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Oct motif variants in Beckwith-Wiedemann syndrome patients disrupt maintenance
of the hypomethylated state of the H79/IGF2 imprinting control region
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)2 FRIEISEELDIE A FILIEIKREHE I BEZ IHIT 5)

H19/ Igf2A 7Y v NBIEFHEETIL, HIGBEF EICAHIET D4 7V o Ml
18 (ICR) THE/2 ZDNAA FIALIREER TR S TEB Y | [gfAXICRI @ A FALIREETH 5
RIGTT VIINHERE S HL, HIGZICRBMEA FIALIRIETH 2/ 57 LA BERG ST
%, B MR~ U ADIAMBIZIBNT, KRBT LV TR 5 ICR A F/URIRRBIZ LT
AEBEC D & HI9E IGFZBIG T DHRE N T ARG D, B N TiE, 57 LIVICRIC
A U= 5 A F oAbk, SeRPEIBAEIE © & 2 Beckwi th-WiedemanniE HE (BWS) F&E D JF
K& DR ENAHE STV D

FEATIFSE T, = 7 ADICRNICAFAET D Ha B[R 1-Sox2, Oct3/4fEAHLS (SO motif) 3,
FAHACAIRIZ 33N TICRD JSIIZ A U HDNAE A FARIC LB R B S ThH D . FTo~ T A
RIZB W TRFICRIE A FOALIRRE DHERFIC MBS TH D Z E R LM E T
%o SO motifERODOBEINIFERM TIRAEZS N TE Y . B FDOICRHIZIE2-DDS0X2HE Grmot 1 F4R
Fe&1 (S, S2) &3-5DOCT3/4fEEHIA (r0, 01, 02) THERK S 417250 motifARELH2NFAES
% (hD1),

WA, REHFICRDE A FAALRE 2 £F 5 BISEEIZHB W T, r0, OINICHEBO—HEIEAY
T2 R BET TW BRI ERE Sz, hDIR~ 7 ADSO motif & [FARIZICRO ML A FuAki
VERFEFITHIUEL, [CROE A F ARG L, N U 7 N 23DNAMK A F IR BEME R
ZRLE LA U RN H D, 25 OBIEME B L CITRMEIATH - 7,
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EIHITHER (a v o AER) 2N Z 7-DNAKT T & 10, O1ZBWSHEE S AH Sz
AU T 2 MTEHL L 7ZDNAKT A (K1250bp) &2 IV TIT o 72, 260bpDWTH &2 7T XA X NITHH
A%, Hpall A FNUACEERIZ LD A FAVALEL LT, PISARIZE A L7, 3HZICEILL
27T AI ROAFMEREEOE X, PV T vy T 4 v 7 EERAWT#NT L7z, ICR
JEIR D A F MLIRFEDOHIENC 2 83U 7 > b OFBEOMNTIZIZ, 0, 01ZBWSHEEZ DX



U7 MCERE LIZICRET T (]2 kb) Z W THT 72, 2 kbW %277 2 3 RICHiA
#%. Hpall A FNMALEEFRIZ L W A FUALALER L CP1OAIAE PN D B — D Ye o (R G (ROSA26 /)
(R Z BN LT, 20BRIZICIENN L7277/ ANICRD A FAARIRRED ZE{kIL, DNAX T /L
{bI&sz VEBE R 2 K D YIWit4 12 PCRIE CICREBAL & HEE X 2 2 J51% (MSRE-PCR{E) & /3 A Y17
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7o, BUSEFIZEBWT AU 7V R ER SN TNDH01D 3 ot o RER G LA T VL
EILEOBF B RS Z R LTz, —HTRY 72 BRI LTV RS, S2R020 2k
VY AER T, PA T IACTEEIEME OIS RE Th o2, & HIZr0, 0IND/ANY 7
NiE, ROSA26FNLIZ AL 2 3 A S U7 ICROJAFFHIZAE U D DNA it 2 T LAk 2 4] L G
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