THREBAJRETH - 7=,)
BIREBRIZ Y — 1B 8 HEF 3 F
(37.5%), F—2 2G4 BF T E
(50%) .

A5t 24 B 10 B (41.7%) THRIGFRE
Thol,

2. FRRK

1) FeBRZIE, AN, (LiG—F,
HEEEE B MRA I & B RREHARIE H
DRI

B 1ITERARERYES TR 19F

E. AEIORE TRIEWRFBNE 1820 B (@)

HEFEARE Boh 2EG bHH LS,

EE

g RFHI AR < 2 huE % 04y, motion
artifact WMABDOTIIRVINEEZEZHN
L, EREIL 18 4L 31 4 2 &
fF CLERET L7228, ME OBHRIE
WIERRD b T,
BEABRDO G2, HHEREN- T
TR & LT, MEEmS R EBIRO R E
DOBRRIZEVRLTVOIRR L, NEED
EAT L NEBIROEITHFATICR D 2L
W, ETREBROETON) m— 7
VIRBIRIZ D5 EN, #EREKTO
RRERTERWW M EEZBNT,

S

REART T T7HE124 4 F) &
XEE LT, BEIT-MRI #1To =%
WEERIL 29. 2%, RERFEIIRIE 41. 7%
THHTETHY, EFWMFEIIR, AiE
WMABRLEHTEREMLRD LN,

RELKRER
L

WrRERE
1. FmCHER
L

81

2)  AKJIBEE. EHREE, PREZ
R 3T-MRIL I F i A2 N BB AR H O %
. B 11E

B AR MR Faii e
572022 8 (Ihs)
3)

S, Nakasato T: Visualization of the

RK 22

Sato H, Mizukawa A, Kuwashima

Labyrinthine Artery and
its Branches by Using Gd—3T-MRI.
13" Korea—Japan Joint Meeting of
Otorhinolaryngology—-Head and
Neck Surgery, Seoul, Korea, September

9-11, 2010

R ERE DO HRE - BERR
7L



iE 151 &M N E#AR e uR A B R

1. 358 B NRE—1 R(O)L(X) R(O)L(X)
2. 355 B RE—21 R(O)L(X) R(OIL(X)
3. 3BbEm FHHE RE =1 R(X)L(X) R(O)L(X)
4. 348 B AL At ROOL(X) ____RCALOO
5. 37k B RE =2 R(C)L(O) R(O)L(O)
6. 318 B IRH =22 R(X)L(X) R(X)L(O)
7. 288 HiH RNE =2 R(X)L(X) R(O)L(X)
8. 435% B RE =12 R(X)L(X) R(X)L(X)
9. 36m FHE RE =2 R(X)L(O) R(O)L(O)
10. 318 B IRE =22 R(O)L(X) R(X)L(X)
11. 27%% B IRE = 2 R(X)L(O) R(X)L(X)
12. 287k Bk RE =22 R(X)L(X) R(X)L(O)
o 34.9 % 4EBFTH  24FH10F

(29.2%) (41. 7%)

#. 1 AEBR - RFBIIR

M=
P

82



Vogt—/IMII-JF B I 0 5 BN BB OB & Tk

WHFEE tm G (EHEE R PR B E AR B SRR - B SMRL5 BF)
Eﬁjbi% MR ESE (ERE R PR FREE AR ER B RS - BSR4 5F)
Hn%‘ﬁﬁ FON (EHEE KPR PR EADIER B AR, - BSR4 B7)

FER R SR (LBERERFBEE AR B SR - SR B)

\H: \H: \H: H\

WMREE

Vogt—/IMII-JR YR (LLTFJRBR) 1347 /A MEIERETH2HCRERBLEEZD
NTWDH, FEICOWTIERARA R L ZALZWEBTH S, HEOFEDHEIC
DONTIE, YEBIC X Z2HRENBRE CHERIECHD Z & HE L BHTEISFHE S BES
@ngﬁfé’&ﬁ@%?%é:E%EﬁﬁﬁTéaéﬁﬁﬁﬁﬁﬁﬁﬁﬁﬁﬁﬁﬁ

DM & EMEIZAT O 2D 0RA L LT, BEEAORNEIT- T,

ﬁ%iw%&m%zmwﬁmﬂif (ZAbiERE K ERBTAREHZ B W TR R & 2l S
AUBEIERT REH CHRT - REMRERE T OBEEN BV 71 41 142 B 255 L Lz, &6
ﬁLTXTD4F&5W(@§ﬁ)»%% HiG - O EWEOHRIEROFEZSNT
MR B LVORELZITV., MEHEIRE - FEEBERES 2T L2, W2
250-4000Hz5 JE#E HOERES) L ~UL 78 25dB 2B 2 5 b DIZRIED 48% Th - 7=,

