sl 0 08 ssitm 5 ms iz <K is e i du 5 s sen i 0 350e1G

Al b3 Sli] Comar 33 plio pmnm poglin o o5l sl 3 (5,500 Sla g b 5 O 45 05,8 doe Ol i (6 S des

GJIB2 ;. 2350elC M34T 167delT 350G ¢ ajutive i olsidl csutdls” OIS,

Pzt asts pae (¥) 35 WIS 5 0L3 s S1 3 Sl
5 Sl ol See Sl paRlS s Uy Ll ed
(Y) sols Sy s b el o e 5 bl
56 SaE S w e edul s el S (6 bl

(g ol el L 0SS (Y) sps S5 s 15l

dosile
(1) el e o I (5l 5t Il
Do et dlge SapS Ve a3\ s bey
slaasl gl 5l i (1) il S g 2l 530
s 3 o S0l (pBCas s el e 5 lsid e

Oy go b 3l 5 e oS 5 JL Y GV asis

W}J‘fvjj r_,,l.aa@;lz‘gﬁyjéjbo@ja;fJWls‘&ujM61;5;-\

wo)) Sy psle ol&ls e (S5 Al Wl IS =Y

4.;.»);1 évﬁ:j r)l& ab/\.«:-..v‘} 4@_}0& &JJ;'Y’



5l 53 GIB2 3 55 35delG 4 235delC A67delT M34T (ola jier i3 ¢

b lsd el il S 4 Ay gk Dl
5 AS o SaS Oloys 5 pl0m 355 ashdS @ ppizmes
i 4 Ol S e sl LU s sl e Gl
oS oo ba fer s 0o ol @ B ke
033t el 5 ot plondl Sl by ilis slasls
oLl sy el g8 Olomli3T Ol 5 011 3 OF Ol
2 cle S s il b o S s ol
Ay s SledMbl ol sl aadlas 5,50 e

V.MS ebLﬂ.:.w‘J]a;- Lfl'i))\) &.&b} ée))l..f;.d

3 P9
ot o 53U L sl gl 47 Ols 3l L VY4
A167delT 35delG sla igr ¢l — st o
Ollew s oy » GIB2 03 ;5 M34T 5 235delC
FrSdse Sy 5 S i 4 OB AS warl e Ole
oyl (Sdyy p e ol8ES0s (g glas A Ol oy
s e didd QI e s 5 olal S s
pde (oSS 51 i) (e = e 35 3le st b
23 gl sl bl e pank 8 slaaly 5y
Sl adex 5l SISLL glacas 5 AL Sl
5w Sighe Sl Sl s Obss s AR
LS et S| g Sl S el 5
sl a3 (S gl 3 5 Sl
el Al 55 Oy die e Sls 6 bl
slresl gl L5 Ol 5log anlllas & 55,5 Ll 3 5
D5 o O T A B S saal gl 0L
s oded Al ey 3315 DNA 21 (o s
EDTA s Se 0rr gl oo o 10 0506 slad ]
=3 DNA 15 3 o 0 slisl ds sools Oy
5 e b5 S8 88 L3 S skl g Sl eslinal b

slas L (VY) Al el i 5 O e

22 2y ol S Bl g VL et (5 me s
Ll e alind I () s O 5 0L 6 RS
O S L S5 ol e sla, 8B 1 5L
Lyls Ko gawey olsd W 1 es (YY) AL s
Lo 5 30l G858 Vs S5 alsnd I (¥)
(%) L5 ol Aol b o Olusl glacs plas 3l A3 )
3l Ao A 3sd 53 Sl b ol sl I
5 ISl @ Kl e s 5500 ol 1y DDt ol (S

(0) 4t
o3 Y0 e e e ol 36
O i e olssl-Y (Deafness A) (DFNA)
wly ol st -v (Deafness B) (DFNB) o5 At

