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JEE S ERE RS (BE IR B TRpT s )
WS E

HEERERIERORRE - 5 FREFNZBINEORE © s L 72 LMk

WrseisE | BB oLy
B RFEFEIR D+ A FLF e
STREFE  TEZV AT 4 ADE Hi

s

S ROl (placental mesenchymal dysplasia, PMD) 3. #BEWEHETEEIC
ThREDOERREILEZZET 205, HEFNICE M RT I X NOREHEZ RO %
WIERERE TH b, BiE. BEREEAE, BT ERICEMT 2130, FRIE
IREBUWTEND LMADONLREZE . RFFRTIL, WENT /L - Z¥F ) 4
M edT) ZEiCk ), RREEFERZE L. BIROZI L 5 FBEFWB IR
DIZHOIERETLZBHE Lz, 7/ AFFTIX. 7/ 571 F patUPD 75 PMD 5
HICHEET A2 EARRENTZA, BRRE EFTEBECE R o7, —F, TES
J LT AT VALRE 2R THNEHEET 15 Bz Rw72 L, 4% 0ERIR
Wrzafr) LI LV RREEFERETEAWAREEIGVEEZ N,

e 18%
1. K AR
AR KB Bk BT AE S - BERHIR
NRHEE - 808
2. KB k&
REA KRB BTSSR BHR
MR - el

A. WrEER

1. IZCHIC

NaARFF MG & ISR E e & 5 BEHIRD
—O T, KERMILOZEHEE L BEOFE
WX DREOKEZ R THRBEERE SN
5o \ZZETOWEIERL LRERS D%
WELRER L. EERERKRERS D
HolaREFRICTES ., RRFBROEE
131000 fHARIC 1 e L 2Bl e &b, HEIR
TR ZERIZ R . EARICERET
HAEMEREIL, HIRERE EEEELD b

EHEICALREET, REFRE LT3 b
MEMETF F oYy (hC6) DEFEEME LB
BRI E BT 2 FENEOL O /NER
(multivesicular pattern) #4F#i& ¢ 5%, &
FIINLIRF IO BT, MRS 1-2%DFE
RTHET H2HERT BHER T 570 84E
I2H72% h(CEDBH % ET 5,

ERREF R IIREL K {720  HEBHTIC L
DEFHRTEVWI L AHET LDEHFSHT
H B o Vol F) HIIRE G TIRBE /IR K
DEBDOBIENLEV, ThbLETENICHE
. IEE, RCTHFIrEESh, EFE
iRE L CRBBIEDSRIGE S NZOBITHED
ERrBESN, ZBECTHIBEIEF
Z 1D BT RATHRSRKEE DL D
R RIRER TS 5,

HEIRFHILIE S IR L. MED
multivesicular pattern * 23 254812135

B2 Be < M M £ 5k I5 #% (placental



mesenchymal dysplasia, PMD) & DR % %
5,

JaIREFF AL IEE 2 I8 & R EFHo =
JRERIETH ) . BRBIEEICEET T 54
7 fkfE L C b RS M E R 403 %
EMRIECREICELZENSV, 5128
S50RDREBNIMEMEE L RET 2720, IBIE
HEHFHOT) TN IZEE 2 A EATRKD 5
N5, BB, & ICMRIICL > TEERK
FEHE & multivesicle ZRiE D HEIB B
WKEBI SN Z L EBMOFENY) &2 5,
PMD X, BE IR TRl o ZRUIRZAL
2 L. MRRFEIICRRERE & 3R L 5 hE
DRRERE L LTHMLN T2 05K ZHER
FWTEEE L v, DLATA S RRERRYIC [E KR
Jatg] 2% 5 Z EDbh o TWizds, FD%h
EIMERREG IR O H Tz, 1990 4F
fRICA - T, [TBEENTEE I TR o ERLIK
b2 L, MARFENICRRGREIEEL S
Tl DILRERF | PHRE ST Lo/, 2007
SEF TORINIBIT S PMD OREFIHRE 134 70
BI7ZH. Co S VoL 4,000-5, 000 ik
W 1BIEHEREIN TS, BEIEITEETIX
R EEIIEE LBl RBoLh, 20OFE
BRI ERRPEERBEEE L.
Je R TR RKEE & &N ET
5o Na#E OPIERET R b S B IRE R T
LYENH BN, KEMOBEITIZMEH &
D FaKRTIAMDOEELREBIZS V, 1BIT
L7cHEMENICHERMEOEELH N L
BHOMBAALNS,

