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2006;38:300-2), & bLIZHREFTOHWE T
X, MBIEFITH->ThH., 2 ELL LA
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720 (Hum Mutat. 2009;30:E629-39, Hum
Mol Genet. 2009;18:888-97) Z Dfhiz,
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MRELOHNE/T, 1) BEREK
BLUORRBREOBKREREINET S,
F7o. 2) BEKMEIMO MLP7 &=+
OERBT 1TV, 3) KERRER
M DS TR ERFEZH 21T,
FREEMIEERT DD, REIZE
L7 AT OFEIC IR > THE A fEES
Do

1) BIKLEERIBMOIE
FEFIRBSIZ X KIEFIR A AR EAHAE
BIBREENTZ6, BEORMEMZHT
EERIAD OFIME T 5ml BREL. K
FHIL U > 7XBkA> 5 47/ 25 DNA & [BIY 4
%, ARGHERRIY. BEFEABMMRIEFESH
Tvud, AN DS/ 2 DNA & [EUY
15, MREIRE LT PR ERR
B (FFICIEEIRRRE, FKIERE, T6%

Bal) ZIET D, T ITOFRIE,
EREFREE AL ETITV. BAESRE B
EH-OBIEIZE D,

MIERRERIIHE, BUOER 7
WrFsE 44T > T Y, &'/ 2 DNA HIY
Hitk B A EHREOEEREH T T
I[CHESL LT B,

2) NALP7 BisF2 BREAT

AL DOIMFIEFE L K RMAES T
FIE SN RHED NALP7 BinFERD
Y, VTNEA L — 2 Afif
HriEBARAWCHTT 5, 7=EL.,
HNOEFITRIE SN B FERIISL
Iz le> T HFEX S (200947 A
FER TR 30FERE) . BARAEMIZLR
HOFHRERDFET D FTReERH 5,
BEEND NALP7 &In1 5 BT CE RN
RIE Sz >T-EFIL. R@mFD
EEFENTEIT 5,

TTIZFHR2 T, ERDOXF YT V-8
[UKENT K B DNA ELFIMRAT IR E & F v

BRI AT LAEER L TWVWB A,
AMFSEEEI T, ZSERSRIEZ R
BNZARAT T D7z, ERRO IV TAE
A L — T AENTEBERIRHT 5,

3) ok A BE AR D 5 F B S HIRRAT

3.1) &H~——fEMTIC L A RIER
TROTE

HREF AR D& /7 s DNA &, BERAY
M DER > — 5 — AT EATV, DL
BIC XV, AR DRERE (B4,
W 2R, 2HEFER3IREE. %) o
WREFITY.

3.2) DNA A SF A LfRHT

BN ORERRA AT TR,
ALY T 4 T BIEF D DNA A F
MEERFE S, HRREKRELIX, T
TIZE MV T 4 T EEFD
HIEREIER A & Te 32 BFTD DNA A F/L1E
REE A BRI TREYT T DR E MM LT



Wo, ZOFRERV. RERRS
FEAREARRLOMETERY DNA A F /L LARAT
#2179,

C. R

R 2) BEECTERSHIEORH

WA OWmE T, REARY IRTRER
2% NALP7 B TOEEZAELTE
V. T HIIKERREE &R CREE

% BT F OB TERI AR R AT AGE

EHEHI SN TWD, £ THRIZ, BE
TREEREFI DFRERRRE 11 Bl & . HilE
R (B &Rl SN 258 4 51% M
VN, MALP7 BAn T-BEFREAT 24T - 7,
NALP7 i&(a+2M13#9 30, 000 HHEEXT
H BN N THRED S -7 10 58K T,
B EF 5, 796 A DESEERIT 21T o 1=,
T OFER. BFF 8 BET T, KM D NALPT
BT E RN LT,

fER 2) MR EIEHERR O 53 FBIcFH

hEAT
FREFRNTBE Ok s L 2

SNTWR, Bl FEE~—I—fF
WXV, HFBEBEFRICHERAET
T EF 2B LB O3 RRE
BEEERFIAHS 1 H1, 267 BD? BEAb#EEAA
8> DNA ZLAUEEAT 21T\, WD
DNA 28 F7cbb, KELBHOT
J LEBTHIER (5K 1541 (6%)
FELZ, ZhoDREMEBAEBIL.