=l s—3U-¥ (Deafness) (DFN) .o ,5) X o
e Sl eSS 05 sl i Lo ) JLAS s
(F) il slie o St 8 a3 e
e &0 S e o ) e Sls 350elG e
o (F) il e el ST 2 et B8
D3 eld aled e on i Smld Ol 167 del T
Sl Sl s sl e 1 el (o3SCal slagss gy Come
SISl slagss g Camex 5> 167 del Tz 5L
- LN U I P SPRCIIW IS WP SR NEPR TR
Csr sl s g Sl Olse +, 235delC
Aile sloan Ve e 0 S8 Y alee Ly 8 (30
Pt L MBAT i i el Soladllas s (V5 A)
(8) el b e a2 U e S Sy )
gt 33 g A4S Sl e Pl L Sle iU

05 534S SLSasS s Olays Wlge JolS ol sl
sl 3l sl Cnde un L i GIB2
s (V) dms e DL 053k SIS I e O
3 paFES Sl edes Hsba (22U Gl (S5 Je
2 =550 05 pled plalid (10) 35 el Ol

Qe Jﬁlf': Al da_)u AL [TL3X L) 4()\:;1_) L;a'b_)b <‘;‘(.fr\.\.g..1 Qb.\i} é&ﬁ v_,l.ﬁ Lsls ‘;:AJJ"% 4u.~.l$« 64-1’“



£) WKas 5 shyshs s ;S

5 by e il b 3ol SS, 3l a3 pd 0 55585 S
S, UV wsl 5 Transilluminator oY s dool-
5Ll s sl cnl 5335 e U3 Se 5 48 S
st Sl b b anslie 3 a4l 25 Y pamme

A3 S s 5 CEPCR ol s ool 03 S
i :2350elC 5, 167delT Lo iy s
35 e S B ela GIB2 o5 Jis 55 167delT
2P UAG 55 0508 5530 sl 005 1PV n o
GIB2 (oS uS 05 s 5l ael dewsl 0aS 5 slain
bl s IS0 Cmolrss G55l s 050 sl
Ll Gl 4 e 167dEIT i o> 355 0
S Sl 35,5 o PSHL gouias 3y 5T Ll
s PCR g4l 5 La ol p 167delT i 055
L opas oo 1 (VF) st IS s 4 O3 al
oo 3 e sl g sba f T e > et o
13 S oslis ol PStl goias 2 51 s PCR-RFLP
Slp 8l S 5 pasiie s 5e seb ) 3. (VY)
s3> 53PSl Vs sams il o o 5T 5
10 .ol 65500 PCR la ST Jgpame il Sea Ve
ol 25 e VA 5 PCR Jgame 2y o Vo 50> 3
Jaze o /Y sl Cps 0550 0 1 o el e
Gl 5o el VY LSV e syd > j3 1) 4e samen 03, S
Ole3 i (6 3 dry 23,8 45801515 tle (g 52 YV
O Dlakd gl pde by sl sedalie ) slaieas 05N
A3 Y 555105 65, PCR Y e e 5 il
le bl law 5 (5500l S0 51 o i3 8 555,50
s s p WS @i S 3 UV gandl co dol- U
b 55 gokiasolis £AINNY gl godnlin ol o
o dasolis AVNAY clasil godalice 5 anb 5 Jbo
Gladol (63,5 amsliz . asb e 167delT i s

