V.  BFEREDOTIITY - BRI

61



NT TOPICS

- 8. EIEHHEEBEN

®FUBIC

EEVEEERL, @R, ATHEBE L Lot YN ) F— 3 VY TRIC X ) K E L fREmE
LEREREZHIRTE 2 RARETH D, TIIMMDBIEIEE TIZERASHBE L T bk
DYEZBLIFEPIIEALRVDEIIRESELY, BEUEHEDEERI Y VL) v 7D
HEESEOERE Z-oTW3,

LA L. 956 15 Fil & CIHEEHEEILECEER 2 0 6 HR L 2 0FEENFI o NT
WBHRAT, BEAY ) Y ICEERENES T L WI I EIRIFEAE P oT, Z
D[S 7z BRI RL ERERINEL T2, 20 TREARHDD S L -7-H
DHID% { DEZFOHREDIFHCHFEL OB L H sk, RS —E L7, BETIZ, #
BEDBIEA Y v 2 ) v 73— ERIER CHERDOBICEE L. L% DIERICIADH >
2H5%, =T, BRKICAIL 78 EH#EOTHERS Z E2Z L, BE#PFRELTHwTH
BRERET 56V % VL) TH D, I TAMICIZZ D X ) REEROBE THELNES
el 7,

,,,,,

BIHEEEOELD A 7 v ) v 73, BRI (RE) 2EBET 5 2 LT, L O IEHCT
ITEDTAREL D, ZDOROBETEITEERIT V2 v JIEREIZE Y FTiHbIL
%, %8 H 5 BEUEHEOBG TRITZ +OICEBETE 2EHMERIIBONTH LT, E
fEed 23561013 Z DFESI i (IK) 23X 0 | BETEMEROREL2ZIT2 2 LItk 3,
H2VIFBEELXHMERICHNL T, BEAT ) I EDTEL S TEBMINZEE
bbH%, BIEAY ) v 7ICid, BEHEITHNICT) BMH Y v 2 ) v F LREFRTE
ReRETHIBRIATIFBRAT VY U7 HH Y EFORERTORTERME E LTI, i
AT ) I3 15~30 5 AT v ) v FIERIC L > TEA 38530~60 45 TH 3,

FHiAY ) v TOREE, ZIELELEOEABED S BB FETEO A v
7A—LF-arvery b FERHLT BEFOFHEISHBEY, E0 LS RERBTHN,
EDXH)LAERBBON, BEL TEBELED, bhok )TN H 2005 E%
H->TH56IbDTHE, HEAIV VY VY TORFR. BETETONSOHRICL ST
RECELD, FMHERICE>THDERDBODDE EEZOND, BESOMBTEMEL
TVRLHAADHAFIZR1ICE LD, [1. HEOBEBEHNERICOVWTILS[7. $ibE
fRORAZFICOWTCIE T, FHEEZERICET, T FEBZETHICE, 27542

344



ALY RREYIR 8. EEMHECETHDI RV

iioﬁﬁwﬁﬁﬁﬁ>tu>7miﬁﬂwgtﬁﬁ

. HROBEHEREEICOWT
. BIETEBITEROBRLRE
NPT B E R OB (RR. 8. EEFR 4 &) DA
e (R)DEE LSRR & ORENIEZ
R U 8EFORIRDIBR L BETRER
Y (B) CEOD - HEGEFERIC OV TORKE & AV B LY VA
EREGETFOE X S8 s £ 2BHRICOVTORRE % AV AIERE LY TV
. iﬁﬂﬁﬂ)hﬁim%w EFHRICOVWT (RRE. BREBIORE. SEOBBRL L)
. BEOFRFICOVT (EHOFEH, BRAOEELE)
SHEDFRE RHRRICOVWT (BRR. BREK. FREEL )
BEOBRICOVWT (iR, ATREOHESICDOWT)
CBEREYZXIICDOVNT
a BECEETh TWARRDEGE
. ROWER - HEOFEHDBE
c. HERIFKELIFELOGE
7. HEEEORAEFICONT
EEOE CHED B EFRNERBREDOBRICTOAENTEEHT ) P TORRE
tZDEEE—fHlE LTRL I,

