[ Downloaded from yafte.lums.ac.ir on 2026-07-12 ]

Ol o Pote sl hogl - ode alibas

S (09 i b L1l Cumo> JO GIB2 ) sl e o 1989 Lk
b b bl o glhio

P oLT 0 g 580133151 y99ke il Bl 5 s < Snmo s po 3 L8315 dasl P63 4 LuoaS  Wigtopun [ yine
O y) bl (st 12 (3l s Spii 8 y5lio 35 p0 sog0s Sy -1
OIS oriSilyh g (om0t gl DI S IS 38 0 ¢ pnasiio -2
Ol (S5 p ke o1  (10) 0,51 Uy © s ljlont (13,5 5 jor (B2 9 (g (Bl 9 955 LRSS 35 5o bl -3
IR sl 3 s 30 o3k ORI K o 35 yo ] olin 5 -4
O (iesilyl 5 mm 540 o5l DIR1S S USG5 po ¢ lauiifs -5

0]

28 Juwdws / 85 BB / 2 sylaid / olide )9y / a3sl

85/2/6 allio yiipyay 8A/11/19: allio Caily s

)“"L ] ') ol "‘"5’2‘“ °).U ‘>|}53 )'}“’ » }| "gé “>)|‘> &5)L.‘.‘“‘f &5“""“ 9 &5&“"") J“L: a5 &5"‘).)‘“‘“ &5"5""“"" tdoddo Q
bl Glgie a4 Cowl 3 Jlail susds JuSia iy 26 Sl 0uisS 3oy a5 GIB2 5 o i 23 0 41,8
ol o0 3Ll Dglio (oo (509 i juf (219l

o9k Slgidl Conmon 53 GIB2 ()5 6l it (rmi 1939 e aslllan (nl 50 Lo Sun b gy g Slge D
g1 pedians g3 a5 s PCRARMS DHPLC (S 31 oobiiast by ¢ylias ) ¢y liasl gl gomar

GIB2 5 5 (H17) p33909,5 18 «cd)5 51,5 (omyy 390 (slows 3,353 31) pg3g09,5 106 anllia oyl yo:lo asdly &

00l ausdd (091 woSy9,58 Hlow 90 9 e85 508 Hlow ;) (%9/4) pgjgeg,S 0o 10 I5AEIG LJigar  wisils s
350elG 512INSAACG 3170G>A W24X VIEM : ol e ssps dilaio nl 30 & ols st yolow b

] 9 o oy d S g yh & yguas 358 duw 30 VB3l g y90 Sy (pimed wisgy S510INSCGAA 4 314del 14
sl 00 3135 e 50 Slesarezr 10 35 o 2529 45 Wil (o0 wa2r it Sy (B10INSCGAA) g

S (152l H50 51 G Jolo 4526 LS 05 Gtz (Slgldle amalin 53 o (ol gl 16 1S A D
13S0 (b3l g g0 Jollo 15 5 190 W17 Ladd g 009y Sl Hlams il (o0 o Ao Slodumre )d (0 ydiw yué
ot G135 Gl 5500 Gldmez 10 98 B ()T 9929 45 Wil (oo Wz i Sy (B10INSCGAA ) Giger axdllae
il o0 ARNSHL slaxf Jole 6,555 s 5" Yol b Caros 50 4 ddd o0 olid ol oo . Conl

GIB2 26 (rranSSlS «r gl (soumzr (509 ks yud (o2lgindili 15l (5 0315

S5 59 0319315 0 )9line 35 po (55 p0 (Sho L iy A39T K3l o))l ST e 3 1assle (ST

/\Q /(}{ ("Qm 6/9) 1419‘(/_. /A‘


http://yafte.lums.ac.ir/article-1-1018-en.html

[ Downloaded from yafte.lums.ac.ir on 2026-07-12 ]

