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G RJ GeneReviewsiogan http:/ /grj.umin.jp

IR II)IERR
Emanuel Syndrome

GeneReviewZE #: Livija Medne, MS, CGC, Elaine H Zackai, MD, FACMG, Beverly S Emanuel, PhD, FACMG
BABRE : AEEE, XIRE #HPERT (BERMKEXYE - BAEMEHRA - S FRELHARBL)
GeneReviewBIREH A: 2010.5.1) BABERBBEHD : 2010.7.20

BX Emanuel Syndrome

£33
REBEDR®

IRRINERBZEESAER, (BE AERE, HEMRE NEMR BOBE. ORRELEAET7 -FRO
O, /MERE, BRE, £XROEE BAETREMRORRERETS.

2l - RE

ITRINERBZROVTNOD LA REERFTHEFNBERE LS, 1) 22BREREE (der (22) 1 ZAMKEHK
ELTHOIBE, BRIZRE47,XX +der(22)t(11;22)(q23;q11), B%47,XY,+der(22)t(11;22)(q23;q11), 2) &
NTIZHAHM, HER11:22)(g23;911) & BRI ERERBAZHDORS, AR 22FRELEEKIZS00-550/1 2 FL
AIDBEBBDG-/ FRATEREICAEZNS.

BT RIAL B

HERE - A%, S<OBMRF—LICLANENLETH S, BRIMEHRE MO (XLRT) . BEALZT, L5
2. OB, SEERMIMBE, ROBRBSMHE HE SHSASICEES, ROBAAY, SRLOEOBEHEN
AMEOBENET 2 VAV, BURE BECESEME: 02— rarERESEILOOABIZIAZ
=g vik, TROSESHEDTS  NRERUMEOVAFERTABRCLEHOM, RBOUBITEEEL>TH2,
H—RASVR : FNFNDT—RCBWTLROAHEOBEICHLTL, 74 A-7 v 7HLETHS. BEHMNL
RARE - BEREEEICEHENNLERE.

READ Y T

99%Ll FDIBA, TVRINEREOREEOBROVTNNZ 1(11;22)(q23;q11) HWEREAKTH Y, RRBERE
BTHE, FLALDBA, REATHIARI. TOHROVTAHNSL 1(11;22)2RFBITVS. BROLTID
MREETHIREXORREZ, 1) BM22ERELGEERE, 2) t(11;22)0NRRER, 3) BM22FREREE
HERE HL<I2, ROFSHANFIMCLIANRARICEITEENSS, TOYRIIRBEOBHIDEL L1
BUREETHINICL>TRES. bL, TORBARBHMREATHEIOOSNTVSDALE, YRZOEIEED
EHOHEMBHTRETSS.
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(SR EHIRRET)
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KIRFF SR TRER G ERE & — - BFRRT - REHM - iR
mEHAHE Wi
KR SRR G ERE 7 — - NRERESEH - BIE

HEES

RERRIE~ L =7 (CDH) DO—EFIEMEE L. 3500 725 15000 HEHY 1 ATH D, MDK
TRk, S REgEmELEE, E=EBRICE D EFRIT 50-710% & FROBEWKETH S,
T X T VIEBERBEASDHED S T CDH ORIERIL 8% &, —REEICLRTEETH D, KEE
it = X T VEFEREOSIHE & L THEHEDRWERE~ /L =7 OJREBENT & IRRERE L,
t MBRZW S COH2 BlICSt LT, BE~DBER G I L 2 BIRBEEREITo -, TOREER.
LIRESBREOWENR DV A CORMBEDOEMMPIER SNWHRBH D Z LRI NI,
Z = C. CDH RIS T 5 BABEREREODREBRIET A Z L ERE LT, FAl