—NOD.OCTN

O'}U'l-lh(»)l\)

(v )y 7 %ZFa )M 2L 2FLET L0 E) iR T 5, EOMTHFERE
FEl FICEZ B, REAKTRICOATEREZHRT 5, HEIC. HFEREINWIET 558
(EMEEERE O KT % 15 2 SRS O BFHEREE T OMRIEHE (12 & A EIRFERIEHRE R OEE)
R LT, TRTOADE DIFEH B0 Z Nl LOSEEEEREEET DREETH
b . SR OB & EIMAE &I bIF TR W I b, WEMERE UEE T ofR
HETH 2HEAICFELITERBERL Y B2 &, 2070 L OMEIC S —EDHERTHIE
BCHEEEOFELPETNI 52 L 2T 5,

AR v ITIE, B FTHHEE D 5 VIZEEROmERO BRWEEERERRT
LT 2, BEERAHER S ) SEGHEERO L ARZEZ L BRICBET 5 X
h B RE 2 BT 2R ERIT A HA LR LTH B, Z0 L) RGERFEICE
His D& G ERE O EFEM (8GR ERARL ANERH: O) I 5, X DFEHE
EAY ) v 7ONECE L TREEORFZSRI N WY,

| BRI T 2 EREOMIG |

ESRETld. —BOMEE H 2 VITHIE RO XA v ¥ — % v bz EOEHRD S #IER
FHRELZAD ., Z20AFLELTZZINEEALH D, Lo L, FREOHIGEEIEHTE
BT H ok ERE LT E%%m%i%Mé&fnu%nutu@mmE@@ ZiLES
Li&“oﬂﬁ\%%ﬁﬁu#ﬁbégﬁguﬁ\hﬁﬁﬁ%@ﬁgﬁw&mﬁbpk\ﬁ
HzH2 2 EDBBBIEIB L, EATOHFRNSL Z LOARETH 5 T L 7s EDfEwDS
BRICER LTV, O35S EROFEC/NLEEZEHM L 3T 2EMAE L, KT
BE% B T B ERI~N. 7 L T2 N0 HEMRGERIERC/NERHERT~ & W A L

345



DIEDV2 TS, Fio, FAERUCH L WBEZICMN IR EMIZ. EathiREicxt
T AEEDZITANDISEO OIS TH 5, UV EEED S HIEE IOEENER O
2T HMERDIEFEMZTE Y, IRVWRERICHEDEEA Y V) IDBIELEKRT 3 T8
LTWw3,

| gmz, gBROGE. EREICSCHNNBENIIONT

a. EOKSEHBENBMCHEHEELIDD

RZLEBEOR»ICH, FKEOH(WH, i &) ICEE LB - HEE w254
. BEERD EREEN L EEEHELER T L. zouBEREVwEVWES, —f, %2
BEDINCEEEE W iSRG k. BEMIGEREL 3EL kv, L L, FERIC
EEHEHECIE. 0L KERRENLWEENS », Jtud, BIEOAERIERE T 58
{RPEEETE GEEGERMEEE) <1k, S8R (AR TZ 0T &b D 4 A 1 ADSEEEE) b3
80% LB\ TH B, LiboT, FEEICHob 5T, RAHA i H#:EEE A LR
WdHEWIFES LTHIET % &) Thiud, BEEUEEHELSE I NETH2?Y, ERMEEHED
BERIFIETHH, RETRIFFERBEER 7 ) —= v FOEKIC L b, /INEORE-h%REE
HEEO R XN, Z 0 CRIZNERIHHT 2F b EML T3,