GJB2 05 sl g G,.mjﬁéﬁ S

Jsb ool @855 1513 olas pgj509)5 (59, 2 45
4 ool ot S5 (5955190 5l 5 039 5L 5L BI5 5 (el
s ks Ll aisiee e po Sl gl S alws
26 SIS eBay 5w &l oS Gl a5 GIB2
302 26 (SIS gy (T56) sl 2 5381 0l oo
AU Ll 3l o o5) il 0 2 by 5L Jlast U 0lsils 5|
crrote 3| (5o 26 eSO (398 (oo owlys 26 pnsSlS
09> A 5 ey g Sbeges )0 (Js lintion
Sltedlig ot Bl ledobe jo oS Cl (Sl (heS
13518 8929 g (e sle sldole (59,0 9 g yle il
4 el ol (5L oYLl sl st utisn

(2052) oo (oo |, Sas8 (slesSlgo 42 JUal o)

Cachisa Siria vascularis
i

L
“ ) Margimal
ndlotymph, \GelIS

E
Stapes with high K™
G482 /
Duter

Inner hair

hair l. cell
coll : s Fibrocytes
: \:- e
sigre
0 (Slendia oyt yoden 3 (59 26 (SO =2 0 Lol S
39 a5l (B3I 595 (a3l iy 59 el (3 jLiwged 5o
09599 Tt )lo ool (Slosuwdlyg yusd ¢ SBLa> Sl gl
3,10 3929 (wamedd (o ylo Slidolw

wiS 26 eSS 5 50 iz 90 5l s e b

3 o5 !, L oprmls 35delG (8) coul ous
aails 908 slml 4y e a5 il e (Goys 70 sgu
05 9 (9) 0gb o0 13 0 lets dnal sl uaBse 45 (w395

35-30 coaBse jo ondlsS 5L IS it 26 SIS

1. Autosomal Recessive Non-Syndromic Hearing Loss
2. Deafness Neurosensory Autosomal Recessive
3. Gap Junction Beta

/\O ('J(IMA{U (r@.‘(‘i‘l‘l—b 6/9) 142’:[/_. /"

doddo

S35 5 sheme slacde a5 cnl (5500 (DS el
o P o nls (S i e (L)oo Jlsl,8
Jgie o35 Saes 1/1000-2000 Ly a5 a5 el ) (onaas
o alsitl 170 sgam (3 2) was o 8 il o |
P g 15256 9,8 T ) a5 el (gog )i 8 (S5
Sslie e (ras s> 2lsd alS (2)0)05 500
st 8l e oyials (ARNSHL) (ajars 2
s 4 1y alsnil o)lse W85 a5 el wyus g4 5 S
(5 54) ans oo plazs]
aloles o ol ali>de BB sl iy 13 sldlos o
ol Ly £89 & (goyhim e 2pAL )3 s sla )
100 coles o &5 wigh (o P nl ey il Sl

(1 S) sl o 005 (a38 1 (sl o5 S

elis 5o sol;p0le (lgils 55,

1/1000
| |
%25 %50 %25
| |
wolie pg395] A pg;l X & aaly
%75-%85 %15-%24 %1-%2
| | |
DFNB1 Other DFNBn
%50 %50

o glgil Slalyd =l o lous JsCis

DENBN )50 a4 pojsimyed woslin slowsS's)

9 g_)ﬁl.’.a B ‘LS"?’“"JL’ DFN UT )Q aS ..\JW oQ‘Q u.....aLo.a
05 DENBL M) ol [ 5550 (ogSo) (olulids s N
s IDFNBL sl ol 51 (0l o GIB2 ousS 5o,
2wl (o slie (o glo 2l5iil 51H00 Jsrs e
05 5 (CX26) 26 (nSSS o5 slo (i by &5



http://yafte.lums.ac.ir/article-1-1018-en.html

[ Downloaded from yafte.lums.ac.ir on 2026-07-12 ]

GIB2 (45 sl Jiue (oo 389 (i

g o0 pngal (955 lo cund b Wl jlow o)

REXPAES
o wslie segigil Gelol n asl ot elol -3

Slekes ;5 Ygono 5 o0 o Bl Syge 4 6len

D9 gad 000 3L yedg 4 L3

Saden b logae cpally 5 05 Jlayi pole 5 50y (s

shls ol iy b o)y ails Solgils cos

oy i ae Ll sla Zlgos)