THRHENF & L YIRS Fls, B REROFEIZOWTHRF Lz 25,
WIS DBEER A LN CHEICHE N ME) - T2,

JRHRIC & DBE I EHE TR T1% BT CTH 5 5, BB I b 7 E BNt
OIS ESBEBEEF LIz, 72, %W@Eafﬁ@&wﬁf% %¥&®Fﬁ@%ﬁ
DEENRHLNTEY, WH L HPFEIETE KL TV DIERF T BriZ T 5720
SHTZWBEEDIER 2 ERMLELEZ D,

iR A= N LIALZBWEREBETHS, B 2 [0 vogt-
J I3 1R B RRE IR O HRE - HR R & /HWEEF@%U~7yay7(mm)
IZREV Tl B ICIZIEFFFCHBT 25 28O0 TER SR R 2B ik i
IBERIZEHDMOEELECDKEBR TS  HL, m#rm@ﬁﬂw@aabf@n
L0, THAUCHIE L CHRERRERIEER., B AT TR, AKBOBZEIZE VT
EZOBiY% - AE L Wo T2 R REHHE B - AEROFMIIEER{LEZ LD T
EETHRETHY, I - OFE VLW 05D,

o TR AR ERRRREIR & R R ICE DT 5 A a3k % 3R BR B IR L TR R
ZEBHMBNTWD, BKRBITAT /¥ BRFEZITV., BERBIZOWTOBZE L
A NEFENETIECRERREEZDL  TPRIZBLTEELE
NTWDR, FEHNZ O W TIRIKR SRR 72

83



B sk » '
1996 4E7> 5 2010 45 12 A £ CizdbigE

KEFRIRFHI BV TR AR & 2l S,

SERRAT HE R CRESE - AIFEMREREE OB
AERENTLH 142 F 268L Lz,
AT a4 REEH (F2R) (CHE -
B DENWFEDOBRERDAEEIZONT
M2 LUB8E 2TV, MEHEORE -
TR A - T BB B (DPOAE)
BELZEITLZ, SHICATEAS REE
Big%. 7L K=Y 1> 30mg/day F Tl
B S AL oREs (SE3 25,1 B%) ICHLEEE
IBREET/ET- T,

FFAE R

HI2Hy D B RIER ORI, HEHE 25%,
B 42%, HEWV 6% TH o7, b JEAHK
(250, 500, 1k, 2k, 4kHz) FHHES 1L~
NV 25dB B A D HDILEED 48% (52
H) Tholz, FHEES L~ 73 25dB LA
LOboERFEHEEHY E2MHL T, A
—UA 7T A EOWENBN L BHEEAT
ST, B EITEROBRIEREH -
TREL o R TR T % &
HRIERDO D > -REOBEART, BEE
ERIH 45%, AFERIDS 37%, 1LAAS 1% T
Ho, KFEEMOA—DVFT T LER
THIEFNT Ao T2, BRIERDZRVEE
TIXEFEERA 69%, ACT-HIN 25%, 1L
BN 6% T -7,

27uA FERk%, 7L F=Yn
> 30mg F THARL L 7~ B S TR Stk B
A 223 TR OBE N [E1E P E R YE (1984
IR A @R Stk B AR A ST B I
£2) bl L. EHR A 2048
LN A2 > 7= 6 O %R, 30dB LA LFIfE
L7t D% FHHEIE, 10dB L L 30dB Aii
B L7zb D& B, 10dB K DEIE T

84

HolebOEREE Lz, TORER. B
FED B RIERD D - - RETILIER - W
Bl - BEZHESHE 5% (26 H) T
B OWERL LN, BREERS L
STEHETHEAOEREL LN L DI
47% (19 F) Thol=,

A7 uA NEERiIE TOREN LR
Mz (K2) IR, JETRTO
SEFITAT A Nig5%IZRS - B L
HIZBE LTV ey, HEFEE1L0.31 T
HORILBEHOHRBEEIZBWTHL A
IRAHBE A Do T,

FRIBERFIZTOWVTRET 5720,
WIRZREEEIRE ) - F i - B RIER OF & -
Hig - F W - RIBEOBEIZOW TS
WER (W0F) LEARERH 22H) %
#E L, b0 ) b2 EaTE A
DHT t METHEEZZD (p<0.05),
HE ) OB R O SEHIBE ) OWE TR T AR &
Mmool

JE R 13 2R T M R e & Dt D R
PE Lt L C. BEOBREEREEL D
ZEndientERTEY, BROBR
FEAR DMV VE B IR BRI O BE A EE

ZET LA ERRERZ ERDH D, F)
PR EHIRE S ¢ 25dB LA L DIEFI TR T 1
A REE4%12 10dB LA EBES 2383 L 724
BHL 7% TH Y BEOBEILD LEZ
bhd (K3)

oY >3
AHIZBITHRBEROBRERIIAD
100 TASHT=Y 6.3 ATHY | thiHH 72
HRTHD, FHIFIZBIT HHEEDORA
BEEE (X 2V E TOMEF]TIE 44-78% & 1@
MREL, BEHEORERTE TRV L
NHMEFIC L - THE L HE SN DHIE
BIRFL D Z L0, NEIZEHHT 5 HEEE