b. BEGHHEORERRNDON D EABEITEDD

KD 5 VITBENIC R T 2 BREHIE LY EEER IR TIRANBER I E S v, 2
NITEGHHEEIC DL THAKTH S, L L, HEDEL ZEANNSTH 2 5HEES. A
ITHEDZERICBKI>H603H 5, ALNFRINFEEIC X 28E#RCEGTcHh, B
BICHEMET 212 ERIRDE L EDb o T3, Lo LSRR & Clddsl 2 iR
TEY. ALNHOBEIEH S 50> L ) hOHMH»RELRGEVH 5, Dk RGE, &G
FEAT CHEED RN LR b 5 Z L I ATHNEOBEIGDIRE KD, F7- Auditory
Neuropathy &) HHETIE, ALHNEWERNRGE LB TRWEERHLH,. TNHE
RS OBITIC L > TEITE 258035 29, I EREEHETIE. AHEDBEIC
NI OEEDH B, FlZIE, A3243G S Fa v FY 7 DNA ZE T, HEE ok T
EOHERCTRERRSHBL T 203, BHIFEA LB THRIRFPCZ OAEDE(L 2 FHiT5
EDHRERIGBEDH B,

c. BLFBAEHDVEU VI TEEDFERIFESNDD. AL REEIFEUK
(WY
BIEAT ) Y I L TEEDHRENR S ND D, Z L TRIDRIENEL 2 wuhidE
BED—RICRDBRT2ET, EELH 10 FalIchIB L =BICOE L, 20%, §
1,000 ADEIEFHETE AT V2 ) v 7 OfEEE L-h, FRiOHER% Lonbh LT, Eir

346



ALY RREYIR 8. BEHEEESETRHOIEUVT

A ey vy FORMEZSFSZET, IhE CRERELEIELC iy, 2L TERRE
DHIE L 7 e L SRR OMBOKBI D6, BETRITEAT VL) v 7 2RI TX
ol KISEEWT X7, HEZH» S 1~2 FLUNOBEOHEIE, BoAT vt
VY IUEETCH B LR EREOMBFELEEINDG, —F. SRR B ERIC
LT EED BRI CHAE R RIBRL Cw 2 BEH 2\ i3 Z OBl T,
FEINLWEAVIEE 5,

d. EEUHIEOEGTET (IRE) DNBEERRET DERICK > TES DL

S, BREE, MEEOEBET2HANS . BETFEEEZFANDPREDLE
DHZEFARZ DD, HBERBEEETOMMLE, BRI > TSI EIEREVDYDHS, TD7k
DEICNBRHERT 2 2 L2BEOT 2, T, —HERCREREGTLIHEIL 22 < TH A
DHECHIFAT 2 EEEDIH 5 DT, 2D & ) RFETHOMERICHR L TH S1fifED S
5,

HEINEEA T ) VP RTo T SRR (ENDRGAEE R R ERE ¢ v 5 — B SRR
B REE SRR, EIREER Y v ¥ — B ERERD) <k, FEFE, BERE
FiE. REEL SI0H0 T, AR NEEGETOEE, BEFOBLL 5 WIIREDER%E
TV RLIHES THRET 5 RFEENEE TR 21T-> T8 0. BfEId 25 EHOHENER
FONTEEBL T 39, % OBETIZEREFARNL, FEDHMD 5V IFEEDHA
ZHFANLEEDH D, HERBREGIDEGTITO 7O DRM(FERIC L D 5~20m) 26 34
A% TH 2, HHEOBEHNERICIEZAHDEL L CBINTVE I ELL, AbIidE
TN % B S TR —BR L L THED T T3, X DFElaARCEL TEED
WA BB I NV, HONERD & OBEDRIT LR IFIFT TV 20T, THEDTIFE
FECEEIN, (GEKSE | BRDREHSE B ER Y v & —BREREE DTS KR,
tel 03-3411-0111. e-mail : matsunagatatsuo@kankakuki.go.jp) .

@HDHDHIC
HERGEE TR S TEET L 20 BEICE T A EHR. 2 L CENETT 284 HEH
$ThH5, ZDODFICERREREEETHRITSS X 0% IS, B TR
Beic o T\ 2, EEHHTEL Z 0%  BHNEREICL 20 TH B8, EFEIISE, &
HOZEK T O EENFEROBHISEA TV Y, #EOBKIC Zh 6 ¥ £ TEETI2
OO EDTERVENERbONS, 2Dk, HESEIIGIDLE O
BIOBETFICOWTOBEBMSIEND . BROBTIEAIN S Z 2Rl Tw 5,
(MK EHE)

347



1) MKER  BEOBGCHEREZOEBERU/NEYFT—23a A AOQIEA. Audiology Japan 49 : 339-
345, 2006.

