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BEZEFEMREMNE B - PASORBSFOEROER{LHREE
(ERBIRITZEDEF) ) DEFIEERES

R —o T H—%FFL V= cytoplasmic body myopathy 2815
H-GEREEFOERICETLIME

HEFRE BA I
HKE AEREFRFEH HENE 203

HMRES

FALKZFZAFRNENC T 20 FLLERTL W 2R AR QW A ERAaFERERERE L 52
FNRF—DRERPH Y, SHRITEV K 20 L DOREEZEIN D,

Z DI A NTF L, SRR REFI B DA EREE . O cytoplasmic body &
T D E AR E ZE, OVE AMEICTRD 5 RICFHE B U | FHIRMRHENE < 4 — (Myofibrillar
Myopathy) OHIEICEEN D, ETHEDOHEN & HHET ODIT 5-10 F OB O ChE
WMARLIR>TLE I, FFIREHZEENCITS 2 & T ADL ZHERFT 5 Z & S CTEXEEKRM
WEERKEBRTHD,

Myofibrillar Myopathy DR [RiE {513 X O ORBEBIFAEE CEN ZF 0 & LTE O,
BMEZINTND, LOLBRORFRIINVTHORBAA L LK LRV, TIT, FHx
FAZRIZBW T, F-RBRREEFR L OTOBELMBIATS 2 & &2 BEICAFRICE
FEL,

I IE

HRFET GRALRFHREAFR)
SARTEE CRALRZEMRIENHY)
NEEEHE GRAL KRN

FIE 2 CGRAERZFHENR)
RINER GRALRF R
EaARI (B2 S EmBErrENR)
Frilze GRALKREEAIE S RER 55 5F)
P A B CRALKRZA MG REfI 1 53 BF)
FRURHISE GRACR AR Fa R 155 BF)
LT CGRACRZE MR A T 8 53 BF)
R GRAERZERIEFIEDE)
FAFETF GRALRFECFFEDE)
MEHE— GAEREEISF S )

A. WFEERY

FAL KRR ANT T 204EL BATX 0 2
BT T 2 FRAKEERER

K& & HBHREEDO I AT —DRERN
HY ., 5 HARITHED K 20 L OBEFBH TV

Do ZOIFNF—IX, REEEFHIERE
FHFRHEPI T SEHEE . MO cytoplasmic body
EREINh A EAK (R) 228, OEAKI
RO DRI H Y . BRI A3
— (Myofibrillar Myopathy) O&IEIZEEN
Do WEATHEDIHZEME & KT D729HIz 5-10
FEORIBOF TR R L > TLE S B,
FEREEZWYNTIT D Z & T ADL 2 H#ERF3 2
TENTEBROICEERKEBRTH A,

T

B mREes

HE# B TIFEsE. mGTRBT
FREBIZEEIHUMIEED

Z2RDTRORHIEDD,

FEROH AR (cytoplasmic body)
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Myofibrillar Myopathy O EEELEFE &
OFORBENIFAEE CENEZFLE LTH
OPBRHEINTVE (FR) . LrLiarb
AFZRIINTNOREA L b —H LR, £
T, BABEFAZRIZBWT, FiekRRE
T BLOZFOHELEATHIZ L2 BE
AKFFIZEF LT,

B. #WEFIE

RKEROFOREBE 54, IFBERE6HD
11 B IZOWTEEB TN ORIE 237, K
Ry =7z —2HNTET Y VD&
IFEF|Zf#HT L (exome sequence) TREFE
W@ LB R F R ORI To T2, E2.
42/ ) I SNP chip & W T BgHRITIZ Lo T
KRB G TN AR, Rt —7 =
P—DER LS LE W CTREEGF DR
EERABTND,

BB BED D OBRRIFERO G LT DNA
OBEBUZBE LTI Te b7/ A - BIBFRET
FFFEI BT A e St IZ9EV, AN RAL
KEEZEHOE b7/ AEBEB I UOMRESE
BRICHIREEFELRE L, ABEH TV D,

