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Fetal MRI at GA 19W
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I &ML 7z ST ETIE, Licam, fukutin,
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REF 2 FERR19EBIE, 1+ RETLI—-T,
JKBESE, IHRNEEZ 320, X EHMKEEE S bL:
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FRRIEH, g2 DRIEKEE] & ARSI
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SRAT % & U RS O AR WS EE D) b, 584
WHEOWZE, BEMHHEND 74— Ny 7 2MH T L
zHE L7,

G. MREX

1) ST, LERRSE, KT, RORER WA
7 2 A0 72 it VR 5 32 S R (51) oD 1o 9 R A O AT
Neuropathology 29: 159, 2009.

2) PREAST, ILWFERZE, KT, KRAREK - IREMSE
FEREONAEFZW & HM BEHEAND T4 —F
Ny ZAZIANT T ik & 38 41: S215, 2009.
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BIZEAL, SRUBIIAEELZ EABRO N2 h o/
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(3) FRIRAE O AT
FEB 1 3%, R, MNMEREOERI  MEHo
EEOZE R0, H%W@FAmio%t%%:ﬁ
TLTWA —F, REOY - LB REILIES
otz ZOF RGO EB R 2 5 EH)
B % SO L # B ESH L L R LT
WhEEbh/ i, BREEHEROPBOMEILR
Mt%r$§f%otﬁ}mﬁﬁmﬁféot
247 A, BE, FLURERET MM HisEiE
o>/ i B E BBl OO FA {613 0.29 & 4 (45101 0.43)
R L TERIIRT LT, AR FEO 2R
Heh Hie 1 r BROBEE MRI TIXEREERED FA
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BT FA fHD F i
IR
LT, —2igo

GIPE D BRI OILEEE T
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TS DFEENEZ b NLDH
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BWT L FAO LA SN T/, 3EUED
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L, BREROREFREE IR 20 B THE L, MEsH
oo b IEH 20 B L VIR v/, BERHER
BN 5 idE 2o v o, MBI EICHE
TRLER Y F 7T AOPE (elimination) AHWEC 5 &
ENTVD, Lz, FEIcE) FAED LA
MEEEOBMALCIZ R, LEEEAMES Y b
=7 OREEEBLICE S TEL TR0 EEZD
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B9 5608 L CEEREHFINICRO TEERMR L

Ez bR,
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FTHROLNLD, 3HREBILEFEL EAEADL
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[E9iiiRe ﬁ%ib%$<m&L BTTHZEaRLYD
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BT L DS s Sz, FICER 2 (FLIEK
BT BV THED SN EEREO FAED
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(2) JiLET > v VBN oM T B % BR Al
L) AR d 1, AN B o TR T e
FHIFHO~OIS AR S L 5.
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(1) B

1) Arrangement of fiber tracts forming Probst bundle in
complete callosal agenesis :: report of two cases with

an evaluation by diffusion tensor tractography. Acta

Radiol.- 47 (10),. p1063-1066,2006

(2) FR#EE

1). Diffusion. MRI abnormalities in pediatric: neurological
disorder. 10th Asian and Oceanian Congress of Child
Neitirology, 2009
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KIS FIMER AR » 5 —  ESHE
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V=7 LY A, MLPAER <A 707 LAk Hul SHoOENEECZICI-
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B. IRFA&
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AER AT o 72, — O IL LRI ZERE 7 104K
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lipoprotein receptor) DML EF L. =TI
DEFACHE 5 TMLPA @ BUS % 1 v, ABI3100 i
gene mapper B L TR 21T 720 (HHEIE~
DOEE) MENEIC DOV TIR R R R A
Bty —BLUBERBICBIT 2 MEERRICBY
THRBE ST, BEFTICHZD, BEA7 &
YU TRITD, A0 T4 —AF - arbs MeBi,

C. HRHER

Dandy-Walker FEERE 10 flloDW T, MLPA RIS L
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WREE SN o/, WREE L Dandy-Walker JEf
LM iR 2 E R MO G S 2 o0
. RN ERBABECIREFIEIED TV W,