RAERRATRE & AR OE R 2 FF-> T

WA Z EREDND, 2, BIUKRE
DRERAERI D> b EUR S 7z 1 Bl IE
RLRAFRERER, &5 7T EFIDOR: (FBE)
477 INDNA Z vy, NMALP7T Bl FER

DA EAT > 72, IEFHF (N TIERS
MEHRSEOME) bEO T, TEADFR
HMOERIN R ooz, T b, H
ARNSEF CLEEABRE D| AL L
Ezohd, IBAVER THRE ST
% NALP7 B F O FRETERENLE L
F2 DHFHURE Lz FEmRF 0%
BIEASL T, BHEFBE CTEEICEV A
ETHRD N D ZRIIFIE LD
726

FER 3) AR DNA A F A1k
ZWr

e MBI L, A7V T
A ¥ T BIETBIES ) LRI DNA A
FMMEA T V—= ZiEERY, (D)
AU ERRR 2 29 A 38 Amko &
J NEETAHIEE 5K OHES
2 DNA DT 1T o7, BEETOL
A, ZNHDEERFID DNA A F AR
BBIL, EEHE (NTHERTHEERS)
@D DNA A FNALIRRE L BA L 272 ZRIT
B bNiehoT,

D. E££

AFTHX. KERRETFBESN2 S,
FREF OB FR2II TR TV
VW, —HHA T, KERKFIREE
BEF (MLP7&=F) OERDBZHF
E - REShTWb, AFOEFIZ L
RO FIRENTET 5 Z & ITEW
WL AT AR ER RSB
LT, AFHREFID 5 F2WiE ORI
FEEIZFRETH D | BRERRIERITIE
TTIZH 4 OREBRBBEATI . #BH T
A SN TV RVDEKRADBIGFER
PRHEAHB LTS, TRHOBERIT,
TEFNCRFRAZRE D, HDVI—E



DHRETEFTEMIZL REESN 545
RO, RO E LR DR BSLE
THAHED, WTFhice k., BAAER
R OB R EEZ B, AHE
B Bt L 7= B WHEORESLITAA D
BERMRASE LN EEXD, 2D

X 5 R EEBRAVIRT ORI DEEL T |

ASHEEARN CHeSEIZ AR FRAERN B

b U7 BB F 2 Wik ST IE 4> BTRE T

»H5b, HEEZWNIE S\ =BT~/
TERARFRE % BRI, WIE22 R

TR B RRIEBI D EIRIED R TX 5,
B OHRE T, FRERKERRERB
HEFIDH72 B, FEREZ DL

G - IEFIRIERED S 5 ERF - &8k

LB SN TV Do I R BIEREH 72

ETH, MIPT B FEEDPRIEINT
WBZ ED, AW, BIERERR

ERBERRR AR LA O BB AT RARAT I

LERATX A ATREME B B,

BE, [k o &R 5 B8R
PE] IXEB RIS OBENRE INT

W52, RERRAFRITEEREL Y

HILENCBEROEERAIHEY 27

BE< . EBEENR RN OIXEKRRTZ

WrrdEBEETNEEETHEEELLN

%, AHFREEORBICHIZEY, #%

BEAEAE (HRR) AV RIERRE

Ba D453 TBAE SR ERE S TTRETH b |

R ERATEENEDRESL P EIF T
Do

F iz, AL TR S DAk
822 DNA A FILLERMTIEIL, BFFER
FHROVHEZEE SOV B IR LT
Bz &SV TR Y., ICHERIEC L
DEFEFREDB RAEND,
ENORKEIRFTRIL. RERRRICE
DUV MR 2R TR DRRGEDS 72 &
nTWiRy, FIT, 1) ZEEOR
&, 2) HFREFHZENCESH

TOBEFEFIORIE, PEROLEELEZ
5, TNHORENPLETE, 3)
T2RBREBEORE., NEIHEN
7

1) ZWHEOMSTIZEI L., /Ekn2k
ETIE. KERRAFREENT 23HEIX
REBETH D, F I T. BINERITT
TIZBHERE IN T\ D NMLP7 B+
EEPEMEIET & L. REOREFI
B b SN TR S LT A LEN
bBD, BIED L S 2, FaxPfTo=R
BT T CIC, #ALTTIRsRE &N
TRV (B L AARNEFLSAT
IHERTZD R oMo Tuviehois) &
GFERPBEHALEIN, Zhbon
SEFF RN RERTRITNE, EFE
Fl & DFEExE L, RABLOEED
HELZA ST B,

