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Kagami-Ogata JEME & : TR e M TV T TR B ORESL
ERERKXKZE MNER #HEZ &BF 9

X C®IZ

RERER S N REFEREME T, NENSWFIZB T D REE
MEO1HOTHD, TOREREEIZ, EH L, auxology (B &%) .
H—BErEE ZRTFER BRERFOB AL I N TE D,
T, ATV T4 v T OBENLDOMENELTWE, 7
N AP AN S | h%ki m%%%%%%ﬁA — V ERTEAG T
Thy, KR - HBBEROKE - IREW 2 ZENEZH LT TV D,
Kﬁfi\4yfuy?4y7@%gk\bﬂbﬂﬁﬁ¢btt%
A7V T 4 v TR ETH D Kagami-Ogata Jif & B 12D W\ Tk~
72U,

Keywords: £ Vv T 47 AFNME, AF VLA EFEHK,
MR H & RAR B, Kagami-Ogata JiE & B

STV T 0T

ATV T 40T BIBET

AR IE, @E, BHEKEZHr»D O THEZEICHE ., FISI
RBHERD L EDHEH Bzt (XMEFRBEL T PEG: paternally
expressed gene) RFFBHE KD L F DL Bin (BEXBER T
MEG: maternally expressed gene) W{FfET 5 (X 1), Z ® PEG &
MEGEZMHLTA v TV v T 4 Vv ITHEBBTERESR ATV ET
70 AEA OB EMNED LR AL DB IR TIRBLIE T, TBTE!’J
RBRERN (v—F 7)) X iTbhbhvd, TOMFELT, &b
EERATRIEL, CpGEAINCHFET DV by COBHFKFEREN X T
Mech s, BEFO7e®—% —f@EKkiziE, LiIFLIX CpG ELF
D3R R L CTIEAE L, *@q&%ﬂﬁwc(/h/x>@f%wm
WX, 0@ m%@%ﬁ% L ERICEE T D,

ZOBRRE, BEOEBBTFICOLROONDIN, ATV T 4T
B s 1 T, %ﬂﬁﬂ?féfﬁﬂ;ﬁ\ﬁ’] CpGBLAHI D A F Ak B D W IFIE A T L
X AELT., ZO7HITATF IV ﬂjT * 55 3 ( DMR: differentially
methylated region) & D%: jfi}’b %5, Z® DMR O A FVALIREE D | Y%
ATV T4 T EBETOBRBERFERNBI N — 2 BT 5
(K1), 2old, A7V 747871, DMR ELIC
7 TAE—FFRLTY J A EICHFEL, AL UVBEERKT 5,

CORERRBHEEERN AT o M. BAEFIE R R
CBWTHESH, BEFOMHIC R L TCHEBYLEND, FHE,
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IBWTRITAT 4w 7 A TF AL E X

DMR (. B 8 1 2 sl #2 12
M =T DA F AR E — & RT,

F. Tk, BiETO

AT T4 GEE

58
PEG
® PEG | (RERBERLZRT)
(BHERIYAAHEET)
O OVR |+ BEEBRICESAFILESE—
o LIFLEA T o Taw T 24— L THEBET D

N

MEG
® VEG |(Bitam&izT)
\\\\ (RIERIVAHBIEF)

DMR(CpG islands) @ AF JL{EIREE

EAFILILTLIL 5'GGGTCATCT|ICGGCGCG|-3'
AFILETLIL 5-GGGTCATCT|CGGCGCG|-3

X 1. 4> 7V 7 4 »7#Eis1 & DMR, PEG I8 1 H ¥k
DEEOHrM@E, MEGIZI FHkDO L ETDHITMH,
DMR (2. BAEKEBEAEAN R AFAAEZ T HEALT, A~
TV T 4 T EBRTORBNY - EEBICEEGT 5,