2) WUKIED  BEOEE NTAR 40(8) 1 1354-1358, 2008.

3) WKiEH  PEEHEOBEGET. NEOPEEHRE/N\> KT vy, NRBE AL ¥ HEHLT
(#%). pp51-57, £RHAR. =R, 2009.

4) ¥AKGEHE © Auditory Neuropathy DBERTRAFTOENIE. MB ENT 93 © 11-16, 2008.

5) MYKER, TAET. HAEE BHROBEERTIRE. @EATE 68 415-421, 2008

6) MKIEM | SRMHEEOBET AU -7, EFE62(2)  104-108, 2008.

7) MAKGERE  /NREEEOBEFIMOREE. NEESMEMRR 29(3) : 284-286, 2008.

8) REIEF  BER—J7 I Y—PEHEOTEMREMROKER. XREZGFE  BeR>—7
I2ABREREROEDRIF)27(1) 1 2-7, 2009,

9) MAGER, ROV, BARA  FROEET. NEE - AEEREICH T M EEOSE, 8
F#HE. MBEBEZGER). ppli-16, SEHEM. F=R, 2009

348



Audiology Japan 53, 164~170, 2010

W J KL KIE DL e R—F —F 4 Y HlD
SLC26A4 Bz 2R B X KT R OKE

BIAHER", BUAGERE S0HE. ARG . RN RE0 L,
R IR TS, T, A W EEE NI R

CRRUE T IR SANER

R A BB > v — 1 G R

VLM By — 1] AR

"HEKFE Y =9 0

TN > 5 — SR

RO R E MR

PR bR RIMRAL

UL AR 1 AR

R IR I BN

BE CAiEAGTIL R (EVA: enlargement of the vestibular aqueduct) 1 b HUY 0 5%
WAL GFETH L. EVADED ONZHIBE L-Cid, RN CRIE LT3 2§
Fuoaitl, 3 FAREECEIC L 2 BRI % 0 9 Pendred SERBEA MO TV 5,
F 72 Pendred SEWRE DAL O 4 R BEVEHELE C IR M EBE TR0 O N A H B L H DL Pen-
dred SEBEE O B & U Tid SLC26A4 BIn FEEVWE SN CTnb, I Tl
X% i E AT IO RIE & Pendred SR BT 2 BRSO DV T o MR IL £ 72
fi v SAUT e IR 4 TR A, R AL X D AL K O REEE 2 O 6
Fle K= —T74 P LI BIL, SLC26A4 #{n {4 ¥ % & ¥ Pendred 4 el (2184
L M AT W R JEBRRG L7, BEKHEEBIRE S B TR E B A8I% Tl b, K-
=G 4 ZBIRECIE33% Tdh - 72 Mondini &S MELEBIEET67% (28D 72H, K— ¥ —
FA B TIE33% Th - 720 DT VIFIRIZFEE BN T33% 1280, K=~ 74 »Ho
179% Tdh -7z, FIKBI I MELPIRET22%I28%, K= —54 Y HETIT% TH-H72. W
IR BEAEAL T IR PIEOIMARI T I HZROLOHRTH o1 YA ura7y v (T6)
O LA, WREE HISHAIEWN 0% 258, FORPNI SLC26A4 Ein T E R R0
Sz, DLEORFIERTEAF I KOMREFIIE L K~ —F 1 J BT, FEEPI
FAS L SR & DI B O BB ORI A e 5 2 E AT RLS NS, AR 13
L ELETED N

—% = —K—
ATFEACE YL ASE, Pendred JEWETE. SLOC26A7, 45 58PESENE. o K ik



A T B2 A 415 RO O SLC26A4 s T4 1 165

U &I

HiEACE W KSE (EVA: enlargement of the ves-
tibular aqueduct) (&, W etk v 85 < IEE
PEAEMEE O DFNB4 3 X U Pendred fEREE T8
JECE H Y, DENB4 & Pendred 3 6 B o B
LT SLC26A4 AR FER I BME 2 A TWw
A4, EVA OWIR B RERE LTk, 1.
SRR, 2. 2B D A % O,
3. HEFTVERERE. 4. KO A-B gap. 5. ol
o Fv, 6. HRBELG IS hTwb, AR
LRI BIT B SLC26A4 MAR-TAERRBIRIR & OB
BhHE SN TwAED, REW LI o Twniwy
Wb E W, L CRHIEAE KOBMN R~
f”“m@mg%kmwﬁmﬁﬁféﬁm#ﬁﬁ
T 4. Madden &% (X REAKE oA O FiE A —
~5{/&W?ﬁW¢%0Héutcﬁhﬁ%®ﬁ
HETOHERERN 2 E8D D L v Wi
Wi,

