Fi-F£/1F9F d[f]-j/.@aa/f o)wzlyo);a/)/)@«fza@):/o}[c olLils dlxo

gy Jlio

O ghko (0 yhw b (gl g DFNBOSO (oS of (S § (S g (o 3 39
Ol 58 Gl aw il Sodlgils 4o (099!

3 R \ . Y. Vo .

"l odlj wile o550
S Ol 35t S gt Sty sl oAl o S35 0 5 Jplow Colicie 35 o ¢y il Q@@"@J%@@
Ol Wlgiol Slgiol Sty psle
RS W7E/P) scdlyo b

00>
L]
L A4

gord )1 45 ol 531550 sla gl op 5 @ld 5 (K b 53 (i - (ol (AR I 5 4is
b aS 029 055, Sl IS S i (09581 sk b (2l 30 AL 0 O35 o 50 LI 50 S
PSP GRS SRl s s el sdd wSLE O (ol 05 00 sk 5 wsS PV Sl e 05
ol 55l 5 Jowasler 5 dol s 9 4 hSeS Olod DLl ¥ 53 S o) ol s s Sda |y DFNBSO
s S

S Okl ¥ 5 03l 5l OF 3 (PIVK) DFNB59 sla igr aKisle)l heo 58 adllas cpl 53 oy v SHas
PSP ) 03 asmae 05 A sy oW dlea)ler 5 dexlng s 4SS Dldes bl & O,
Sl el gl 55 0 avas OIS o JUSI Esl g 03 S AS I, S5 g &S el (PIVK) Pejvakin
o B reeen g Ks g min 9 1530 Y Plas g oes g sakigliy 55 C‘j}j‘ Ghils candlan 3 o Ol
SN 5 dm 4 odd ol (Short Tandem Repeat= STR) Kl # s opl gl disg i GIB2
A ol b OF (55 2 (Somw gy 56T 5 as 5,585 2800 ael o STy 5 55, 2 PCR

Ol (Ko gy DFNB5O o sS g b i 5,50 sl KL s pluSms cilien gl ol gl ) b claatil
S5S0e ladkul 53 ol sbul 5 oSTsn 05 sl ier 45 cuwl OF 5 S ol saallls 5 Lsl
yls Su i Yz

a8 Sl 53 5> kg Cemal b I PIVK 03 glater ol adlas el g oS azed
I (55l g Jlomaslgz 9 Aol p s 5 4 shKeS Dlhen Dbl duw 53 45 b g3 pede — g g5

55 S g3 29551 O ke S g pdis b 9 g (S 155 05 DFNBS9 w58 o oukelS” (slo 055

HEPRYTY

(o) sl 3l ge o ys Vo Lo (YY) Wi o )l e OV il S S sl
(Non-syndromic Hearing Loss= NSHL) e, & gl 3338 Ogdee Vo 31 i Sl Ol ys eee
Coslke aigl OT ity Jeol 581 &S AsL Slls Gb , dmes gled Lab bl Ol
(Y=0) il \~~~,;\‘v&j\ﬁd_!ﬁuwuéig,}ﬁ@
S Gaamer 53 Coglie 35 L slacs s Gee U (Sever) bbb 4 ke Sl
Wl Gdgems LOT 5 (glsliv = slaglsajl 3)lse ol 3l A3 B0 S i oS uisl s (Profound)

E-mail-fattahi.najmen@gmail.com . FA-FIEe2aY il — Jusn s Sl clisions 35 0=3,5 05 Sty sl ol =3, 08 i gt oikivs 3