el e s b ails | £V YA

(Allele-Specific ~ Oligonucleotide Polymerase Chain  Reaction) ASO-PCR

(Restriction Fragment Length Polymorphism- Polymerase Chain Reaction) PCR-RFLP g
S U BT | U_;jﬁ La gz 05,5 nd (6l
5> 35delG eV :M34T , 35delG S fgr s
YO Cmdse 55 p0lsS L Gl ls GIB2 03 i
VY Ol 5 WS (gl el 355 o sl 5 03y
bl oS IS0 il 03 55 nl s 3t S
by s e, el 350ElG igr ml ol - nsd
(V) sy LSS el anS Ss el 5lke ASO-PCR
S VY e godalise pie L sdalie ol ol
aolir il P01 s pdo b s (godunsOLis
Sl a S | Gl g s Il J_ﬂy)_adaj_é
JLs 5 JJT&\J; A TP R [PIEN PRI S PRt
5 db &S oiss il (3 Y Y Jsame L)
(ol Y0¥ Jpams L) s g JJT shls kb g5 3 S|
S S e e DS o5 Al
o e Sl s e GIB2 03 s s M34T
MBAT g oL gl s 0 Vo) Camdgn 53 o) st
GG ol a8 M3 asal 3les PCR sl 5 s sl
V44 J gz oo sdalin pde b odalie cpl ol (1Y) s,
A3 e 0T > pde b sl oduasOlis (534
sl a1y b i 5 Jlo 5 JJT;:JA 33wl
200) by BT ells s g3 5 81 5 kel o s 55 20
STy dla i S8 sen i3 A2l (530 198 U puamms
(3 Y84 Jpae 10U s igr P glils bais 653
e Sl A S e e D B L
3 b s dlsp sla T sa pde U s 035
- e Gl mly coix i 5 4 ASO-PCR 5, b
w oot W polat = asas 5 Jlo i T ool
Dlalad sl oo 5 )5l Gedalin shue i, S
A3 Y 58T U5 655 PCR oY pa s casily 55

Qe Jﬁlf': Al da_)u AL [TL3X L) 4()\:;1_) L;a'b_)b <‘;‘(.fr\.\.g..1 Qb.\i} é&ﬁ v_,l.ﬁ Lsls ‘;:AJJ"% 4u.~.l$« 64-1’“



5l 53 GIB2 3 55 35delG 4 235delC A67delT M34T (ola jier i3 £Y

O (G S dm oS o0 0 5SS1 8l S Bl (a3 YO
Slakd gl pde b 5 g2 sdalis sl 4 p3Y Ol
Ao Y 55581 J5 65, PCR oYy s 5 il 55
le s pn sl a5 (5300l S0 5 1 2350 00 3535 S
ol eSS e 3,3 UV gun il Cos o>
Goliasolis YRSIFOA glaisl sdalin ol oo 353 o0
Soloasgli s VYO 0k el 5 a5 Jbo 5 S 55
Gl (g3, il il o 235delC i 5o
Al e e S5 e sl ansls | YE/¥04/V YO
sl
ot = 2yl L el s 48 51 Las VYA
Sl l— e o o S
GJB2 3 ,5 35delG, 167delT M34T, 235delC
Y 5 s 55 addlae cnl slaasil 5 ol LAd oy

.g:,...ﬂ‘ o.l..: ww

Jsbi glaalss a5l 2 054 PCR N e s
s S Bl Jels 235delC g sl e 5L YYY
o >0 2350elC iigm a0 VYO Curdge s
33,5 o APAl odns 5 3T slald oKl Gis
Bl e B s sy B ) e 45 313 s e
L Ko o305l s il e 5 PCR e e
03,5 el Sl A5 S o el B S0 slaculis)
3ldas PCR gl 5 La o1, 2350elC  : o~
0575 S ) (10) by LS o 4SS ai]
oo 3 e s Jl s gla T sl pde bl
s S esliul Apal ks i ol s PCR-RFLP
Wl Sy et s saU linl s (V0)
35 s APl Vs sae w5l w5 e 5T 2 s
el 65 PCR (La oSl J semmesn 12ds Sen Vo
550 WA 5 PCR Jsaome 2d5 S Ve 550 52 1
S Y Sosiyl s 050 e b el ke
las 3 el YUY s>y, 45 pazme @S 0 Jaze

Sl b Ao s sl sl s T sl WS sl S f
SR DS
of ¥ A 0 1\ A 35delG
ofra \ . \ \ 235delC
, . ' ' . 167delT
' ' ' . . M34T

