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29. MAREE S 1 CHAMP 12 & 2385 1Bl s o figH]
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Key words : Z80fE, CHAMP1, POGZ, EixT3H, 7 n~F Ak

&

kRS (Intellectual disability : ID) 1%, AH® 2~3% CROLNDFGEREF TH D, FAIHIE L LT, ArkEEX
HEAEAY b T AREE (Autism spectrum disorder : ASD) OB KMESENREE  (Attention deficit hyperactivity
disorder : ADHD) & & 120382 E  (Neurodevelopmental disorders : NDD) (T3 £415, AAREE D) &
LT, SKEANROEYYE R & DBREEA b VAR LR DOISREEN O B D, KBTI LY | ARIFEESIE
FIOHHLCTIBAR FERDIFE SAVTWDD, RN ON DR FIIZIG D> Tind, 20X 5 BREERaE m 03
ED X THEEAZ G EE 2T OMNCONTHZE A ED) > TE LT, ERIIRIEEES R0 TH7euy,
CHAMPI |35 IEERF CERS DA FOOL S THD [1], FafDOWisTlE, CHAMPI 7858\ ZBHE 2 %
WZIXAPHEARY | T AREECHEERESEMIEE ORI G 5 E D 2 LAz (2], Fex L OB(E FED)
HARDGEFORGEEA_EOBFURT NERE S OHEFFHZES- L T b Z L2 HE L, 20 1% CAMP (Chromosome
alignment-maintaining phosphoprotein) &4 L. Human Gene Nomenclature Database (HGNC) (= CHAMPI
& LTk L7z [3], CHAMPL (CAMP) (3 CIRFSHTERY, &  CHAMPL (3Wu0D Zn 7 4 > 71— R
A ARENTZ RN KI5 72 5 812aa DX /37 ETH D (K1), PRI 223080 K LE
F=T0RHY | FAHARDZINUTCDKL (A 27 U AKIFERF—F 1) ([ZLoTEL D' Y UBIEN D VRb ST
%, CHAMPL (3, FNZIIBATHE L, AR0ZIMTiTY ek LRI RET 2, ~ 7 A TiE, CHAMPL O¥H]
I, B, RSB, DRESMERR RN S D, FIRREERE TIL, CHAMPL \ZRESNIZERDIZE A LR T2
BERFLIITVL—LT 7 NERTHY | ZORER, SEIERRET C RImElz K BRY VRV EBRE D
(K1), BMENZ L2, CHAMP1 OfE&K+TéH 5 POGZ (pogo transposable element-derived protein with zinc
finger domain) % 21— R 285 b AP ERE CEAEN LG, White-Sutton SEEREE L CHBN DRk~ 7238
BlzoRd [4], FFEECTROLND POGZZERIL, CHAMPIZER LRRHC, ot AR E 3T L—Ly 7 ME
HThHD,

] C2H2-ZNFs WK motifs FPE motifs 02H2-ZNFS812
© Q. o "
s & Al o o0Sk R ds'{?’u x
o¥° QS 2 18 18 “oOm | o (o o011 AD
e s SRR S O,
Q- el o0 Rty . x .
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1. HRFEECTR 55 CHAMPL D%

\

S



Falif 2 13 CHAMP1 OREHR COMREZ YRR T 5720, CHAMPL /) 7 70 b~ 0 AZAER LT [5], ZDFER,
CHAMPI €K~ 7 AFHAES T CISELE 5 2 Evbiotz, CHAMPL /) v 7 70 b~ 7 ARSI ZAIREY
WIXER CTho7ehy, CHAMPI 7 > 7 7 7 MRl i L OIBE A 7R~ Uz, 1787 A hTld, CHAMPI ~
Ty T MU ATREOERE, S0 EEHOZ . 5 DRk TEN AR LT,

Fox OB X0 . CHAMPL (3445 LIAMT & . DNA2 ASSEIErOFRIRREIR 2 |2 X HIEESe, MaoAAF7 &
LRTHEREZ RT- L CND Z b7z [6, 7] . CHAMPI OZERNED X 9512 LT EZ 5| & 24 0h»
[ZOWTIE, B TIEZARY, CHAMP1 & POGZ 13382 Zn 7 4 o H—2 L30T Y . DNA ISHEAT 5 ATREME:
DEZOLNTZZ Enn, BrlXINbDT ) A ETOSi% CUT&Tag {EZ L Tt L7z, CHAMP1 & POGZ i
32 HP1 (heterochromatin protein 1) EFEET2I LMD, ZNETAT B BT VEIBITFET DO TR
MEZZ HNTWER, BROFER, LA A R H3 D K2T OT7 v F MUERiNERT = P —7 aE
— XA JHET D 2 b otz (K2A) . 72 CHAMP1 & POGZ WEEREIEAT HZ & &—F LT,
WHEDOE— 7 ImBEIC B LTz (¥ 2B) . S HICHBRENZ &2, CHAMPL, POGZ O —7 3MHEd %iE
EFRECIE, YAl DNA SERIEGEE T, 5\ T T 7 AR s - I B 2 b s T M U
£ GEN T (K20)