WHEHBECEBEREEOLONE N L
WHZEBEZNDN, SEFIEH
HIZWLHSOWE TIIEEHET %238
DIZFEFNL 8%, AL 12K B & 1%
ENTVD, SEIOKRFTTIL 48%IZHES
BETZ2ROTEY ., FHEHBOREDEEIZ
THBRERICHEBE A S Z LARE X
o, ;

JER FH R X ERAE IR 23t D SE R AT bE A~ C 3
FUTHDZ b, YEBOBFIZIER
FHRTITOA TS, FEEBEOZEIL M
UL Y BERIRIE 2 R T HRIERT R &1
CH & LIZIRBHRE TREA - Z &
ML, BB 7R T L& IR & 72V ES
LY RNPLTHEELTEY .. BRI
DB TIRIRIER O B TRM T & AR VWIE
Blbdsd, Z0L 5 RBEICHEERS
DIRMEROFENEEIZ/R2 5, HEIA
MERHI W TR BRI 5 B4 20
DB, AAREZBRICIIBICHEAIE T 2%
LTWDZENEL, MERENSZ WD
ERWZOBRENIZEAETH Y BT
BDA—VAT T ARFELRZNI L%
WIZ Enn OB R BRRBEC
SbDTHLOMNHMICEET S &0
LIELIESH B, &6, BEARNE SR
R OKERL - LRI ZETHDI LD
PWEHLL LTS, #io, BREER
DRVETIIETESEN 6%E L0 £
KOEEGZED, Zhbopizimibic &
LDREHIEA S A TS I EAHAISN
Do

JRERICHE S BRICIXRAED L Z A E
BHIZRB W ERFFAE L T iavy, AR
LEEERY—7 v a vy FiIeBiT 52
TR FER 2 FBOFETHEL T
WAR, R TIIEBOHEILTZIC
HEEHEZRWEWVWIRRTTCHHo, K

85

JEXRAEBENMENEVWI Z L EHVE
B2 RFT =082 L, SURIEE
HRTENWI LR EHLI LT
D, RIEDKEE OB VB O HIZIT
SRIER Z ER TR ERT, DR
B DB E L D5 —F DIEREE N
5,

rE
LR EZ2 LR BREE D 58. 3%

HERE - Hmo B RIERA £V, FHEES
M3 25dB & Z X DFERIIT 48% TH o7, A
FToAf NOBEIZL->T, oA EE
R o T FEBNE 75%, B BAEIR 2372 WVE
Bl THo>THRT A FEET 4T%DJE
PHZRB W THEAREE L NEDR

ZBWT, BRERS 2VIEF CIIEERE
DT HEWES] ONEGHEE#RE7 2 &) e
bTH ., BEANYET DIER B
LEFEETHDRT oA RELIZLD
BEHEORBEZES LEXRDH B LED
o,

BEfaRES
2L

TRERER

1. FmCHER

NRIESE, KA, BAALE,
HATER, B/l @
Vogt—/IMiI-JR FRIZ 36 1) 5 Bl A s
DLW & PEBUERF ORE

Otol Jpn 18: 670-674, 2008

. HERRE

NEE=E, Wik, ERAL,
fEH

JR IR d5 1 D W8 TR 52 W IR S 1]
DT



#5110 [ A A E &R 5. B3R,

FNHRA FEME OO HHIE - B eIRTL

2009. 5. 14-16 2L
(H)

20
40
30

O#L

20 CFoY)

) IIIII
0 1 ¥ . I
FHEEA

-25 26-40 41-55 56-70 71-90 91- '
M1 A1 5 AT L B EROA

B HeEE (dB)

0 T

0 T

10 +

20 T

8 12 16
MU ENE
(RBIEEFRO EAED

M2 AFuA FRE#EOBEHLEEHOUBFROHEE (¢=0.31)



35

30

25

20

15

10

| 25dB
] 15% . - 79%
3 . ® 0 ®
§ o o ® o .
& &
T @ e % %
0. = ® 4 °

W Py Py e

0. ® g ° o L
~ g, » =I$. 8 & o :

] . .l ‘. | 1 i I 1
0 *%0 * 20°| 30 40 50 60 70

. IR =

_ 158 71(dB)

