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VAT BNBERE. TUTOEREEIEEGELSE, S IEATH . # T0%T

CHD7SET IR EI) SEMASESIETERBIELA NG,
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- RE LRA RS

[BR] Frializi LB T - (AR - ARREHE -
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[ErEsE] SEniEmE 7 — hitpUfwwwnanbyou.orjplentry/4138
TRETHENG & BRI & L 5,
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(1) wERE
FEROVTRISAEE R, FESET (CHDFSET) KERERLE,

(2) ERAERRET
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RiL, SEEREFL, ER10LMEKS S FTE,

LFER

TEAEFHEAES RO
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SHEREER
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DR F—< (BEEEMbE)
DEAFLRET L0 ER

BT PRI TR 2R
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DLFH

DEERERY

OEANBEFL CIFERER (BR) JBEERSE (RR)

HARYTFFWH (Cornelia de Lange) R
SFAMIERT (FEEREN 810)

HB R (RVEE. TRESS. ROV LEES. EmzoRIL HOEOE. &0
AR E) FERMETBRRRNERS
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[H] mBEaEss Cex)
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Definite 5108 Probable & /& LT3

A TR
1. EEES

2. HEEE

3. HERE (BELCLEEN 3 —kr 7R

) =

1. BeAFELE#EFCEOE

z. EOHE

3. MESEE T SR EIR IR

G BIEFHEE

NIPBL - SMCI4 -+ SMCS+ RAD2I - HDACS BimF%0)
B0 E7T =0 —]

Definita: A O3 HE+C #HEHD

Probable: A 3 HH+B @3 HEEEHI LD

274y 7— (Stidder) SEH

BEESR, BH. ABRRECEHRTERVAT, £, ERLTOIRHEREIIER
ERHERBTHE, THORRCIZHARELHTRE. nExRoaH. &
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2. BEENEERCE PoidFofE
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1. /AR - REAE A EMEAAAL

2. U FROEH

3. EATRENCAR & o ARERRE T 200

4. BERE
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2. fERE
D S{EEERE

1. 2EaP—FrsETER

2. SEFNEI1BaF— S BETER
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A

~—p A (Piarre Robin #—2 = R)

FAE SEMICTEORENHRINE I LT ERER LV LRBEABT S R ERERD,
UFROOERED SO TRAHNE T2RETHE, RETHO THEER KBTS D2,
AhesE. WEEMD Z LBV, Plerre Robin L— 7 T 20 20 25%(3 Stickler fEMREET
BHb. RERECEERE LI, Stiddler ERBSOEBLERE,

P infonih A7y q

PI—Fr—2 Y ARG (Treacher Collins SEHRHE)

F 1, H2@SHECERIETFERE, Fia s CH B, EOK C0%ARBE
ETh5, BE - BERSOMHIC. TECEFOERAICL VEG - KT - FRELE. IR
MR, B EOEOMBENREL D B,
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C BlaFANEE
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FAEOEIRL (Al £V AE 10-330%amHE ) BRAFHIIEEIE. FHTHERTES

TOB L8 SROREREEFE BN TSR, FEETH TS,
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. SHEGEOWSE - BIE. EFEAE (£ i)
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Probable: A ©3 BH+B ©5%2 DL EXEDHBELO,
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Z 7= (Oruzon) WEERRE (HETZGRNS 181)
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1. BE  EEREEN
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4. WEE B EOFERANC B TRBEORFIIRN D EREBITHER, EREES TR
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5. WEESEERFEED B LW bE,

& MEE, DERUT R
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CZHEERTR

1. BHSARIEAR
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(3NEEFARE
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1. BE EEESRE
2. B BRRRERH, S
SEEIRR BIE, RE TR
3. FIEEIAE. IREEIRET. EEERS WESEHE
4. Wik CEMSTRLE. BEEMRTE HEERRTE
5. 0¥ 7y o—MEET EERELRE

6. HITERMEEER LIS DI EADE,

& . BB TR
0. 0ER EEEETNA. FRERE. ERILEE ME.