F7-. SEMENT L7-&83H9 6, 000 £
SHIBEDB RO Lo T2 ERI.
SHMOER (bR nE—
2 —RE I R E DT AFHN
30, 000bp) DT BMLETH B,

WA OHE TIX, AW KIERIRE
REIEBTIRVES, 5, FiEE L 2
SN TWIEEBNT NALP7 B F R
REINTWD, ZNHDEFIL. 58
PERRIZ U AFBERT RS RO 597,
TREEL B SN TWBERITH D L
Blahbd, 2 CTAMZE T, 8
FEMRONPRHLIZIEEY ) A&
KRB TREERIC. BIBTEER L HF
T CEBEFEREDOR I ) —= T %
179,

MEEIZZN O ONTFIEE L L,
ERRIT B A NERY MER & 3 PREES) % f2
WLiz& Z A, 8ERFTORID NALP7 &
LFZHNRE SN, BEETDE
A, BVVERFIRE L SHRREE (EE ok
B2 U&7 IR DEEE D 22\ i)



DO THEBEZDAED LN o7, —
T, AR TRIE SNTZRE D NALP7
BIEFERERIT. 5BROAHIEGIZ
BT D KERREFBER D5y F2ENT
VHEDOMRTH D,

2) BEEFIORRIE. 3) Fi-/216%
EENEORSIZEA L., RERIRATEE
VMEH R BV T o FRIFRIZENE S
eI 9D LT, BRERBRE OBSEEME
Wi s, ZhoDtrnrb, 7 FEis
FHZHREZERICAN, L DRE
JRREIZEN L7 iR E BEDIRE N TE
5EEZD,
HEAZREN) 72 R A RRTEEIE CTlT. A
FE - BRIRFT R, - ALFEREER EE R
a7 V7L, BAFROHRENAL
EOEMHIERIEY A7 MBI L7223 5
EHRBBELIT> TV 5, YR
VIO — BRI, ROERAZEZ
e 6720,
WBAMERITIX. MLP7 B FrREER
BETH, EEDBEIToTFIRHRE
ShTW3, T72bb, MLPTEETC
EEBH->TH, BBZITHHERE
WZIIRREER S . RRFREZREY
PTIZIEEICHETEAMGLIEET S &
EAbND, KL IHFEREND, A2
REROFEAEL DNA A FALREED R
BIIRENRH B EEZ LN TS, &
T, FHEIZ NALP7 B FERDBIFE
LT, BMEED DNA » FAALRED
H (bDWITEBMR) EFE. KB
LKA BE DRAE Y R 7 MEW EHIfF X
nsd, £#IZT, KRR EIZ, F
IRBIRD DNA A FNACIEAT 54T 213,
RAERRRETFRIAE Y R 7 DRV VIR Z &R
THENAHRETH Y, BERIFROK
NSRBI TE B, BE, TRk
BRI R T S EIBIE X, BRI
PWOBENRE ST TW5, KiER

RERIE. ZOLSRBERELID b
IXBDNCEELRBESIHED Y X 7 A3
B, EFAY R b b B RATZET
DEIEBREFHCHMET 2 HEBTH L &
Ezohd,
TFEYE] - Sy FRIEFRILEZNE
&L BEOZMNETH D AIRAIRERF
HIFERE S FRIC S BB E HhBR L |
&V B RN 7 T A 2 WS
Lzt hidiz bewn, AoHRED L
912, DNA A FNALRE RS NALP7 B+
BEEPE 2 IENER D DVNITRE
(& B SN TV BTER B SRR A
FRAER)) IZHIFETDHOTHIUL, &
MoETary he—AERE L TiThiu
3 MR AT BREAS D BE R BT
L, LD FHRMANRELND &
HfFansd, ¥ - REEICIE, (NALP7
BlIETERLDINA AFILREZES
HERESCREIE] LWV IR
LS 2SI L. TESEDORMT - 1hFE
DZEMEZBRTTT 5 LEXZH D, R
1E. RIEKREI O EBIiRFA2)
IZEED L TWB D3 oo —7
DOIHT, ENTEEOREFNIITOIT
WRU, TESRETRGIE. TERESERAGSSERIT
P> THBEMBRENTEN, &
IR LTRIRIRRE. L M58 - B
HEEAIT 20T, FIER OIHREIR A G
SEFRAER N R DRt +0EZ b
N5, AFFRTH LD ERIT, HE
HRBOZYERIEIZ, ZRLFKY
KT eSS, BAORET
X, 2 BELL LSRR R E RET DA
B D RERSINT . NALP7 B TFICE BT
ET D ZEDRENT, KEROEH S,
[FIRR D573 FBIEFRIT FIEIZ XL V|
HEEZM AR TE 5 L FRENS,
Fim. BEEZKIZE DW= 0%
TR % B L., @IEeKER