ATV T4 v TR IBFOEERB

ATV Ty 7B EFIR, BEOIE 28 (1 x) FETD
DL BEMICIZIELIAEELRY, 20D, ATV T 407
REZ, 1 HORB L TWIBRETFHEECKIET S, 20O X5 RER
FHIMEEHICBEINTCETC, ATV T 40 v T BBV EET D
HHELT, WS OO REEDRHEH I N TWHDER, LT 2250
HBELEDbDNS, B1EEBO#ILTHD, £ TV T 407
B IIBBEEHETLI2EM»PLRDODLN, FIEETOAL T T
4 VT EBBFRRBETCHKELTCWSE, ATV T 4 v T EBEBEFOD
EENEBEER EENEFRICLEZES 2D, LT, HiIKE
O WE DR EIL, PEGIC XV REIN, MEGIC LV IHl & D
(Z 4 % conflict theory L5, A 7V T 4 U TEMLBEFIZ, 20
JEREBBORERENT VAo L TIREN & E %2 R7-4 & HEH
END, F2ix, HARADHIETH D, AMEAILZ., O LM
ST HETHBO TCHN AT AT, ATV T 00T
BETFOEMEIZ., COVATLAERIETHED LD,
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ATV T AV ITEBEBETFRBICIAIERERREMF
ATV T 4 THRBRIEKRKF T, FBMEY A VI — 2 BVER
ATV T AT RAL R -FEEE,. ATV T 4 78T
ERIZRBEND (K2), BELYA Y I —13, HEEEEKED 2T
HDHWVIET NI RBEH D WITREBICH KT 5 IKEE T, trisomy
rescue, gamete complementation, monosomy rescue, postfertilization
error THIET H, REAMEX A4 Y I — Tl PEG D FEI I & MEG D
%%ﬁ\Eﬁﬁﬁ%yi~?@NmG®ﬁ%%ﬁ&Hﬁ@%%ﬁ\
REBBIEZ <, “TELERITI, DMRDO XA F L RAF L ERZEIN, B
AFNMAEINDHEIMDIEA F LR E R DSGE L, BHE A F ik
SN WHEHIB B A FNVEIRE L R DZGED 20D Z =5, 2
DT EERIT, BAHAKRA TV T 4V T RAAL ORI D D W
EREERA TV T A T RAAL L ORMEILERE, ¥4V I —
ERBEDODEREELCLD ATV T 40T RAAL VRE-EHBEIX
FEAF LA DMR REICLDZA TV T 40T RAAL U DORM
& A7V T v T BB TFRIEZEOEIZEY A7
VoT 2 VIHEBRIEZHLS, A7V T 0 v 7 @Ea 12 RIT,
HHEOBRTERLFUTHLIN, TOERDENH KT 2 BITIK
TR/ THDL, 375, PEGOERITIRBICHNKT D L
ZIWWITERRBIELZRIN, BBICHEXT 2 L ITITHBRNRZ A&
Cawv, AR, MEG OZ RI|IRBICH KT 5 & S ITITEBRRBIE
RSN, XBICHEKT L ELEXICETERMWIREZELC 2N, LR
ST, FAVTNLEERERNZRTHERERD,

AT)oTAV T RERIEAN=X L
(MEGRIRIEN and/or PEGRIFETNDIHE)

= patsqvsi— ) IFEE [ KR&-5# ) (ELBEFIEE
TR

S, S VI S S 18 [ (e = S
rd . - i Mizli[}—

N PAN Y,

B S ETLEET [ ez \( X% 58 )

mm BEETEET p Q2 S
1 (]

¢ JEAFILIEDMR

s - -—
® AF)L{LDMR N N\

M 2. 47 VT 40 r 7 RABRIEKRKF
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Kagami-Ogata JiE f& &

ENE 14LBERA T T 0 v THEE
bR A BERICiZA T T 4 T HEEDEET S (K 3),
IO, REFBEZYA Y I — (1 ORGERNDITICXD» DIEE
En5dREE) (upd(14)pat) 1T, 22O T I 4 A KRS A4 Y I —
JEERE | EMSNTERENRIEREET S, bhivbohix, BIfEE T
I, upd(14)pat D RBLH 2 2T 5B F 34l 2 L (Z ik, BLTE
FCICHRFTTCRIEINT-HBESIHOK 232 5D5), ZDEER
HBANOREHF LWL E L, ZOEMITK L, Kagami-Ogata
JEBEREE WO EBANEZ b, OMIM ICH B I TV 5D,
ZTOEFIZILLTO®Y Th D,
(1) oA TV T THEkicz. AV orF v & —
CELTHEREL D D 20D A F LAl ZE4E KL (DMR) ~ fd 18 1 ¥ ik
IR SZ S5 IG-DMR & ZFEZR ISR S D MEG3-DMR~ 73
FIET D,