4


www.SID.ir

OlCas 5 (5 daze

os olulis DFNB59 . S 55 S35 05
4 by CONA 4lS™ 511, 0 o8 JIg .ol
OS5 el a ) (85 dpame 5 M Gludl 4z 3L
(ol a5 5 Lo (CN0) CU3L o )b adS I &S
A plowl Yo o8 Jlu s oS (laddllan s s (6 AL
Jle Olsea 1) 05 2l 03 s el sl
05 55 Sl F Syl eslgls ¥y s ol 5ib
41y p55 5l VAKD & 0351V Jols DFNB59
Y (1‘9)'}0; S92 05 ot Sl el ozl 5
oS U e 0T 0551 sl 5 5,05 15 (2931.2)
YOY Jold uS o S 0 ol & B, AbL
o) &S el 0315 Ol dal gl ) oS Aib o 4T Al
SLl> 3 3l god O jran (il 5 550 S 550
S0 Jobo plarl )3 5035 it 4y 3955 S
el Glaiawsp 53 Ll s S pate gl s
05 ol 3 Osmalise 8 05ST Olgm Juli w3 0l
23 390 SleMbl 5 gmm g ol bl ol s Lulis
oS UST 05 53 Lol SIS 5 g L Al
(V)) 5,05 540 9 Calides SdCamaz > S 95
R .
3 b plil GIB2 Juls 5wl glsisl (slas pos
s S by Sy Mo 5 g e
3550 05 35 S Sl S obesl gl 5 DFNBS9

. = . . ..
.u;sJ)}.pubbﬁww)ﬁ

oWy 9
LS ARLLT o5 allee ol o
o [l 35 gh Sy ee o&ails Jlo il
aS ARNSIL 4 Mz o3l gl OF 4 b g 10 4 g0 el
Ol e 52 5 (Il pllly Glas 53 Bl gl
Ol 3l osl gl Yo oS W g (glsliy o Cl}s)'l «hls
5 4SS 5l eslsls Vo5 ol s ol
Lds Obal Oldes 1 eslgls VP desl g
S e lug A Jle s sl ) O (S 4
Sy pe oBails S 5 S Slids

orbico sl ilpiiili s DFNBBY usSy/ | 5utif (oKhpn

oo elsdl Calke syl s S e L GL&
Cslre 098 ppdkiw 8 o) gbl sl 0l odaline
(Autosomal Recessive Non-syndromiic Hearing Loss= ARNSHL)
oAt ety sl Sl Il s o sl
(8) das o OLES |y sl o5 g8

ali NSHL 55 oS Vor 51 i 0586
F05s s Al S 2l5EE plpl tCwl el
4 oS b ook oo (S8 Olie
andlas (Oliioes ((5lew () 3550 53 YU (Zews Sy 2o
Sl Jo glalsmns 5515, & 5 laesl gl
YU OT s gbskin g9l Glslp & wile sl
(V) Lles S slgi b e

2300 Jole GIBE 5 GIB2 05 55 ;3 g
53 Olllae Jb- 5l b ool ARNSHL 5,150 doo
J8yws GIB2 0 e (e S el Ol Ol
Lol o Oglime Gl Calidee Glalames js gl sib
et U Jld Gble o g a)lse op it Sl
(Ot sk 5 Obr) 3,5 Gble 55 igr salis
b bas e gloi) plo 3 g 058 .(AA) Ll s
Comazr ) G3gdous Glaosl gl o LS 55 gl 5l
UL JGIVY S U gt -5 iV S GUW y 6U J 0o - 1
2 2l S 05 b0 cal ST a3 e
3B s 650058 b SlWlae (Gl Comes
S oskhe lagolen b 51 OleypaST (opl pl caL
Sl wsS S s boigr olulii 5 ARNSHL b
oyslis plsl (Solay Ly pde Lz cdbge il
33 Sl Catl Sl Jlaz| Sloys Sl 5 ¢S
aia 3 DFNB5Y oSy oy sl andlae )
s T sy 5 Qe sl e 055
b 8o ,e S5

e 5 a2 S5 Sy el
slgiy Lander 5 Botstein Lws L sl & Col
S lon ¢S5 adlln gl S5l iy 5 43S