(3USCs) o oo oolgils y2 0 oo U oyge 4w b g0
4 Sy oygbie slp oS gl b g lgid o5 1311 lat]
oolittal wis)S anzrlye il lliv 0l (i S e
oigy Ll ly 02 oy g Aslidinyy JoaSS Ly 5 03500
WAL 0y dered i abgrye sl pl S0l s 5 JoSas

leil 4 M Lo 53 5l cole, 331 L e
= o 10-5 Cglie o (5 (65 L (00 d
sle s b S ey DNA glseul comr 055
6% EDTA (gl slo algd o o 423 51 55l
5 92,5 gl “eletl S s, Lags a5 DNA Ly
3550 & o5y Sl gy damsgi (] CueS g Sk s

“’5; )‘)5 [CadPd

]
BE0 0@ 00
Ol 53 Cglio (0g)95l il (oI -3 o)lods S

Sg (o0 ond (I W ygar (g lowr o] 50 4 axlllan 390

1. Zelante
2. Ethylene-Diamine-Tetra-Acetic acid
3. Salting out

AO @l ;re.'iﬁw 8,9y Sl /9

ladedSe ol 5l SO B> aS 5,15 0929 cuiS oS ashais
o2 (10) 555 o 30delG L 35delG g slxm! el
1907 JLo o iiSen 5 ey boss b ol e
Sle 15 (agee G (nl Wb (el b dmad (31
o opl el Sl g Sooljsanl goly,0k sla oleil
(11) ol Congy dubw Coumos 40 i E95 (p 5 ol
il ol Lt gz el oo 31 iliee LI5S 5 Yl
plgdl 5 oldlir Gblia )0 26 (SIS ()5 sla iz oS
S 9 2lisyl B Comez o i Dglitte oo b il
 Esed rier ID0EIG ol & vz Syl oy
@65 e Sl pls 5o 4 (Shge po Sl
oS ol ol alisdle BB iS5 ol gols 167dElT 4l
ol 0dd 03,53 ol bl i 0 350elG i
(13,12)
L 5i9; g 3l
o oy adlhe g, 5l eolatul b asllas oyl
or oo crl 5l Gee ol a8 S all ol
S5 blsnil po 0 26 eSO 1) 50 ez el
R O omal - (o> E9 5l oy pf oglie on
o wxlre Saew 8Ly Gl &5 ole oolgls 5l sl
oygbive (L2l Grazlie iogile S ledlite widges
Ohler el 00y )5 oolitul g (63,50 ST 3l (S
[30gs 5 Slaseiie Glls (cw)y 0550
ol olyids 1als g6 wyn slp 1) Slord cus -1
(41 db) Lwgie glyl s Ygans 45 aisg ool
&S wses (70-56db)  was  (70db) s
LBl G ey phey Ojpe dr wilss oo
e ploo b (owyp 090 0131 0 Gl als -2
anlee Sjpo a4 AT gy (nl s oles (SIS
CAiS Sl xS oo Dyge Sbp by 5 Sl

Sygo 5009 (0,8 A 2lgil o (seydiw il


http://yafte.lums.ac.ir/article-1-1018-en.html

[ Downloaded from yafte.lums.ac.ir on 2026-07-12 ]

5 Sl oais BIF olr R ltrexr o 0eSU
osalice V1S3l e g0 L (%2/8) oslgsls 3 jo (pimen
Lojled Jgozr 5o ohlom ol 5o ouds 8l (slogeish 1o

s 0wl

Olylows 30 ouls <8l Glogigij =L o los Jguor

S9! G 9]

4 35delG/35delG
314del14/314del14
512insAACG/512insAACG
35delG/W24X
510insCGAA/-3170G>A
35delG/V95M

N

= .

3, .

ol 3950 Gl slom ez 5l 7 51 ol Grals

odes oo 26 SIS 05 00 Gz ol o9z b
e bole 05 nl o G Bl (oo sy
Mdbw)omwbw&)‘b@|wb
LS"L:’ sl e @z b Cosex o (15514) Sl
9 2350ElC g Ll 5,0 slo,sa8 5o "Dlie ol gl
G{lﬁ)‘ L5La>)5..;"5 309 167delT o Ls)‘L;i.ial QL;..)% 50
o> Solite sl SllB L ol sle Cumex i o
5 @bl o 550 Ly o5 (gl gl anlllas 5 05h s
9 o ks a5 o aslllas oolgls 83 s 3 el o, Sen
Al oals RS GJB2 a 4.....,...a|5 @‘5...,.4[.’ (%11) oo|5.sL>
1G4 4S5k 4 05 B5EIG @ by o g (o yiiin oS