A) JoxE—4— .z 4—B) C)
[

POGZ Adjusted P-value
\ G2-M checkpoint  2.60E-07

295 Mitotic spindle 4.56E-03
Postsynaptic density 9.39E-03

Intellectual disability 2.25E-07

CHAMP1

5248 | 603

Introns P€
(26.4%

) /
3’ UTR /
(0.8%

2. CUT&Tag L2 L5 CHAMPL O ) A ED53A
A)  CHAMP1 0% 7 I ETO5,
B) CHAMP1 & POGZ Dt —2 DA —3—F 7,
C) CHAMP1 OE—7 PMHAET DBIETF DT Y v F A L MEMT,

Z ZTARFFETIE, CHAMPL 238 26 Oifs O3Bl L TS rIREMEC DUV TR 24T o 72, RNA-seq @
FE9E. CHAMPI / 7 70 b~ AORRYIIMCIE, MRS ERLS « A SRS A 85 - ORBIME T
LTCWBZ ERnboolz, £72 CHAMPI ~71 /) v 77U b~ ADOEMTHREEOHEBNS oz, £
CHAMPI 7 7 77 b~ ADRRERMCRINET) LT — 50 s TERICIE, CUT&Tag {E TR Shi-
CHAMP1, POGZ DY —2 MEET 5 Z EDbipolz, EHIZ CHAMPI 7 7 70 h~UADRRNIKICIT 57 1
<~ T AEEE %, ATAC-seq Z1T> CiR~2L 2 A, CHAMPI / > 77U b~ A THKRHDWIHETHE—7
I, 2T ARSI BT DB R Tk R <AFEL T, 7o, CUT&Tag £ Tl S 47z CHAMPL @
B —27 D% < 1% ATAC-seq DE—2 L—HL TV, FErEICEBhET DA FEBICE <AHEL TWD Z & 03n»
o7z, LLEDRER S, CHAMP1 78 POGZ & AR ISR LR D 7 0B — 2 — » T P —HEIRICRfE L C
7w FAREEHEIL T Y, CHAMPL, POGZ OZFI L D85 3B B E DANIEE 2 OX B8 2 3 ATREMAVR
B Xz,



B &

1. CHAMP1 7 v 77V MZ X DB FREBROEOBES

CHAMPI / > 770 b~ ADORREIICIT 5815 1-538% RNAseq (2L WFR~/=, CHAMPI =€/ v 777
I~ 7 AR THET 5720, AR OWTINT 7 v 7 T Y M~ 0 AT &4 T 7o, FEBVET) L7-#
(ETATONT, ED L 5 2ebe s i T35 T 38\ ka5 L 452, CHAMPL % ) A FcOE—2 & OiE
EA~T

2. CHAMPI1 ) v 77V MZ X370 a~F U &0kt

CHAMPI 7 > 77 7 b= ZADOIRRIKICI T 5 7 v~ F AEE2 ke, ATAC-seq Z17> TGRS, ED L 9 726
R oL BE T CY v~ F UMEEE LN O NS ERET 2 LT, 7 u~v T UREREZ L LD T i &
CHAMP1 Ot —27 BL 1. OFBIEEE(R 1 & OBhEZ MR LT,

LS

1. CHAMPI1 ) v 77V MZ X 58aFREOBILORE

RNA-seq Oftifs, CHAMPI / 277D b~ D AOIRRMTIE, #E{sEE s - B PVEICBhES 585 D%
BMET L TWAZ EWbhotz (X3, 4) . £72 CHAMPI ~7 11 ) v 777 b~ ZAORMMN T b [FEREOEE A
Roni, 7= CHAMPI 7 v 7 77 b~ AORREIN CRELNAEE) L Qe —5OBE 7iEkiZ X, CUT&Tag T
it &= CHAMP1, POGZ Dt —2 DMFEET 5 Z & DvbhoTz,

GO Biological Process (Down) -log 10 (P-value)
lon transport 4.303673
Cation transport 4.303673
Neurotransmitter transport 4.303673
Response to metal ion 4.303673
Regulation of transmembrane transport 4.303673
Regulation of ion transmembrane transport  4.303673
Regulation of ion transport_ 4.303673
Requlation of neurotransmitter transport 4.303673

Positive requlation of neurotransmitter transport  4.303673

X 3. CHAMPI / > 7 77 b= AOMREMTRIDNED L CWBBI O v T A2 MET

CTX +/- embryo +/- embryo -/-
ASD related genes ASD related genes ASD related genes
g o1 2 0.10 ® 01
Q Q
.%_g‘? 8000 8 00
g0 € £ -0.1
E02 2-0.10 S o2
203 §-0.20 S -03
W N " g
L L
Champ1* Champ1** Champ1* Champ1+* Champ1* Champ1**
NES =-1.702 NES =-1.293 NES =-1.517
p < 0.0001 p <0.0001 p <0.0001
q=0.0754 q=0.1786 q=0.0204

