AR AFEEITREER U2 Y BN BT D B s EEEE 5 O fR
~RRIZIBNNEEHT OFERBARIZ DN T

e e I AT CEFERRZFEEZS R TF)
IR E
A E AT IEPEILRIB TR D% <12V T, PRBRIEE » b T3 L 72 BR 2R

R CREMETE o T2 SEBN IR FERFMEFR T & 25 M R CHEFRAOAFNT &2 BEREAOIC IR L. 5
B RERs R A I St s AN IR E S 3D, ZOEANTH K T THREMAEMRE L L ToiRA
TEWizd, 7 74 =2 MIBRTD2AFIC OV TUIRFALETH 5, BRICET 53R
RICDOWTEERT 72012, B0 4 L ITEAR PR . IR RBR ROk 5 520t L 7=
B DWW THEES L7z, $IFPWICORIERAE, @B R @BINAEHT IR AR R ik 217
STz TTIEBI DOFEREFH & 7 2 & e RME, BAEFIEITIZITRIECT, 40 sk LL ERIEZ 1T 72270
o7, O TR S s 72 B % 6 6] (23. 0%) Trasd 7o, @IEHFE R L 16610 5 B PDZD7
a7 AR VEGNIHRAR C, BHEEIOY v > a VB L ONEM% & Oz E L, B
TEF RN Wit tF O ORE 35 B, BETARNDEHINOIEL 18 4] (51.4%) T, 258
BIH GC 453 7o fiFt & B9~ 5 STRCIBAR TAHED 2 copy loss ThoTo, ZD X IT,
AT RHN NG « FIRIZE > THEHRICFAA SN 57201203, #HER GBalc
THBAR) IZONT, SHaRNOAEEE & o+ th#atn i L Bbni,

B

A. WHIEEMY
HERE O AR IR A SR BRI & 72 - 7

T EHIZERBBL WD, K¥Ex
G T ARRFFEBESL [RIAF TE S 5% D % < 12BN T

2012 0| B FERRF TIIEIR TR
BEBLOEEI T B Y 7 (GO) %R
BASESSR T, B A P &3 5 BRI
F R SR E & SRERE

PRERINE D& » b THHE L 72 B s AR
(LUF, #IEle) TRt IEFNEME
MR CHEFERIIRT (LUF JBINfERT) 2 Bt
PEROIC SEh L s 2R 3 R e Ao A 5 s e s R

49



WRHIEN D, ZNHDOERAITHS ETH
AR R & L CORATIZAR WD,
774y MTREREZRT 200 E 90,
B L OZEOBIRAEIZ DWW T AT AR
F e EN L ETH D, Fio, I
BEHRDHA LN TRVFBRZER R ORI
INFRIRHTDIEE L 72D, ZDT2D Y F}
UL EHIEE BN BN L 7= RS EFEE S
FERRIZ 3517 2 MR BRI AR ENRS R
IZOWTHRKRBEHEMER LORE&EIR Y
vt T —. HICREHEM & Tl
BINZE RGBT — A T2 EOHRY 53
FEITV, 7 T A 2 b ~DBRRCIBINHF
Je I (RIEICxHL) #1152k L L
72 T 95 HEIRMHT A BN LI iE G55 12
DNTIX, HORREIEFIEMN F & F o 7o

SCHFEAEE iR T & D5 M RF~EIE L

ERERIRF S 2 T L=, 2D X572
BHZ BT HH5 RBRICEAT 2 4 1% O
IZDOWTELET LT, B 4 FEIC
fiti 7= WA, IBINARAT R F o iE Bl 12
OUNT, M TR, HEEIEE AR SO0
[ EROWNRE Z et LTz,

B. WFE)ikE

% A m & AR,

(B ~DHELFE)

AFZEIZ BT DT X TOMFRE 1T~
VXES Q013FET A NH LYHET) KO
[NZRIG & T D EFRAITTEICET 5 B
fagt) PRk 29 422 A 28 H—H#IE) 1€
> TAWIIEZ Fhi T %,

AR IR TERRR TH Y . XI5 & 72
D YR D B OERFE 2152 R 0 ITAK

A
=S

50

RFZED K2 >V COIFHZ BR— L=
72 EITAB L. WFIEet G % 3 F o S %
EETE W% RET 2, ABE®RIC X
D BFIER B ENES L2, o
e, RS,

Fio. HER O EE R A A FE T D b
e H e BT D~ = 2 T PR S Y
L= BEFEROBIFOF5| & -ITHEHLL |
FBEE LV ERREOF 255 L L b
F7NT U MCEICHET D EFRAEIC
BT M%) OXBZITV. W SRES
PIMIFFE FEM & T T & DR A RIET D,
ANBRTEHRIC X 0 P R E RS L725
BlE, FROXIR LT, WA D,

C. WFoERs R

TR AF 4 AN af 643 AETIcO
HImEI AL, @B BR R, @B ANfRT IR
HEE R E T 72 TTIEBNCKT L, LR D
a7 o7z, 1) il BRI A FE
R OFIEER, 2) B TEARIZoON
T, SEFIHEUTEhZD26 . @16 i, G
3BBITHoT,

1) O\ T: ZhZh (1) O
0 T o Te, BIEFEIZ DOV TIE 40 %L 1
FIEGNL 0 BT, SEIOXMRFILT T 0
~6 EREE 721 6~40 J5%k F TOFRIE O EEE
BT olz, B FEMAT D LR &l <
b, WEOSBEAMRT L LICE-T
FEREEH A HEE T & Se RIS EIIE &
WX e —ANHA S,

S
S



AR %) | FEIEFim ()