PIRB IR EHIRE S & BE 18 EiE (dB) D FE RS

87



777U —RRBEIZRT DR R

WS EE 1 e B (REERTEAWEGR)
HREABFEE  UAES BEEE Y b 7VREEE SRR
HFERFZEE - Ik (BEER S b 7 ARBEMIENED

MRS

77 7 V=i, XEEEREMIEEERMEARETH D, - VT 7 P F—F Ala
—-GAL) D/RIBIC L W HIBANIZERBINS 7R N T4 AT I RGL-3)1%, &lEs
TIEIERBMELSEHR T LBHON TV, KT, 777V —REH
314 (BMHE134, &ME184) IxtL, WE, THEeEIcE 52 tHERE (W
ERARE  PTA, T4 2237 A RY) 217V, ML BEABEOEE OBEZHE L
T2, 31 i, ZE3RMEEA X /- LI-BEN 2457, 777V —REHIL, BFEH
CBER, FERICRELRRL, RIIEEORREEELRIET D Wiid b b Z L HE
Wahiz, £, BORERERTIE, N EEIBREO LR CBEENH Y, BEHEED
FRIEEEEUREHER CH D Z LAVRENT, BT, EROEITIE, B (~I18
) OFRLME (AT o EEE) [ HASEHO R TH - 7,

RBIRZE: FA V=LK, a-HF727 hF—¥ A(a-GAL), JuR NI T AT
7 32 F(GL-3), FiZRESME (PTA) , 74237 AR

iz =) BV, EOICHE, i REEOE 8K
TP TV—IREE, A= (VY REEELGRE AR LUERICANL
V— ) MKIREEE D 1 Da-HTF7 by BEDQLICKE S EETH I L AE,
H—+F Ala-GAL) ODXBROEHEETIZE EHINTWD VDY, BETEIT X RE
S>THERIINHEEHEEERHHE K (Xa21.33-q22) T, BIE, HE<Da
WETHD V, AR TOIAERIT 4 HTAL —GAL BEFEENREINLTHEN, &
I ANEHEESH, BIE, P40 AT 77 D& ZAHEEF R (genotype) & FHLAY
U—Jg B a5, TORE, (phenotype) @ BE M Z FE X1+ 5 hot
NN THERS B DMK RS D, &8  spot AL EIhTELT, F/-, &
DM ERE, FICMENEMRSC, o EERT X EESTRETHLICHLED
MR ZaR NI TAEUAET 2 LY, B (~IEEAEE) L RERICRIA
ROL-3) BEETHZ Lic Lo TR  FTHLILME (AT rESE) CLER
R (MFEZE), OREREE (DIBX, o REREBETAZEBHMLNTNS Y,
RE), BHERE (B4 S42RET SHETE77 7Y —HEEOBREESE

88



WX D KBIBGRAEZEIX, BCRicB W
TOTNITHEINTWNDE R 29 KEIZ
BWTIE, BEENOHEEE L TORE
REEOMHMZRE L-HREILX, hE
TIX L AR, S0, FxlX, 1HFET
E720X, E¥ 7w —T v THhOT 7T
U—pmid 314 (B 13 4, &t 18
4) IZBWT, BEHEER DX Y12k
ZAHDRETLE D & LTz,

Rt L Fik

KRR 21 4 A 1 BB R 22 48 3
A3lBETICHRANBELIEZZ7 T —
WEE 3L THDH, TONRIZ, Bk 13
4, i (MESD) =32.4+10.7, i 18
4, 4EHE (MESD) =50.9+14.1 Th 5,
777U —ImOZKIX, BRI &
VEEFEROMRINTZLD, 21X
BEEEERE Ca-VT7 7 by & —+
ACa—GAL ) DIEHEE T 2ROt oL L
e,

ik RREICKUEE, MR, iass
DEEEIZHOWTORGZ E BENORZEETT
Sl t%, WRRE (MFTESIRA : PTA,
T4 ARY) BERLUEZ, NEC
K OWENBEEEE D700, 2284
HBOBEE 24) ZBRVWT 10 s
60 fRETORMLMEEZNZH 10 #EE
b CHEFA (4Flm - 11—20, 21—30, 31
—40, 41—50, 51—60, 61—70) (2537,
FIEF E (125, 250, 500, 1k, 2k, 4k,
8kHz) D VHRES)BEA RDT=, 7=,
FHERMCTOFELRMME LA 2R/ 57-
DR FHI R AR H 1T o 72,

it PR RS - MR AR AT (PTA) 1243, RION
R, A=A RA—HF A-T8 &, T4

89

N A N URRAEIZIE, RION #8, v
— R UAF—TF A —H RS-33 #ENTE
W,

Hat BT« Inds & BEHRRfE O ERICHRD
D& DR B 72 DI R & &R K
TORES ) BB O WA X % 1ERK U FHBEFR %
y &R,

(RS

MZIC L VIR, FERICREEZARL
TeBERER 1 IRT, B (~I8A
&) X0 Tl (~T aELE)
TH, HWE, K, KRR EOZERIE
WERBLTWDZ LRb0S, 1z,
RIFEVEEEME DBEE & BB B
e 777 Y —REEIL, BEMIC
W, FEREORELZRBRL, RRHoEE
DOEFREELFRIET DA REMENRH D Z &
PRI, BRNOBEET 128
AMIBRETCRFEZRD-0F, Bt 1
HDHT, EROBHERER L AR
RHMHREOREEZAL, T4
ZALTHE, ECH, HARTH-T=, %
LS D 30 JEFNIE, ikttt Sz 257
AN ) T LA THSTZ, PTA T —4
i, BEAOBEICRE—EEEN RN L
ek, BHELEENEN, FE/R (10
ik 1P T 10 f~60 %) T4 & %k (125Hz
~8kHz) DLW IEEZ X 11277,
BB, TOVT 7L, FEREHEOEE
DHLHBE (BHE14, &kE14) 2k
%waé X 1 ZRd &9 12z X
%32 FICEHEEE (2~8kHz) 128
wfﬁ<ﬁh,%@ﬁ$ﬁﬁ%&ﬁﬁ%
72BN TR BEE R 3 2
\ZdHoTe, —F, KEHEEE (125~500Hz)