) LBl (r o shan (05557


www.SID.ir

1F9F 047;/.4.4/)5 o)w‘)Vo);J/J;/@Z‘;féﬁ/o}[c oKl dloo

oL Gk 5l b STR 25 cgr oY o jmal
sba () o5l Jder) 43 plnit NCBI UNISTS sl
T JISads am s 0 ) dools b Kl Ol
d> g S O Iyls PCR Jgems Jsb 5 auls
S aen 5l stutter band L 456 Ll
e SO ESG sly ole 5 o Do DS
93 ngﬂ slad=ly  lyls Laﬁtu der Dy
I Gy & Goge iy s
s W e

35 35 g0 sla S0l s 1 ek (Uninformative)

3y (Saesl gl

"-5":'6‘ oalaiwl 4.19‘,;]» Lﬁ"j 64.5.]4.4:

5 Bl Sl 5 aeliian LSS 51 ey 35 e
caalio ped 3131 alS” 51 AT wbuls, dl 5
By R O R N
sy ks 8 sl GV od EDTA (g5l sladl )
3kl S g0 4 p 33 ST S s b a5 DNA
ar oS Bl s 56 oas b szl e
GIB2 05Y 0381 53 g 36 51 31 L (V) s S
b lsiil Byl sy (sl s 5,05 andllas oyl 5o
(DFNB5O ju5S ) 53 il o1 5:56 come) PIVK 0
Sl b3S ey Sy T Bk
SN Glaoll Lw s ewla STR (sl Sili

<=zl 3 NCBI genome browser Map viewer

Lol sla Sy 5 oslizul 3,50 LS 2 0 lod Jouo

e sRasa (BP) Jgams o300 Lol S

NV SA YSE_YVO TTACCCACCGGGACAGT Forward D2S324
CAGCAAATGCTTCTAGGTCA Reverse

Lo y3 AV Yoo\ A CATATTTGAGAGGACCTTTGT Forward D2S2261
GTGCAGGATAAGACCACA Reverse

Lo ys § Yo\_YEY GGAGACAGAGAGTTTACATTTGAG Forward D2S2173
GCCACACTTTCCTGAATC Reverse

Lo 53 AD ¥Or_¥S e TGAAAGCTGGTGAATAAAGGG Forward D2S1244
GCCACTACAGCTTGCTTGC Reverse

L5 VA YooY CTCACTGTCTGGATTTCTTGG Forward D2S1391
TAAGGACAAGTTAAAAAAGCTGG Reverse

Ly $Y VAe—Yoos CTTATGCTAAAGTGTAAGGGTATCT Forward D2S148
ATGAAGGAATACTGGCTTGT Reverse

XV+PCR 3l @ Jols PCR STy wsui

A (e Sy Vo) d plor/d pl (Jse oo V)
MgCly ¢/ pl (Jge e V+) Mixed ANTP ¢ ol
&) Taq DNA polymerase ﬁ;T Sl (Jse Ao d4)
L S (Fe—0+ Ng/ul) DNA Y pl 5 +/y pl (asls

A ouUL»:) Yo l.ll = LY ddeO

ksl § PCR s, 5l b Sl 2S5 ol

o9y op) 53 Aé eslamul (Touchdown PCR)  les
Lz 3l Annealing sl PCR ¢ 5,4 S ki s
4 Feobasl byl Uoagh b YL e
3PCR o 5 S Iy JLail 05 3 a5 5,50 Joma
(Y olad Jgua) b o aslsl Annealing 315 sles

(Touchdown PCR) J‘M ‘5| g p) j«.‘Sb rbr.ﬂ ‘5|Jg )&3.\«}0}3 NECS &Lab MUJ{ Y 0)'&5 J,»

Sldas ol K| Sl a>,3) L |
. 5 GIE Sl ay0) A PCR >l
) @ds Y 40 g O ol 505 \ K
\' 4.,2\?\'“ ‘\O Orbﬁ\;} \’JS,.;
6 O *or—sy Jas
w7 vy $3ke oo
Yo PR 40 Dgmlygls ¥ K
il YO oY Jlas!