(16) wuzzls 35delG w500 g3y oolgils- 9

1. Alldle Refraction Mutation System/Polymerase Chain
Reaction

2. Direct sequencing

3. Hereditary Hearing Loss

AO @lw b :reidlb 8,9 sl /1Y

T I R e

5l 8 ool STl J5 5595550 5 'ARMS/PCR

G390 slodiges  (3USKE) wn eslinal <y 200
ad o (4US) was aalds LS aie 35delG
Blgy a5 sla wes DHPLC olxl 51 s o)l5

s 2 g8 et Lt atls Jog

—_——

sk g N

il gz ls iM

35deG iz sy xb vals (1),

35de G iy sy 5% j5en wali (2) s,

35delG g (sl sj0 e wals (3) o,

(35AEIG gz (sl 559 50) aslllan 3 )50 slo 4503 155 4) oo,
35delG (45 asl i diges A o les S

o asily

Lol slo bs, 5l eoliil b Liaghy 5l ol sla sols
bl wlol pcd S )15 oot 090 Arog aslla
106) wos aalllae o3lils 53 5 jlew 53 L L o5
eSS 55 5 i s3> (117) pg5909,5 18 (pg5909,5
S g W94 1, 35dElG g gl ss 26
a1, 5,150 9 55/5 GIB2 slo i plo o ,o 35dElG
plul axs o a5 old > 0g ool plas! s>
5 a5 le ol cawas DNA g oL JIss
VO5M  314del14 W24X 510insCGAA
pisl e s a5 3170G>A 512insAACG
S ced S5 hls sl e CX26 o5 o wslis
5T 5925 45 il o wax o> o 510INSCGAA


http://yafte.lums.ac.ir/article-1-1018-en.html

[ Downloaded from yafte.lums.ac.ir on 2026-07-12 ]

GIB2 (45 sl Jiue (oo 389 (i

2 oMz 45 0ls S8 gy 0590 00lyils B3 L 1, )
Q‘)'.yo oD UL.*..; ).,o| Q.ﬂ WP V- R %9/4 5o GJB2 05
2 ead bl gla (B)i5 4 cond G ol ol gged
Vol b Comes 0 a5 aas oo ol mls ol

ol asl e ARNSHL sl Jole (6,50 slo o3
Lly a5 il coss gz @l 4 olsie Wl gy b
09,5 orl oloys 9 J5aS «Seitj ojglie ol 4y L S8

2,5 aalem 4l

AG @bl e 6,9, sl /¥

2004 Jlo ;o 03,5 (e an aalllas o izas

S35 oblgisl (ARNSL) e jo e ool Syl
ol 00 (3155 WI2/6 o))l Colie com (cagydin i
GIB2 15 s e WI6IT s aulllas s 50 olyils 664
5 5 oz ol 2 Jo e (17) wisls las |,
35S Sl Olpl Comez 53 26 (SO 5 o i
s pgd 5l olpl a5 Ll jlas SIS 08 sl Cenex
sl I gonds Al @ azgi b 5 g ool JSis il
G (G 90wl Dglate alize sl Caxaz jo b ips
23 Bgd oy p b D90 4 Al plgBl a5 ) (e Sl
P9k yd (slsiil 0,3 65 (55) 52 oS50 o5 (sl aalllas
ouds pll ol)San 5 (ool o 15 bawgi slie comr
siols oL |, 356G iy (H213) psi900,5 3 e o


http://yafte.lums.ac.ir/article-1-1018-en.html

[ Downloaded from yafte.lums.ac.ir on 2026-07-12 ]

GJB2 05 sl g nsf"*“';)ﬁéﬁ S

References

1. Nance WE. The genetics of deafness. Ment
Retard Dev Disabil Res Rev 2003; 9(2):
109-119

2. Zelante L,Gasparini P,Estivill X: Connexin
26 Mutations Associated with the Most
Common Form of Non-Syndromic
Neurosensory  Sutosomal Recessive
Deafness (DFNB1) in Mediterraneans.
Hum Mol Genet 1997;6:1605-1609