T, BHERD O BRI FRE
2 20dB AT & EE L EVWER Th o7
AS, N & OFBNY, SEEERITCHEE
TldRh o7, 20dB 2 IEHBEHRBEDSE
HeLis, HHET 30 Mmoo 8kHz
THEO LZE 2B, &Iz TIE,
60 A THLOFAR & AN EFIRTH &2
REETLENS RSN, SREICEDE
K EREOBEOBKRIT, BRIV TE
& 3 B (2k, 4k, 8kHz) CTIEDIAR
ARol-olcxt L, KE 3 Bk (125,
250, 500Hz) OB TIL, BASH72N
Bz L AMEIREN 2o Tz (K 2),
—FTRMEIZBWTE, KE 3 B,
M 3 BRI IO EE & B BME O EE)
IZIXEOMBE RO (®3), M4i2ix
ZRRMHEREDOBEE DA D 2 FEHID PTA 7
— & &R Uz, JER 11X, 31 B (~
IBAE) THRFEMHHEOBMMEICILY
EEBICEEAEER S, sHAl LB
FHERICLVEFBCRE—FEELR
DB, ER 2 b, HEBEHIEOT A
4D AT (~TaESER) TH B,
ERES (BAD 1, ESE cERERME
DOERERBDOLIN, BEHEBITIEETDH
Zolzxt LT, AL (BAD) X, 2F
WMCTAFr—AT U R CThole, TD2HE
BloX o777 ) —wEBEL, NEtE
OFEFIBEEFIZNN 2 Z2 SRR 72 KRR
HEEEZRBET DHA1RD 5,

EE
SBIOFET, 77 7V —REH 314 (B
PE134, &ME184) ThH, Mk E S
C BEOECEEND B Z R ENT,
HPEOETIX, B (IS oF

NI (AT aERE) [ZHhNES, &
NORERIT, Bk ToREOHRE &Ll
THLDTHo Y BRKIZIBITDiEE
OHETIE, 2002 FFiZ Germain HAY, 7
77 U —IR BB 22 4 (s 19—64,
SEHER - 39 5%) OFRE THERBEEN
b EEER O RE LA B L
TWAHZ EEREL TS Y, —J5, 2008
4F Hegemann & OHFZE T, MBIz L v £
AR CREO EA RO 50, FHA
EEE L B LGS, REERORE
ERART7 77 ) —REE TIIRFETH
STEBELTNE Y, 777V —Ri,
a-HF77 b F—¥ Ala-GAL) DKIB
ORI T L v flEN (Rric, W
FEAERE, FRERARRE, OFHMIAL, B
) rZarR I TAH AT IR
GL-3) WEFET A Z & TX E S ffids
BELZRETH>EEHERETHD V. AE
b MERICIE, ME N B E T
BT 5, £, 2/)VFENhE Tk
iz, BEAERETICER LIERESD
WAME 2 512 I EE 28 MR
MRS EEL WD, 777V —RTiT
INERIZ LY GL-3 2%, Z DI SHRCH B
B, AR e ICERRENAZ & T
iz L A HEEOEITNEL | R
IHEA DOBAVERIEHRE L L TR E R
TWEEbha,

SCHR

1) Zarate YA, Hopkin RJ. Fabry s
disease. Lancet 372:1427-1435b,
2008.

2) Germain DP, Avan P, Chassaing A, et
al. : Patients affected with Fabry



disease have an increased incidence
of progressive hearing loss and
sudden deafness: an investigation
of consecutive

BMC Med

twenty—two
hemizygous male patients.

