fEM6 (X6)

Hifgid BTG B8 X IALBE . iR
BOX PR ZIRNEEDRNEXIAZ D ER
WCEDHFETHOINTWD, FHRERES, T
WMo T— Bl LIRS ERD, BRI
< W CHZOEmILATG % M & HOE A3 ke
LCHRAZ, RMERFEEICELELTWS, S Him
OBEITRECTE 2, HigHiZE<, BRI
. BEREAPER— DI D EWEEZTER L T
D

E4. 5p4: 1085 27 HM,

fFEH S5 (K 5)

Hifix EITHARE OB ZAL NGRS, B
WKEDHETODINTWND, FHRENEY, TAT
o c— Al EFICRED BB FRICEEIC
LT3, BRIKE, Hig T8O 7 A
e FEHGE TR Y EY [ERIN & O HRETE
RLTW5A, BROEHEIIFZmE, ARE

DL OWe NS B2 F Tt & B 220 LR A3 Fa
LTHZ25, HmOZMIRH T LVie
IR &V, FERIT/N S SERMIBHRIZIAY, B
A, BRI E B3, 6. fER6 w%ﬁﬁm,

fEH7 (K7

HERIT A LR & & XIAL MM FATH Tk
MREEEHIZETH D, MERTEBOMEK
DL VR =ZAEEERL TS, BRITFE
THIM X TH Y HLEBOBMB L 5N, Hify
I OFRIZA < B <t EicEgE L T D

Hs5. ERS: o BIRIY



7. EF7:9% &R, YO.

D. £%®
EFNCEBIZROND DX EIROEOE X
AR THD, HEH., HITHENLTITLTEH
REDEERE CEEITOEVEZALNA
W, L., HEOBWEXALT, LTL
bAELTICHREOZFTR I, LA
BEROFEPREICHERNEE XD, £
HEHREVWARBOEZRTHY | 2FIZB
THLEHICHREMAS R 65, RIOLEROFREIC
BULTW5, @EYFRICAZ A HiR,
AIETIX, TOBMIITED 7 2BRENTLE
O CE RV, K H IR O M TRV 20
IZAHRE DWEDBE, HZROMMIL Z Ok
BOER FIch b,

ZIH OB O RIIAEIZHFERITH Y |
COREOTEHRPEZMICER EE DN D,

E. i
Mowat-Wilson EEREOFMZIL, TRROH
ARG, RECBRKZEICES THD L
EZz b,
1. BRBPRELSATFEZMAE, HROFREIC
MaWAsdp B 2 & AU,
2. BEEOBEEIAHITELS . FEEEH» 5%

1788, B TITE N B B RIT- O B EAT
FECREIZOIEVMNEZAZNR NS,

3. S HERIIEE OB < FRE IV,
RIS B SLD DI L CHRM ORI &
VY,

S 3k

Mowat DR, Croaker GDH, Cass DT et al. Hirschsprung
disease, microcephaly, mental retardation, and
characteristic facial features: delineation of a new
syndrome and identification of a locus at
chromosome 2q22-q23. J Med Genet 35: 617-623,
1998.

Wakamatsu N, Yamada Y, Yamada K et al. Mutations in
SIP1, encoding Smad interacting protein-1, cause a
form of Hirschsprung disease. Nature Genet 27: 369-
370, 2001.

Hunter A, Fras JL, Gillessen-Kaesbach G et al.
Elements of morphology: standard terminology for

the ear Am J Med Genet 149A: 40-60, 20009,

F. (ZRAERER
L

G. MIEHK
1. FmsCHR
KREE, BEREZL,
2. FRRK
KRR, BERERLL,

H. HMIEAEMEOHEE - B8R
(FEEZEL,)

1 HFErEAS

2L

2 ERmETH

7L

3 ot
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& R

o4 (EEAYER BRI 7T EEE)

SRR e

Mowat-Wilson SEERE & &{nF 2l LTz 2 5% 4 JED
WrzessHE BRI
B FERKREMERETERE ¥ —

MREE

BB RGERS . CAMAIC LY Mowat-Wilson JEMERE & BEKZHT L 7= RA 3 1%
FED 1 RREEH2FESR 4 EHIC ZFHXIB B TER 2R 72, RIRERBIER LTI
FTHA 7L DL EZ, FAREGOEBROBEIZLECH oM, TADA L RE

