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P2-37-11 Postmortem MRI « #B4H5% B 12 T Simpson-Golabi-Behmel syndrome & BRR2¥ L 2 7= 1 61
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Simpson-Golabi-Behmel syndrome (SGBS) & X 4 BIZBEOBD THLEBTH 5. Glypican (GPC) 3 - 4 I EiL &=
FrEhad, ChoORBREFREZZOLVEMNLHR ENS. 5HFE 4 1L Postmortem MRI « ¥4 BHIFH I TRESR
LRI L ER A RER L 7.

0, 2RI 2EE. F—TF, B_TREOLHRBAZEL. FH—FIIERKH SGBS L2k (BR, BREM»LERE : £ 32
0 H 2700g A, OFH, S8NESR, FHREYE, BT, BEEARE  1345WE). GPC3REL GPC4 RKRE. Hik
1758 4 BAEREBBEA~V =7 (CDH - B ERRN - WEEEDK - BIE & 28, ik 20 BA THERPH#E1TT (4452, BIR).
HMEM DN oONEET R, REOFRE % 27:#, Postmortem MRI i2C CDH - & & 20, oMwBEME (W - K
BT I3 ARG, WEXZ%E)LZCDHUF - § - MNEBRN), RBHEEL HEDH L. SGBS ILBRE +IFRER - F
RBEY - WEHARE - BAOH B 2o THKBE Sh o, AFILERE + FMEMN - OFHE2 ) 5, WERARE2
B, FOBOBHRNERTHIOZ8 - BREAL =7 EHLCOEO KR L BEDE L.

Postmortem MRI OF| i 1 F8t: - BHA OB VIR 2BM2OBRL M LT RZRRATE 3 HIRM X ORER
HOBIZRETRESEONL HBBTONE, REFAD X 5 ICHRBERREBRENEDN G, BIKSH W ik EMiL R
EWLRRDITAVEIAL LDV NTF—Y a VIEATRER S L HZ% . Postmortem MRI i3 EIZHE&K B OB 2w BEMEH O
WBZW e LTHARSD2EHEY -V THDLELS.
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Lenz BHRIRGEIZEE 7 X E A EEHRTH Y, BCL-6 corepressor (BCOR) BInFERIZOWT NgD et al %2004 I
MDHTHE LTV 5, 2009 4E1C13 Hilton E et al A¥ Oculofaciocardiodental (OFCD), Lenz microphthalmia syndromes (23
7% BCOR BIZFERIZOVTHELTVWAS. 2547 ¥ M 32&, BikE ORMIC Lenz EIRIRAERBE RO HEBA D
h, BRIMKINELGZRIEBE, Ba¥SH, £H6 P ATHRL TS, HELEES BoRBZVEVRCHE, Dk
CFESEER LB, HKREN1ED Y, Z20HICHRS W, BAGEEIY YD) V72 lifTE3h7. RRICIEE D Lenz
HBRBERBREIVE. 754 TV FOKIZIE Lenz ERBPERBOBRLD ), BHE, EEBAREEFLEHL TV S,
ZOBRIZBCOR I Ak Y AER (c254C>T, pPSHL)MIFEE N, Lenz BERRENRIEICHET 2T LdbhroTWVAS,
7547 (B) GHANRGEFIN LR 14BICTHESH, BECOZYRIEEYY V) Y72 E-LL. KRAT
HAERNBEETFERHICOWTORBHIMEEZ A V7 7 VA LKRRZBTH O, HBELEEOLTI6 BICFEKREHNZBITL,
FISH & G ARETEFRBUBRTH L Z LAHRB IR BREEBFTE TIIWIRRMHEHEETH Y, FAEHMRS S
L 72 DNA 2T BCOR EB{=FHM %47 o 72. BCOR #15F Exon4 ® PCR-RFLP 12T c.254C>T ER %%, BCOR &I T
FAVI VY=LV ABERTHA—OERAZHAL:. BEAT ) 7005 19 BTRRNKEEL ko7, ROWIRER
BROT, MONEFEEZLL, HREIFEIN o, BRESKRARFICCEENRTEABEIN TV S,

P2-38-2 &niiliEL AL 18 HRBA Rtk R OER
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ARIRIAEE X 10,000 A5 12,000 iAW 1 &L, BLEEOBVWEREPHRARAETH 5. 2550% I RBAREL2AHLT
w5, 4E, SEREZEMH L I8EERS VRAAROENZBEL-OCTHRETS. EME 2K 18E1EE K
B - REBIFSEEEHL L, AETERRZZZIT TV, HR 14 BICNTRELRNOREERZEZD 720, %%
PRSran:. BEETRKROBSELHRE2FD 70, SURBELZK L. oM, milkasE, NTREZE
DU, HEOILHFHIBETE LI o7, SHIRRESE NT BER, RMAaFRELZEHELRLTVWIE2SXEKEELK
TL72. #BRIZ46XY,1 (18) (ql0) Tho. ZORET, 18FREMA Viakix, ERAHEA»RL, HRbORTH D
MESH, FPEARLGKRBTHLIEABBLE. 178G SHAOKHE 2 A, DEMWAORE LK TRE RAETL,
0 BICFERNBRECICE 7. [Z8] 28iRRELEHEL 18FERA v RaHiEMIZ Medline TRET AR Y 10 FEH]
MEINTBY, 18FROAEKOERICEHIRRECFHKHICHEHET ABEFVHFETSLLEEZONS, BESNA 106, &
BEHROETH 1B, HEBRBRETH 1 EMOEFICTET, BBIIFEARARTH L7720, HIRFP ORE~NDHAT LY ¥
FRLANIBETOLEND 5.
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