34

= 1 DandyWalkex IEBEWHOEE L
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i SIEBID 1 BIA K1 IZRT
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[ZDoWT, &7/ A'«{ ya7 LA ﬁ@ﬂﬁ%%’ﬁ@bf:.
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T LA T ZICIZICA 38 % &>, 77/ W FAZ R E
Bldiro7z, CNVIITFELZD, BHR L OTIE
oz,

eI 7‘51‘#5 Joubert JEMETE (#608629) (X AHII
BRTERIZLLZEPHES TS

X 3 Joubert fEfEFELZ

% Molar tooth sign

Joubert FEETE & £/ RN % £ 5 O EE R A %
N, h}:f/J (X7E0G 39 08 AFD MR, 4724 » HTH
ER L, Lo/ MRUREE 2, Z/hE,
ﬂl&]%?ﬁ:ﬁ, molar tooth sign (] 3) % 19 /g ERAL
TERE, BRERITERE, BORIEIZH & iR 72, I 38
Y BRAR L 72, AHIL BT E~ 4 707 L A BT
AT ERGFEE SN2 72, o Joubert it
BEHEOREE S ThwLEg T4 707 L4 L TR
PR EHILFRO Lo 72,

(ﬁ47D”b4ﬁW¢¥ﬁLTM%f§iLt

WL T ERRZREBFEAGER S R EREA
HLES)

D. £ =

Dandy-Walker fEMETFILEE 4 = & 288 T 5 LB

B OBNRIER, AN AR 2 e 208, &
Y NFMALERIKEREL LD 2B L, BRIRGE U\
&L, NSRRI B 562 R, oS
Ba Gy 2 0%, MEERI D 7Z7/23 T 2 BRI 72 6
85, FRPREVIZIZIEL . SO SRR FE & B
HB0EdH %05, F f:*EWJﬁ‘fzs%Z’z%% IME A%
Grinberg & 1 3#: a1k 3q24 {2 % Fr2 ZIC1 & ZIC4
i 38 (2% 4z & Dandy-Walker JEf%# (DWM; OMIM
#220200) OPBIHE AL LY. ZICL & ZIC4A Ein T
13 Dandy-Walker fEfE5E & BIRT 5 2 L 25EH s /e
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MLPA = Fvhk P267 Dandy-Walker fZ4f {5l

HxtaE—#(ae-)

5 4 OF— ¥ %M VLDLR #ZF ZIC1 ZIC4 BIZFIZRFIZRDT.

7%, Dandy-Walker SEMRFEO 2 & ORRE R K E
BIAHEAES B0, ANHTH L. MLPA #:CZ OHEEO
REEBHTAHFy FPHFERETH. 2OFy F T
VLDLR #HFEDO—E L MLPA # CHEEHC R TRET
b 5. VLDLR BIZT 3D E5AT, HEEE, B
RN, M OREOKNE - NRIER E RO 5.
MV TRERDHE SN2 Y, VLDLR 5T 1%
KEGREE &/MRIC BV THEMBOREIZHES T 5
reelin ¥ 7 F VEERBOEBET OV LD TH 5.
4Bl o AT Tk 106 & Bl & b ZICI, ZICY,
VLDLR % B fmFIcREFEBIBTE Lo/, T4
ELTIEEEMEANS D, Dandy-Walker SEFE T Tl
MLPA I LA ZICI-ZICA DEATIEE R EZ 2 61

B, ELIEMBEES L TRATATFETHA.