BERRE-FZRTCOLBEN Do,
Hirschsprung J& {3589 b Lz o7z,

2RZRE LT UV AERTH o, NERIE,

HEHRARE
e B
FREFERRENBEGFERE S X —
Frn o FERR
FHROHEES 2 n = —REREHRET

A. BIREN

Mowat-Wilson JEEEE I RFE R BRIR, FEHE
BhRIER., CADAR EX R L T D5ER
#THD, Smad-interacting protein 1 (SIP1) %
a— N L., BRAEHOMRIRE X ORI
OFFKICEE T HYAE 222 ITHFET D
ZFHXIB (ZEB2) Bin+DRMDOT U VO
BEAR4Z L v £ U Hirschsprung 55 DA 0F1
HE CRKEGET TH D, Mowat-Wilson JE(E
HOBRK L BEFEROBEEZHLNITS
7oz, BRI Mowat-Wilson fEMREE L 2
W SRR DOBERG L BT RE 2
YD,

B. iRAE
/NRFREE N, RIS Mowat-Wilson
JEERE L W L ERICBW T, REF~D

Ay T7Hr—hFartr ho%, BEOKRMY
MmAEERL, 4/ DNA #HiET5, 7/
L DNA %, BEMBRLHEEF o= —RFE
MEENFZCATICE R L C ZFHXIB B FREEIC
BIBAEROGH AT T,
(W ER T ~DELFE)
HBENEEORBMBEEHLFLTND
RBETHDH D, REE (REE) XL
TEEBTERE LV Z -0k W THEX
EEAVTHEORHZITV, BEME KD,
XEICLVREBEEEE,

C. MIRHER

FEF 1. 2. 3%, FIRAFEAE Y,
FEFT1 5100 A LR
EF2 48 PH KR
EM3 21 VA BR

3EM & b RFBAIREIEZ R L TV,
WL THAWVESE, MW=A0%E, MIRMH
BB, BESE, KWERE, A, AW
BRI, BACEELZE, K& EICEZR,
BEVESR. M FHOEORNAD R,
FE) 113 37 @, 2734g THIA, 58 AT

e

P



MATEE, REBLOBEO RS, FEEIX

N, BEL. EEMEBLSTIE, HRRITE
To A% 11 RICEBET WA, 2% 2 2
A CHEEM T WA, £ D%, Lennox-Gastaut
FEREE LW S e, BAE MRI T falve
BoOBRER 2R3, EF 213 37 B, 2484
g\ CHIAE, &84 A, 2 5 2 224,
XEHAT 4 6 AL BEMEH Y . SA AT
B, ZTOXRZRTHRLEEBRVLBIELL, A
BB e L, 8L, R TLE, HE
RITVIKR T, A% 11 2AKEBIAEFTVRA, 3
W3 A CERET WA, RER 31X, 398,
3480g W CHA, EEH 4 »H. BEZL, 11
AT AR IE. West fEMEE L2, R
BROLBEEWNELE, 3#/ & HIC Mowat-
Wilson JE(EEE & B2 L. BB T 21T

. ZFHXIB Ba1FER (c.259G>T, E87X) #*
BT,

ER 4 2 100A BE

FIEREIR L, 37 H. 2676g 2 TH4AE, O
PlaxE. DERRRELER, €815 2H.
7 AR THEAL, BiRY B AREER T
O, MR CROEEEE, ME 9 VA, BED 1
. KRBT 2 6 v A, BRES, AF
ERL, B, PUKOBERH LN, TR
AR L, REBRERH L. AHRRIET, /A
fE7R L,

DU OERSL, MV =/ 0 T A, IR BARE.
BESTE, ROBRE, #E, LR
#AICEELZE, R&E ki ﬁ*\%Fm
EBE. M FPHOLEOERRED N, OEH
72 L, Mowat-Wilson JE{EEELZ2Hr L., BT
fENT % AT\ ZFHXIB BETER (c276C>T,
RI21X) 3BT,