(2 METERTR
TN SRR B,

(3}EEFARE
#1500 FOFRZE BARE SHTWE M, Tgll FA4 - OBER Ser252Trp# 2/3. Iglll F3
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Ty ATy —ERE
(1MESR
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T R IR B,

(3BT
FGFR I OIER Pro2524rg. FOFRZTIXIGL K44 ICEF LTWVWE, FOFRZ BIETFROE
RN VERB ER—ORNTET,

F bl BF AGERE

(1

1. % EERCRIESEHEDE,

Z. BHE  EHSMCERShIE BAHH. A EEME EBEEPA. REIEEERD
B,

3. [ 7ERE. LRE - BEOBME
4. % -EREBAIEE  ERIERITR EERA Y
BRTHMEROETTREERET,

5. WEESEERFLHD 5 LN b,

SRS
BT EMDD, KR TEIMERO B,

(ZHEERTR,

1. ESAEERR 7 A—Y CERBEICETE,
2. MAFHEEAR 1o RELBERI1T, 20 Tyase RN 81 MEMEBE O SIMERET 23095,
3. RABERTR REAT RS FEVESDRER

(3)StSahEE

POR Cytochrome P450 oxidereductase) R & 5\ 31 FGFR2 RE XRS5,

OPAIRETRBEN T SHERENRHERE

OPATBETEL P = FITREBICTRET3EATH Y. OPA IBETERICE DiRRIEEN
ENRBBIE, EOTIEE HOLNEBENBE,

B8] ARisdsipCETcry). BAEE02BE). BRRH(FERE)
[ 5] Auditory newropathy spectrum disorder
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OPATRIZTER EFRETRER
ZRHHECRNREE KRS e 2T S TEEO L S5
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7y &y— (Ushar) GEBRE (AEMN 303)

EAOME : SICHomE (ERGRENR) HEIEET. X7 1~ 3Esh. BE
EETFVEROETERESE, T LEFETED,

[BR] #AEE 0 FECMEIEGRITIE)
[&] BERSCER M BRI, BT

[E2] SREME 2 —  hitp/fwwwnanbyouonjphntry/4624 (7> vy — (Usher)
FEEREC BT B AR L)

1. BHEmH
E. RERE RABT 2 EORERE (RREREEE.,
S R, oG EORER (W - BEER).
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. ERFRAEZERTR.

A, FREEREEEICETERR (LITO 5 b, MEEMEED T2l ExHET,)
(1)BRIERT R : ARRRMESR . AERRERIEEE. B AR BRILE. SRV aARE
(2 VPR RS (REIET. e

(3 Yo BR IS AT R CARER B3R E 3R £ SRR TRk
(AEFHIRBRTHLEICRIT B 808 0RE (TERTHE

EHASIC T AR (LITORTERET)
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3. HRAOS A THE

FAT  EFEORE~EERET 25,
L0METEE &L B,

B2 EREORE
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9 RS REERT
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4. ERFANEE
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DFAHEES 2D 5.

DU=EIEE. LIRS EOUIER, WRILEE R EORFBEER. RWHRE. BRE
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EDFHERERID B,

DiEFE. FRIBEEIETIER £ EEER IR R DB,

GRERAET. MERRENS EORER. SEUMIEL EORERERDH S,

(2) &% - BiRETR

DEFBURIFCNIE I IMECHEMEANR Y EL TR, I MR 227 b2 I E—THRE
BT B bat FMRE— 2 AR B,

@i CT/MRI =T, SOREER. B BT oM S 2 5,

SIREEEICT, BIEEICR TR b i iReh A - HERR. RAPRERLIE
SRR E REAT, AR ARAEIE K PRI IETE G il 03 5 B 1 DLl EOFIR AR B
(B8 GRATET ORERDIER 652 ALUE) Tk SARPRERIERNR L MR RID By

