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HRER
FFRWT ) 2A TV T 47 (Gl) BEEITBREOREEEL R L, BRI
BTN OSBRI L 0 REINENSLE L R B — AN\, ERORERE. S Y
FERCZT DRIBTHRICELY | ZORIERCEEEIIR 2, REFERTHE L 25
Do £Y. SHERIER ERARL NERL BEOFEERRE SO OLEREST
o7z, FEIRHEEHAEC158D 5 b, 1602MERH SEDEERH Y (HHIEERS63%) .
HEEREULIBIBATH o7 (BWSHR216 A, ASH3415 A, PWSA992 A, SRS7A3161 A, TNDM
D340), HEEAZIBWSHIM44 N, ASHY949 A, PWSA2070 A, SRSZ3326 A, TNDM7367
ANEEZ bz, BRBOEHHMEB TIL. ASLUMNOMEER T, IHERIMEMIZH 5 = &2
TR EFL, FEHIBWS, SRSIFEGLS~10ERICAR LTV AERNL S, —F5. AFbes
B (ART) DERIZEY . T SREOFAEEOBIMA R CER ShTna, &
WEOBEID 1 DVE, 7 bA VT Y T 4 v 7 BETEDFASEEE ORI & ART & OESE S
HLMNTT2F THD, FEREORER. 172K & HPWS, BWS, AS. SRSOEEDZFH,
Th15%, 86%. 1.6%. IS%BNEEREZT TNV B Lz, £/, FOIFE A
EDEFNIASNSERE (IVF) &2\ IEEHEHE (CSD 1285 b DT, I TAEE DIVEHCSI
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ZH, FERBGETFO AT O 4TI o 1, BIEE T, 154 Ot 24720, 20
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RETD (EER) OEFHRZVERICH T, BAITETOE M V7Y o MESEE
FEL, ARTIC LV RIE LA V7Y v NEFIEDBFICOWT, 25850 A FUbA 7Y
¥ OSBRI L BE ONRY — U i 24T o 70, FOFEE, ARTHIA IR Tl
(1) BE—ERIT, oA 7Y v MEEORE (2) F—EFT. B L IF7RIDMR
DWEIFIZERE (3) FHEFIT, BATFMELEATFUEETRT (4) AFIULRE DR
13, VA T RIORHEE TR LTz, B2 0, TERERSHIIT TE A2V, “ b o



FERDD, ARTIZEVFIELToA 7Y  FEFIE (SRSEBWS) DAL, SRELED A
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KM ) DA TV T 4 T RE
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Angelman SEf&#E (AS). Prader-Willi fEfRRE

(PWS). Silver-Russell iEfERE (SRS). #FA

IR—EMERERS (TNDM) 13, W bRt
B 2 —EH 0 N2 1 N CIRREICR 2R R
EEZBNTWS, TORBOFRIEHT &
LT, BfEERO A HtERE, B2, B5E,
A FIACRFE DS STV 5 23 RE AR
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BRI 7 BRE L 2 BERINZ VR B L
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BT IL, ITEOETEHBIER (ART)
DERFEREIZEY, A7) MNROBWE
AR CHIIN L T A R Tdh H(Hansen. N
Engl J Med. 2002 fitt), KED 5 5 AFHEDORE
FIAETIE, K6 (—AREH : 0.76%, ART
HAIR ; 41%) &&< (DeBam. Am J Hum
Genet. 2003) 1T & A K3 DNA A F/ULRET
HBEWEINTND, ZIUTHE, ART 23,
ATV T 4 T HRESLT DR OB E T
FRIETHAERRRTH S LHBRIN TN D,
LosL, BAETI, TOEBIEALI T
20, Db, BRMEOEERIC LY, 4
#% b ART BE OIS RIAENE 720, A v
7Y v MR E OBSEMT, RittRS0KE
EREE LTRSS NETH S,

AR TIL. 1) EE R 2 —XEENTE
EEMRR AT E MR OER - NEREOWHIT
2, EEREOERFERESI TV, 17V b

JROFEAERE, ARG, TRREROTREETS,
I bz, RBONE L BEETFRMETV., BIE
BFr & BRI T DB T O EITY., 2)
ART {RIIERC A F/ALRF & OBREIZOVWTE
AL, U AZBERIZOWTHHET 2545
ELSPs N