A 14q32.2

I RTL1IRTL1as 1

DLK1 MEG3|MEG8 DIO3? € ———>
1 11 | 100 kb
] snoRNAs microRNAs
B
k% |G.DMR  MEG3.DMR | BF |G-DMR MEG3-DMR
Pat Pat
Q Q Q B FE = i (P
Mat Mat
AFILALHRHE 2 —
DLK1 RTL1 2 <
C DLK1 RTL1
Pat S Pt
IG-DMR MEG3-DMR
Mat Mat
MEG3 RTL1as MEG8
Control Upd(14)pat

3. B URBAEEROS TV T ¢ v THRK,

A: ZOMHEEOMEMK, PEG 1XTH . MEG (78, DMR [d#% Tx 7,

B: DMR DO XA F A b — 2 eidm AT ik, ok X F 1k,
JK 1% 3E DMR % 7~x 9, fi {£(Body)Tix. £k ¥k MEG3-DMR
DRK DA H Y AIRFE R OB X — > % J5# (Placenta)
TILREH K IG-DMR @ K K 2342 H e Ye B IR [A 4k D F8 Bl X & —
v EE L AR TIT REH K IG-DMR 28 R 24 % & MEG3-DMR
WEAFNALIRRE & 72 5,

C: RTL1 & RTL1las (micro DRNAs)®D #H A /£ ., RTLlas 2%k 24
5 E RTLLOBHEEIXHW 25 /FEMIT 5,
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(2) fEIETIX, 22D IDMR IZHICRHEERD & EI2E A F{bikkE,
FHEkD EEZITEA T AALIRRE CHEAET D2, ¥ Tix. IG-DMR
D FAE AR & [FAEL D DMR & L TAF{E L. MEG3-DMR (X %l ik IZ 2
Wb TIEAFVALIRETHFEET D,

(3) IG-DMR T ICBITAZA LTIV v T 40 T2 —ThHDV .
MEG3-DMR X &Iz IF 24 v 7TV v T 4 TR 2 —Th b,
(4) IG-DMR (Z &2 F 1} D5 MEG3-DMR D * F LAk /R & — o il 4 1
BEHT D,

(5) %5 14 et ik RMHX A4 Y I — LR UCIEIRD, Bk DMR 25
MR ESLZ LR (A F i) THEL D,

(6) REMEFRBLE IS RTL1as (& =2 — K & U5 microRNA IX RTLL @ %
sl e 2 H 9 5,

(7) upd(14)pat O F B O FHA T FICRXMER I &R T RTLL O
FRBLIZ XD,

B PR 18

BAETICHREINTWD S3XHOEFOS L 344 1dbhvbi
PERELTWVWD, TLODOBREFEZHR LT LM 2TV LI
zHOMNE LT,

(1) ZWrHRrEMER: ) ErRBEEEHLEAFTZET S8
(LR /2w CTapl), (i) MEL > b7 ED coat
hanger angle @ ¥ (AL 2~ 5/ IEH 208 C Tapl) & ~/LR
(IR O H2E) (K 4); (2) FEAORER - EEERS (i~
=T 7 EARF), EAKES BEE :33/34) BREER Rk (BE B - 23/27)
(3) BV SN TWVDLREEARAER « HARBEKE (BHE . 206 F8L
)RR E B R R (B ap]) B A R B (B 31/33)
(4) =i - FF2EE (BEE - 3/34), BHILE (HE : 8/34) (4 F
FTFAERICOVWTHE LS A, L -> T, SWkEER
PHZIXERIRZ W I ER Td 0 R ER S EERIER 2RO
b, KvEETH D,

BRr¥F2Zl 7o —F ¥ — b

UEORE»L, blbidBr 2 7e —F v — F&/ERK L
72 (X 5), ZHIZ LV, Kagami-Ogata JiE € £ O & 1= 172 Wr 28 "] g T
» Db,
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CHA=(A+B)+ 2
(6th posterior ribs)

MWratio=alb

2017 %7 H

4. B RW Vv N B, BiAE OPE & LR RS

| KOS 142 A7 |
AFILIEEEHT (1G-DMR, MEG3-DMR)