0~6 0 ~ | 40 0~6 6 ~ | 40

40 ~ 40 ~

wilEgE | 4 14 |8 11 156 |0

BT | 4 9 3 11 5 0

GC

ey | 17 13 |6 21 14 10

itk

it 25 |36 |17 |43 |34 |0

(R 1) BIRFAIRA N M & FEREF ln

2) BIcFERIZHONT : O~BIZH>NT
FIEFER D ENENDOEEFEEDONR
Z (R2) ITxrd, OFEKETIE
6/26(23. 0% TIREBELEFLERZONDE
Bat Lz, @TiE (£2) \ORTEEBT
25 BLUER 16 BRI Rl D% . 5 R
R~ LTz, @IRENRE R ha o 35 FillEfam: 12
i1 (34. 3%) . PRIRILEL comfirmb 4 (14. 3%) |
HHBGE 18 6 (51.4%) TH, (F2) I
AR D RIBIETFEIIEFNZ DU T ik
Th D,

OZ)] Eily & FEAEFHT (%) | &
0~6 6~40

25| CDHZ23 0 1 1
B\ ezt ~7w |1 1 2
Mt82964>G 0 1 1
stezea1Ba~7nm | 1 0 1
CRYM 0 1 1

6

@3B Ge SEAEAFIR (R0 | 7
0~6 | 6~40

2| CDH23 1 0 ]
B\ GJB2 1 0 1
PDZDT % 1 0 )
KCNQ2 0 9 5
MYHY 1 0 ]
ACTG1 0 1 ]
010G 2 0 5
cocH 0 1 ]
EDNRB 1 0 ]
USA 24 2 0 5
Y0154 9 0 5
16

@3Btk SEIEAEIR (58) | 3

0~6 6~40

CDH23 0 1 ]
Myo154 2 0 5
Y074 0 1 ]
NLRP3 0 9 5
OTOF 0 1 ]
OT0A 1 0 ]
010G 1 0 ]
PDZDT % 1 0 )
STRC 7 1 3
18

(F2) RASNISER OBAR T2 5
(k) @, @DELEHR

D. &
ASRIOXGD 5 b, @ bk e Bl LR
JEMR & DTV Ao OSSR, BRI

Pl

51



EEOBRTNE LYWL, FESRIRE

Ikt Yy va v ERER LIER T, O
g LR B in T ERN VBT S HA b
2o DD B PIID7 AR T EEIEFITO,
@IZEBELTWAER, ZHIZHFHRERTH
| SEGEREMEEEE S iR 0 b HER T
B DT, BEIED GC, FIERFHTCHE S
AR & AREMIER & O E B LT-ERIThH
o, o, Ty vy —EGEHS A 720
JRIKE T Cdh D USHZA L 2 BT, WTh
LA TITHHEROMAE DR LD,
BIEHERE oD 7 DA/ NRIER T - Tz,
2O X 5 IZHEED B3 e W S AL T SE
(ZkF LISIERT O IR OF2 IR 2 #h4E 45 =
ENZONWT, BERITIN X BRI E © AT
% AIREME D & 2 AEAGRE I IR AR 1 D FT R
R LV FERBRIL, K0 mEA L
HEREGI V) I RMELE SRS
LB bz,

OBNNEHT Hhae HHREF] i, 18 I 8 {3l
LIERIT L < IT STRCiEAS 1D 2 copy loss
DBRO BT, ZHHIFREHBAIZ L > T
BYEARITEAZ & 729 DIS DGCHRLE L2 D
72, BRHNAEITEEN G CRBRD H %78
EBEH T T — T D
Do EEbs,

AFRD G R MR D BUR IR A 1 X
B EIEE DR 2B+ FEEHOBE T
Wit 2 — LI FEh 4 2 AR AT & w7 iR
PrsiTonTnWod, YiElDA 7 ) —=27
E LT e RMEFEOBETRAE] DIRER
INE SN TR, ¥Rk 27 £ 3 HO®ET
(T EN 121 FEEk TR FEM S A, 4%

Pz

52

BREOZEFERESIETH D BIL 12 LU,
2019 £FFE D S RV O SR PO A S
B 1,479 FRlcoIiE D, LRIBFIEHR

B FEAR 22 A ST AT I HE TR 23 - T
B8, BIRES L LTIE, 2 OB 5L
BB FIRICHBRICBAR IND 201
Z DORERITITIRA R DA B 22 B B2 e 7
ELEENTNDZ Lt fERAR (5
BT &> THBIR) 1I2oOWT, 7R 0 B
AT R RANEIE B & D Wit 23
FEThAHHREBbiT,

F. WFEFEE
L EWICER
1)Y Iwasa, Y Kobayashi,
4 .

genotype—phenotype correlation

S Usami, ftll 42

Detailed clinical features and

in an
in

O0TOF-related hearing loss cohort

Japan. Hum Genet. 2022 Apr;141(3—
4) 1993-995. doi: 10.1007/s00439-021-
02392-vy.

2. FR¥EFEK

D/AIMEET, BB FHEE— i3
%o NEEEE ICB T 2B T v
ZIEBI O, 5 123 (8] A H SRR e
SRS - SRS, 2022 25 1 25
H OK) ~28 B (), #hFR—hETHT
Il

2) /IR T, A, HERBER A
U —= 0 TR DR & o R
ORfEt, 25 18 [BI/NE H SRR iR 2 -

A\ way

CEos



LA, 2022 4E 7 A 21~22 H, EILE
Br .

3) IR ST AR D At VERRZZIE, A
AR RE S A I RIE L R I ales L7
HEREVERENESAE ], 45 67 [ 0 AR B 2240
2 PR S, 2022 4510 H 5~7 B, U

T v,

H. R EEME D RS - BRIk (TEZ &

53

te.)

1. FrafHuUs

72 L,

2. FEB R
72 L,

3. Tt

72 L,