C. HrEfR

A > — 27 = % — (Applied Biosystens
# SOLiD % T® Illumina #t Genome Analyzer
Ix) 24P, exome sequence 1T 7-HiER.
#9300 OERBEHEHMAH/ LN, ZhbiT
DWTNER, A L7 b —F T AT THE
PBIEEZIT - TV 5,

D. B8
AFNZBIT D MM OBLRFAZ Y —=2 7
THHMOBGBTICEREZRHET I ENTED
DIX 30%BETH D & b, MFM DERRE
AR —TH Y | BRMICITERERGH O X b
07— REME I ANF— LTS
D, HLETHLRENIRERZEICH D, L
U725 b B RE R F DEVIC L 5 A 7 i)
FREMABRACEREREDEWVIALNE
RoTWeW, RFERIX, BEHOEERTOR
WAL LCTHB L TREOD S, EIRELLH
ERLEE T O v 7 Vo LHEESSGL
RVERe, TROEMGOHME TN OIS
H5H00, BIBITARRTHDNITHER RS
LB RICBERHY . BEROREERTF O
FREB L ITHALMCER D, ARRIZBWNT
MRM OF 7= 2R RBEFEZHLNITEHZ L
BTENE, BBMOSFLOBEEZED, F
B D 7 MOEEBFOMBENEBEOER
BREOMERICBND EEXLNEETH D,
F7-. TIRMEZ cytoplasmic body AU 3
RIEMGRBRH Y A b a7 4 —OJFEME
HICLEFEE LB EEZLTNS,

E. 5

WE, Wiy —7 = —nERKIZE
LR WESIERENT — & HAEERSIIC Y v
vy /4B L CERICER RS ERET
5 ENFREL 72 0 R REE T OBREDN
HRNTW D, AFERITEREEKENEEETE
KBHALDRRERTHY ., BFERIZHS
FEBH 5O TIEFI TOMBITARETH D Z




L, FHREREETRRE SN S THEME 1. FCHER
BEWEEIRIND, FYEMRAECE 7L
SFERR - fRERIE Y VX — & OILFFSE
WLV, BEICEEINCZHOBKRGER 2. F2%E
- MEBREORIARFRETH D b, # 7L
HBEFREAL N E 2o HEA IR, TR3EH
EEDEAMEECDIRBIIBUAERDAE  H. MAMEEDHEE - BERI
BIZOWTRREILTDZELARETH B, L. FFEF S
S b L TRER Y — s ==l & 7L
2 EERBERHEBR T ORIAHREIT> TWL,
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BTG BB AR S (EE - BAFORBSFOEROERFFEEE
(EBRBACRATZE D EF) ) DIEATFERE &

RAKFREEDHERIRADELFRENTICET SR

MESBE FE BE RLXFXZEREFZZRHRE B

MERES

ATEMRBIER (ART) OERIZED | ERMET ) 2TV 0T 4 VT RER
BORBEEEOHEMBHIRP THEE IN TS, ARTB, 7/ ATV T 4
VDT DR ORETFERET 2F (BRI, INERE. ZHRHIREE. &
FEMEER L) PERTH D EHEINTNDE, DEFITER 21 E£EELSE
BRFHRE (7 A 0T ) 0T 4 v 7 BEE S RBOERRILRICET 2 2H
ZMHBRERBFIER) TERETF /24007 DT 40 v 7 BREIE
Beckwith-Wiedemann JE%EE (BWS). Angelman JEM&#E (AS). Prader-Willi JEfE
B (PWS). Silver-Russell JEMRE (SRS). #rER—@EMEFERKE (TNDM) © 9 5,
SRS & BWS 28 ART & OBSENAVZ L2 HE Lz, . ZNEDERADH b,
ART HARIZBW T DNA A FMEDORFEZIFR 5 (=85 L2ER) OE
BINZVMEMIZH o7z, REEINOREREDOTES ) AERIZER L, £THE
BCE b 7Y > MEEERE L7z, KRIZC ARTICR D BE LA T U b
BEEOBEEXGIT, £2TOA TV > MEBDO A F A 7Y v FDLSF
B OWTIIT L, ZORFEDOANZ—URITEITo 70, TOfRER. ART HAKZ
LadRTiE, (A) ##oA 7)Y v MERORE (B) BT LIIFE DMR
DOEFIZEE (C) mATFNVLERAF VAL ZRFIRT (D) A FULEREOR
B, VA 78THD L0 FHEER LTz, EGERN D202, IERER M
IETERVDB, TROHDORERNS ARTIZ L VR LizA > 7V > M EFE (SRS
& BWS) OHAIE. ZELUED X FIALOHERHTRR R Z W EHRl s D, D
£V, ZRBUBOT v 2 (ISR, BHEIRERIER L) © BEIEZD,
FRABFRIEZ BN RN EEIN T, ZOBREEICKEER Y~ P —%
A, BREBETFORRBERRD,