PMD TiX, BREXREAEQ20), FENRKE
FELC(30%) DV A7 BENT LN TH
D.NICUZ BT AR TOFHRERYET
ZEDE N, L LEY) %3 ie 24T 2 13885
faRzEFlE L 3R VR E/L 2 EPHIFRFET
ELIHETH 5, HIRFMENE SR IKE .
HHVIEBEEFEFR LB SN TALRE
TREIRENBEMEANLTDITE, LD
bETPMD L VIHIREPFLET LI LT DA
CERAFOEMIERET 5 LERD 5,

EE ., AEHBEE (R) 2
Beckwith-Wiedemann fEfERE (BWS) ZiZ Lo &
TEA YT T 4 YT REFED) A7 %1
REETVLHRESEH SN TS, Zh
A PMD OFEBIFRE ML Tnb & &
BB LT3 00 Lk was, 2010 4£|25E
A CHfEIN/E 18 MAARKBBEEEDY
=723y IZBWT, PMD O£ ART
LD L LA ERIECES LW
EATRBENTz, PD OFEFERFIZOWTIX
SHRORBBE LA ERAETHRT SN LLE
Bhb, SHICAT =273y 7TiE, PD
DEMLCE RS I TTIRER & RIcH 2
Bl B I DR ENT, HIRP OB
BigiER 7 ) —= v 737 (. PMD DIEER
EHER LT h o BT, B FE AR
DEKRIEEEE LT PMD OBRICES b ol
EGIPHLED LD TRV EHEEEND,
2. WIFEER

PMD i3, LW BRESORE T, HRZ WY
L SINTELT . BEERSAHTH 5,
ERICEE. REEEAERHEIERTCICES
TEDPHLENTWAIEH, FIEHIER L 2 &
B EERONTRERL 20, Bk
EBETRWEOHTIIEETH 5, 205551
TN Y T4 TR BTH A
Beckwith-Wiedemann fEMHEE (BWS) % &4 ¢
B2, 7/ AREOALLTIE Y 2 2T
£y 7 HRBENERE 2o TV I REELNE
Vo AR TR, SRFEBIERR R ERAT B
X UHBRI Y ) b - X T LN RITD &
EICEy, BEREETFEREL. BRI
EGTFRIZFIBWEARO -0 0 g %
He9E Lizo ARBFZEIC X 0, iR O ARy
YTV HWBETFEEORSE. AT
FEDREEE, BRIREBEDOY X 7 2EE L7 HRE
EHATHEIC R D, PD APHEIRO AR
5 IR O RIIMEFEN T RO E2SHfE T
b, PTMHASICBVWTEELHANES
z b OMETH 5,



B. BFgEH %

1. FEBIINE & B RIEBAT

20004225 2010 FF DO BICFR L H 5 W T HES
s S N EPERNC DWW TR R 47\,
BRGS0 L 72 12 Bl DRk 2 I L 7=,

2. 7 LIBAT

1) 11p15 o STR f##T

fEHTATBE 2 DNA Al T & 72 12 61 (SR
4 Bl RV v A (FFPE) 8 #l) %
MHEELIZo 209 H 8 ik PMD BB T, 4
1% BWS &46F PMD T& - 72, BWS & 6:61IXE
DOFRAYIL DNA b fi#47F U720 BWS OEEFEE T
&5 11 FEgm ARk (11p15) @ Short tandem
repeat (STR) ~— 1 — (01151997, D1152362,
HUMTHO1, D1151984) % FA\CRMEREMES A
vV 3 — (patUPD) OAEEE N L7z