INHOFHmMIESE, BRROBIFIIL, &
RRBOBEIFIEDOIER & e, TRICBET21F
WMOREEIT S, T, 85 A F VLR A
T b E BT ORS R AR RE kD
(KHZHEET 5, & BITIREIEET L ARTIBRD
RELZTY,
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AR, SREEEHET OO D% 1 G
T, BREFBEETEOT DO 2 IRFTE
W CEE LT,

1) FRESKIERMERR - RS J O

EFRBEO/NRRR LUER AR 2R & LT,
REHB — Rl DBl, RS ClERI]
b U7z B VB X AR 2 5 L
7o DFBEO YU 2 M REFBEER 2007 - 2008
R &, KRBT TEREEEL & 2007 -
2008) ZfEM LTz, 2R - [ Z L OxtgRid -
TR - HhHERA R 1 TR LT, BEDVERT
£ 5 L PHRINAEELEEEL Y (UL
T MRRR) 2o\ TiaBlnE & L., 2368
BE2I{T-oT=,



2) FRELE

AR SR T T o 77, 2009 45 8 B I7{kE
WK - OMTELYE - SAEE A IBRHTET L, R
BER GFrRBLUESR) oL idE Lz,
HIFR (2009 429 A 10 B) % TITED D>
RRRHTIZ20094E9 AR BICBEKIER{T-
oo BI1KRET MBERL) LHESh-2
FRNTIHLRE R L, TBREHY ) LHESh
TCROFRFHNTITRIR - WEMEL L BT 2 R
AR (BEEAR) RS L,

3) f#HT :
T—Z O HT=0 ., (1) TSR] @
BIESERR. Q) HERrOsi4 L5 1 KT
HREODERA PR DS, STERORIR
Az, () 52 WIERER: VI BERK
FTIEDEER Do T/, FTEROT—X
2. 3 DONEEITo 7z,

(2] REBEBDAFIULL 2T o ORI
1) RREASEFOHRGE -
B2 UGRET, BaTRTO HEHY ) LB
ST, FIRFAEL LT, ke,
DA ERER, B AL HIdE LT,
N ZRBBAE & P L,

2) BIEAFIMEA T v SOfFHT
FERME ) DA TV T 4 v TR OIERS
JEHIREA D DNA 2L, BfEA 7V >k
BALTF RO A F RN EAT > 72, ZHUTI,
DNA 2%1% & 7= Bisulphite PCR Sequence %
FAVN, IERECEHIE Uz, F7z, FERICOWTIL,
EEFRE D TR I T B T LT,

3) ATV k2 2 FEIRONERERAT -

TURATHEINTNBZLTOA 7Y ME
WIERE D LIZ, B M T Y v MERORE
2TV 2 SR EFE L, PCR 7'I A v—%5%
Rt L7z, ZOBR, DNA 2RIZ2ETe k5L, &
R AT o7z, ) TAFIULRE (=%
H) ZRLUTIERID 5 B, ART EIE ART DfE

BRZDONT, ZOFERTE A FIULRE DS
= RHT 2R HIOIZ, 2 248 (M

KT VNADAFALES - FEFE DMR 3,
HRT LD A F/ALHERR : SFFRIDMR 1 9)
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2315 LI ERMICRIE LV, —F, F8IE 10
FEARFORES S 4 &2 TV, SRSIZRW
TDSEILLOFERIH 1995 FELUBRIZFAE LTV
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TNDM (238 NT 25%DIEFI KITRENTRD B
Niz, LA L, 13&AEBISEMEE 7, AS
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S IINHERE 5 J7203E 5D FieZiT
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I~V =T (44.1%) fE~V=T (32.9%)F-H
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B.AS:

(1) 25 « FEHETR CI3, SrssEEE %
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WL, FARL TR 13D o T,
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(1) 25 - BRI, FEEET. K
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B EGEDON, Q) R T, 4LAJJ/%
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FLERRO b, B) AUFECIE. FEERGITHE
DAL, FERRD 17.6%5580 bz,
D.SRS:

(1) &F - BEF R o, B RIXTENI
T FASERFR, BEREE AR OB TH

DTz, FERRSEEIEDS YD 72V D R
Thb, Q) FFHER TR HEREEZES
W=ATROERIL, [ FIELI THRUOAROE
EbEholz, B) AUHETE. (KEOOF
FERH LN, FHEIFSIZEEL edoT,
E.TNDM:

(1) &F FBEFTR O, AEE ORI
%<, FEHREBEBECRE LA LD, Bk,
MEH-OERI R beh -7z, Q) RFPER T,
EEENALIL, BWS & OEFINKETHD, 3)
AUFETIL. BEEENSS LI,

= 9N E O ER R Y, BWS i 8 #

(11.4%) \/NRERFERD b, PWS, SRS 12
H 1RO bz,

10 [ZRBBOBWITEE R T, FRBOR
W EEARABIRICIN X . Hefafkds U DNA R
é*cﬁoﬂ%%u iX 3.8%~4.7%T. PWS &

RS (I LR e otz, Rl O,
DNA iﬁﬁ%ﬁo TORWEISTE 6~80% T, 4
IZ BWS TSR ThoTz, £, BIETF2W



DFTLETIERMAIT 37%~70%. FHEAI 12%
~50%cA b, (32)

RINZZIE TR =705 & Bolr 1 LB/ D
SRR AT, [HEE) ANEEss 5T
VW, FECHIE BWS (22 4 itz

RIATBAHED B F AT RREENE & N BeE s
A I

[2] BEEBEEDAFIULL T o FOREHT

1) Yo7 -

AFIEA 7Y v NORF (ZeBR)
WEH Lz, 2 E TOHRETIL, ART LB
T4 7Y v NEEEORERRAERRIC
TEEROEENEVISTHS, £-. Zh
E TR L=V 7L, BB (EEEXR) .
TTEIR (EER) bAE, ART 23177
PRBBEFE (SRS:S 4. BWS: 14), HERRFED
B (SRS:10 &, BWS:6 £) (22U THEATL
77

2) FHRBEDA TV v NBETD

DNA A F/UALDREHT & ART & ORSE

22 FEHIRD A F A 7Y v N OfENTE . DNA
271 % & ¢ ¢ Bisulphite PCR Sequence 5% FiV YT,

EREZITV, AFIAUBEBE D/ Y — NN T
ST L. FERTEHERI L=, £/, A7V

VN ERATRVEIRICBI LT, 2 S oW T
bR HAT o 72,

SRS D&, ART 1R == T - BETIL. 64
H5BIZRWT, DA 7Y v MERTE
HaRbie, TNOOEFIIEH], FRIL IR
T DMR OFIZBE ERD-, £z, Fl—
FEFITC, MAFULEEAFUEERL, 72
FOREL, TRHTIRL ., BPA 28ER
TEIFBIC AN,

BWS 3161 L7> ART & OSEFIIARYTHISE 25>
DT2AN SRS DEFFE & [FEROEMN R 5Tz (&
13),

—7J7. 9 ART BBV TIE, SRS T 1 04
F1 341, BWS Tid 6 filH3o9s 1 il 1k
WA FIACERF 2R g2 & HSHBE Lz,

3) ERERIEIRODLES -

AFIAUIRRTEAT > T EFNT-OVN T, ART BEL
I ART BETEEHRIERIZ OV TR LT,
TOREFIL. B ET B DR 1208,
FRAT2AT o QR EFI 2 R TOHT L2358
ART JEGI CIIRBEII S D) DB
SRR N (R 14),

D. #%&

(1) ARTVRIRE OBRE : 1 7Y v ME(EF
DDNA A F/UUE, == RTF 1 v I IE
ffi& UTEALEZIToT MR H 0 | SRk
BREBIZIR ST, /NREIOME S, {TEIE B0,
ATEEIERR EORMNEBRBRORRIZ b 725
BT, FEEED WD, BEHEBTFERMERITS
ART/INHEEEICE K BELE b2 528,
A TV v MHER - HERF S B B OBME T
EERET D120, Z OB OWTIRE ST
VW5, BWS X° AS ZDSERIERBORIEHEE
DML TS & OWMEDHEL Z BB,
AEIOIHT UTFEFIEIT 2 E TORERF T
13 b2< . PWS OHEIHATIZILHTT
D, THOEREBIEIMEAZAY ., ART 14
WL EET 2EIVRB NS, DL, BEL
DHEEENC LY, 41 ART BE ORI
FIAENDT=0, A 7V v Ni & ORSEMET,
RS OREEFRE L U CREROEET
Hb,