MEHHE

P = RAERZERZEBRIEFRIIZER)
BT EE GRAERZERZREERIISERD)
B HWF GRAERZERFEREFRER)
TR EE CGRILRZERFBESRIIZEHR)

A BB

ATERMBIER (ART) OEBRIZKY ., BEDT / LA
PV T g v T BERBORBALEE OHEMN R T
ERSNTWS, ARTH, 7/ ATV T4 0
ST DR ORBTLBRIET IENRR TH D L HE
SNTNBLEDHTHD, ZRET ) LA TV T 4V
7 (GI) BEEIZIL, L TFTOERBNEE S, Beckwith —

Wiedemann JEERE (BWS) . Angelman fEMEEE (AS) .

Prader-Willi fE{#EE (PWS) | Silver-Russell FE{ERE (SRS) ,
AEEZ, 1) BEBREBEREEZAV., BrTE L
BRRIL OB Z B H NN 5, #FIZ. DNA A F /LI

EFERHL, BFEOHE, BE, BE2ZIT0TVWEELTE
BAEFET D, 2)ART REESA T ULER L ORBE
WCOWTEREZHEL, VA7 ERIZOWTIHMET 5%
ZEBET D,

B. iR AE

(1) REBOFEEAFIEA T 2 FOREH -
TRMYT ) DA T ) 0T 4 v T IRBE OB
HDHWZIMENS DNA 2L, BEA 7V v ME



{BFTEIRD A F AN 21T o 7c, THUTIE, DNA &5
%5 ¥ 7= Bisulphite PCR Sequence $£% fV ., IEREIZEHE
L, Eo, BRICOWTIE, SEEFREBEOTREICE
ETHE L7,
(2) Eba 2T MEEOBERIAENT -
TUATHREINTWEIETOA 7Y v MEERIES
FbHEIC, B b TV MEROBRREEITV, 22 fEIK
ZRIE L., PCR 7T A v—%g&kit LTz, ZDFEE, DNA %
Bregiek oL, &I ETo72, (1) TAFME
BE (meh ) 2ER) 2R UEFD S B, ART &3k
ART DIEFNZDWT, ZDORIEMT % A FALRE D3
H—r BT HEE BIC, SBEMICAFAEL T
Uy MREEIZOWTHNT LTz, $£72. TNENOEFE
12, URZERIZOWTHRE L,

(REEmA~DEE)
BERAEZHAVWAHE : ~NIUFEE (2P URTHK
F) | ERERAFZEICEY S mERfast (BAFRBE) ISRV,
KWPIE % E, WALRFEFMREZES LY., FES
2 ha—VOREESR, TREIAREDOERFITH->T
X, BERECHSICEE L, ThbbERE D
FERCHRSIIFRREGRES . EfA =y, £AFAH
ERAWTUTI)Z & &L, EREELZHIITE 21EHRITE
BROT —Z XR— R T 3BE L TR, £, ABFFE
IR0 DERREEER. MET —F . ARICET 3k
EREBEICB O TER SN LI VTR ERIEE
DEODNDF ¥ EX v MRE, T OREHRIEA
TR THRFETL L, EDORFEFETE,