2) &%/ L SNP fE#T

S HAE 3 500> DNA % FH\V T Affymetrix 4t
SNP 7 LA 6.0 TES LD NP @247 -
726

3) TV — LR

[#EG - BAFORESHOEROERL

FoER3E] O—RIFRIRGRFE S HEE L
DILFEIFE T, HAEMM 4 FIOBITIETF L
726

4. YT MR

1) CDENIC O * F VAR

BWS DR HBEEFD—2Th b (DINIC DT
O E— % — DX F VAL % COBRA 12 THT
272,

2) MIAMI #

HOREHLRE 4 Bl DNA % 7o, BB KREEAE
IRETTFERT RS OB IO T . IEF ik
5flzay bua—) L& LT, 16,000 HDEE
FTRE—F —FHN—FT 5K 58,000 T
O —7NZDWT, FD 4 F VLIRAE % AT L
726

3) HumanMethylation450 BeadChip

[f U< BUEARE 4 Bl vz, RS
R EEAMI R v — B EEOH IO TF.
EERE3FZa > bu—)LE& LT, RefSeq

WZBHFINTVEEETFD 99%% HN—F 5%
#9 45 FE D CpG EBRLD X F VAL % E B IF
L7z,

(fEE~DOEE)

ARFZEIL, B RFEFBHHEEE S, 8
REEFHE M7 & - BT EATIZEAE
ZRE. BBAKRFRERAGRZEMIELT e b
7 b BIET BT AR E S OKRE Y
ZTTERR L7,

C. WfgEssR

1. 7/ LRHT

1) 11pl5 o STR fig#t

FEATIZ W -ERNE 12 B1C. 11 612 5 ER
By - FHAR 9IS IEE SR & PMD 31 % [X 51 L T DNA
ZHIH L7z 1 BHEMEMSISREL TB Y X
AR TH o7, 12 BlE&flic BT, 5k (IE
HEE. PMD #8) & B\ IZIRDOFRMIMN T patUPD
YA 7 2RO, 4BITIE, IEFEL (D B
IR DKM X patUPD EH 4 7 THh - 7275,
PMD #IEMEET LIV E 1 g —F o8
biparental TH o7z, #iZ, 2 FITIZIEFEH
T biparental, PMD #8°C patUPD £H° 1 7 %R
U720 IEFERE PMD &R & % 12 patUPD 44 2
ARL72 3BT, 2 61T PMD ERDEH A 73
DIE)BHFEL, 1 BITEFHOENF A 7 &
DIT) M@ o7z, o 1 FITIR, EHMT
biparental 72 - 7225, Ja#% @ PMD %5 C patUPD,
IEFHT natUPD 7R L7z & DIEFIDJEHET
DFEROIEIIDOW T, FFPE B DNA T
BT EIRRT A MEMELND %,

2) &4/ LSNP fEAT

BAEAAE S DNA 2B C &7 3 4

(PMD-001, PMD-002, bwsh21-022) #

SNP 7 L1 6.0 TN L7z 241 (PMD-001,
PMD-002) DIEEIE#KE TS/ L7 4 F patUPD

(&% RA% patUPD) DEH 1 7 %7Kk L., PMD
HIZBWTIE 3 L dbeEakERT
biparental %7~ L7z, bwsh21-022 AT
1311 R & Bl —ER4S patUPD T » 72
A5, PMD #BfZ T biparental T - 72,



bwsh21-002 O EKMIM T ¥/ 5T 4 K
patUPD &1 7 #3d7-,

3) LIV — LR

BIERTHR<H 5,

2. X7 LB

1) CDRNIC D A F VALSEHT

CDKNIC D piEdts BV CHEME Mz T
ik (MfatEREEMRRE ciEml) 221
iz (el ESR) . MEMEME
TORBIFBEF TOE—F—DEEATF I
fETIEIIHI ST BRI E 2 5z,
ZZTTHNCOWT CORNVICD 7aE— 5 —D
A F WAL E T L7228, o 20 7% XA FIU{LE
FIXFED D o7,