FHRA TGRS 2T 20885 - Fox 1 hE
T AT T 4 T BB LT~ DNA
AFIUUITS AT LD LT, ATV T
JBE DI TEHE IS5 PCR-Luminex %5
ZRTEBTRA TR AT DEBRSE LTV
Do FACRFL YV BsfrHHE (B - ).
PCR-Luminex ¥ 37— A MU —%FIFHL
TewA 7 B E—RT LA T CHIHEV IRy
7 ZEERVTEEITC I E T, —HRER
FRHIRTREZR Z &5 SNP WS IRR ST
7%



ZOEATEHAV, RETIZASA AT 74 b
(BS:HERTA/KIRE) WHECHEEEWR LI-IEA TV
b AFIULT LIVERRIL, EE(EA1TH, BS
IZDNA DIEAFIUE CpG EMIIE TpG (ZEHEL .
FEAF UL CpG EIE CpG DEFEB L2
ZISALIEFETH D, BIROBHIGHT 51
DOIZEE, i - G - (S0 d e
AT BOREEOVSRHEN TR S, ANEIFT
&b,

) ART [ZXIVFIELT=A 7Y v NEFSE

DL THEFEDRFR
e LTk, (1) BRI OEERDA
7'V v MERTCREEERD (2) F—EFIT,
B L PR DMR O FIZBE 28D

(3) FERIT, BAFMUELLIEATFIULE
RIEFIDE (4) AFIHLEFORE,
ARG L, YA ZBERT, SEREDS
DIpe D, IERERFHIIETE RV, Zhb
OFERD B, ARTIZEVRIELT=A 7Y B
BHESEOHETL, SRELBED A FIALOMERRZ
FIRN S5 LRI S LB,
Tz, ATV MNBEETFTIE, 2<KEEY
ZIF TR, ZOZEND, 7 ABETIX
BT, A7) v MBI FRADESR
T, A7) v MBIRTERIIEELZTOT
WEDSNR ST,

(B) ART IZEWRELT=A 7V > FNEFIE

DEFHRIELL
ART BELJE ART BT, BRRERICRER A
BEIHA LN oTz, UL, DA 7
UV MERTAFULEERLDILOEND,
BRI R BN THREND, F,
Bolt ART HAEIRC SRS X° BWS (ZHE{LIT 2%
B, 2B L EERORE RS HILS,
TN BT, 2 E THEIT S TOZRVD,
Fox BRITE LTz 2 2 FEI OV THRIT A 38
BhHBEEZD,

@) U AZERZOWT
ART HERDA 7Y v REFEIZOWT, 72
FERRSH TR, L L, 2 E TOREED
b NHEBREORET OFF. 1) 8T
LU, ZHUEOT o R (ISR,
BHEERE &) ITEBE R DT e 672
WeEZ bbb, iz, BERBHIZTES ) A
DHEFFICRZE S BB O L E X b s,
WTIUZ LT, 4%k L CeE=F U 7%
ITOVERDD EEZD,

(5) FHRA FALBEIEDRRSE

ERPRERS CRIRERTRE R, A AN—T"» RR
OF#A Bisulphite PCR A F/ULERHIES AT
2 (PCR-Luminex {£) DR FE 21T » 1=,
PCR-Luminex #5137 @ —4A b X b Y —%F|H
Liz=A 7 B —A7 LA B cHHEIL 2
Ay 7 AERRAWEERTCTH D, THETIT,
— LW IR FTRE /2 Z & 25 SNP RS
SN T&E T, TRV, AETI
NAYPIT 74 b BSHERHBYKEER) OHET
HEER LI IEAFIULE AF LT LV E R
L. EELEITH, BS IZDNA OFEAF /UL
CpG HIIE TpG (ZEHL L, FEA F /UL CpG &
PIE CpG DEFBHL 72\, /18 22 Rl
THASFIRE & 72 1) | 96 FRAKDBIEANKI 1 W] & 4
e CUUERTRE CTh D, ZIERR < HEIE R e/
FA = —OFEHL. BB LTS,