BREIZYBETFA~ T REER L, BB LT,

A. FFFREH

KRR~/ =7 (CDH) D — % FIEMEE 1X, 3500
235 15000 HAEH =Y | ATH B, MDER
FR. BRI EE, A EEFRIC X
D ALFRIT 50-70% & FHROBWEERTH S,
X T, =¥ XT/VERERBSHHED . T CDH D
RAEEIT 8% (Carter, 2009) &, —ARSEE
IR TEETH 5, R SIE DT 61,
v FMERZHEE - COH2 Bl LT, BHE
~OBFERGIZL B RIBEEITo7 (KX
Wi HREREERE ¥ —mEZRSK
BER), TORR., MRAZEBROWENH
v, BRI CORMFEEDOEMASIER S hzh
BRbbBZ LW RENE, #Z T, CDH Rff
BRI T 5 RAEBRR SRR OB R LR
AT B LEEBNE LT, EFRGIZLEE
TN R EER LT,

B. M5k
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T4 18 BT Fi0,=0. 8 T 24 ERHfAE L, R
19 BIZREEGIBR UIEIRMEZ IR L7,

Cl

Cl NO-
=hnr 7z OE

_29-




C. #r7Efs R

e 72 RATREIZL B~ T RABFICER
T % CDH DFEAHRIL 156% (92 Pt 14 )T) T
botr, —K., MK 80% (92 Pt 74
UC (80%) & mH Th > 7z,
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BAETBR AN AR S EHRBERPIEER)
SRS E

T X )VIEGRREORBEE & £ O HRAEOEBHE
(2 2=b—a VEEFRE)
MRSHEE EH BT
ESLRFENEBREET R - FHIREEHEE - Bix

WRES

BEEOMBNBL ORI EBEELMF S —ADO= - X = /VERBERIZH LT, ZOEHBHREL
BRL, a3 Iz2=/—va yOREERENODILEV ZOITEIFXEZITOLHIZ>T, &
BHAERE B - OICREHAETIMET o7, ZTHE CREEETESE LW ShTEr
EHE - EEEERICH LT, TERTBBEIEE L Sh T2, mFEIMEFEHR AR
ENEROERICL 2 BEREY - thEBFTFMMEAFRRIZR > TE TV, S, ThbDHEEI
LoT, HUREDHRRBOEROFHERD L bITaia=r—va Y IRCETLHE
FEREED Z L AHKRE. TRENMGH 2GR &, £ OFHBRREREXRIAH

BN BEE ST TV Z E OEEMINRR I,

A. HHEHB

t(11;22)4x% (Carter, St Pierre, Zackai,

Emanuel & Boycott, 2009) Ikt L Tx=<vX =
JERBEE AN INEZZ LIZXY, TR
BIZH T 5BAEIIES R->TNAZ LR
EENDR, ThETDE AT X TV
PERE IR DR EEARIE & B ERAE BRI OV TEE
LLfitn7-bDixHEY A6, BHE
BETIX, HBRFIEFHLL, TTEEK
DEFIRENEREINDILEN DD L Bbh
5. AHRIIBEE, EFELBFRDIAVEHRE
L TWAEEOMNEB LI VEE - EFEE
S — ADxz< X )VEHERIRE (BLF ET
LT KETBALDTHSB. ET IZxLT
Tolrala=kb—alXEEOT7 o —F
Db, FEIZ ET ORFEBEETN & Zhici-S
Rb Y DHFBIZOWTERY Eif, RT3
TEHEMETS.

BT 15
B - BEEEENRICKT BRI,

INETCIHEEREZAVDZLBREETH
Bz, BIEREE, b LITEE8ENL
ICES L FERAFEEA P L TH o7 L,
B, WS ODOFEBRRESHL, FEHNR
BIZ L AFEOFREMER B E - TE TWA.
Bxlx, RELEREZPLLETEZEEANT
DEFRFICFICER L TE . KLY L4,
ET ICRELHERO_HEEENRD LN, =
DI EBRBEILGZLHIEEBIIERRLDOR D
BEEZEENLTHD. EEETHREDL D
IHRERPHEELZFHL TWADONEWVWH Z L
EHAHTEDIC, TLTHEERIKEBLTED
LOREREITOMNERSH DO, EHEIEH
KL TED L S RER 1T LERNH DD,
XD _EEETHLI L ERE A ERE
EDXBIATIMEVNI Z L DEEZEDT-DIZ,
AEDFEL D AVICBWTHERIRS BREER
DEFEBIETIL LB, BEE2HRTERE
BRENMAZER L. TR IhETIIE
i UT- B8R D 5 b 3 EoRE & B Y i
B.