2) MIAMI &

patUPD &AL DNA # W B &4 V7)) v F
A ¥ THEIBED X F WAL T A5 Z
LD, TNEFF /DI 4 %] (PMD-001,
PMD-002, PMD-003, bwsh21-022) @ biparental
% DNA & a7z, IEERRHEES B (E® 2 b
O—)V) EDXFVALKREZ I L2E 25,
PMD4 B¢ _RCTCTE A F VL ERTEEZETF % 1
B, whh 3BITE A FMEERTEET
T, WiFhy 2 fTE A FIVILERTE
ZF% 20 . TRy 1 BITE X FUILER
TEEF % 208 . FE L7, A F ikt
RTEEFIIRWSEE o7,

3) HumanMethylation450 BeadChip

MIAMI # & [F#£IZ biparental 7 4 4o DNA
FHW, E¥Eay bu— e LCEERE
% 3 Bz, PMD A FILEER X 27 100
D EDEAF AL ZRTERT % 13 M. 2
FMEERTEETE 2L ERAE L. 209
L. BAF VLR T 3 . KA F V&R
F 4 EIZoWTIE, —%E D DNA I TEft
B9 CpG BRELD A F AL L LTB O AN
BEHEETEEZ LN,

D. &%
1. 7 LIRH
RN v EEAEERED DNA I3 E AE

CHRBEIZLWE W) BEDND 505, BT
TR TH o 72 B0 WFNLh DMK T patUPD
ROz, LA L. PMD T L b patUPD
R 5D DITTiE7% { . PMD #8C biparental.
IEEER T patUPD 2R $HEFIAFETE L 720 SNP
T VAN AT o 7EBITETY ) LT 4 K
patUPD EH A 7 2 RH L7225, ¥/ 574 F
patUPD EH' 4 7 IZPMD T/  IEHE D 5 \»
IR TR b7z, RIREFBITHEZESSE
THELSLZ 26, MBFET R BT
RICEUEDOH S PD TS /74 F
patUPD B4 7 (HEZEEMBOEY A7)
BEDEEIEG T2 Lh bR b, Bk
B, AT T4 Y T ORERLHER
SUBLTOEEROREREE L ETHAB, L
PLEDS, TLS PMD TS /474
N patUPD €W A 7 BRDONLDITTlidh
WZEhS, PMD FA L OBEERRIET SIS
BELZV, BT, =7V —ABITERKL
TBY, BEETEEORETHFL TV S,
2. TYT ) LRHT

7 574 K patUPD £+ 4 7 A3 PMD D JE K
EWIETERWVWZ & A5, biparental 7 PMD
FEBI 4 B0 DNA 2 VTR LR 2 D20 HET
IS ) MR AT 700 DRGSR, MIAMI
BT 4 Bl 3 BILL ECTE X F Vb2 RT &S
F &2 8 EEZEL L, &b,
HumanMethylation450 BeadChip Tit. & X F
VALEBET 3@, &4 FVLEEF 4 @EE
FELIe TNHLDEMLTIX, BEWICEHEL
TP o 72, BTERER 70 — 73 ER
MOBEBWPREREEZ OGNS, LB LRI,
LY AENCHEZELZINGE 15 HD
BrFiE, BEEEZ > TXFVLEE R
OHIERERLTBY, AHEE#HESLT
Thbd, B DIEFIB L S HBINET 2 ER
T, INLBEHELDTO AT VACEE % AT
TAHI LI DEREEZTFERETE SR
HiIEWwEEZ N5,
JFEHREEZET*FETEE, ERPOERE
T TNV BT8R F 2RO BRI



D, REBMELEMTE S, FORKE.