D. X
Mowat-Wilson GEREHE IR BREAT. BHiES
Y. /NERJE. Hirschsprung §%. SR

DRRB, TADA, MEFER E 2RI RERE
Th B, ZFHXIB EE TN TF oty 2
EEME R LI 2FREZHE Lz, REIT de
novo BRIZL A EEZ LA N, RIFRIER
b 2ER|EVH D, FEH 1 ~ 3ILFEILIAE
ThY, Eﬁ%@%ﬁ%&’ié&%i%h
%, AT, RO EITEEThH-
B, CTAMAERERBECLH is@iﬁof:o <
ADAHBEBIER NI R EREFOEIE TCh oo,
T/t/XEQ@@%\EW1~3aﬁﬁ/
. DEEOFE, TANLAOFEDEN
#&otoiﬁfﬁﬂﬁﬁ%m woR LD
BIRT 2RO, WTFNOZRRIZG/NEE,
Hirschsprung @13 R 672l o 72,

E. &

FrRE, BHEBRERE. TALAK
£V Mowat-Wilson JEfREE & BRIRZWT L 72 (A
o 3 1 3¢ f@l%“%aﬁ4w2%nk
ZFHXIB BInFERZRO. BESZHIZE -
7o [FIRRERIIAEFMRE Y A 72k d e
F 2T, FRFBENOBEFOFEIIILETH
ST, TANAEREEBHIZIF-FRTH
BEMNHolo, /NI, Hirschsprung 57513
bR noT,

Xk

1) Ohtsuka M, Oguni H, Matsuo M; Osawa , Saito K,
Yamada Y, - Wakamatsu N. Mowat Wilson sydrome
affecting 3 siblings. J Child Neurol 23(3): 274-278,
2008.
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2. FERK
AERE BHEREERR L,

H. 4NB9EFEEDHRE - BHKR
(TPEEE,)
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7L
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RS BH AR E EERMER BRI 7IF %)
AT TR E

Mowat-Wilsons JEERE 3 HlOBRTER S BRRATRIZE L T

Mg R

BE e

WER D P bERY ¥ —RER

MREE

BEARAT R L Y Mowat-Wilson JEMEREN DN EE 3 AT DWW T ZFHXIB Ein-1 T
ATV, 3 BIENRENTCEETOEREZHER Lz, WTHLLBEICHEDRV ZFHXIB
BEFOZI VY VCAOERTHLN, 7b—Ly 7 b 2EBILTEY, RRERLIER
EEZ LN, BEREB T, RLLER SN TS EARERM., NELE, MPEY
AR, BAFLIORBEMITIZ 2PN HEE L RO b/ fil, XM ORE, Hirschusprung 9.
TANARELRD B, EENBE DI TWA Mowat-Wilson JEMREEORHE & SEL
TEY., BWHAECFIATREEZ DN, MK - TEOFBICLLERD RO, &
BIEFOBRIC LY IRBRMRICHEH L Bbiilz,

HEWRE
ks HER
TR OEIEEE = 0 = — SR ENIT

A. BHRER/

Mowat-Wilson JEEEL T ELEAOHET L <BB SN
TIEBERHTH Y | REBERIT 0 TRESL - &R
SNTWRWEGLH D, BRISHTORWE
BbBNEEZ LN, BEEATREICT 5720l
IS BEEERDN AR TH D, BWEEEERD
T2l BEFERORER SN HEZE
L, FROIZEITAERE EREICRET
BT ENRETHD, RGEIFZEATIT Mowat-
Wilson JEEHRE 3 BIOBRFER LA PHER A B
ST LT, AT D Mowat-Wilson JE{ERE
DIFROEBERE IR LN T2 EE BRI E L,

B. HIRAE
HWENRSLE P L ERY ¥ —BER kA~
1BFE LTV 5 Mowat-Wilson JEEEEER DB

® L. Bl 21T, BEOFERRGE D
BERAEIR « BOHEOREREIT o2, BEITWT
NLHRTHBHT=H, REA L L THEBUI
IO, [BEME LN LT 21T o T2,
BAR AT XL RIBFZEHERR TIT > 72 DT, Mtk
W2kt U CEBFTRREAL ATV, BEAE®RAR
FHTHIZRWE DT LT,

