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Silver-Russell syndrome without body asymmetry in three patients with duplications of
maternally derived chromosome 11p15 involving CDKN1C
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NN =Ty VEGRE (SRS) (X, FEWNFEEERLE, RS, a9 gL
K. CEHRIE AR E D% 23 20 KA BREGRE Tdh D, SRS DIIERFEL T,
11p15.5 [ZAZ{E 7% imprinting control region (ICR) 1 N4 3 H19-Differentially
methylated region (DMR) DAKAT /LALDS 45%FE | 7 YO fRREMESX A —73 5%
FEETHDHIENFIHIL TS, Cyclin-dependent kinase inhibitor 1C (CDKN1C) %
ICRY O ENIALE T 5 ICR2 Ol 252 17 D RER BLE R T THY | Al B FH N
Hil K F Td D, £L T, CDKNIC DFEREFERB DA RICIY W E DD
Beckwith-Wiedemann JEE#ED L HZEDFHILTND,

# it CDKNIC O Ll et FE B e TUHE A 5278 SRS 2452 &, CDKNI1C O b
Y B ERERETUHE 1L [N 9% Intrauterine growth retardation, metaphyseal dysplasia,
adrenal hypoplasia, and genital anomalies (IMAGe) JEf=REFFE Y SRS £ BRI A1)
ZERFEINT, ZL T, 2O BF L, Nechine HMEE L2 SRS 277147V
T & BT DD HARIE TR D DUV NTRO BN NEWD R A R LTV
Do

DIVOIUL, EHRTERL D720 SRS FBF 12T, CDKNIC 5 e REE ik 11
B REmEREEZRE L, ZL T BEEToOAmREH LY, E M kD
CDKNIC E#75, CDKNIC Ozt FEMERE TUHEZS S L [RIARIC, - IRTE R D72
VW SRS 7 AA T HRIET DT LA IR LT,

LB ]

Nechine 5® SRS 27747 V7T % & 3 25 5% A DR g (EF] 1) &2 D8 (i
Bl 2) . BELUZ % B OFmE (EF] 3) THDH, WV T NOIERITH - H K2 78D
BT, £72 IMAGe JEMEREDRHE TH Lo irim RIE A, BT A2, SMESRRFHIR
DO T,

[FHik]

Yett (R G-banding IZ XV ZRIE L, 770 AT FISH IZLVIREEDOEGRE LT=,
11 FPaRO EEH#HEEZ 2x400k 74—~ kDT LA CGH (comparative genome
hybridization) |ZJ0RELT, 11 F YL AAREHE OB HRITERO~— I —% Hiz
~ A7 YT TAMENTIZZORGE LT, 11 F GO R AL E T2 2 50 DMR DA
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KA, ER 1 Tl 46,XX,der(16)t(11;16)(p15.3;q24.3)mat, JEH] 2 Tl 46,XY,
der(16)t(11;16)(p15.3;q24.3)mat, JEH] 3 TiX 46,XX,der(17)t(11;17)(p15.4;Gg25.3)mat
THY. 11 FY R E R RIROBENRDO BN, TLA CGH TOfENT Ik, 11 &
e (R E R IL, SEF] 1 & 2 TR AR ) 7.98 Mb., SEF 3 TIXE K AR M)
4.43 Mb THY, ZOHEBEHPAIZIEL, HI9-DMR & KVDMR THELESND 2 DDA
NS4 Efib>aihfb\7’_o 3FIEHIT, ~ AT ITAMENT TIL, 2 DDT
BB THY, 1 DOT VAR XEH K ThHoT2, AT ALHENTTIL, H19-
DMR {XAF /L1 KVDMR I8 AT AL AFED B, B FIG KBRSk THD

Llo—%&L7=,
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UL EDRkAEIT, 3 FERNZIB W TRHER BLER T THD H19, KCNQL & CDKNIC
NEBICIVIBRINZEBTL TWAZEERET 5, 2L T, EIEMHIK - ThiriIh
% H19 LBV LF v R VIBIEF TihD KCNQL ORI HNF KR B I B 5L
XB 2NN ENG, 3 JEFIO SRS FEIAIFIE X, MARHEAMIHIK - ChD
CDKNIC 73 2 " —RELL TWHI LR T D EHEIS D,

ZHFETIZ CDKNIC & AT RER B3k 11 Fr YR E R BT 16 B & A3
HY, FNHDELIL SRS BROFRHAZ ZL CD, ZL T, EH B HREZZRDHLD
% 16 Bl 1 B CTHY, WITIDOIEFIL IMAGe JEBERED R ChH 25 B il S K.
BRI, BIRAMERMETE R 2L TV, LT, 2S00 REFHE T,
CDKN1C #RE T LHERIHFIRE BLX, F-H KL D72\ SRS V7 XA T FNEA < &HE
HEhs,
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REBLH ko> CDKN1C E#1%. CDKNIC O Ehlkpyst Bk e U8 B LRI,

HARER D720 SRS Y7 XA T RIEAFRL,