AR


www.SID.ir

OblCas 9 >l Aoz

PR VY
| @iV VY

orbico sl ilpiiili s DFNBBY usSy/ | 5utif (oKhpn

Siw Josk
2l b f S

el 03 3 a2 )3 FY=OF 3 pikoee 43 5 0330 puiio SOLEL 2 (5l posl o Izl slos”

dy90 reslgls Ao ys AD s LAl Gas
gl g Adedys gLl = 2 lea)) Jud e (om) p
O35 (oo b canlio i L LLISI 53 slaesls 4
Sype slhe psisl Dol SN 5 gl
Lo« Leeslgls ol Slink 5,0 g b
tdilodd awl>s FastSlink version 2.51 ,\5le 5
syee 03l gl OF j3 .l okl 5,5T VB Y
335155 L 5 b Sl 6 S s 1 5 Ay anlllas
LT fo ST J5 s 2 oS0 2 b L
(YL Slink 25,0 shyls sbesl gl (6l )
sl ol S Spge ol 4 s 5, Ko
Sope sy Kl gl el
all () oyl pgad) LdE el 505 e
Ll sls ol Kowsn 6 b Sl aan
APle s S eslizal b G shle )y b Culg s
o5 4 Kese S Haplopainter

(Y o)l geas) A2 A DFNB59

200bp

(Merk, Germany) wsT o ST L J5 s5) p s s
Colu F-Y S @ 00 MA 0L > b cduoys AVY
038 (65T 5y 05 Dl b 5 A 559 S
b3 S ags el
s FastSlink version 2.51 3ISlink (gamls (gl
33 6l (LOD score) LOD (g6 yo5 (sl (sl
Superlink version 1.6 i cu ja (glaas w5 (glakets
- OVAY) s eslas! Simwalk version2.91
S S S glaesl gl 3,0 43 ubishle
b ESGSTL (e Sla RS 3 55 (546 goea)
o) w,? <, s Haplopainter version 029.5

OVF) 355 o oslizul Ko s 554 Aol shite 4 al> e

sl
S50 Camex 3 addllas 3j5e 131 ST

G "'\i"\“;' (RS (o> L;éuj.lo 93 LSf-‘)"";'b Cson

| —


www.SID.ir

1F9F u[g/d;/.eu/f o)w‘)Vo);J/J;ﬁJL(CZX/o}lco[@/J@

dool o ST s I3 g9 2 D2S2261 Kilii iS5 g ) p 45w ) 0yboid 9
ols Ol Sl o by o slallil o |y <5 a5 550 Lo 31,5

O

Ll

8
1 1
1 1
2 1
1 1

6
D252261 119.81 2
D2S324 119.81 2
D252173 119.81 2
D251391 120.61 1
10 11
D252261 119.81 1 1
D2S324 119.81 1 1
D252173 119.81 2 1
D251391 120.61 1 1

12
2 1
2 1
2 1
1 1

9
1 2
1 2
2 2
1 1

13
1 1
1 1
2 1
1 1

ot 2030 B eal gl 51 (S 0 (Ko gy pie 4 by pp skl 2¥ 0 lad g

Lo UL S} ki 33 o 5, DFNBSO sS4 SCovser o sl oSG Cosbla O Loy 4alis et il

5t Yol cCaanl LB 51y dyls OleypaST
2358 53 (Y8 4l SS) GIB2 05 sl igr
L js S Slles sy ol L .(VA) il
S esly plas cul el rl’u‘ Ol Calides
swl 5> ool A STl5 05 GOl s
ol PA S5y p &S ola gy p3 I I sil
C>T f44 Q}:MU}AQS.A&¢\?J\‘5MA SHAY 58 5
5> T>G W\ 5 delCACT 0-9-8YY 5 ¢S 5 5l 3l s
2 Sladlas s s (V) s glalis guda sl 3l
s ST, 53 algd DD b 855 lesl sl (s,
OF) wa s T AV O pnlige S
e sl sy p s 68 wdlae T
Lg,:xajf@wmatjbasg;w\au(w
S5 2 s asdllan Cl odss 3L 05 ol o
355) ot bl s Js eSS0
I, DFNB59 1 S o) aler 51 023 5 plowil i
PV 51y 5 ey dage (Shwsm Eay 4
S opla rl.\fc:.m L S andlles ST (gles] gl