S5 oole an s sdaliss w3l sl ) > 235delC
35delG i slm cpsssmes S YOA 5l o505 Y

iy 5, SSS o 4 Obles 3l Ay SOIA IS

S Ay el oy o s (A3 YY)
2350elC i L Lo 5350elG g L jlau A

Qe Jﬁlf': Al da_)u AL [TL3X L) 4()\:;1_) L;a'b_)b <‘;‘(.fr\.\.g..1 Qb.\i} é&ﬁ v_,l.ﬁ Lsls ‘;:AJJ"% 4u.~.l$« 64-1’“



& OLKen 5 sy e 5S>

o Ao s VANY (o205 1, 2350elC =y K55 2e BSOS SR USSP W T SV LI SE PICIN
BANE s or i b el 2lsn3) esl il 47 51V0 Al e gl ol ode 35delG i Ol
(Y Jsas) ansls /¥ e (1—ss ¢ /r) 0355—23,S YOA 3l o555 a3 S )

sholi slo 2251 03 Fs2 o o 8 Oljen T sk

Loy o) gl slas SR e el
vY/sv \V Vg (+/+£Y0) P g
volvy V4 VIve (]5v0) d s — Al
vafyy YY VIve (]5v0) S s — des e b des i m ol
Volsv A \IYY (/4 ¥1Y0) A o5 o o130 g das 0 g (e 0y
ofry ¥ VIA (1Y) A g = A 2 e e = ges 53
olsv 0 Vs ([ \08Y0) ol g sl boale g b sl 3 laes
Voo Vo o

3 4 3 6 h08 09 100 11 12 100bp

oy marker

202 bp - "—-eee )00 bp

m n m n mnmn m nocontol(-)*100bp
nn 1 0 R )

35delG

it Sl Sl A (Sl i (sl STy dau 57 aiily ST Colakad 559 1S I ool e p3 1D S o e ) S
s s NN sl s g i s NN Gl igam b M sl 5 Ll N ks po OLET [ 45505 0 4o 35dEIG

i K e Cuisii MM

Qe J:gl.‘u Al LS‘JL"‘:’ AL [TL3X L) cf)l:u) ‘5;‘.{)) ‘gsr"":'"'\'ﬂ‘! Sleds 9 v‘i‘:’ﬂ v_,l:« Lsls ‘5&.&_,}4 “;Q.LF Lsd.l:u



5l 53 GIB2 3 55 35delG 4 235delC A67delT M34T (ola jier i3 £t

Un-cuted

S52bp

459 bp

n n mm n n

93 bp

235delC

11 12 100bp
marker
=
-

500 bp

n n

L)‘:'JT' ny"“Jd)’J“p‘é’&"ﬁ’”)d"‘J‘:‘gJ bjw&ﬁ&&kj))yjjg’)’kl’- Lo yo /) Jjﬁ,,a:!’(,/.ﬁ:

i 33 TN Gl g i i3 M ile 5 15K g i g ) T ks po 0L [y igad 10 52 2350€IC igr (1,0 ou 5T

S m g K

s Shee g oa (V7)) Lls S Sl sags 5 LS«
Il s Gap Junction gla o SIS 2 5 35
S5 g e oo ol Ll Sl J s plsd
S P o DLBLI ] gl san LSSl 68
iy S 53,5 5 055k kil slad gl i Lo
b S U s Slhes Pl (V8) L,108 e
(17) 22,8 0 s 2153l 5 5o sladsle S e s,
Sleslils YV o gy = VPAY Jlw 3 S glaallls o
A3 el (o152 YY) 55 5 (o3l 51 TR) Ol g5 Comes
GIB2 05 )3 ier sl (o3l sl OY/Y YY) as s YOIY
W24X R143W 67delT T8M 35delG ;s e sl

136X 235delC \V27I+E114GE47X.delE120.R32H
S 6 Lesl gl Ao 3 \WY WS 155 V371 5 R184P
50l 53 a3 VYY) Ws g &S5 5en 350elG
53 Ao, YYIY 35delG i s (2,05 L5 dss V00