Z 24 CT BRI X 2 Bl A IR & Wi
BT A (K% =94 VR & IR
ZAEB ST, B E R BR&II oW T
e Utz 2 O#REEFEROBIE, o
FREER 5 VO OBUE,  HURIRE B o RS IR LY
Se b WARFH R v ENCATI et R

PO oEET 5,

it 2

AL T AT I R (R B o
RS R EERE O AE I C CT M2 By CHiBE A
BOWKEBD, KNE~OBMCAEXHSh:
15B1 & U7ze B DER OREERIIMBEE CT T
i E AR TR AR () o/ & iRE O PR R 28
LommPlEE L, B=¥—IF4 L tmm DL 1
Tamm PLFE UZze A L Smm PLETH 4l
2 Imm BLE L Amm LT OB G ER—-F -5 14 »
Bl Uz BRI LCHRE - BRI
AT OBz MR T AT LS G IR PR o p
DNA Zqlith L, SLC26A4 #{nFoer s v v L
Cxryy -4 hasBRgusov v bo 108
Bk v T AT L f, R, 0T AT
Bk NHE#HE L v 7 — - SRt vy — BT
frbtn, REFFEShERE O R LR SRR L 2T
frbfu/z. FBETFMABEORITIZE 7 « v ¥
¥ =B A (Fisher exact probability) % H
wiz,

# 2

ZRIOBGENZ BT B WA IEAESES & R — 5
—F A4 POWMEE Y -4y b CTHRO | §lx
La, bIZHRd 5, BEHe24aIspc, mng

EAEI KRB OF, K-y —5 14 flefcdh
> 7:.-,-

400 36 D AR I K FE A D B AE L D SLC26A4 i

X1a

B a AT A g
B b WiEEAST R — ¥ — 5 £ S8 R e i

SCEP L i IRE AT E



166

(BT E & Pendred SEBBHIZ 8T 5 BT
RERLISRY . FHELRH 637K T. 208N L
OBMNEFHLABITH » 720 HYRBEE2H, oot
TEITH -l HERIFRIHTHEMEL LI
AR BRI 2 Th ), BEETERIZ9
Blth 8§ (89%) 1227 L T SLC26A4 B{n T %
WA HDI, 2168A>CERT LV LDO3M%ICEDOE
% Tdh e MATEDRAE TS EEIEA S i
HEREE B . CORDVEM S R 72i GER 8

9) TS G LOREE L B 7, BIEA
FHANCHE T D8R L LTI 646 (67%)
MO, SRR 2 B RO S RO
A Mondint RO KT v, W SLC26A4 {51
EREH LT, FOOMEFE, 36 (33%)
TR OIS, FEP 2 XA DR R B e

1

Audiology Japan 53, 2010

RICH ) MRS F w2 B0, ER 4 13 RERoR
BT WERD L S IX0 VORI A
Tholz. FIRKBICBML T 200 Lo 26 (5
BI2.4) ICPIRMMER 2o, EH 4 13220 TE
AHRIRAE T U T HURBR 30 % Wi 3, BiEE
HIRBR RV E >, BIHARIRR L € » OBfc#tiE % 17
2T OO T HEH TILHP RIS L0 5 A
ol BMEF -4 —OBGNI 5O S H YRR
BB T T RED A IENE L B (EM 2) O AHER)
DHRTHoTze TGRF—F—OH SN/ 3F 2