RAEROEBRIENREBTE 5 L&
Z bbb,

BRE, Qe kEnfE 2R 581850
] 1%, BRAZHOEESRE SN
TV, RERKERIZ, ok H72
BEMEX Y BIXEZICEHERBKS
PHED Y 27 3E< . EFR: R
HHLBRMZHEBETRERBTH
HEERD, AFFEBRIZEY ., HE
HRE 2 B T2 E BIR AT IS D4y F&81E
FRIRZMT HIELSRES ShuE, BT
TZWOBISKRENI BT HRETH
BEEZLNS,

NALP7 BinF~T v ZRiX. REES
FTHEIZERIIBDLNE VIR
EHHY (Hum Mutat. 2007;28:741) .
AR BB & RN A A L
70D B ETIRARATIZ & BB T X A AHE
WRH D, £, WIMVEFTrike 22
NALP? Bin T RERDB RSP TEY
BAANEFATHRAOLRER (AEAR
FEOWEZDIHICAERLERFER) 2
ROMBRENNH S,

BRI TIT 5 SREAHEG B DNA X F
IACERATIENT., AR R O HERTF
FELIMB B L EHCE S
TEY ., AZEEEC X 3858508
RiAENh s,

E. #&%&
SYIERFRE O BB/ T KIERIR
ARREEVERI D, BIEERKIFR & ik
DNEB L REOfREfTEED TV B,
AEREIT, 5y T BIEERIDWIE S M
L. KERRABEBEHIES] & 3t EREEH]
D NALP7 Bin Tt 21T >72, b
DFEATH B REND NALP7 BlnF£5,
Tpob, BARANEMTHEREED
BV EHERI XN B EA 8 BFT R0
ST, BIED L Z A, ZHHDERIN,

R B ARG ER CA B EEE
WICFRDH LD LW SBITRERIIGELN
TWROA, FIEFIE A L TH
SN T A BN D, F. A
R THEIZZELN 2 b DORMD
ZRERIT. FIEFIOBEALZIHT
VADBEERMATH D,

F. RGBS
el BIER L,

G. BisizeR
URE#RX (K30 ]

1. Yamazawa K, Nakabayashi K,
Matsuoka K, Masubara K, Hata K,
Horikawa R, Ogata T.J Hum Genet.
Androgenetic/biparental mosaicism in
a girl with Beckwith-Wiedemann
syndrome-like and upd(14)pat-like

phenotypes. 2010 Nov 11. [Epub ahead

of print]
2. Yamazawa K#,Nakabayashi K#,
Kagami M, Sato T, Saitoh S,

HorikawaR, Hizuka N, Ogata T. (2010)

Parthenogenetic
chimaerism/mosaicism with a
Silver-Russell Syndrome-like
phenotype. J. Med. Genet. (in press)
(#equal contribution)

(Faxx) ]

—

7V 5 123 HORMONE
FRONTIER IN GYNECOLOGY 17,
43-48.

2. B (2010) ER L= XT
4 7 A ERABOEE
5. 2051-2057

(FrBFEE - R T L]

ZRE—BL (2010) TRRIEREF LV bA

Fo9HE F12



1. HBEEE @ ERCEbLATY
Ve RT AT ALFORE), BALETHEE
2 B8, 11 A 12 H, 2010.

2. BERE ER W b FEEEROS
J I TS SRR ). RIRFF L%
BRAERY Y —V RV L 2 A
14 B, 2011

H. SnE9MEEHED HRE - BERRIL

7a L
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