B, TOMRIZEIT A HEE~DERE &
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LTiX, BFED BB X OFHEIZ OV THE
RoR#EEL BB LEER2GEL L, £
B & D 5 ECTAFT HBGRL&IC OV
T, ZhEHEBEMLAMNIER LnZ &
IDOWTTARER, BRFICEL TIEANC
THRE/DZEE L.

C. FERER

1. RREEEREFM
(1) HREEREFM

Teller(19791Z & o THAZ S - FLIRX %
O|AREESL LT FPLERH DB, Zhz
—BREEIZ Lo L UTHA RIS
IZ b A RTREZ2 Teller Acuity Card(TAC)%3
b5, BIEIX,  Stereo Optical #23R5E L
TW5 TETLLETR ACUITY CARDSTMII
(TACIHI) (&#t1-1) BAHVWLNITEY, K
FAMTH BV, FEOAFEITRD &
BYTHD., TTHBOIENA—F
(0.23cy/cm) % ET @ HRAT 38cm IZRRFRAAES
EEVTIANIRD LTV F LR L,
ET DIREESHZBELTLEHOLMNITHT S
Z=iF(preferentia) # HFET 5. BEFVLHERT
7 BEITIE, NER, MR ORVREZTRT
LCREOFRHE THELTWL. 1208
Bz oW T 3RITE TRITo 2. ERAIL,
WK Z ANT-#% OFATHIERNIZIX, Al
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BEERToT. BEEEBILBWTHELR
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(WIE £ 3 4E%) 121k, 1—4 RETIEX
BIERFBRROND LI RoT.

HEEOEIZ L ATE#EEIZ oW, &
(H1) % ET »5# 30cm BN 7~ EFEIZHT
Lz 25, HlED ST IZBRBRIZE~mIT
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ENILCBERINEZ.ZZT, 165 —2728]
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BT PR RICEBEEFERWEAER
W RW . U ED X5 T 7T a—F0
BiEoHTETIZEBWT, MRY~DOHTEH
BEEN L0 —BAMEIC 20 E AR AR
HAEHL-ES (RKEBWRE RV EEN
72 E) 1B TR Ro il #~ D BAE 72
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KNEDEENT L EIIITESLEITPoLY
¢ ET PBRTED X IITLHITE. ET ~
DY OFRROHE LT GHE) 2 & 7= - TS,
FDEE ET BEWTWB R ZHEINDZED
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TEEBLTEY EIF T Z &L EEIZR
5THAS. 5%ITMA OBBEREOREFE A
5, ET OBRREFERIITETES-TH, &Z

YERY AR BSRRICHE L CTHMSFIR S h T W b
ZEDBMEAlbREDOT, b5 —D20OEERRE
ThHhHMTIZER L, MRICL DRSS
BRI T A EPEETHEH EE L.
FHIZEHRBIZIX ET OF2 04 KL T4
SRV, WE ET OFReO0Z kL
RTWHETAICBES =0T 5 DS
ETIT-o7. ZOX5RIK - BEED, ET
DHARRZHBNR L VEEL DL 725 ETHR
HTHY, EBWET ¢DaIa=r—1
YIZBWTHLZOMEERAEZER LI &R
BFHTholzLEbnb.

Baid, B aIa=sr—Ta i, 1§
BIEERN I 22—V a3 VB ED, HHW
hala=r—varDtiEeRBEEZT
BY (&, 2007) ,Z0HIZOWT, KED
BRITEOPIZFELOEELFH LR BHRD
WHREETHDZ LIIAMEELERLZEE
W CHHID,RBICE D ITETEEL LT L
b+ @M, N CGEE 2 Fu—vE
REELHIGE, BERITHOAERITR TR
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