S 53 a5 a8 coal Jlazl Olpe (St en o
T o) e S il Ol S e e Shls S
el oSS Sladad 505 U 51 ol 50,81 J5 sl
Ly el i L il o le s slaiSTy v s
1, GJB2 o5 ,5 235delC ; 35delG sla g sl

S 03 ke e pd 22 ol gl P

ol als ) ,313011-12 es5—35 53, DFNBL
GJIB2 .GJB2 ; GJIB6 (il s 03 Y ssl> osS s
53,5 3l o JUS s K oS S o IS |, YF S
b eSS (19) 3L o 051 S Y7 S0 035 L
sl 3 5 atle pdL0KGl ) slre lad she b BLS
b nled sk ad) e Jsle slas Ses 51 6oL

Qe ﬁ\.‘u Al LS‘,)L"‘:' AL [TL3X L) cf)\:u) LS;L‘)D “5:":'|~'L€-! Sleds 9 v'{":'f{ (_,ls: Lsls ‘;\:.AJ}; ‘Q"“Lp Lsﬁ\.lm



o WKas 5 shyshs s ;S

sl ks, (GIB3 GIB6 (GIB2) ,nSSlS slass
5(aes MWV) 555 DS i alid I L Ol sley
sl ol sl ol ,2235delC i Sl
Yoov dle s oS s landlas 3 (YY) 540 (1ss V8IY)
Bl do 5 VI Jles YAA 51sls Ol plomil o
YY1 235delC L s TS
(o3 MO) Y00 5 &5 s (Ao ,3 VIA)
Lo 3 K5 sen 3 2350eIC iyl 3o K55 20
(YY) s o VY Lo 5 K ss 2 o3 5 Aoy VYV
Lok 10V oy 2 aS 5 5o Verd dl o oS glaadlas o
ol i o )5 S il 5 S
A3 s p o GIB2 05 (o pd 05 (g U plas
o3 YYIY i 5 Y0 el s mls o8 s
D a5 GIB2 05 s g sl e
A3 g edd atlis Lol 5l sae oo S A plls ol
sde 45 5 35delG (L90P.163V R184P delE120
S et (L205V M34V) sy s Lol 5
S glandlas 5. (YY) (a3 WVY) 55, 35delG & Ly
il I b lew MY gy LaadS 5 Yeed Jle
05 s et plomdl o slie o DI85 L St 8
L SI99F i 5 o33 5,5 ) o GIB2
35delG sla igr 5 30 e (pSmls Aess VA
S8 g e s (Ao s /) 67delT 5 (wss VV)
el ol bls Olgea GIB2 05 55 ig (YY) azils
ol atbd Oy lie oo Sonsdin bl I
S e o 3 e s 350elG i (7)o
Al e ke el ST o 3 el BUISS Srer 4
o bl s e e 35dIC e (7)
ol a bt O penlise op Sl 67dEIT i 5 3,2
(Y A) el LS el (38l slass s omar 53
Pt b MBAT igr o plonil Slallas = bl

s 3. (VW) uis 5158 oS s dw s TN 5 Ol g
Voo oy p Ol s 5 Ol Olisl 53 \WWAY JLu 5 &8
5 gk el S TY) Sl 5 b s Sl sl
L i o 2l 53U I b (s (503 il OF
Jols GIB2 (la g o Lol s die & )l5s
s W24X, 167delT, R127H, M93l, K112l
S s b (paismes S Yor 3l passes,S VA) Aoysd
e 32 sl VL Ll W2AXE e
SV s Sl Ak 3 i on Sl «s 350elG
55 (V) i ol b sad 5l Smmen 53 ol 011 blas
Il L e Y90 s = WWAY Ul 3 oS (glandlas
V44 5l lie e Syl L el b ol iU
o3 TV s el Ol 2 IS laoleul 3l esl gl
la i gl (o3l 5L 144 5100) Laesl il
M34T. R127H. W77X. 235delC . 35delG
GJB2 3 ,5delE120 , L9OP .V27I+E114G
(o515 00 51 ¥F) uw s VAIY L 35delG as 1s
DS 53 GIB2 05 55 e Jlslb oy Sher o imls
e 3. (V4) 35 doys WY Olul = 55 5 Ao s YV
Mee Jloet VY4 (655 (B3 Olml3T 53 \WAQ Jlu s oS
Vool osdee e S0l5 L Sk 2l o
anlllas pgi09,S Voo Slcdd alosil sl 2 8 (godl 5l
35delG i sl (eoss VA) pi5sms S TF 0l
Sles Vs TV b 5o S Glasdlhs s (7) L
A el dn g 4 8 13 Oyl CllS Cod S
Ve lEYY 5GIB2 e el cs 4 g =W
IS Sy ol Il s oS Osles 31 (A5 YY)
o TV a0l Ol 5l s A lwlid a3l
(Y+) wezls 1, 235delC i oy Sl ds s VA/ES
Sl MV Gy o e 3 YooV Jle s oS glandlas s