ANTHREDEE, BEEED) A7 2EEL
TIRIRE B DS REIC 22 ) . DT PMD A8F
RO AR 5 R o RIS T

DR LEDVHFTE 5,

E. &

7 LRITCIEL. T A7 4 K patUPD A5 PMD
FEAEICEES T 5 2 EAURE I N/, BRE
BMETE 2o/, LAL, ¥/ LMK
WTAFMEEELRTAENEHEETFER
W L7, ABROEEIEIT AT 2 LIz
FYVERBEFZRAETE SWEEIHVE
EZbNTz, 2612, BEETHTOLy vV —
LR OREREHOELZLICEY, ThE
TELBERARHETH -7 PD BEREET & H#
RCWMOTRET A ENFPFFETE S,

F. ffessk
L. &ICEER
1) Higashimoto K, Nakabayashi K, Yatsuki H,
Yoshinaga H, Jozaki K, Okada J, Watanabe
Y, Aoki A, Shiozaki A, Saito S, Koide K,
Mukai T, Hata K, Soejima H. Aberrant
methylation of H19-DMR acquired after
implantation was dissimilar in soma versus
of with
Beckwith-Wiedemann syndrome. Am J Med

placenta patients
Genet Part A, in press
Aoki A, Shiozaki
Higashimoto K, Soejima H, Saito S.
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Placental Chorangioma due to H19-DMR
Hypermethylation: A Case Report. J Obstet
Gynaecol Res, 37(12):1872-1876, 2011
Sato S, Yoshida W, Soejima H,
Nakabayashi K, Hata K. Methylation
dynamics of IG-DMR and Gtl2-DMR
during murine embryonic and placental
2011,

2) A, Sameshima A,

Beckwith-Wiedemann

development. Genomics,

98(2):120-127.

4) Nakabayashi K, Trujillo AM, Tayama C,

7) BIBIEM. 8 — .

2)

Camprubi C, Yoshida W, Lapunzina P,
Sanchez A, Soejima H, Aburatani H,
Nagae G, Ogata T, Hata K, Monk D.
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genome-wide identifies
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UPDs
human specific imprinted genes. Hum Mol
Genet, 2011, 20(16):3188-3197.
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during cellular differentiation. Hum Mol
Genet, 2011, 20(14):2710-2721.

6) BIRHEM. Ny s 4 X =T
R BXIVE SEREE - % IE
RN N7y 7. HRBERRE, &
HRE - EERWEE. FILEE. HE.
P679,2011

T v b VR

EXIVE SEREF - F% EHEEN
Y RT s HRHmEREERE, WK
K- LR E. PILENE. . P6ss,
2011
. FRER
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3)

4)

5)

6)

RyFHEYFRES 2011.12.13-16. BHE

Soejima H, Nakabayashi K, Yatsuki H,
Jozaki K, Hata K, Higashimoto K. Aberrant
methylation of H19-DMR acquired after
implantation was dissimilar in soma versus
with
Beckwith-Wiedemann syndrome. £5 34 [0] H
ADFEYFRES 2011.12.13-16. ik

Soejima  H. features

placenta of patients

Clinical and
genome/epigenome analyses of Japanese
with Beckwith-Wiedemann
syndrome. The 9th Korean PWS Symposium.
2011.9.27. Seoul, Korea

Mg 2, KI5 . RiNFR., 1o &,
BB, REIC B 5 HEEERRE
BOMRE. % 18 MEREERICET 5
A BTRE TR SR £ 2010.10.1. £
Soejima H, Nakabayashi K, Yatsuki H,
K, Hata K, Higashimoto K.

Acquisition of aberrant hypermethylation

patients

Jozaki

after implantation induces discordant
hypermethylation at H19-DMR between
bodies and placentas in
Beckwith-Wiedemann syndrome patients.
Idibell Cancer Conferences on Imprinting
and Beyond; “Mono-allelic expression in
Health 2011.9.21-23,
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M A —ER, BT, RO & A, FEF
8. BIBHEM, BT, p5s747 (KIP2)
@iﬁfi‘?km{{%%ﬁﬁ&bt
Beckwith-Wiedermann fEMEEE (BWS) 0
—Bl. % 34 I HA/NBEIZFE RFEMES
2011.8.11. i

=R, B 2, mEER. RO B,
K% B, RRFRE, ®oo &, Ble3%E
i, Beckwith-Wiedemann JEBERE |2 FEI 31
Rz L, MEDA 2T ¥
TAYTRECTEHELELA LG 519
| AR Je#F &M% 4. 2011.9.30-10.1.