X 4. CHAMPI 7 77 7 b~ AORAEKRIEE (CTX) . BN (embryo)
BT 5 A BERE &S GSEA fifghT



2. CHAMP1 ) v 77V MZ k37 ueF HEOELORE

CHAMPI / > 77U h~vUADIREMKIZEIT 57 va~TF U EdEE b%E, ATACseq #17-> Tl 25,
CHAMP1 /) > 7 70 b= A THED HVNTHET 5 B —2 13, T 7 ARSI B4 5 s Tk Flo %<
FAEL TV (®5) , ¥7-. CUT&Tag THiH &= CHAMPL Ot —27 0%< 13 ATAC-seq DE—27 & —E LT
BY (X6, T) . KEHEEEICERET B G MERICE S TFEL TWD 2 E vz,

CHAMP1+* only (673 genes) CHAMP1-- only (3740 genes)
Jensen COMPARTMENTS
Term Overlap Q?&:T‘Ezd Term Overlap gf’\":f:(;d
Synapse 52/737 5.54E-04 Synapse 210/737 5.83E-08
Neuron part 76/1287 7.79E-04  Excitatory synapse 69/190 7.36E-06
Synapse part 39/594 0.02228838 Cell leading edge 106/343 1.23E-05
Plasma membrane region 53/913 0.02228838 Postsynaptic density 64/177 1.23E-05
;:Ty]r;fe:ohage-gated calcium channel 14,110 (02008838 Postsynaptic specialization 64/177 1.23€-05
DisGeNET
Adjusted Adjusted
Term Overlap 5\ ° Term Overlap 5.7 1ue
Autistic Disorder 42/677 0.52109906 Body mass index 110/370 6.52E-04
Sleep disturbances 11/101 0.86209134 Finding of body mass index 110/370 6.52E-04
Smoking Behaviors 17/209 0.86209134 Autistic Disorder 179/677 8.65E-04
Angelman Syndrome Aug-60 0.86209134 Bipolar Disorder 210/837  0.00388331

5. CHAMPI / » 777 b~ A CIHRETIHHELT % ATAC-seq £™—7 23
THET DGR ) v F A > MighT

CHAMP1
CUT&Tag

CHAMPT1+/+ P CHAMP1--
ATAC-seq g ATAC-seq

6. ~ U AR I1T 5 CHAMPL CUT&Tag DE—7 &
CHAMPI™ ™, CHAMPI ~~T® ATAC-seq t"— 7 DLk

Slc3a2 = o, . = - = —— ==
ATAC-seq  CHAMPT* | sncur sesssed
CHAMPT" | cserum atscoes sesssd
CUT&Tag CHAMP1 e o
pOGZ P02 Atwent6 ot
e — T ———— )

7. ~ 0 AMERIND Slel3a28{nFEIZH51T 5 CHAMP1 CUT&Tag D —2 & ATAC-seq B—2 D—E



5 B

AHFFECINT, CHAMPL 7% POGZ & SRR I s - D7 mE—F — « ol RfE L T
0~ F U AREAHTE LT D 2 EAVRIB ST, MRS EER I BT DR IS S AE STV D3, ZD%<
DSEEGFRENCBRES 5 Z E MBI D, BIRGRNZ L2, Holf CHAMP1 Of565y 1 Ch 5 POGZ 12200 T b,
TR NEEICIN T m FUAEE A L, T ABESE R T ORBUAHIET 5 2 L2
ENTWD [8] . AEIOF A DfEFIE. CHAMPL 23 POGZ &3/ u~F AEGEEHIE L TR, ZhbDZERIC
K VAU 2 7 AR T O T DA EOFEICD7e N 5 AIREME A SCRF L TV D, 414 S I CHAMPI
J w770 b= AR T POGZ ot A ko AERD CUT&Tag T 447 . CHAMPI 7~ 7 77 k7 POGZ @
7 A ETORHERE A N AEKC I ZT AT 5 TE T D, £72 CHAMPI /7 v 7 70 b~ AJRWKD
> 7 kL RNAseq fifbira115 Z &2k 0. CHAMPI 7 > 7 77 "HMMO ED X9 72l 8% MIF 307 va A
HNTT D, S BHIZHNEECRALNLSER CHAMPL 78, CHAMP1 O/ /) A ETORES a~JF il - 51
SEEHIENC P D & 5 ik .x O RNTT 5 2 LIk . CHAMPI 07550 X % SRS 5 i teRe ) il 5 /M 2
720 ZOIREDBFA~E D735 Z E i s LD,

HEIIRE - e

AW ILEFFEE . FACK IR I e o TG P E o By OFAE | KH IR, SHURFHRTRER, HERG—H,
WAL PG R AR IE R P P OR TS, KEENTH D, CHAMPI (IR Z R OSSO
A SE TR0 TV A FEHAR The CHAMPI Research Foundation  (https:/champlfoundation.org/) (2
B2,
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