) Wl ol S g

¥Y

Ll o At le ol

feey
55 53 il L oslgls OF addllas opl s
P R K VL PR RV PRI T PR
oSS 4 Sy B ol s Jleesler
S5 p oilie Gla wy p . Ldd o, DFNB59
el Slpl 28 5 Slnl gl eslsls 5 05 )
O0-1Y) Sl o
ol 5 COT OFY 5 COT O8N O gl go g
ol iyl 5 olelis Sl gls eslgls s 03
€ ataly o586 b s sl adlas 53 (1)) Col
PERIT - i) S 1y pShes ediS A 0
Csbhe Jless sl Sols L WSS 51 Ay $Sessdin
et Sl b adlae s S ey b Bl (o
550 L OT Ll 5 05 cpl 53 Osemlise Sl 5
2ok plowit K5 Slalllas (1) Sl s plovs]
Osmlise lold 4 2 Slpl glreslgls )
53 .(00) ol oys § PIVK 05 5> Del A AYY
Oselise 55 OAE 5 ol 5 Jbwler
OA) Sl sas 5,055 988 del G ,726delT
DFNB59 0} ls igr 45 Lsls Ol Sl

03 2l#Sl sl 3 A s PV syl g


www.SID.ir

OblCas 9 >l Aoz

DFNB59 s ) casllle o) smls & a5 b
2 sl sl s 5 e i Yl
g N R R - e PT- L YGINE S
sl by Al oanlllas 5y Comax j3 glsil
Gy b ol bl olgsb ps s gla wsSy
Slallae BloypaS™ 53w al S8 AE e
slss g bl ol 53 350 Sl Camax ple 5> zis
Lols bl e Gble plo pomen 5 2o sla ool s
oyolie 53 DFENBS9 oS¢ i& 058 esein
83k o3l Bl ol g3l 3l (s Ky 5 oS85

3910 308 gy
sla oslglr 5 1580 Oyl 31 Olslp S5 L
&ﬁ‘ -b-LaLwJ (.s)l'.'. ‘)L‘°jjj'.’. &J'?-\ C\’”‘J"gdl‘;‘i\
Jsl 3 ek s 4l OLL s & by pe dli
;im'ﬁ C)J& cli..id\: 6;..&_5}1 s;;)l:u )‘ Mbu.ﬂ

54 g el g V088 58 o les Ls S gk

orbico sl ilpiiili s DFNBBY usSy/ | 5utif (oKhpn

ui.&; ol rbu‘ Sladlae 4 A=y L’ gff-‘fl“’

4o PIVK e 5805 ¢ 55 ogb 5> DFNBBY 087
Sle s s QE Gl b 0T D5 5 Ll
weny ol o> asllan ls Sl 3 a5 ) 50 b 5 Sl slin
Ghle 53 Ko Slalomes o) p (s Sledie Al o
LS nle 05 o oromen (3l 55287 ki
Soplaarm g boged o) addlls 5550 Somaz )3 5
5 dzals GV SHink o550 aalllas 5,40 (slaes] gl
55 03 Jleil s S8 G gl ge e 05l 53 S
ok plonil YoV Jla 55 487 Glalllan s Sl 4 5 b
Kiun g DFNBA . S5 4 031 gl ¥ o3l 5l Yo 3l 5
PSS o U 2SSl n s Ol
S8 gl b () dy e 5w s sl
LA & s JE osba WS btas
spslie OT JUi> & 5 Gla) Gt 5o gl5al

B S e et s 5 Sl &S5

5 Pk Sl S e p e DSOI hen
LS 3,5 )b 1 b andlas opl y30aS” (35S 50

O 5 6,8 s shite & 0T Slays J&1 5 (PGD)

’("'f.)b ‘)ng_gﬁu\.a:
3 Al
&b

1. Kitamura K, Takahashi K, Tamagawa Y, Noguchi Y, Kuroishikawa Y, Ishicawa K, et al.
Deafness genes. J'Med Dent Sci. 2000; 47: 1-11.