C. HARHER

3P TTINETITHEDR ZFHXIB &
BRFERB RO, WIhb 7 L—AT T
hEefEo L, #Bilka FUraARkl v EviiE T
KT 270, WKERIZERLEEZLND,
AT AEGIOIRRIZEI U CREsidT 5,
BRI R

ZFHXIB & AR, 1338ins C, 2 ¥ 9 » A FE
TR 4 [B], SERAREE | BlIAiZ L,
TAPALE LTEEINTWS, 5 F 2 » A TEA
[ 45.1cm (-3.1 SD) T, MRI 8 DRGEIRL
2RO 5, OEPRKE. MEiRieEsHY, 3 F



TR RRASNT. IR 2% T
W5, BEIIRETHD, EEFGERET AR,
AT 3 FE, S F 4 » AORETREBILR O
TV, [REfFEE. BVERZ, B odliud
Jx7e & Mowat-Wilson JEMREE RS RERN R,
bhd, BSEN, AMEZWA, HEOH LW
AN&EIBD, BVE TR E AL
g A BN
EF 2 2R

ZFHX1B #{nFZHE, 1270delAGCC, FAT 2
¥ 8 wA. T2 F 11 » AORRITRLNT
Bod, EERKRESRERTHY. 2 F 11 »
H CEAPH 44.8 cm (2.3SD) T, MRI FAMZBMERIAL
AR D, BRVRREBELZGHL TV,
OERPEAETBABRHEL. OEPRREICS
L TR L CRIBBIEIN TV S, E W
A%, IRE L&oZEM, IR, Ko 7%ie
& Mowat-Wilson JEFEEHIRHEMIZEETN R 6N
%, B TEHOGIGARITIFEED LA HIT o0
Bl /2 ote, B<RW, AMEZWA, K
BPH LOAENS,
fEF 2 &R

ZFHX1B & AR, 1427insC, AT 2 F 5
# ATRLNZN, FiBIL 3 FTORRTR LN
TV, 2 F 10 » A O CEAFR 47.1 em (0.7
SD) TEEDOMBEIELAH D, FNEFELE L
TILMBIfRIZE D B S, FDamFR—< (@
TRIGIERIB) 235, BREZANHE . IRMHMRAE
BRHNA72E Mowat-Wilson SEREEIZRHRAY2
R DD, LHHRHIER L BT REFE (K
A7) RERY RSN,

D. &

MM O 3 FliZL T ZFHXIB BB F=s Y
VNOERIZEY 7 L—Aav 7 M EREITEIE
STee 3 Bl bEEORBESREER LR,

/NERE & RUAETERL B RRBEIC T H DM 3 Bl
LED LN, EROMELEBERNRZ, &
FICII72\ 3, e R CERE, Hirschusprung 7,
TADARELRD LN, EEPLFELNTWY
% Mowat-Wilson FEEEEORHE & BEL TV D,
PERE - ATEI ORI b BADR R O, Zhb
IFRENBF EEET A0 E LTHA
BRI, ThETRVIEHINTEDL
. ARBRETE L Bbivs,

E. f&5#

ZFHXIB BEZFDO 7 L —Lv 7 ML D
Mowat-Wilson FEfEEITE S, /NRFE(M
PAKTERR) 70 & 2 I TT 2B CHIE L, IRMIRHEE.
HAReR S, EOEER & OB Eodtda
H %\, ERMER, Hirschusprung . TA
DATR EB@BIZEHT D,

F. REEfEIRIER
L,

G. WARHER
1. EwCFER
AR, BRERERL,
2. PRHER
AR, BERRAL,

H. IRYBAZEFEDHIEE - BHKR
(FPEZEL,)

1 RS

L

2 EHERRE
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3 Fofth
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A BB/

RS BB AR & (%ﬁ/“%a‘% EITARME TS 2E)
AT G &

Mowat-Wilson fE{E#E O G2 W FEYE DO e ST & IR BEIEHE O A
Aty ANy B
ETRBEREE ¥ — BE2ER