Genet 3:1-10, 2002

3) Hajiioff D, Hegemann S, Conti G, et
al.: Agalsidase alpha and hearing
in Fabry disease: data from the
Fabry Outcome Survey. Eur J Clin
Invest 36:663-667, 2006.

x1

777 —RBEICBITIEREEETOMZ

B Ttk
BER 134 18 %
Fin 17-57 23—69
Hig 69.2% (9 &) | 42.1%(8 £)
BRMHEE | 230% 3 4) | 368%(74)
54 230%(34) | 21.1%(4 )
RREMHEE | 77% (&) | 52%(1 &)

91



SLC26A4, ATP6VIB1. SIX1 ZRIZ L AREEKENNIEDOHE T HATR

SIHRBFSEE -
HERFSEE
H[EREE
EZEE
E[FERFEE

Liqm
i
i)z
AH

BEEAT A CROrERRACEH SRR
Et RORERERRTEH SR

B (GURER R B S
ey CRORERIERIR - H BMERL)
£58] GURERMERREH SRR

MEES
AREAREILNIE (BVA) 28065 SLC2644 2RI 1 % DFNB4/Pendred JEMREE 5 1], ATP6VIBI
TR L DEARAME T S F—2 & 15, SIXI 28T KA BO JEfeiE (BOS3) 2 BB,

PTREARRT LTz, SIXT 2542 X% BO JEMRE 2 1380 S Ve B O ZERO F U

(BErt 015 ghe AN

ZNOHDIERIZEVA ZDHD XV bNE pH 3T o ADMFER TR & B 2 bz,

L5 =1i )

HIEE/KBE VL ASAE (Enlarged vestibular
aqueduct : EVA) X, B bBEEDOEVNEE
EThHd, VA 13, FIEEMHEIERMEEITE
DFNB4, Pendred JEf&#AE, BOR/BO SEERE, 1%
RLRAIEMET & R— R AT 2 S8,
Waardenburg JEERER ¥ OfE A OREREICGE
HHND, ZIVETIZEVA OFRREETE L
TIE. SLC2644 (DFNB4/Pendred JEFEE) |
ATP6VIBI/ ATP6VOA4 (T E Rt EgaM: 1
FRIENMRMAEET v F—3 R) | EVAI

(BOR1/BOS1) . SIZXI (BOS3) 5 -DMEIE &
T 5, ARG BRE, EVA IZBIT R
KR+ Z & R A O T
HIETHD,

WA

FER SR HRRGER A2 L, K
Ko F-A3EIE &7 EVAS 5l (WIRSHEE#h
1129 ik, B L, L7 6) Zxtgs L
1= G& 1), PRI, SLC2644 78B4 L % DFNB4
& DN Pendred JEGERE 5 5, ATP6VIBI 255
2L BENRAEMSE T B2 1 ]
SIX1 ZERIZ L B BO fEfRE (B0S3) 2 5] P ¥
Td-o7-, EVA 13 BO SEMRRED 1 6 CiEfl 7)
DRAMETH 7283, 70 O 7 FlEmfaE T

92

ole, ZNHOREFNI LT, EREOE
1T - EEROEOOHE, THEHERERART R,
(DWW TR LTS,

72356, BRI, HiisniEaE
BEAGRD S L EEIC L D RIBO®RIZAIT
bz,

FER

FUTERFTRAE R U, 2FI0HERE) D
HEOFMBSEE S R L. £ OERICEE
BOKEEZEDBD BN, SLCZ6AEEB|T
13, SEIF3FIEEEOMEI T A, AMFITEIEODZS
Bx AR LI-, EREOWIT LD EEDR
ool GEFR) 1. Sy bied b HEEEHE
DIEFI T -7=, —H. ATPSVIBIZER1IFIL,
HEHEOEIT BB ER LTz, UL,
SIXPAEFANE, 151 (ERIT) TEREDOEIED
HEITEFRD03, #REOEEHD B RIL2 >
77

FN MR R LT, SLC26AOERAF) &
ATPeVIBIZE BRI TLE, 203 A O El#RME
HEWEBER LT, BRIRIRIT, SLc2644
ERAFIRFNCFED B, IRERIERAEX
SLC26A4% F245| 1) & ATP6VIBIZE Beff] T
TFLTWz, —F, SIXIERFTIIDEND
BREIEe <, EIRIRRE, IREIRRREIT



AT L7z 1B CEEIIZED Bz o iz,
EE

EVA IZZE R EEBHTHRD LN DN,
SLC2644 BT X 5 DFNB4/Pendred SEfBREAS
REAVLRERETH D, DFINBA/Pendred fEME
FEGCIIEER O T - BERORIEMED £ A
FHERVRFT R & &, Z O RITEVA 28T
HREHBHIFTR & U TR A HaL TV 5 ATREME:
W5, SEIOBFTCIL, ATP6VIBI ERIZ &
25 EVABITCIE SLC26A4 2B K 5 EVA Il & [R]
FROBEATRAEIR 27 Uiz 3, ST BRI
IR L REREOEENCH TUVVIRD B
7ehotz, ZXVETIZ BOR/BO fEMERECIIEE
BEDHEIT R RTHINTRD HNDB 2 L SRE
SNTEY ., SIXIEEFNZ XD BO FEFRET
bIREOBE DS TCnD, LasL, Fix
DS L Z T8IV, SI BRI
T DEIEOEEHO F VST AT
<. JREREEFHIRIE XA TV VRL BOR fEfE
# LI TR BN IR OS2 S
BOHTEHD, €T, BOR/BO FEFRETIX
EVA ORI LT, EHEOEEROD TN
BRI EidEnEEZI BN,