DMR®D & AF )1k
KOS14- 21, BEFIIREROERE A

RAOOH TSI —H—8H

UPD(14)pat

X 5 #fzfrizlrre—F ¥ —Fh
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R FE B JE 51

Kagami- Ogata JEfRBE & Temple JiE fie BEJE IR &2 2 97 2 JiE 6l 23 He A7 4
HZ3MREZRTHD (K6), ZDFE%TIEL., IG-DMR, DLKI1, GTL2
a K 109 kb ORENFAEL, TOXREKIITIRICHKT S L X
K}DMRahﬂﬁhfﬁvvm&;ﬁF%mKagmuOgMaf%%ﬁfﬂm% AT
Hkd 2% & & IG-DMR Ok X F Lk & LB E O Temple JE B RE &
VW9 upd(14)mat BIEEE Z A <, Z O MAH) Kagami-Ogata JiF {5 Ff
upd(14)pat SER 1T, FFHE D IG-DMR XKk N A > 7V T 4 v 7 K
AL DORXMALZHE., ZOFE . RTL1 A FER) RTL1 antisense D
TfT BWT2200T7 VNGB TLILLOERT L (K5 )

CIHE TE 5,0 E O upd(14)mat JEIR 1T . R H kD IG-DMR

k%ﬁ{/7}/74/ﬁLﬁ%@%ﬁAyb/ap@LﬁWt
Bl DLKI O R KICRETE D,

Case 1(IlI-1), Case 2 (lll-2)
AWM - R
RTL 7iBFIEIR (4-5(8)

Case 1 (1)  Family A Case 2 (IIl-3) DLK1 RTL1

e

Case 10 (I-3), Case 9 (lI-2)
Bz ER
DLK13:IRiH5% (null)

_ Case2(lll-3) Case9(I-2)  Case 10 (1-3) Z/}// ////

DLkt GrLz Pat#

Pat

Matp

\

"~ T ’ idihdhinis ////
o [ Deleted g e
LA-PCR (‘j 0537(;5 ion LA-PCR
82,1866,20 (bp 82,295,389 (bp) Mat
J IG-DMR GTLZ RTL1as = MEGS8
MUV VW

6. Kagami-Ogata JiE fi Ff & Temple JEE HE A4 2 T OB F DN LFETLHH R,
a: B L upd(14)pat FEIR . JK 1T upd(14)mat FEIR &2 F 5 5 B &,
b:IG-DMR @ bisulfite sequencing, £IL A F 1k CpG, HILIE A TF

il CpG ZRt, &7 A4 IE 1Mo a—r &4, CGT I
MEG3-DMR TH V| A F VAL RN T 7 4 ~— L IE A F ik

RO T I7A4~v— %MW\ PCRIEREZRT,

: IG-DMR (Zx%f 9~ 5 FISH (JR72% IG-DMR, fFixz = > br—/),

@JL)?EJ:HE.:,, EaRTrma~ NI T A,
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Ji& A% fig A

COHEBDOA T T 4 T EAFIEIRBEML TEBE L TR
72, BMEZEZHW TR 217720, LR OB Z — 0 % (R
L7z, §7bb, BAREREOAAED IG-DMR KL EEEN A 7
Vo T 4T RAAL VORMEILICERT IR — 241052
&L B IV, Kagami-Ogata JE & FE AR FEF © RTL1 O 3 Bl & 28 ¥ & I
WML TWsZE, 26 QCICRERBFORBENRKRELS, MEBILEZH# 5
ZEErERWELE,

Bbbic

HHE, BTV T 0 7 RBORIKIB X OWFZE 0 S I
BLTWD, BIRIICIE., 20 - WBRETA RT A4 Z2ERT D729
DEBRESENAMBEINLD X D127 0 | Silver-Russell JERFED I A R
TA UMW ARI I, BUIE, BRI R RREREIK TEZR & O%KE TH
RoOEBESE I TS, £ LT, NRIEMEEERFCREE
RGN EOMBIEBOPICHEEZEL DA TV T 4 VIHRENE E
NHE 7o T, 4%, Kagami-Ogata JEEREZ 80 £ < O A
YTV T 4 THEBEORZE c JREOM ERWEFIN D,

[ Wk

Kagami-Ogata JEEREICB T 2R EW im LA T 5.,
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