MRES

AKIFFOLSELEO BRIE. #HkHE I N TV D Mowat-Wilson JiE 5 HE D JE K &
HOAEOEFOER A7 T AR L, RERBHODWHEEOHE L R
B3z ThDH, KOBEMETITAMBOENO XL KT R A L. F#M
R LR EERMEN - FELER - NBESFOFENRERENAS
P oln, BREIZEICL D BN, RKEORGR CBEERER L L TONRK
RE®UOL LM INS, 5%, MMEROER L HBERFTEZHEL T, RRERET
CEERIEROBEAMAT A L L bz, HEOKFMEE L, DO EOER R
BRI 3 AARKBOEMEZX S,

AR YHEERIC

B Tid Mowat-Wilson

AHROASEEO BRI, ERBREINT
VW5 Mowat-Wilson JEBEREOER & DB ED

SEBIOFEIR A LT T AR LERE L, AE

BRODMBEEORL BT L TH D,
R CEFEMAEIL LY AERFEO RIS K
ERHE ALY D,

B. HiRAx

Mowat-Wilson JEEREEE OBKERE E L,

RKEET CH D ZFHXIB B5F (ZFHXIB)
DI BIEAT CREEZ W SN T2 S HEER DIEFI D
BRI RE £ & DT,
BEFHT TIX BREML Y 285k 5
L7 DNA g8 L U, ZFHXIB B& T
(GenBank accession no NN_014795) DFIER%E
% PCR ETHEL., HIEEWE LA LY
K=o v 7Lz,

TEGRZ 1 BB LT,

FEBIE. 5 F 4R, TERR 39w 3314g THIA,
A% 8y A, BEEWEZRDLH, Bk X
—%ZZ L., 74— TWe, 1F 54
HEE, FRBEDOZD BEZERB LB
ng#Zbieotz, JEK 50%tile. RE 10%tile,
GAPA<10% tile. RARFMBAR. HRERET. €
K72 2. Square face, prominent chin, lateral
sparseeyebrow, uplifted ear lobes, inner
epicanthus folds, frontal bossing 72 & DFFHAY
REFAYE U, BMEEEAM 5 B REIRME

 ERRR RET 2P EREREO L, RR
BEOLD BRFHREELT o>, el

(G4Ye) EH AL, FISH (DISSI0)RKA L,
SNRPN A FMALT A MNIEE, 37T X7
ATECREE 2RO Mo Tz,

27F 3 » AW, ZFHXIB BB TN 21TV 8
GTREEZRD20, Mowat-Wilson JEFE &
FEEDW SN, SOHE : SMBHE (2 FF0) .



KE®EPEL (Fa—E 7). very small VSD,
PFO 1.1mm, epilepsy : 7737, =77 T,
<A A% WAk, EEG : P402 small spike, 7 hE’
—MERE R, AR ARRG, BIBRD
72, NBRRZR T, EHEITERO<, #
MERBDR, BE: 5, BAR, FRHL
crawling THEI, RIFIIEHEL . BRSO,
el MEREENTY, FREEE (K
ARBEH., K14k KE : #HoooxER 4
—, WRERR : ZFHXIB BETFHT. 71L—Ly
7 NER RAT3 (5486 X,

D. &R

Mowat-Wilson JEBE#E X, AR
R R 7pBERL, /NIRFE R B L T B RIS R
IR Ch D, EMREEERBEBES
HREOCREBREONBATREHEI 2L bdD
D

ZFHXIB (zink finger homeobox protein 1b)
X2 /PR q22 ICALET 5, ZFHXIB DR
BEEYWTHD SIPl BERT) 3. KREHD
Bex g B (MR, OB, SRR E) ©
FERRICBE b 5729, /NEEIE, EREIEE R
FEBIE, MR R, B - WRIIR, BREO
A, NMRERR EOBEREZRB I, ki,
HEREEE TId, K8, RBHET I ER. R
REE, BHEEMREOEREET S LEX
LD,