Six BaTFIX Eya @n 170 & L L,
HIZBWTIRZORAEIIRESES LT
Do —H. WU /S pH ARAFAH VAT,
H™ & HOO, 3B > T3, SLO2644 X HCO, %
WL Y X7 ThBR R %o
— R U. ATP6VIBI BEAEZ NI X HAR VT

(Bl-subunit of H-ATPase) Th 1, i &
H Y L WECHE LA RE LTV B,
> T, SLC2644 FERB0 ATP6VIBI ERAFN
8 b DR DB E D F T,
EVA ZDHD L0 bNE pH /35 o ROHHE
BERTIEH RV EEZ B,

R
[6] U EVASERC b JFIRIE 12 & 0 By
HRTRAIZZEDRD Bz, EVA TEFNZERD &
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NAEEROTEOKEMED EVE, NE pH
INT o ADHRERFER & E 2 b,
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FRHER
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F1 %t

JEG M B EVAR FIKEET PaE !
1 1/F I8 ] [p.H723R+[p.H723R] DFNB4
2 24F P i [p.H723R+[p.H410R] Pendred
3 260F I ] SLC26A44 [p.723RH{IVS15+5G>A] Pendred
4 29F ESH i [p.H723RH{p.H723R] Pendred
5  24F I L] [p.G439RHIVS5+1G>T] Pendred
6 I2M I W ATP6VIBI  [c.756 770del}+[c.1242 1243insC]  dRTA
7 18F  HE Vs [p.Y129C] BO
8 21  HE I S [p.Y129C] BO
dRTA : iZ(SRIME T > K= 2
2 ERATA,
R . 2l =
H Vs FEREAFHin T J)
1  DFNB4 53 72 3 KEH Cop:t
2 Pendred 100 102 SERM: 7L 7L
3  Pendred 103 103 Se R i 5 [Cop:t
4  Pendred 107 113 SR [Cop:s Cop=s
5 Pendred 108 98 SeRME 7L Cop:s
6  dRTA 72 67 3 [Cop:s [op:t
7 BO 9 55 5 mIH ) L
8 BO 43 45 6 7L o
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F3 FHERTR

BE o VREERIR

FEF IR P — BANCARIR = =

1 DFNB4 [ElERtE &

2 Pendred [EEGE FH -

3  Pendred [FERE F + 33 29

4 Pendred [EERME H + 8 3

5 Pendred [FHxME " +

6 dRTA  [EExzM s - 14 17

7 BO 2L

8 BO L — 51 29
IR ERRIROECH IRoR R ¢ )
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BACPEEIE 255 L= h=2 KU 7 DNA
7 BHERRAOR R T L 238 5 T 52 3

RN
[EEE
ILERFFER
ILEFFEE
EFEFIEE

BrH
[EEEE
FH

A

BN G CROUERIRIE H SR

I S RO R RF R o & — H SR

(e CROUERHERA - H SR

R R ER T & — R H T ) LR
] RO ERRAFER & —FERE S ) LFR)

WEs
MO 373 ADIMmiE)Shh L7= DNA 1okt L, 3 32 flED S f v K
U7 DNA ZERLONEFERINT ARG T L 7=, FESIT. T444G0A & 7472insC % 1 AFHOTHRHE L=, =

D 22 SHELISNDIERE R S 127312, T OFERD S Z ORBRAIRNTH IO itk

S, [FIRACRZEIOZERDOIHED R S -,

e EH
BMEEEGN LT, S hary Ry 7
DNABERDOARAY ) —= T 54T,

LI WaRea

FORER SRR 7 H iR st ok ¢
MBI OB & 22 X7 373 Ak
MBI U7z DNA LK L, IR 2 133 k=
Y RYU T DNADFE 32 ZEHE (S V—XA) D
MEREIRAT 2 AT L Z OFERZ G LT, 4
B2 1 3BIDRERA7: 32 28R (3 1) O
AT HAT > T2, BN A TF AZRT T A
~—% AV 7= 28-plex PCR 12X Y, mtDNA @D
TR A E L7, RIZS ha R 7
DNA ZEBDONERETIFATIE L L TRV D0 E
— X+ 7 LA PCR-Luminex®¥%: (UL F, Luminex
5 AT U7z, ZAud, ZIEA O Assay &
L RO~A 7 aF 2—7 P CREERRI RS L
TRRETT, [RIRACAT 9 218 A [R5
D, 2 FEEOEOLEE R DEE THRA
SNT-ELR5. 6 X7 a L Oy NRERY) = F L
VB — X BICAE RO RS TR R 7
AV IR LAF R —T RIS
LoTHEIN TS, ZhbDEE—X
& multiplex PCR PE)% | KD~A /7 aF =
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=7
W