HA

and  Disease”,

9)

10)

G.
1.
2.
3.

BIBIEM, BF=/. /UKD & A, BiH
FE. KEZRBR. Bx . £
Beckwith-Wiedemann SEEHRE D FFFRE & &
b I LR BIGESEARS
%4 2011, 2011.6.16-19. FUHT
=R, /O B R B FESE
e . Bl B &M . BT .
Beckwith-Wiedemann fiE BE5E | [ ZE1E £
BlalEz &0EL. MEOA VTY VT4
CURBICEEEE L 1. BIEESE
A RZAMTES 2011, 2011.6.16-19. TUEF

HRYRT A HED BUS IR
FERTHUE 2 L
ERFREGF . &L
ZOM 2L






EASER MRS (EEERERRIIEFE)
PR e

RIZEM R EE O FRRAY - WL R AT

WrsesmiHE | ks
REAREFERFIEE R AR ER AR Hd

remiis K% K&

REARRFERFEBERF AV ICMMER ARE B

g

MBI EE# (placental mesenchymal dysplasia, PMD) . #BEIEBIEEC
THRBOBERREMMETZET 255, MEFENICEI IR T I XA MORFEHEEZAD L
WERBRE TH 5, BE. BEREAE, BIERTEZERICAMHT 2130, FHIET
IREZWSND LWMBAONTIRE TR o R TIE, RFEERRESEET B
L UMY ) & - TET ) MENTEITH) 2L, BREGET RS L. BER
WIS & 5 T BEFENSHERO - O ORERE F Hige Lz, EL: 24 Flo
ARBIERRIRE AT & . BRIV Z O I L s, RIS, Rt <. &

PE. JBIREBAL. BIBFT. Beckwith-Wiedemann SEERE L ORESEL TRV &, 5
IR ERHAPMD OFREIZZ AT RSN H 5 2 b o712,

A. WIEERY

MM BRI IE % (placental mesenchymal
dysplasia, PMD) IZ. 1991 4E1Z Moscoso et al.
WX DD THE SN BBOBERE T,
FEAEMEEIX0.02%DENTH 5, MEDOKIE
b ME DR E Fr e L. IRPEICRIR
FIRICHEL L7BERE 2L, MoK
I - RRXGHR L OENIPHRETH L, M
WA RE B E B2 ) bk T T A b
D EEIERE % RO 2 VIR EPHE I 7 v 28,
JUGR . IUFD @ 2 & 20 % @ B I
Beckwith-Wiedemann FEMEHRE (BWS) ASFAET
B ERESINT VD, KT, RMBYER
IR EET B L OB ) & - =7
J LENTRAT) LI E D, BRIREEET & o
TEEEIB RIS D /20 O FAEHET * B Y
L7

B. Wik

1. FEBIINE & BRI

2000 4E2° & 2010 4E D B EN THEBR & 41,
LD B VI ESHE SNIEFNIC OV TR
WIREZR 2 AT 2720 MESNIHEFNITDOWVT,
FEERBECERRE A REL . FoBKE
MR L7,

2. SREMRICFR T

2009 4E5 5 2011 SEDOBIZ L hwrk K A
7)) =y 7 CHIERHBEER Y ZT - RICER
P L7z 50 Bl & N4 L7 PMD FEBIIC DWW T,
ZOMEL 1pls ICHFET LA 7)) ¥ ME
ZFTH 5 CDKNIC Zxf5 & L THREMEI
FHIHGET L7,

(G HEEE~DBLE)
REEFRIL, EERFEEFSMEEES. FE



KEFEEFEEE N7 L - BIEFRATEGHE
ZB&. BBEAKFRERAGEEIELTC b
7 b BIEFRITIRGEER S OKRE
T TER L2,

C. WiseiEH

1. FEBVINEE & Bk (&t

IS T & 7 IR 24 61T 4Ed 72 1) O PMD
FEGIER S 1% 2008 4 LARESE N L Cva 7z (2008
£ 361, 2009 4 5%, 2010 4E 8 ) o HiLERS
DERERO P IRAEIR 31 /% (24 BE~42 7%) .
ERBTIE 5 EBP S 29 BT LED o7,
BEDEE & ORR 1 35 Bl EoE#HE
I PMD SEBI O 26% T, 2008 SEDAFRIZBIT 5
TG E O HER 21% (BT RE D = 7 B f%aT.
2009) LD BFIPICEVETH > -V FEE
RSP 57 (p=0.365),