Joubert FEMERE IS/ N HEBEIE AL & s OB %
B95. BuEEREEN, DHEREEZRO .
BEO Joubert EEREHEMLBRFIHRESINTNS
H%, JBTS3 1T HE K 6q23.2-23.3 IS b, BT
BIEFIXAHII TH 5. AHIT IECEHL, &
BRI N Oz 2T 2R IR b ST
5. AHII 282 X 5 Joubert fE 5 B /N BT
A AT, RO/ EE%ZED 5 Z E PR TH
B BRI OEBEEZEZONS LN OWTEE
BEFTH5H AHIL OERFE~A 70T LAk
LIRS - BEROBW 1T o725, AEREEIIR
EINLho7z
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Dandy-Walker fEfE ¢l ZIC1-ZIC4 OFERDRE
s s Twab, MLPAES~Y A 7u7 LAETH
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REBNIFIE T & o 72, MLPA IR 503k
FETHY, SOIEFABEZEPL LB FETSH .
Z/NIE % 19 Joubert SEMERE 1 #1C AHIL BIZT1H%
Wi AT o oS EF 2, BEMEEEITRE SN,
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1) Grinberg I, Northrup H, Ardinger H, Prasad C,
Dobyns WB, Millen K]. Heterozygous deletion of the
linked genes ZICl and ZIC4 is involved in Dandy-
Walker malformation. Nat Genet. 2004 Oct; 36 (10) :
1053-5. Epub 2004 Aug 29.

2) Tarkmen S, Hoffmann K, Demirhan O, Aruoba D,
Humphrey N, Mundlos S. Cerebellar hypoplasia, with
quadrupedal locomotion, caused by mutations in the
very low-density lipoprotein receptor gene. Eur ] Hum
Genet. 2008; 16: 1070-4.

3) Ogzcelik T, Akarsu N, Uz E; Caglayan S, Gulsuner S,
Onat OE, Tan M, Tan U. Mutations in the very low-
density lipoprotein receptor VLDLR cause cerebellar
hypoplasia and quadrupedal locomotion in humans:
Proc Natl Acad Sci U S'A. 2008; 105: 4232-6.

4) Ferland RJ, Eyaid W, Collura RV, Tully LD, Hill RS;

Al-Nouri D, Al-Rumayyan A, Topcu M, Gascon G,
Bodell A, Shugart YY, Ruvolo M, Walsh CA. Abnormal
cerebellar development and axonal decussation due
to mutations in AHI1 in Joubert syndrome. Nat Genet.
2004; 36: 1008-13.
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Ea @R R e (ERETRE RIS )

H R &

R BE BT i B 55 D SR R A - AT L2 B9 % WF 58

Ui iEy

o e K
IR S 2 YRR 2

MREE DCXBIZFBIUARX BETFIIXPEMAKICHEL, BRLTHRHAR (HE
BREEDORE) MPRZ 5130, EVA 7 RFEIRICLIEHBOEFE LS, KB
BOE L ZWERTFOEEREGHEE (—3F) & BFARAOKRMEEATREEIZOW
TH#~7z. DCX BT & ARX BIRF & b IR0 ERBHFRIIENEN33%, 38%
AR o2, REORETHIREMEKEE & BHOIMEREFT ) XBsE
FHIE T, 67%, 100% & & o 72, ERFBITHNC B2 DR 2 B2 2 v
—HELHTHE LI, BEFEMORALHIICEENIIRT A LEFH 5.

A. HREH
IR, SRR X A R e NS
o, BEREBE-EETOERICI->TELLLD
B, FRICKI R B RGEIE O MG B B E 12
X BIBRNELX, LIS1 % DCX, ARX 7z L OJR N EIET
EEBIEIE OMICHBzD Y, EEZH CREEET
HHBEERNT L EPTMEETHS. L L, HiE
T L BEFZEMO—HBICOVWTOT—213ZL
WV, EO—HRIZOVTEANEEEZRT &,
BIEFHETATOZMEEEERICEETH 5. FITH R
BAESERESC X ESHEEREATE, BEHRIERE
LY, BEZHREEFETOFEREORE ST
WA EORREZRT L IWMEIGHLHE TS
ECHHEEZ GILB.

KEFE T, EETRITETo 7RI B E
WOV L B FEO—HFE L koL L L
I, A—HOBERL, —HELEDOL-OICLER
HEEARLHELHNE L

B. MG
KB, 2005 405 2009 4 F TO 5 RIS LR
T DCX Bl b L <13 ARX BRFIIT 217 o 72 KM

RETRHRBEED SFRATH 5.