3 S 3l (A3 V) 8 V0V s el il

Qe Jﬁlf': Al da_)u AL [TL3X L) 4()\:;1_) L;a'b_)b <‘;‘(.fr\.\.g..1 Qb.\i} é&ﬁ v_,l.ﬁ Lsls ‘;:AJJ"% 4u.~.l$« 64-1’“



5l 53 GIB2 3 55 35delG 4 235delC A67delT M34T (ola jier i3 €1

O e AL 0Ll ol 53 Olerns 5 Lad S dhar I Cilases
ssbas 167delT, 235delC, M34T s g i3l
.,\_.:rl.:Ls_A U‘j—i‘ DL o Cbu‘ CJLE.A.EDJ J{‘LN 4.:[..:..4 w;&}
51 aS 0350 Aoy VANY wadllas ol 5 Jsls 1533 Olses

Al W (dems V1) (558 S

6 5 Aot

slagier b 05 sl 5l Lol mli @ a5 L
S g T P 1L ISERTJCNR
S Oladllas & sl e s o8 O3l 55 ooglas
YL Ol s 55 b e b 0 | (5 503 25
W5 il ol sy o OLIEL i 53 Sheld 2105
3wy ol o3 sl Kb B sl e | 3L sl
33,8 o b Sl K55 Gouslin romen

S g gt

(ajlﬁ om\bd@.&}}: CJ:N CA}L&A)‘U&AQKMJJ
Sl e st slaasy e s W w4 awgl (Sop
U_i‘ BE IRELY CASJ_JI =5 éuei\yb) cjlxﬁ Q‘)&&.A
la o 1y Sl 5 S Jles - b

References

1- Birkenhdger R, Aschendorff A, Schipper J,
Laszig R. Non-syndromic hereditary hearing
impairment. Laryngorhinootol. 2007; 86: 299-
309.

2- Yoshinaga-ltano C, Sedey AL, Coulter DK,
Mehl AL. Language of early- and later-identified
children with hearing loss. Pediatr. 1998; 102:
1161-71.

G131 (8) Sl oo L U e e (IS iy a5
Gkl sl atgme 5 plsdl o 53 i ol
oS ;5 35delG g Sisl e plonsl Slalas
53 oy WYY Ol g 55 (i VA 5,5 53 cdeoys YV
5 Ol S5 i3 WY DLl 3 o s 8 Ol
LeodS 3 o p3 W S 5 55 do s+ Ol sk,
! @is GS(FAYY) ol oas 5158 As s WY
o dbed 5l g ol (Sl el 2 Ol s e
=l slier (P) il Sl e 0 5,8 5l s e
Olaile e g e bl 4 allas (ga il
Y136X «R127H delE120 R184P 35delG
R143W. M163V H16R G130V V271 V153l
s 55.(10) V2TI+E114G V371 167delT
5167delT s igs Ol 1 js o el Slallas
e leds 5158 a5 LB Olar 4 Ol e L 235delC
o 055 omeen 5 351G ier sy S0 el
Ll S 5 58S 5 (B Olemldl Okl s i ol
Ll tmi—?;‘—’ L e Sl D31 Okl 3 alice gaoms
Lgs 350elG iy ao by e sl s SUbasl G
5 ol plonll Slidos Ly plse 45 A3l o do 3 O+ ¥

VIR U [ SN DY ICHN . o P SO | P Y

3- Marres HA, Congenital abnormalities of the
inner ear. London: Arnold & Oxford University
Press. 1998.