TEARIEIEA © PMD24 FEBIH, FIREIRIL 8 B, %
FERFIZ 1560, 1 BHEABATH - 72 HEIREH
WZDOWTREEA D - 72D1d 24 Bl 17 BT,
% 15 BHZERER. 2 B (8.3%) I
BFEICL AR TH - 7o NMEEHEERIZWTR
b AT (AIH) X 2ETH Y . EKols
& - IEBHEEEAOEIRGIE %2 0 o 720
TEARAEE © 24 FEG]FF CHEIRFIEA D & FFHAIC
P CTREENBERE L EClRREFBEFED
BEET R AR & W fERNIX 19 61T, 2h®h
10826 28 BICFTRASA LT Wz, 5 Bk
FARE IR RS b o oo HIRATERES L
Tl GRS E > 72 23 Blvh, YIEEEDS 7 4]
Tdh o7z, WIRSIMITEBRERE 3 FIZEED 5
. Wb BES OEFITH -7z, HHfikksk
. & 24 FEGIR ., 8 BIASREIES T, 15 Bl
YR, 1 BN TRETH - 72, 62.5%
DFEFICTHELRPITENTBY, 209
5 9B (60%) ZEEFEVRMIC L %0
Thotc, ZRFEWRMOBILE L Tid,
NRFS %55 6l & % TH - 72,
AALFROTERE 24 JEBIHR, © MERER TS
N ho ¥ Y (hC6) 25HIE STV DX 17 #l
Tholze 2OHH, 361 (17%) PEFES

fEZ/RLTWzh%, 2 BHIRBERIEIC L b &
RIS LTz, 1RITREEE IR T
WhHotz, @ 7o b 7FBFA 2 (AFP) I,
4 FEBIHF 7T HITHIE SN TWzdS, §RTD
FEGI CHEMBL ) SHEE o> T,
WBOEIR | SMRICE o 7 23 FEBIF., LIRIX
2161 (91.3%) Th o7z, BOHAEKEICD
WTHRERT 5 &, BEARED n-1.55D % FE
% small for date (SFD) JEix 23 %l 9 4]
(39.1%) THHVHLMIIEEETH o7,
W19 _T Beckwith-Wiedemann fEEEE (BWS)
*AHF L% WIEBI T, BWS 2 < & SFD o#
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EWE LEREE-HE 6o

NYII4 X+ U —FIVIERE

Beckwith-Wiedemann syndrome (BMS)

[ICD-10] @87.3
[ OMIM ] #130850
(RER] BAFHREATRERRMAEE AREMIBOMRES

BEZE EAHEBREHR 200 ALILE
Bitt 101

MREICPADIREF KVDMR1 (11p15.5), CDKN1C (11p15.5), KCNQ10T1

(11p16.5), H19-DMR (11p15.5), IGF2 (11p15.5), H19 (11p15.5)

WEH PZMEEIEERIDOLE FAEEIER2 DEER 1 DUEEEATNS

D, BERREEER.

R REXRE BEHFAL_T, BEHERE BNL-7), BEE BRE (>97/%
—t2 &A1), BEOWRRE - BERERO/NE, BEARSBEA RREES
FREEX, BIBREMROEX (CEAM, BN, Bk ER O3

ENER | EIRTFDOFEKBE - REBEX - BHIEE - R HEREMSE MRIREHE,
DX - DFF - OFFE, FEIEER. BERITE

LEDERKZETICINA, KVDMRT DIEX FILALE B L \i& H19-DMR DE X F AL

INRK, COKNICER, 11p15 5 REFBUELAAN VI —ARETHEREZH CX5.