B 67%) I ERZBOCTRLEAENTH -

A

WA E ARSI AR — ¥ — T 4 o Bl 4 %
22U, ERIE LD H00% T, a2

4,

HEBE AR I KBER W 9 Bl Rt R84,

K ABITH e K=5—F 4 A Hl6FlO4

g LRI BRI e P L FIRE D) - Ao ; R URE /N
mj f"? “ ﬁ.% MJ Hi} allele 1 allele 2 ({f//l” (!P)) !I%! n]',f/ &f) i W } :U\}]";UIVE ﬁﬁﬁ I'G
1| 206% | 3768 | i | 4 - - 55/55 - - - #* *
) E . )
20O | 35 [ | &L IVES-1G A 12200 T §1/63 Mondini “[Zuﬁgﬂf + Ky L5t
31O |34k |4 1652insT 2168A>G 95/95 Mondini - - flies L8
41 351328 | i | 20 D IVSS-1G A 2168A>( 95/55 Mondini | B | ECAORIR) | G | (4]
51O | I36% | i | 0| 122007 ZIEBA > G 1107110 | Mondini + - F *
6] OM | 12K | | 40| 1229C>T 2IGRAD> G 115/95 Mondini ~ - EH #
§ A
70 TE MY 2684 G 2USA>G 717;“ - - - * *
B 1O | 45 W [ & J06A>C | IVSIZ+5G>A 65/65 Mondini - - i U
ERRY 2T SR UEE NN 12266 > A 90 Mondini - - EX ES
EZ WBEAKEHKFE-Y 94806 . RIGEREY FT.
e | REEE ) Bl | m ol ¢ it s S8 9)] Ao . wapnann | OPIRIR
B e | acps | | Alleles allele 2 i apy | WTEEE L B PRI | e | TG
R oyt . A — . .
Py Osk | 50 W | & - - 7,:; n )70 - - - £ S
o . A —
200 147 L | & - - , _ o N S "
e ATHE F | & S— #EATHE 1% 4
Iy B - .
SEIRT R AN 9595 - géggj TR
A0 3w | T3 D I ETASG PR79A > 8080 A hife (10 Lt
S 2| 2R ] 1ol > IVSIT+1G > A 50 Mondini - 1 51
61O ] 1% W O - 75 Mondini - - 1oy ik




TR AR K IE O SLC26A4 BiInTA R 167

WA & FLRIIC RSN 2 Sh Tz EH
1-4 S RMEEOZH CRABB I LTV,
SLC26A4 IFTHERL 208 (34%) GEFI4, 5)
T2T7 L NOERFHDL, MFEIRE TN
ol MR R O B A B LT, BEfET A
WA R E L TI32H 34%) GEMS. 6) T
Mondini #E 2RO 2. MEHEKIE 1H# (17%)
UER 2) DAREFBEDLEDXEHL TV LD
B S Bl T idfko Toldo o, IR
MR 16 (17%) GERE3) 2@, HUIKIREE -
B UCHURBR M SV & 21 Qv A, HARNR B A
IR EBITIER Ch o foh FEH 3 ORI O

SR AW C > T2 F722 7 LIVIC SLO26A4 8
h%%ﬂ¢@mtzﬁ%(ﬁM4,5)fmr@m
D EAMEED GRI,

% &

BiE AR O BRI OV TR E T E T2l
LARAN TS, FO70 CTRETHIEANILR
iff EF L oMY A8 AE A, Madden

VLB KRS O & W - TSR & o L
5 ZOLD B HE T AP L TR-5
— 5 4 U E R UBBRRE WA L, 2 2T
ACE D IES 1. Omm—1L dmm B~ F—F 4 . 1.5
mm BLER B L LR, K= —9 4 L
b T A LR B & [ AR S TR A S L &
Wl Uae S THI 4 R EEAE I % RS )
L, ey -3 4 pEEIARIL, ERENOBIR
(35 5t & HRERPT RS v TR L 7o,

¥R EERE IR ORI & SLC26A4 #fa- 4 5%
2w CHRE L 7z Madden Y X SLC26A4 iz
FOERT VAVEDE B W AR O
HEE ORI TE & - RN %:’?1?(“’»*' L. #fEAREIARD
k*ﬁ XL AR T LOVELIE S 2 R IR D -
fi\}fku] Tl 1. S BLE O fEE 41
TUHE00%IZ 2T L VER B S L5, P IES
LOomm a5 Ldmm DK — % —2 4 -Cli3d%

