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CTCF deletion syndrome: clinical features and epigenetic

delineation

(CTCF Bfn - RKZi8D 1= 2 R ORI E L OBEFE)
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[#% 5] CTCF(CCCTC-binding factor; MIM 604167) {511 16q22.1 (24L& L. 11 fE D zinc
finger KA A V% b OWEGRE %2 a— KL TW5, CTCF 137/ AU A RIZAFET D A F AbiK
ZUAREBENLICHES L, BEIEEHIH, A v AL —var, A7V T 07 X YRR
At (XCD 72 E DRk 4 7efilfll 21T 5, ZHVE TIS, Bix RRREOMMEE, /NEE, RERE
ET5ROKFKE LT CTCF ZAHE3 4 fl#E ST 5 (mental retardation, autosomal
dominant 21; MRD21; MIM  615502), 4 fIOZERONFRIZT L—Lv 7 FMEE2H], I Ak
AEE P, CTCFEIE T ZETWHIRE1FITH D, CTCFREIET DT v RERFHREE
SIS T EBEILNTNDD, RBZRRNE, AW TIL CTCF BIG 1K KDIFRREE I 5 )
W2 572012 CTCF BT 52 &0 KR ZRIE LT 1 2 Bl BRI R L OMBEFIICHRE L,

[5iE] AFFERtBE~ A 7 a7 LA Qetalkid, FISH T CTCF @I F A2 G Te REEFE Lz
w26 TH 5, XCI DREEZFERT 720, 37 (XIST ATRX, UTX) RNA-FISH K UVT
K 7 S FIKBL T 21T > 72, 3 5 RNA-FISH (X EB 7 A /LA THINL L72 U >/ SFEERER
B % A CHEAT LTz, 29 DA 7' ) T o JHEIBD A F/UbRiEZ~ b v 7 ZASZHE L —
W — A A AETRATIR RV 20413 (MALDI-TOF MS) {EK OVSA 1 o—74r o AL TEAT
Lice 7/ LUA ROZE Y =T 7 AR 251 5 7212 HumanMethylation450
BeadChip (illumina) % T DNA 2 F/UALT L A fi#fT 1T ->7-, 48 HLL LD CpG VA + %
gt L. CTCF &AL b OMREIC IS E 3 BEIC T That L7z,

[FER] 2 5 & RBEZR < g, AR R, RE, EEITEF#HENTH o=, 2EFI L HE
BT 2R LR X v RErhEB R, RREE AR O, Rl 46 XX Th -
Too A7 BT LA YERMRAIZ T 16q22.1 FAIKIC CTCF&EE 7% 5T 1.1Mb GEF] 1) LW
1.6Mb GEHF] 2) OREERBDT-, XCI =T 55:45 GERI 1), 51:49 (GiER 2) Th-o7-, 3@
RNA-FISH % v 7= XCI /S &2 — UM Cld, XIST D7 LIVREBITRD T, H L R 4
— NIRRT, ATV T 4 v TR D 2 FOULENTCiE MALDI-TOF MS 7512 CHE
1 ® MEST. GNASXL, JEf] 2 © IGF2DMR2 |25 A F LT HIVIZIN, /A 1 i—hr A
ETIEAF LD BFIIZBO RN oT2, 77 5T A K DNA A F /LT LA f#fric ¢ CTCF fé
AL CpG H A~ THRIEICHE A F /UL 23857, CTCF fEAMAICALE L, 2 EF L b
AF bR LT CpG A NE 299 AT~ 72, Bin 42 b v U —frCld. R 7e H5E
IR SN o7z, 299 FTD CpG Y1 b D 5B PRKCZ & FGFR2 3 iiAh#E B HE AR 1 C
HoT,

[B42] SRR 21T o7z 2 JEBNTE EO@E LB L2 frE a7z, CTCF o7 A4l
NIRRT 2 R & DM LTIEBRRE 2R T & B b, RETFA AR > THTHEE
Bz~ 2 LD CTCF N EHEARRIVRERN T TH D 2 L Rk S viz, AERNE CTCF
TRARBOBRERETIVICRD LEXBND, CTCFELFRKEIT XCLIZIER Th o7z, CTCF
DB T DR KT, Xist DG 228 b SEDBMEIZE L R2WAREEDR H 5, CTCFEIx
FRIBITIEA TV T 4 TBIGTFOIFRE~DREHIIEE TH - 7228, CTCF fis GHEBALIC
7 BT A RITm A TFIER 2R DTz, FROFE R~ 7 2 Ofifik 2 W72 f7E TREN T