2. Genc GA, Konukseven O, Muluk NB, Kirkim G, Basar FS, Tuncer U, et al. Features of
unilateral hearing loss detected by newborn hearing screening programme in different regions of
Turkey. Auris Nasus Larynx. 2013; 40(3): 251-9.

3. Morton NE. Genetic epidemiology of hearing impairment. Ann N'Y Acad Sci. 1991; 630: 16-31.
4. Dror AA, Avraham KB. Hearing loss: mechanisms revealed by genetics and cell biology.
Annu Rev Genet. 2009; 43: 411-37.

5. Van Laer L, Cryns K, Smith RJ, Van Camp G. Nonsyndromic hearing loss. Ear Hear. 2003;
24(4): 275-88.

6. Imtiaz F, Taibah K, Ramzan K, Bin-Khamis G, Kennedy S, Al-Mubarak B, et al. A
comprehensive introduction to the genetic basis of non-syndromic hearing loss in the Saudi
Arabian population. BMC Med Genet. 2011; 12: 91.

7. Hartl DL, Clark AG. Principles of population genetics: Sinauer associates Sunderland; 1997.
8. Lander ES, Botstein D. Homozygosity mapping: a way to map human recessive traits with
the DNA of inbred children. Science. 1987; 236(4808): 1567-70.

9. Naghavi A, Nishimura C, Kahrizi K, Riaz Ay, Suraki Aliabadi H, Mahdieh N, et al.
Prevalence of Gjb2 mutations among patients with autosomal recessive non syndromic hearing
loss in Sistan and Baloochestan Province. Zahedan J Res Med Sci. 2005: 7(2): 85-92.

¥


www.SID.ir

1F9F 047;/+4/f o)wx)VA/;J/J;Mﬁﬁf}ko[@b@

10. Grimberg J, Nawoschik S, Belluscio L, McKee R, Turck A, Eisenberg A. A simple and
efficient non-organic procedure for the isolation of genomic DNA from blood. Nucleic Acids
Res. 1989; 17(20): 8390.

11. Delmaghani S, del Castillo FJ, Michel V, Leibovici M, Aghaie A, Ron U, et al. Mutations in
the gene encoding pejvakin, a newly identified protein of the afferent auditory pathway, cause
DFNB59 auditory neuropathy. Nat Genet. 2006; 38(7): 770-8.

12. Moser T, Predoehl F, Starr A. Review of hair cell synapse defects in sensorineural hearing
impairment. Otol Neurotol. 2013; 34(6): 995-1004.

13. Ott J. Computer-simulation methods in human linkage analysis. Proc Natl Acad Sci USA.
1989; 86(11): 4175-8.

14. Tabatabaiefar MA, Alasti F, Shariati L, Farrokhi E, Fransen E, Nooridaloii MR, et al.
DFNB93, a novel locus for autosomal recessive moderate-to-severe hearing impairment. Clin
Genet. 2011; 79(6): 594-8.

15. Schwander M, Sczaniecka A, Grillet N, Bailey JS, Avenarius M, Najmabadi H, et al. A
forward genetics screen in mice identifies recessive deafness traits and reveals that pejvakin is
essential for outer hair cell function. J Neurosci. 2007; 27(9): 2163-75.

16. Ebermann I, Walger M, Scholl HP, Charbel Issa P, Luke C, Nurnberg G, et'al. Truncating
mutation of the DFNB59 gene causes cochlear hearing impairment and central vestibular
dysfunction. Hum Mutat. 2007; 28(6): 571-7.