— TN T TV A B =g SET-4.
ANV TEY T gaxz ) R
(SA-PE) Z¥IML, EAFL~-A LT RTE
CUOBEARERKIEEIT o2, F D%
Luminex {EZ XV, ©—=X D7 43z =
U HOEEORIE & 8 e — X5 &
B—X N)—T{Tolz, ZOREEZRWA L,
FOLE— XGRS L= 7 v —T OfEE
IZED, I b RUT DNA @ 32 BEROF
B2 BRI HIE T D Z L N ATRETH

277,

(R ~DBCE)

AR TR R F R o & — e
BHT ) MEHRT— L HECEM LT, £
T IMAEEREL & DNA IS L OSBRI
FHNC &L 2 BEOEGH 2457 LTI, HUg
ERER K FZOMEZERICL W ARSL
T3,

FER
3TFDFEHTIC TR S 7= b= K
T RS T AERORRE TR LTz, Luninex
ETRIE AR SNTREIZ VT,
Bl EHNT o —7 o —\T X DA 2 1T



L. EROFEZHER LTS

ZER

BINI I by KU THRBEICBWTA
<ALNBERTH D, LR~ 3ER
1556A0G Z8BR0 3243006 TRA G ) —X
A DT OFREREHE L, F2OBEES
N =-ER VR LTz, ARy Y —X
B OZEEE 32 BEOFITIZIBNTH 7444604
& 7472insC % 1 AT 012k LTz, 7444G0A
W72 7Y ay R b B L7 B
L —/3—J&K D secondary mutation & LT®D
WENHAHHEOD, ZDOBREIZEORERER
HAPEEDIERI TS~ T, T472insC 1 3ETT
I A7 =X A TANARE EOBRED
HWENH DN, ZOBRE CIIEHLISADER
VBRI, FoV ) —ABIZEEND
BROPCHBEORK & L THRE SN
744500G <2 7511T>C ZR1T 373 ATIFR S
highol=p, ZhOEROBEEL 155506
ERIEIVENZD EEZ LI,

e

e I EBEEIED B L2 373 AD T |k
=1 KU 7 DNA R B ORBREH AT & AT L7,
AEL 2 b RUTRIZBITAFEER 32
FEEHCD DNA B R4 [RIRFI CARAT L. Z0REIAN
ICETOFRREEDZENTE D120, @
CRBWTRRFORICER THD LEZ
b,

fRERfERRIEH
2L

BrguzEsR
Z3

AROBAPERED HHRE - BERIRTL
3L



WML prm 7 mER AT st

4269 A>G MT-TI AITBICTL L AIE
4295 A>G MT-TI o BERALUERIE
4298 G>A MT-TI PR TS MR ARG 22 38R E

MELAS, mitochondrial myopathy, encephalopathy, lactic acidosis, and stroke-like episodes;
AMDF, ataxia, myoclonus, and deafness; NARP, neurogenic muscle weakness, ataxia, and retinitis
pigmentosa; ESOC, epilepsy, strokes, optic atrophy, and cognitive decline; MERRF, myoclonic
epilepsy and ragged-red fibers.

F£1 WERAOEOMSR L LIz hay R THROEER 32 B8 ) — X B)
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4300 A>G MT-TI DARIE

4320 CT MT-TI RERILCSAE
4332 G>A MT-TQ MELAS/AXAHIE
5537 A>insT MT-TW |)—EIREE
5698 G>A MT-TN (B T AR R
5703 G>A MT-TN (EMEE T MR AR
5814 >C MT-TC RRE
7443 A>G Ter-G MT-COl SR
7444 G>A Ter-K MT-COl L N/
7445 A>C Ter-S MT-COl iz
7445 A>G Ter-Ter MT-CO1 L2
7472 C>insC MT-TS! TS A7 0 —X 2T AHA/AMDF
7497 G>A MT-TS1 I by KU THHE
7510 >C MT-TS!
7511 T>C MLTS1 HEE
7512 >C MLTS]  ETEIAT R 1\;{13 iA’g/uﬂ%//MERRF +
8993 >C L>P MT-ATP6 NARP/ ) —JEFRE
8993 G >R MT-ATP6 NARP/ U —JEERE
9997 T>C MT-TG RERBLUAHAE
10010 T>C MTTG AT A7 o —X A TADN
10158 T>C S>P MT-ND3 |)—fExEE
10191 T>C S-P MT-ND3 ESOC/ ) —JiEfpelf
10197 G>A A-T MT-ND3 U —JEERE Y A =T AMNEZE
12147 G>A MT-TH MERRF + MELAS/AN7#IE
12297 T>C MT-TL2 YRR URRIE
14568 CT G-S MT-ND6 . y Jw—/ }?’?ﬂ- —
I haRN 7,}%5'1_{5““ EKIA. I
14709 T>C MT-TE e
14710 G>A MTTE BMATE + HEE
15243 G>A G>E MT-CYB RE AT U AE
SR 7 DNA R e
7444G>A 1
7472insC 1

%2 3TIEGIOMTC TR ST b2 FY 7 DNA ZR

100