AJERITIX ZFHXIB OERPREINTE
Y Mowat-Wilson JERHE & FEEZMT S Tz,
BHRIIFE s Y UNT—HRERRIZLS T
LAV 7 bbb a RU~EET A5
BPRBHOHNTIEY, ZFHXIB BEFONT
BAREBICIVRBIELLLEZDND,

AGEF T, Mowat-Wilson i i # 12 RF ¥
RIZR BB RN . RrEROBE. /NEE (3
FHR) 2RO, Ll PLBRARETR
ERORPoT & ELIRANIRE R

DIREOFTMMNE L noTel &2 b, B
EBEROWZDI2BBECTho Tz,

BEBED IR EEN, B EREER LS
X, Ty Ve VEERICLIET TR
TH Y. K2 Hirchsprung {72 & DL HAH
EEDIRVEFITIX, MBEBOENNEHETH
B EBE. KEFIZEBWTH, J3¥iET7 v
TV VIEREE AR, EEZH O DI
SNRPN A FALT A R &4TWV BRAFLTW
Do RIS IR OB AR T B
B E 0 EHIN D0, IS B
SNTZBEREEAPB B R VI WVERZ N,
At BARAND Mowat-Wilson JEBERE D R4
HIBRFUC DWW T — /N BB EICEM A X - T
WS RERH B, REFITERFZEICLD
FEE SNTIEFITH DA, SEAREEE K
IFRECERL 2 &, MG &BEICRD B
HEPHENE - 1=, FEROEAERIZLY
DR EDO Mowat-Wilson fEBEREBRFIZEIT A
KEMEBEFHOBENHHIND Z & H
FIhs,

ZH B OB FEATIIHEIT L T 0Ds,
%L DERIIRAERLEZ LN, KRB
RIIBO TRWZ ERTFRIND, =L,
HREY A 7 OEk b H 5 Z L F FIRICE
ABHZLFEBEIV Y TR BETH
P

T M, HLVWIERTHLZH, H
N Tl Mowat-Wilson JEBEEE DK BIFRITD
L RIBFA 2=y N THEI OV A b
R BEER L KEOHEREAFL T
Do ARIEF DML | BEEZW D DT B0
B TBRA~OFBRP D2 FAENS OEAE
RHABHBITS WV REZIMZ L, FRAR
DREERY 5%, EZKHZBEL T, KA
DEPHE « T - RIFBREBER EOFHRD
FHRICRETE D L9y, T LHE -
HEXENFRE LD, 5%, REBEICO




WTER - REWETORBORMZED,
BYIZBNC LY. BRI, BREORMR L G. HIERHER
BEEEEB L L TORNREFE LD LHE 1. AR

AOBETHDLEERD, AR BRESRER L,
E. #5R 2. FRFER

Mowat-Wilson JEEREOBEEERE 2L, HE AR, BRERER L,
BIETFChHDH ZFHXIB EET (ZFHXIB) D% H. %0BSBAEEAEDHIEE - BN
FRAT CREE W SN TERIOBRKFTRA £ & (PEXREL,)
Do, Atk BEE - HERETORKBOEM 1 SRR
BHETHD, £, BHIBEICEL Y BEN 2L,
A, EE OGS SBEENERB S LTOXHE 2 ERFEE
RELLHZENRADHETHD EEZD, 7L,

3 Tofth

F. {REEfEIEIER 2L,

RRCZ2 L,



BA BRI AR B & (BEAMER BRI A5 2)

D HARTE R

KIS R R A B v % —I23651F D Mowat-Wilson JEREE DKL
wrtomE  MA WE
KRS RFREREERERL > Y — BEZER