17. Collin RW, Kalay E, Oostrik J, Caylan R, Wollnik B, Arslan S, et al. Involvement of
DFNB59 mutations in autosomal recessive nonsyndromic hearing impairment. Hum Mutat.
2007; 28(7): 718-23.

18. Hashemzadeh Chaleshtori M, Simpson MA, Farrokhi E, Dolati M, Hoghooghi Rad L,
Amani Geshnigani S, et al. Novel mutations in the pejvakin gene are associated with autosomal
recessive non-syndromic hearing loss in Iranian families. Clin Genet. 2007; 72(3): 261-3.

19. Hashemzadeh Chaleshtori M, Simpson-MA, Farrokhi E, Dolati M, Hoghooghi Rad L,
Amani Geshnigani S, et al. Novel mutations in.the pejvakin gene are associated with autosomal
recessive non-syndromic hearing loss in Iranian families. Clin Genet. 2007; 72(3): 261-3.

20. Tabatabaiefar M, Alasti F, Zohour. MM, Shariati L, Farrokhi E, Farhud D, et al. Genetic
linkage analysis of 15 DFNB loci.in a group of Iranian families with autosomal recessive
hearing loss. Iran J Public Health. 2011; 40(2): 34.

21. Tabatabaiefar MA, Shariati L, Montazer-Zohour M, Ashrafi K, Saffari-Chaleshtori J,
Ghasemikhah R, et al. Mutation screening of GJB2 and GJB6 and genetic linkage study of three
prevalent DFNB loci in lranianfamilies with autosomal recessive non-syndromic hearing loss. J
Shahrekord Univ Med Sci. 2010; 12(2): 65-75.

Yo


www.SID.ir

Journal of Shahrekord University of Medical Sciences
(3 Shahrekord Univ Med Sci) 2015 Oct, Nov; 17(4): 39-46. Original article

Genetic linkage analysis of DFNBS9 loci involved in autosomal recessive
non-syndromic hearing loss (ARNSHL) in 3 western provinces of Iran

Fattahi N*, Tabatabaie Far MA?, Reiisi S*, Alipour P*, Pourahmadian A*,
Hashemzadeh-Chaleshtori M**
!Student, Student Research Committee, Cellular and Molecular Research Center, Shahrekord
University of Medical Sciences, Shahrekord, I.R. Iran; ?Isfahan University of Medical Sciences,

Isfahan, L.R. Iran.
Received: 22/Sep/2015  Accepted: 22/Sep/2015

Background and aims: Bilateral sensorineural hearing loss is one of the most frequent
congenital defects, and it has the prevalence of one in thousand among the infants. ARSNHL is a
very heterogenic defect for over 70 loci and 50 genes have been found. In the present study,
screening of DFNB59 loci performed with aim of determineing the contribution of this locus in
Hamedan, Kohgiluyeh and Boyer Ahmad and Chaharmahal and Bakhtiari provinces.

Methods: In this laboratory descriptive study, DFNB59 mutations in 54 families from 3
provinces of Iran including Hamedan, Kohgiluyeh and Boyer Ahmad, and Chaharmahal and
Bakhtiari were studied. The gene (PJVK) in this locus encodes Pejvakin protein (PJVK) and
causes tranafer nerve stimulation. Selected families in this study had consanguinity and they had
at least 2 patients with the defect. They also were negative in having the GJB2 mutations. 6 STR
markers were selected for these loci. By PCR amplification, electrophoresis on polyacrylamide
gel was done and linkage analysis was performed.

Results: After examining different families, it was revealed that none of them had linkage to the
DFNB59 locus. Therefore, this study shows that Pejvakin mutations do not play an important
role in causing HL in these provinces.

Conclusion: According to the present study, it suggests that Pejvakin mutations might not play
an important role in appearance of bilateral sensorineural hearing loss in these provinces
including Hamedan, Kohgiluyeh and Boyer Ahmad and Chaharmahal and Bakhtiari.

Keywords: DFNB59 locus, PJVK gene, Autosomal recessive non-syndromic hearing loss,
Genetic linkage.
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