27 LoV A i BT AT AR R L
O BATR S (P =0.004) . RO
SFEEGITIL, ERUE TRHE T AN S L B S
e ULILE—F =94 2TEH 27 VL ERT
PEodEizsd o o 8 D WYL & BRI G 0y

ﬁ\f\ T

BrhARESHEIIBOTEHRET ) LEM¥S 2
EEZLIA,

TRT7 ULVENS L L 5IEERAEEDELL 2
FTVEWIEE H 5, B2 1L Madden & D%
BEEEREDORITIZ, 27 VIVERIES0.6
dB., 17V VERIZ64.4dB, ER 4% L 49.44B
EEBE L BRI LW O MRS R S &
BT B, SLC26A4 /v 2 F o bw 2 AL B
FP RS Tk, NEIZBIT S CH/HCO3-H A
OFEFOIT, WSRO P RRIRREL LA K
VA 2 L OBEILE DR OIUT AR A
UL EVIMENEINTVE, e OERT LI
HehoRETE27 Lf}bé‘ai’x’ DRy A
7 & F 1 B B AT T bzf‘ TS
JECEHE TV VEFE I é: B S B MU D A
EEZLND,

HETEROBBIOWTHRTASL L. Suuki
S OME TITT R AT 2168A> G 2 5 A 39 14
28 (71.8%) (DT WHD, %WE%WK:B
LR IBREBIFR 5 RERL (33%) &b SHEHA
ANOVERDOFEIZ OV TR SR Z ff-m%?}ﬁn R
&

e AR IR M H &2 L LT Mondind
HHEEIETH H. Azaiz 12X HWHT CTlLdikE

FEWL AT Mondin 35 5% A 004 A 80 BiREK

VUK T SLC26A4 B SRR 3 NS FITP50% @
B TH -l b LTwh, SEORGClagdp -
Rem 5 —F 4 APEC 2 7 L VERZ FE O 109E6]
7 4 {70%) ¢ Mondini 'r “ﬁ:’ BHEGELCw
B, EREFR O A Hohgho7o P
=0, 266).. Mondini ur}f/ii!ﬁf% f ?f)bk{fc W BT
W B SLC26A4 F A T FEATHT R R 9K
Monding FEFAAHT LI 50 L LRIE TS
,\7}}‘/) -C 7’"\1“ :

NTH Y2 TN R B i O A M R O F QAT INE
0L g v Suzukd X0 R D O 765 O30
0. 6% F e LM L Tu .
T F RO HiF O BUE 1250~
TOURFIE L U CvAA, Madden 6V 6 7 Hh 5
IHEOTIRGN 3B (4% BRI RS LT
HY, WL hEeshh . vE kf\#ur-z-ﬂiéi LG
Meniere #5412 B2z lEPES £ OAEECT, AL