3. Fak MM. Biosynthesis and structural
composition of gap junction intercellular
membrane channels. Eur J Cell Biol 2000;
79(8): 564-574

4. Reardon W,Middleton HR,Sand kuijl L,et
a: Genetic Deafness. J Med Genet
1992;29:521-526

5. Lefebvre PP and Van De Water TR.
Connexins, hearing and deafness: Clinical
aspects of mutations in the connexin 26
gene. Brainresrev 2000; 32(1): 159-162

6. Goodenough DA, Goliger JA, Paul
DL.Connexins,connexon,and intercellular
communication.Annu Rev Biochem
1996;65:475-502

7. Kiang DT,Jin N,Tu ZJLin HH.Upstrem
genomic sequence of the human connexin
26 gene.Gene 1997;199:165-171

8. http://www.crg.es/deafness

9. Zelante L, Gasparini P,.Connexin 26
mutations associated with the most
common form  of non-syndromic
neurosensory autosomal recessive deafness
(DFENB1) in Mediterraneans.Hum Mol
Genet 1997;6:1605-1609

10.Kelley PM,Harris DJ.Novel mutations in
the connexin 26 gene (GJB2) that cause
autosomal recessive (DFNB1) hearing
loss. Am JHum Genet 1998;62:792-799

AO @bl @i 0,9, 5l /¥

11. Park H.J, Hahn S.H, Chun Y.M, Park K
and Kim H.N. Connexin 26 mutations
associated with non-syndromic hearing
loss. Laryngoscope 2000; 110: 1535-1538

12. Uyguner O,Emiroglu M. Frequencies of
gap and tight-junction mutations in Turkish
families with autosomal recessive non-
syndromic  hearing loss.Clin  Genet
2003;64:65-69

13. Maheshwari M, Vijaya R. Screening of
families with  Autosomal Recessive
Nonsyndromic Hearing | mpairment
(ARNSHL) for mutations in GJB2 gene:
Indian Scenario. Am J Med Genet 2003;
120A:180-184

14. Maw Ma The contibution of the DFNB1
locus to neurosensory Deafness in
Caucasian Population. Am J Hum
Genet1995; 57: 629

15. Rabionet R, Lopes-Bigas N, Dagrumal.
Molecular Basis of Childhood Deafness
Resulting from Mutations in the GIB2
(connexin 26) Gene. Hum Genet
2000;106:40-44

16. Ngjmabadi H, Cucci RA, Sahebjam. GJB2
mutations in lranians with autosomal
recessive non-syndromic  sensorineural
hearing loss. Hum Mutat 2002; 19(5): 572

17.Ngjmabadi H, Nishimura C , Kahrizi K,
Riazalhosseini Y, Malekpour M, Daneshi
A, GJIB2 Mutations-Passage Through
Iran.AJMed Genet 2004; 133A: 132-7

& ol @ galled o S e 1o 591551718
e Gl o (S5l S nnS
o Seenl S e Db s (Gredlfl,
Oz it oz bl s S et
oblgsl cume> 0 GIB2 5 o (35delG)


http://www.crg.es/deafness
http://yafte.lums.ac.ir/article-1-1018-en.html

[ Downloaded from yafte.lums.ac.ir on 2026-07-12 ]

GIB2 (45 sl Jiue (oo 389 (i

oBLails alome 10le)S liwl Cglie (comzr (09 )dim s
3 ojles Al o9 lo)S (Soyy psle
19. Fuse Y,Doi K,Hasegawat T. Three Novel
Connxin 26 Gene Mutations in Autosomal
Recessive  Non-Syndromic  Deafness.
NeuroReport 1999;10:1853-1857
20.Abe SUsami S,Shinkawa H: Prevalent
Connexin 26 Gene (GJB2) Mutations in

A0 gl @ids 0,95 Sl /38

Japanese Population. J Med Genet 2000;
37: 41-43

21.Kudo T,lkeda K,Kure S: Novel Mutations
in the Connexin 26 Gene (GJB2)
Responsible for Childhood Deafness in the
Japanese Population. Am J Med Genet.
2000; 90:141-145


http://yafte.lums.ac.ir/article-1-1018-en.html
http://www.tcpdf.org