WaR EmECOVWTREROMBET =AU, BANILZFICR U TRARERS

. SMLOVWETIHENBERRETINAILICERERAI -2V, 4BET

BEHMICa 7T M TOF71> (AFP) 8. BEOEFICH L TRERIMEE, &

BIRAICEDTHERREROERZE (1~2ombll) LTI EHEEHEZRT 3.

WMAEE - BA#/E T —T Y Ny Iy XfEEE, exomphalos-macroglossia-

gigantism fEf&E* (EMG fE1EES)

BMEBM - 2841 F512 BEFHEAEAOEBRRMAELETLR 21 EEMEHRES

MRSERS - &  Beckwith-Wiedemann SEREER D=

W#ZE  John Bruce Beckwith (1933 #4) & Hans-Rudolf Wiedemann (1915~

2008) B, BAILZF, BEE EFEFDERE 1969 ECHLICHRE L. 11p1565

DT/ LAYT VTV TORETREL, W7~ 11 %IBEEEHTD. ZHOE

BICR# LEGFRESBDOOND. Cli=E:)

WmR

[SCHR] 1) Weksberg R, et al: Beckwith-Wiedemann syndrome. Eur ] Hum Genet 2010: 18; 8-14.
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:“/Jb ’ (‘_ . -5 W t }bﬁﬁﬁ Silver-Russell syndrome (SRS)

[ICD-10] Q87.1
[ OMIM ] #180860
[ EE] EAHAREaNERSRMEEE FREMSIFONRES

BEE ERMTEERER 160 AL (EBICIFIERICBVEHTEEIND)
B4tk 1:1

MEEICBDOSREF H19-DMR (11p15.5), IGF2 (11p156.5), H19 (11p15.5),
CDKN1C (11p156.5), KCNQ10T1 (11p15.8), 7 BREARMELCY I — (BEEEE
FIEEKREE)
W2H FEAXERE, catch-up growth Z#bARMESE, E=ABFOER 3148
Rz, NELLEDHETH OBTRICEDANOEFROE), BEOLAIEMTE EH
ETH IS, BEO5EAE, F2 SUOSHE HEHR RETH #BBRER B
BANNZTFRESHEEREETS. BHEESREINTNS2,
WEE FEQRAUMICEESZD, BRIRINRHOSRICIHITS. B - BARE
BEICHDDOT, ARBICIBUYREEELOHMITS. SGA (small-for-gestational
age) MEFRED 1 D& LT, BEZRBETERENLTAEEFTD.
MPRSEEE - A%EE  Russell-Silver fiE&E¥, Silver EERE
MEBM - B®HA F51 0 EBEAEFEBEEAMERRRMRELTR 21 EEMERE
g BXRNRADBER - BARBRIERES [SGA BESREICHE TS GHBED
T4 K542 ] [SGAMEEREICE TS GHBEROERLDTE]
BMELEHGS - 8 SRSAER  REORAREEME LTI THA MBS,
WEER Henry K Silver (1918-1991) MERMEFAER K, BHEHKE EKEE
WFR FRepdFNbhOE#iNAEfES EF%E

: . R F 1953 #FIZ, Alexander Russell (1914
-2003) », FEARBEBE Lk
HAVER, ERIENFE#EDSESE 1954
FICRELE BROWIO%TT7 HRE
HEMELVI—%, $30%T 11p155
AT T« 2 IHEED H19-DMR DR
AFIACDROBND.

B & % 7§ Beckwith-Wiedemann
TR CIEFEICHE X FIMEDHSNS.

£/ 1plssA 27U F 142048
HOBMERE KUBMEL1Y I —0RE
DHB. (B &%fh)

[SZ#A] 1) Price SM, et al: The spectrum of Silver-Russell syndrome: a clinical and molecular genetic study and
new diagnostic criteria. J] Med Genet 1999; 36: 837-842.
2) Rossignol S, et al: Epigenetics in Silver-Russell syndrome. Best Pract Res Clin Endocrinol Metab
2008; 22: 403-414.