4-  Friedman TB, Griffith AJ. Human
nonsyndromic sensorineural deafness. Annu Rev
Genomics Hum Genet. 2003; 4: 341-402.

5- Hone SW, Smith RJ. Medical evaluation of

pediatric hearing loss: laboratory, radiographic,

Qe Jﬁlf': Al da_)u AL [TL3X L) 4()\:;1_) L;a'b_)b <‘;‘(.fr\.\.g..1 Qb.\i} é&ﬁ v_,l.ﬁ Lsls ‘;:AJJ"% 4u.~.l$« 64-1’“



tv OLKen 5 sy e 5S>

and genetic testing. Otolaryngol Clin North Am.
2002; 35: 764-51.

6- JabbarpourBonyadi M, Esmaeili M,
Younespour R, Lotfalizadeh N, Absavaran A.
Analysis of common mutations in gjb2 and gjb6
genes in patients with autosomal recessive non-
syndromic hearing loss in Eastern Azarbaijan.
J Zanjan Uni Med Sci. 2006; 14: 30-8.

7- Cohn ES, Kelley PM. Clinical phenotype and
mutations in connexin 26 (DFNB1/GJB2), the
most common cause of childhood hearing loss.
Am J Med Genet. 1999; 89: 130-6.

8- Yan D, Park HJ, Ouyang XM, et al. Evidence
of a founder effect for the 235delC mutation of
GJB2 (connexin 26) in east Asians. Hum Genet.
2003; 114: 44-50.

9- Houseman MJ, Ellis LA, Pagnamenta A, et al.
Genetic analysis of the connexin-26 M34T
variant: identification of genotype M34T/M34T
segregating with mild-moderate non-syndromic
sensorineural hearing loss. J Med Genet. 2001;
38: 20-5.

10- Bauer PW, Geers AE, Brenner C, Moog JS,
Smith RJ. The effect of GJB2 allele variants on
performance  after  cochlear
Laryngoscope. 2003; 113:2135-40.
11- Miller SA, Dykes DD, Polesky HF. A simple

salting out procedure for extracting DNA from

implantation.

human nucleated cells. Nucleic Acids Res. 1988;
11; 16: 1215.

12- Scott DA, Kraft ML, Carmi R, et al.
Identification of mutations in the connexin 26
recessive

gene  that cause  autosomal

nonsyndromic hearing loss. Hum Mutat. 1998; 11:
387-94.

13- Green GE, Scott DA, McDonald JM,
Woodworth GG, Sheffield VC, Smith RJ. Carrier
rates in the midwestern United States for GJB2
mutations causing inherited deafness. JAMA.
1999; 281: 2211-6.

14- Zelante L, Gasparini P, Estivill X, et al.
Connexin26 mutations associated with the most
common form of non-syndromic neurosensory
autosomal recessive deafness (DFNB1) in
Mediterraneans. Hum Mol Genet. 1997; 6:
1605-9.

15- Wang YC, Kung CY, Su MC, et al. Mutations
of Cx26 gene (GJB2) for prelingual deafness in
Taiwan. Eur J Hum Genet. 2002; 10: 495-8.

16- Rabionet R, Gasparini P, Estivill X. Molecular
genetics of hearing impairment due to mutations
in gap junction genes encoding beta connexins.
Hum Mutat. 2000; 16: 190-202.

17- Hashemzadeh Chaleshtori M, Hoghooghi Rad
L, Dolati M, et al. Frequencies of mutations in the
connexin 26 gene (GJB2) in two populations of
Iran (Tehran and Tabriz). Iranian J Pub Health.
2005; 34: 1-7.