6) SHBDBLEIZONT

B TRRNT & 8L & OBSENE | BEMRROE
{CF2ETEITV . BERT L 8% 3T 5 s
F O 21TV, B TE & BRRE O RSE 4B
HMNNCTBUENRD D, £ OFERZEITHIRA
FNAUFERT S AT A OFEE L W FIEZ ek
THUENRH B,

ART JA5R & OBSEM: : ART JRFRIEC A FIV
{LEE & OREIZOWTEREZHYEL, U 27
BRI OWTRHIET 2 LE R H D,

F DFER % B ER OB AN OB T2
W & SRR OB E S\ T e —F p — b



2T %, ETB T & BERE DR RERCESE
BE & DORBEMEIZ OWTHAGNC L BFIZ IV R
WERR & 77 O IRRFRERLAIPEIZETT %
ERERIT 2, ART &4 27V o MNROBRE
e, FUTES Y R EROBEIL. S%0
ART B DM B8R Y | S s s
FITIN X, ROBRRRRIC R L 22 5 B
BEREERRR L U, B - KR AR i &
RHEMHSINTHERITRE L,

FIMFERE TR, REO TS, Bk
WS CE BHRA F IS 2T A (B
PR ZERA L. BT SRtfiT e
175, BELRBUERIL. SBERRA VT
U ¥ N DS FHREE ORFEDOMRIA, 7235
BEHNOBIF IR 2, R A F/UETT
BERH L, A F/EBEOR5S% THRRT
X BRREME 08 B,

AT T, 1BHRRE BTV D 2 EiE
CRBHZ, TBOL T Y v PSR
GBI D | REIC RARD 2 Hh sk
DU ARG 5, BALRE I YR Y
CIUTEENCE Y A TR Y . AEOFEH—E~D
ZIMCBRL, BEFRIC, ELVER AL
L. 20 bINIT 5 Z L7 B2 FE T
DEREEERET 5 Z & 2T 5, BRI
BELEIMNZ I-IEEOEM L L LB v ot
T —DMNMBRITERBOICH L, FETX
BOITEROER Y $A S BB 5,

(7) WIEENB OB ONT

72— h ol : mEEESOREE 26|
O TUTR o7, PRI FREEZBACIHE
EHERE D IZHEATZ,

BTN | BT Th TV E
BUHSE LT, HYE - IR 2R
RTRICETAHEREHLE 254454) LTV
%o BOROHETHHRENE, BT
i BRCSEEDRH Y | ITIIIREIEIE S
720,

fODBTFERE & DT « —EE RSB T2 %
b, EBIA 7Y v NERERBIZRS T,

KFIZ ART YRR & DRBEIC DUV TE < S
NTENE, & BITER IR R2ET b b
LTINS,

E. &%

SELHRRILFTIEIC LV . ART & OEhEN
RSN A 7Y o NEEREL, SRS & BWS
THHEMNHEA L, Wi DNA 2 F Ul
DEFEZFE L5 (TR OEHI%< |
ART HARIZBWT b= EEERDEFNZ S
Az o7z, ARTIZEVRIELIZA T Y o

NEESEDODTFHREIC OWTRE DA —1 4y

WraATolz, TORR. (1) B 7V v
MEEORE (2) F—EFT, BRI
B DMR OFEFIZER (3) F—EFIT, &2
FIMEEARATFIULERT (4) AFILERE
OREEVE, YA 7 BIOREE R LT, SRR
DOIRNT D, IERERFHIII TE 20, Zh
DOFERNG, ARTIZEVIIELIA 7Y v
NREREDOHEIL, ZRELED 2 FIUbOHER:
WHED DD EHERIS N, OEY ., TR
DT (CHEIHEE, EREINRERY)
BEEIDRTUIR BN EZ NS, L
2L, BRERICREN A BTSN
o7z, S1%IX. ART BERICREMTHOWT,
= Y TR R B, BRI,
HRRBRS CRITERTRE & 72 B oW B OBF N R
RUNETHD EEZ B,

F. BIRHER
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