FEEUTOEYTH A,

1. DCX BIETFIAT © &6llcowTEARMRE .
HEA Y YurEEbeE Yy (22 2~17)
% PCR H¥lEt:, BEHIEARIIET 21T 7.

2. ARX BIn TN« WD 5 XLAG 238 b N7 E
PlcowTid, RAMREBRE EHES > bar e gt
&ry v (v r1~5) % PCRIEIRER, BHE
WA & AT L 72, XLAG DALOIEBIZ DWW T,
BRI TH AL Y 7 2 DRFED A EBEEILR
I 217V, OB B E S ERE s o< b 7
574 (DHPLC) IS XA A7 V==V T, AN
TUF 2TV 7 A%IRLIIRD AB RS #
frefroiz.

% BREFIITZILERFES B GEEELZESO
RBEZ, FERICHLCELOETHAL, A&
ISR ATD I,

C. HRHER

1. DCX BIETHT 21T o2 24 %W, EEHIFE
EINT-OR8RATHERIEIBY ThHo/. R
Pk Bl o WL B T HOIREF KA E (SBH) 456
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B (Gfi), dENENEE 77 L — N 1 (R UL )
&4 (EfRloA) F1ETo (MHE) Thoi.
75 BRI 16 1T SBH 256 ) (% 3 Bl), {BHIE
7 L— F 3 (R E & ERE o6E58) 255 6 (5 4 61),
FU—F4n36 (B26), KEE (B) LEED
AEE A b e VW EAINE] (&2) A1BF>TH o7,
BREWOERIES L — F3 & 40 8 G AEER I
4BITH oz, EEZBEHEOERBESR (—H=) &
SBH 50% (& CiX67%), wHENSHAE20% (5T
13 25%) THoto.

2. ARX EIETHAT 21T - 72 13 KR, ZEIFEE
ENZZDESFATHEFILI8% TH o7z, BRENE
BHONFIES KRB L bIMEREE 2 X &
BUEERGE (XLAG, &%) Thh, EEBEMT
UKEERE b L ERERGEDS 4 KR (&61F), XLAG
HGIAT 1B, ZoMds3 Bl ch o7z EEZEED
TREHR (—FHR) I XLAG 83% (FTlX 100%),
ZOM 0% TH -7z,

D. % =

DCX & ARX DERBUFIILETH IO 1 LK
Hozh, ERBHOEVIC L D EREBEFRIIAREC
Bl o7z 82 SBH LGl & DCX AR, XLAG 5t
Ble ARXZREO—FRIIE L, BEZHOF BT
RENT Fo—T, HEENENEICBT 5 DCXE
BX, EEERHEEM L WO BEH 505, —BRE
&<, BRETZHOLEERSE V. HRENEME T
DCX DAk, LISI % TUBAIA P ER#ERT & L CH
BHLTBY, BENEEEIAN-HORERLEEZ SN
%. LIS1 & TUBAIA ZE 22 X B iEEIL B ALt b
BRI X BMBHP T EA LT, ZNHEKICILER
HOMROERIIZ VD, HICEROEERTFZHEME
ETEHIET BEUEEZEELR I RAHAND 5.
HHANEREICBW T, WMEOMTZEMT 52 &
WKED—FEEBOOLNLEEZLNS.

DCX BinFB L U ARX Bz i3 & b1 X AR
BThy, BPERRRELRYIBIEPHLNT

5. VBENGREZ: &RBNB BRI E R R e
ERECOZHAFEECH D, HE MRITHZHN
HHREIC 72 B OIEIRE 2SR, S A RBEI Ch 5. &
HAERNAE R SBH, XLAG T3, DCX B LU ARX &
EFENOLEESE L, EEZH 2 IEEI Ty, —
R EFLUEND 5.

b

E. ¥ &
TR B TR O R RFEE (B & %
ETDBAENL VY, BEFRROAHLESL §72012
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