MREE

FEKA 513 Hirschsprung /. /NEAE, FEMOE. RFMABEE, HETOER, KyROA
FHIZBWT, SMADIP! (ZFHXIB) Bz E%E %% L7z (Wakamatsu et al. 2001), Z O
BERFIIBIEOBBRICERE L, MREMROREZIIEETCHD, TOK, HAKHMNDS
BAE M S, Mowat-Wilson FEREEEEFRIEN D L O IZe o7, HRBEFIEGERBEO D T
BERUEBELY LODIKRBTHD, BERTDHNIIMHLL, I AU AER Fr o ALH
2 EORFEEMLTF REOM, YOlR 2q22-2q24.1 ORKEILRBOBERIIR* 235, K
FEGERHTE AR & SOHER DS BR WA Z LA TE D, FEBERIE. ARV
B, IRFEIBAEE. RWVEAREL, RME. THEML., ENgHEER, BRBELRETHD, K
EERERBEITITIENE TH D, NHIE. TAhA, FRMOER, Hirschsprung 7. ¥
ZRBRVCUREREAT 200 H 5, FEAET O BRI AR 2V, B8
THEHT CRERE L7 2 01, B8 L OGBIEIO RED 2HOBKGE £ L O,

HERARE .

E EF B T
KRR R A ERE L 7 —
BRE

Ry ERR, ILE R
THROHEER o 0 = —REEENTT

A. BIREH

FK 51 Hirschsprung 975, /NIRIE, AEHE.
IRFIGAEE, HIRT OHEH KEFROBEIZB
T. SMADIP] (ZFHXIB) & FHREEZWE LT
(Wakamatsu et al. 2001), HASCERHRBES L
L. FEABEFPRESNEEERFTH D,
T D%, HRALZHLMEN DI, Mowat-
Wilson fEMREE & FEENS X 51272572, ZFHXIB
BEFIIBIROMRR, iR EMaOREICE
BTHD, IARAER, Frvr A8

EORETEFE OM, a1 Rk, Ytk 2q22-
2q24.1 DREKBIH FREOFT RA R 5,
ARFZRIL. Mowat-Wilson JEGREERE O BB
DIFREMENT L BRIRBR ORI BRI TH D, AT
FELLTYy—7 A~ A7 0T LAIZX
LT W e, ERERBEIC LY | WL
BL. BEFEEZHRE L, PRETHTAZ L
NTESL, BEA ot o L BEELER
BRAET D Z LB TE D, KIS RETRER
BERE 4 -2 BE BV CHRRRRE R
TAOEES D D AREERE & 58 o TIEFIZ DV TR
FEATT,

B. ARG

FERRBIZ DWW T, IAT OFREAEHE L
Too ERTBWHTIIRMM Y L Bk S L
7z DNA %M\ /=, ZFHXIB (SMADIPI : SIP1)



BEFOTT Y EEEDA L R DEDLHE
% PCR THIEL. > —7 = % —CHERY|
WREEAToT2, ZOBETIL 222 IZEERL L, 70kb
OEFZED. 10 =7 Vb5 (Wakamatsu
etal. 2001),

EER PCR B A RFEFBEHEAR
S, w47 a7 LA BH (Agilent £t 44 k
TrA2E) BEREFERKREZERKS
ERZ WABELEAICKEL L,

WEE~OEE) BETHEITCHY, B
Ay T ETD, A TA—L K ay
T RS,

C. MR

BT 6R%AIR

W& b 40 REATHE CaElh, FLTHIREME Y,
FEGRIR . EEREIEN S, 39 BHAGE
3220g. S& 49.5 om, HFA 315 om THiA, #EEE
IREBOE 8 F. FEEICRHTEE R L, FEK
RBEOT-DIIZP, Y4BF Gband 1T 46 XX TH
oz, LT a—TC PDA H Y, FEH MRI CXAXA]
BEBENE, MRAEERERD T, BHERSD Y
/NRAFTCRA L7243, Hirschsprung JRITHRE X
Nz, L, 1 ma@E CHERITRR: L,
it U7z Mowat-Wilson JERREDRISAIERSH D |
PRIRAOICZHT LTe, 2RITVWRAH Y | JLTA
DINBEORE R RE LT, BUE 6 5 TSR,
HEFE2 L, B 1005cm (-12.8SD), {AHE 145kg
(-19 SD). EfPH 475 cm (-1.9 SD) L HEDE
NERBDOT=,

EF2 4R
TERRTHROE 11, RN TKEE L 2HT, 38
W, FE 2892 g, HF 49cm, HHPH 31.5ecm. Apgar
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