#HiR 2 DNA ZEBER : 2 TOERIZHOWT, BETHAHR
AERB LM EROER LB TN D, BMFILER
TR X EROEFIME 5T [BETHEBRLENED
DRI & 2 EM DLARMEDTERICEE 3 5 1R
WCHEDS &, EBRIEEBIILEBHRZIToT5,

C. IR

AFMbA 7Y NORE () LER) EFIC
EFH L, INETOHRETIL, ART LBHET S A 7Y
> N EREEORERK S EFIC T EEROEE R )
HThD, £z, INETITPRE LTI bHEDE,
ART %320} 7-5RHEHEE (SRS 44, BWS: 14), HARRIE
DE#E (SRS:10 4, BWS:6 4) 12O\ THENT LT,

(1) ERAFNES LTI Y FHMEEBORE :

b MEF, MK DNA 2T, &2 TDOAFMbA 7
U v MEEERIE LTz, F72, DNA %80 % & t¢ Bisulphite
PCR Sequence (DSR2 1T > 72,0

(2) REBEDAVTY 2 MERFD DNA A FILik
DFEHT & ART & OREE :
DNA £%1 % & ¢ Bisulphite PCR Sequence {5% FW T, &
FAFNALA 7Y v FEIRD DNA A FAALDFENT %
EEFEIZATV, AFIMMERE D NRE — 220 THHr L,
FRIEBRFEZHERI L, S, A7) U FERITRVE
BIZBI L T, 2 FEIiC DV T b RO fENT 51T o 72, SRS
DA ART IHREZZ T2 BE T, 6 flH 5 Flickn
T, BEDOA 7Y MERTRE 2RO, ZhbD
FEGIEAR], 75 L IiFA DMR O 52 %58
7o Eie, R—ERIT, @A FMEEBERAF U LERL,
EFOREL, BB TR, VA 78ERTE
DRI A BTz, BWS X161 L2 ART & ORERFIIAR
Hrisk7gino 7223, SRS DHFA L RROHEMA R bz
(& 1),

—J7. FE ART BEIZIV Tk, SRS Tik 1 0+ 34,
BWS Tid 6 #ldo3 2 1 Gl EEEIERIC A FAALRE
BT LDV LT,

D. Z8
INETOREMEY ) bA VTV T 4 VT BREREIC
BT 5 DNA A FNMALDFEHTIZ L Y . ART & OREEAR
ENFeA 7Y v MR, SRS £ BWS T, WTh
H DNA A FULDRFEZRR ETD (2] ) LER)
DIEFIAZ <, ART HAERIZBWTH =T ) AERD
SEBIR S\ MERNZ D > T, T DA FNALEFEH ART HA
RoBGE, EOXs>nFlEERRE LTREZ >TW
LD, OEVRERFHERFEL, £0OU R EREZR
ET 2FEERAI, TOFRR. ART HAERDOR#E LT
i, (1) BEEBRLSOEH DA 7)) v MERTRYE
ERO (2) R—ERFT, FFE L5 DMR O
FCRFEERDIZ (3) FE—EFT, @AFALEEA
FIULERTERNEZ D (4) AFLREOREIL,
SEAR TR B A 7 BERTEANZL R bz,
FEGIE D DI To s, ERERFHMEIZTERWA, Zhb
DFERDD, ARTICEOVRIELTeA 7Y & FEFIED
BEIL. SRELUBED A FNALOHERHZRE 2 & 2 L
End, £, ATV v MVBIEF TR, £2<FE%



A.SRS

SEP  FEEA

AFIALEE

1 IVE-ET

2 IVF-ET

H19 Hypomethylated
{mosaic)
H19 Hypomethylated
{mosaic)
H19 Hypomethylated

PEG1 Hypermethylated

PEG1 Hypermethylated

PEG10 Hypermethylated
(mosaic)