Azaiz & OHH



168 Audiology Japan 53, 2010

o THERIELRIET 5 EHE A3 Tun
%o BENO WL XN L BRITOEIIZ X > T
U2 @D SR LRI % 0§ R~
i’?i’i?i’éiﬁﬂiﬁg) VU RBORA L > THERIEN
ET BB R, SLC2644 ) v 7T I b XS
LB HEIR T ORBEO LR GRS & 5 Wi BEE
F’"*?ﬁ"%‘ L0 Y Adhb. ARFETODF
WHEIRIZWE S B OHE B 2 T I3 R S o Ja g
S eilEto F A RE L THORMEEL S
N, L LEmahcia & R T33% TH
=¥ —=F 4 BTN % L% . FhFRhOBT
fiEIBED LN Lo (P=0.604). 7
HAZIZHEMEC L 20 % h(l)ii.‘;'-}&’:’(’ﬁ%%ﬁ g
I EAVhR TV S, RIS a7
WIRAMBIC L 20 BB 2o aE R
Whdpolz. GO ECEREOREED VBN
& LTSN MOMERNSE <, M40 o olE
DKL VI EAD T VOBAEOHE FiFCw il
REVED D Y, SHM L BT M DS
LTRTWCRLERHDBEEZHND
Pendred JEREEE & G0 7 B BE AR ?&J'Jfﬁmiﬁﬁi'f‘
RHTOBMEN SN B L I h - T & Choi b
H27 UV VERL DL DL Pendred 5 8: 8 % 5
FELRT L, L7 Lhod oI mBEtk % i LR
Fbk o R Madeo 57 1 PDT (Parchlo-
rate discharge test) % Pendred 3 88 (2 4 L"Cﬁ;
DI EIH2T L NEREED BB 5%
PODTEMEDS RO LN E L Twd, $/2 O
BEARBEL NI L ORI O — % {750 L 2 A%
WOLGIIZHERT2 T L AERE L OO 555
AN S WK R &V E 2 IV L 22, &K
BRS T N 4HE B GES [-4) 260 GE#
2. 4) THURIRME % #8245 B & Pendred AR BE &
L) Lf W, Pendred fEGEREO IR #i2iE
AR SE T 5 & SRTHBY, SMEE L7
ARG O T 4 389 L T L A alBEMEA &
L. POTH Pendred W BE O B L E TH B
A PO RO MR T T & 2 M o
HMTHRL TR, 571 SLC26AT 815 T HRA
T RE LG AT L ZE A 5105 A THIR
BRI S (IR DREYED D b Sk AT
E7ve -l Iwasaki S O WS TN O

TG 1 51-%% Pendred JiE B 5 % 7 3 11 36 5 W pE M %
BHLTw5, SHOKETHRAEFIAHE &

HEBRIZTGHD LR % B/ TG E SLC
26A4 BiZFRAE, BRREICL Y Pendred SEREE
DR R RHIEATEE 22 Z EAURB EH
A

¥ &£ B

IHEHNEREIR & BIE T AR E OBRCF O
RIGEEY D HRIES o TE . LS OK
FITH, EKEIARER TR -y —9 1 L6l
(L T SLC26A4 BZT AR HIT B 2 & A8
Ao iz. Monding SRS RS L S, TR
TROWTOFREEER SN, 0o o BIEFRIL
WEPE R — T4 VB TRIEIAERE XA
LRdrolzs WIKIROBH Th 2hZhofticd
B ohlsdsslos LALYPHREBEIZ2 7L
WERE S O ANEFNE VR T VA, 13U
DIEFITIETC D LA AT HFRH Y, ook
9 B REBIE G R O HURBRE REAL o HURIREE 12
WLETHLEEZ R,

INSOMBESEOBlLA Y ) LVl Bw
TV ETHN PR DT OFBIR, UK
WHROMBE E MR A THD 0, 4
BOIIXEEIH LR L CELITRFT M A T
Efzus,

CEO4IE AR i 4y -
L7ze)

FH AR A T

Mutations of SLC26A4 are associated with
the clinical features in patients with bilai-

eral enlargement of the vestibular aqueduct
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Enlargement of the vestibular aqueduct (EVA)
is an inner ear malformation associated with both
non-syndromic and syndromic forms of sensotinu-
ral hearing loss and dizziness. including Pendred’s
syndrome. Mutation of SLC26A4 has been found in
many patients with EVA, although the mechanism
by which this mutation gives rise fo the malforma-
tion is still unclear. In this study, we subclassified
fifteen patients with bilateral EVA into an ‘enlarged’

r ‘borderline’ group based on axial (T imaging,

and examined the correlation of the SLC26A4 geno-

type with the clinfeal features. Two mutant

SLC26A4 alleles were found in 89% of the ‘en

larged” cases and 33% of the ‘borderline’ cases.
TAUA

Mondini's dysplasia was detected in 67% of the ‘en

30y

larged’ cases and 33% of the ‘borderline’ cases.

Episodes of dizziness occurred in 33% ol the ‘en-
larged cases and 17% of the ‘horderline’ cases, and
goiter was preseat in 22% of the ‘endarged’ cases
and 17% of the ‘horderline’ cases. Sevun thy-
roglobulin levels were elevated in 50% ol patients
with either mutant allele.  Mutational analysis of
SLC26A4 way facilitate the diagnosis of Pendred’s
syndrome and non-syndromic recessive deafness i

patients with EVA,
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