18- Naghavi A, Nishimura C, Kahrizi K, et al.
GJB2 mutations in Baluchi population. J
Genetics. 2008; 87: 195-7.

19- Hashemzadeh Chaleshtori M, Dowlati M,
Farhud DD, et al. Two novel mutations and
predominant 35 delG mutation in the Connexin 26
gene (GJB2) in Iranian populations. Iranian J Pub
Health. 2004; 2: 14-9.

Q. Jﬁlf': A da_)u AL [TL3X L) ‘Ol:u_) L;a'b_)b <‘;‘(.fr‘.\.g.3 Qb.\i} é&ﬁ (Jl.ﬁ oLzl ‘;:AJJ";‘ 4u.~.l$« 64.1:#



5l 53 GIB2 3 55 35delG 4 235delC A67delT M34T (ola jier i3 €A

20- Tian YS, Chen XW, Cao KL, Chen DY,
Zuo J, Fang FD. Analysis of genetic mutation in
patients with nonsyndromic hearing loss received
cochlear implant. Zhonghua Yi Xue Za Zhi. 2007,
87: 1093-6.

21- Li QZ, Wang QJ, Chi FL, et al. The roles of
connexin genes in sporadic hearing loss
population. Zhonghua Yi Xue Za Zhi. 2007; 87:
1097-101.

22- Dai P, Yu F, Han B, et al.The prevalence of
the 235delC GJB2 mutation in a Chinese deaf
population. Genet Med. 2007; 9: 283-9.

23- Yilmaz A, Menevse S, Bayazit Y, Karamert

R, Ergin V, Menevse A. Two novel missense

mutations in the connexin 26 gene in Turkish
patients with nonsyndromic hearing loss. Biochem
Genet. 2010; 48: 248-56.

24- Tamayo ML, Olarte M, Gelvez N, et al.
Molecular studies in the GJB2 gene (Cx26)
among a deaf population from Bogota, Colombia:
results of a screening program. Int J Pediatr
Otorhinolaryngol. 2009; 73: 97-101.

25- Hashemzadeh Chaleshtori M, Farhud DD,
Patton MA. Familial and sporadic GJB2-related
deafness in Iran: Review of gene mutations.
Iranian J Pub Health. 2007; 36: 1-14.

Q. Jﬁlf': AAS da_)u ALY [TL3X L) ‘Ol:u_) L;a'b_)b <‘;‘(.fr‘.\.g.3 Qb.\i} é&ﬁ (Jl.ﬁ a&.ﬁ‘b ‘;:AJJ";‘ 4u.~.l$« 64.1:#



£ OLKen 5 sy e 5S>

The Frequency of M34T, 167delT, 235delC and 35delG Mutations in GJB2 Gene in
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Background and Objective: Mutations in GJB2 gene is the most common cause of autosomal recessive non-
syndromic hearing loss in many populations. The aim of this study was to determine the frequency of
35delG, 167delT, M34T, 235delC mutations in West Azarbaijan population.

Materials and Methods: 129 patients from 96 families were studied. Mutations were detected using ASO-
PCR and PCR-RFLP methods.

Results: Totally, 65.89% of cases were sporadic and the remaining (34.11%) were familial. Six out of 8
cases with 35delG mutation and one case with 235delC mutation were offspring of consanguineous union.
Mutations of 35delG were detected in 8 families. 167delT and M34T mutations were not found but 235delC
was detected only in one family. On the other hand, 13 out of 258 chromosomes had 35delG mutations. Five
patients were homozygous and 3 were heterozygous for 35delG mutation. It means that, in 5.04% of the
patients the major reason for hearing loss was 35delG mutation. One out of 258 (0.39%) chromosomes had
heterozygous 235delC mutation.

Conclusion: It can be concluded that the other genes or mutations could result in autosomal recessive non-

syndromic hearing loss in West Azerbaijani population.

Keywords: M34T, 167delT, 235delC, 35delG, GJB2 gene, Non-syndromic hearing loss
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