@ ) R X T v B B il FIETS b K T OoRERS

BEWH LT, BT SRR,

A ¥ Y T SRR OIEMHET W T F A b QL0 & E O RUEIO R 2 R i
. 3RV F) 7 DNA ORBRER RSB,

I KD T DNA OFEE), BERHRENEE h I KU TEESTE I FEBREBET

(7) FBteE
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o3 b= Y PRERE TGS, BOBETERCESR. BEMRGETI M7y Y-
DEALTRE - FRORE LTS,
() BEIENE - RLFHE
HFRE N, RS TIERERE Ao ERERAET, BT EER, O U EMHE
#E RUCTCA ¥ 7 /VERERER. IRER R HERR L £ OBIGET (R ERO 20%LIF,
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(=) LEROEZMA
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G BERE 2T EREE. CRORRELCERRREER DB, CFV-F 7P AT, MIBL
BHRTORDRARBET LV E LOKE, BMIPP QLY AH i o,

() BEROESHR

BAR GBEET1+ (0mgdl) L), MF (RILETHROIKS HPFLLE), f7 S
JER (ERERELE) 205, LTRFEROLR (QmgdLLIE), 7 VT F=-ED
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(1) MFFEROEERR

FEOEM (Hb 6 gfdLBIF) b L <20 MEESE (Hh 10 gfdl. Bmdk 4000/4L KT,
mAAE 10 AL BT BRBE,

() FHEROEBHE

BEELL EOFKIEIEE (AST. ALTH 200U/ LLE), BT E-TEER (EHEE
MBELE) BREH D,

(7) ERFHOEEHRR
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() #sE

EHEFREEO M FEHEHE S U S IERHEEI MR VEL T, 2 mmolL (18 mgfdl) BLET
BETE, REIMR 2 b0 AT E TR BN S R AR — s BB B,

3. LRIV R ITHOBEOE T T —
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TS 3 M A 4)
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A7 = A VSRR RS L. TR, IR R, (BIF. MY 2E0Ew
EREETEBIETEHY . FLAFEELOBEREETHE,
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DEF - RIE
[E] mEsgme (5%

[RFEEE] SAEERE > — hitpfwwwaanbyou.oriplentr y/3992
1. EfeEEE
(67 E S N
BETEYD A @ ETH ) RS I — @k b ROIBRICE R E TR T,
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(2 HEREARAERE
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ZEbbE,
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B,
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Bhie AR APREATAE. MRS U REIRRR O IRREAR MR 2
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TR ERYEIERS

ABEFAaRE

B REIEE

FEEE - E8 KiFEhiE

@O0 RQE

3. BEfosT Y —

A7 = A VHEE PR T AR IR R T h B, AR (pretumorous stage)
TEAT T A VHER 6 L E i . FRREE Do L TRT
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FloD T, REIREE T TR 5.
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97
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3 EEN BB,
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EE0HigE DNA HIEDEE AT . #FICR7 LA T FIREEEC ST SRFEREE EFHE
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2
(1) FHEAEES
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(2) winEEhEERE
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SRR TERRSE S, IRTERBALEESY,
(4) ByBEER
+ BRI Y S ROFLYE. AR, ERERE,
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EOMORIE (FERE & LICHER, BT S8, C8 o+ E Rk,
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TRICEE S & OHE
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<BEFOHTIY —>
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a FER (1) ~ (4) @55 28 ER Y, DNA FEWMBRH L TORNNA (FEEME
T b 0. EOETAELNO CS BESiET 3 A THalib ) i C8 LRRERETT
% (Definite),

b, E#E (1) ~ (4) #2THEL, DNABESRTORENL (IFEROETEEN
FOMETREEND CS BEs =T EA TEEE T, Ha 0 ieliEseRsin) ilbhl 08
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EITo LHMA . 23R 3) Bbhid DNABEHRERERTh - Th C8 LIRERINT
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2IENEH IR G OS ERERE LTS
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nE,
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IS B O 8- BT

APREARATRER \CHGET BT, 1) EECREMSEES T, 2) ERZIRM (BHR
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(2) AR GHORETRERT BRHIC
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