W5, 78684 7> AT D CTCF f5 & HL CpG VA R D 5 5 299 /A DI A F Ak 2388 7=, CTCF
FEATNALDIZEAD—H DI T H,CTCF 7 v 423 CTCF fa LI A F AL 2 Z7- L,
G FRBEZE (LS, ZANRREICEE L TWAAREMES R Sz, CTCF N7 o Reli
K% i A F AL SE A 2 Wit L7z & 2 A PRKCZ & FGFR2ELF 5% LT, FGFR2 &
AT A F UL NRS b= %, CTCF @ ChIP-seq t'— 7 M3 H & 7= ffak s 72 s
o712, FGFR27’ CTCF 15K ADFHIEIZE G L T\ D alRetEix b v e B2 bz, PRKCZ
ARSI OB ARIC B G- L TR Y . 2 CTCF Ein K AEDFEEIZEE L T % AT REMEADS
b,
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[%5 5] CTCF 115/ LU A RITIFHET D A F AL MRS A AR & L. SB5EME/ il 1
Ab—vayv, ATV T 07 X EAEREE L (XCD 72 Eofkx 26l E21T5, ZHET
2, EnREE, NEE, REREE ST 5 ROKIKE LT CTCF ZROBENH D, CTCF #ET
DT REPHRRTHDH EBEZHNTNDLIN, RHRENREZ W, RIFFETIE CTCF BinRED
JRREZ B 52T 572012 CTCF Bin a2 B0 R KREFE Lz &R 2 flamat Lz, [J7iE] wrgt
S RIT~A 7 0T LA Yefafkipdr, FISH 2T CTCF @ inFaate REZRE LI 26 TH 5,
3 {0 (XIST, ATRX, UTX) RNA-FISH K O\7 > N1 7 2 ARG 24TV, XCI DR e % fife
FRU7=. 29 DA 7V T 4 o THIBD A FALREE~ Y v 7 ARV — W — B A 4
(LA TRFEIELVE BT A R OV 1 o — 4 ZE TN Lz, DNA A FAALT LA fRIT 24700,
T AUA RREET X7 4 7 AR ZRE Lz, [FER] 2 fEf & bR | RS E) 5 EE
. REREAZRO T, ROEERIL 46, XX Thotz, v~ 7 7 LA RaffREIiC T CTCF #ix
TaETe 1M GREB] 1) KOV 1.6Mb GER] 2) OXRKERHT-, XCI 3% 55:45 (EF] 1), 51:49
GiER 2) ThH-o7z, 3 4 RNA-FISH % 7= XCI f#hT Clx, BN BE 2 — 358
oo ATV T 4 0 THHBO A TF AL CHREIT5B Do, 7/ AU A K DNA ATk
7 LA fEHTIC T CTCF #&EHALN CpG VA N TRIZIZE A T AL Z 7O 7, 78684 22 d
[CTCF #5&E0 CpG A D5 L 2 JER & & @ A F A bzR L7z CpG HA Mk 299 2Fr7s -7,
[Z%] ARG EZ1T - 72 2 SEGNTRE O WS &P LIcF8 a8 7z, CTCF O7 a R4 T
ELZ TR ET MY LIERERZ R T B2 ol BRI RRETCHEULERBEMZ T Z LD
[CTCF N FEEAaRIBRERFTh b LI, KIEFITX CTCF "7 v A0 EERET VIC
5 EEZBND, CTCF "7 A4t CTCF #a#HiLIZ A F LR FE L &2, BinrREZE
LS, ZHBHRREICES L TV A ATEEMES RS Sz, CTCF N7 a R R T 5 @& A T ALHE
il 2 Mt L7 & 2 A, PRKCZ & FGFR2 B34 Lz, FGFR2 Bin1 T A F AL
D oL, CTCF @ ChIP-seq B'— 7 2 S 7o flifa i ns b 7ig o 7272, CTCF #Ein X
KOFFREIZE G- LTV D ATRetEIZ D e e B 2 btz PRKCZ [IAF IR O RIZ B S L Tk
D, ZNDIRREICEE LT D AR S B,

[FEONE] 20 0HOT LR T —2 3 OB, EEOEZEDOIT X YR ARTEL ORI
E, = A 707 LA REERBRAEOFEHICOWT, CTCF RAERIDOFREAIZ SV T, E AN H o Ek
WOFEL SIZHOWTE, RO LR, fROMR, &L L TOLMEXICELTO 10 HA DY
Mn7esniz, £28 RBIEOMAZR ) HIX, CTCF O ) Lt —AF A —L LTOKE,
EBRTHLMNZISN TS Z &, CTCF RELAOERIZT T IR, EB 7 A /L A% W= fi#Hr C
DIRFE, BB OMITORED FIZOW T, 12 HEOEMN 2 Sz, B RIEOBEBEHE) O ITH
FHEEIRIC B L€, HMEEOBIED R R, MBS OBZFHMEHT OALE DS, 5% OIER~DE
B7e L, SHHEHOEMMA SN2, WTIICK LTHREREDO WL BIENE LI, FFmXOEE
R LD ESRICHEMEIRO AR+ Th D Ll L7, AiFgEiL, CTCF 7' 1 RAfE
] 2 BRIRHY » BASTFAVCEEMICHET LD TOMITHY . EENDH D, U LEE b o TRIGILDHE
F2iE, L (B OB E2 52 HITHIG L &l L7,
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