GRB10 Hypermethylated

ZNF597 Hypomethylated

ZNF331 Hypomethylated

3 IVE-ET K .
{mosaic) (mosaic)
4 IVF-ET H19 Hypomethylated ~ GRB10 Hypermethylated
} t
5 (vegr 19Hypomethylated ooce e methylated
{mosaic)
6 - H19 Hypomethylated
7 H19 Hypomethylated  ZNF597 Hypermethylated
(mosaic) {mosaic) {mosaic)
8 - H19 Hypomethylated
9 ) H19 Hypomethylated
{mosaic)
10 H19 Hypomethylated
1 o
1 . 19 Hypomethylated ooy e methylated
{mosaic)
12 - H19 Hypomethylated
13 H19 Hypomethylated o\ 1c08 Hypomethylated
{mosaic)
14 - H19 Hypomethylated
15 - H19 Hypomethylated
B.BWS
fEG  IEAR AFILERE

ICSI  LIT1 Hypomethylated ZDBF2 Hypermethylated

PEG1 Hypermethylated

NESPAS Hypomethylated (mosaic)

1

2 - LIT1 Hypomethylated
3 - LIT1 Hypomethylated
4 - LIT1 Hypomethylated
5 LIT1 Hypomethylated
6

7

LIT1 Hypomethylated ~ ZDBF2 Hypormethylated

(mosaic)
- LIT1 Hypomethylated

ZNF331 Hypomethylated

=1
ZTTVRY, ZOZEnb, 7 LA2ETIIREELS
FF ATV MEBEFHREDCBRET, 17V b
B FEEIIRE L Z T OTWVENTRR I N,

E. #&&

ARTIZE WV RIE LTcA 7V v MEREEDS TR
DWTEEDONZ — BT, RO F—
BEOIL, ARTIZEVRIELA V7Y v NEEEDS
BlE. ZRLUBED 2 FNALDOHERRCRE A & 5 & #EH X
N5, 2F0, ZHLUBOT kv R (ZHEIIRE, B
R &) CEBRERDbRINIERLRVWEEZ LN
B, L, EGERDRWED, ERE2FHMIIZTE 2
W, SR HEFIOIWENKETH B, £z, 5%,
TS DRE R RTIEGORIEMET OMH. REAH
Bl OB TF IR, FFIZ non-coding RNA DEREIZEE LT
I FETHD, TDTD, KRR A FALRRNT & detibft
V=7 TP XA BB TESIEFIRET DEETH D,

F. BEGRIEH
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VY NBREIEDEAIL. TRELUED X FALOHER
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BEAEGEBHEN RS @R - PASOERBYFOEROERLIFREE

(ERBIRITZED EF) )

Sy IR EER &

RER =T —Z RV BRI BE D FH

MESEE &

MREE

FX BIEXREXFEREFERAER/NERES

2% &R

PSRV R BR R R, BRI IR B 2RI CRITS A B R B T, B R £
PETL, ZALBENT BV BEICRDER THD, BENERLEELL TWAEEXLND

N, BEELGFORIEITEAL TV, FEFDLITIMFEE] TH DA,

SR BIFES

%o A E] FEVEHEFEME R BRIEE R OSHRFERE RHL, TOEEELTFOREZ RIS
— Y —E ey ) — MR U RS R, RBE ORIIFEL., FERBEIIIEFEEL
TRWERTTI BB OB 2 L DO% 16 FEER L, BRIEESRE T/ T3,

mRBAE
RERIE & GRALKRZERF BT/

SIMEL R CRALR R/ NR

RS BT )
TRREFEF)

A BAREM

TR T R ER IR 1T, BRI IR B 2RO
P CRBSN2BHREEAT, BHETSSEITL, 21X
BB LE R DR THD, BEMERLESLT
WBHEE 2 HNAD BEEETORIEITEA TR,
FEBIDZITMBEBITHD, Bl K RBIDFET S,
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