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HPAA~RZ ~Z LJE (Autism Spectrum Disorder: ASD) 13, A0 _EFIZ IV ERRANC HIEH SIUTWO D058
BEREO O TRWHIEEIBIE R BIER C, ARIOZWEESGETICRWUIHERN 21T h 7 T — ki, —
DIIENTI 2= —a &b ) DIFRR SN AERZTE Th D, 2D 2> THIDT ASD L2l
No, LoxUenis, < AAHAEBEIORN T2 DIERO ZOWFET 5 2 & THRFIR D LD Z & Th 0 IREFIICIX
KGR C 5 I H LTS,

ASD I TEEFIERPRENE B 2 DAIVTE 20N, BEFHIER & ASD JElk & OBFEI I 62N e - TR,
Fox | TBIRFRONIZE & B FHIIIE 2 D T E 7o, BnTHIZEE ASD BhEE R T2 W 272912, ASD @ ~ U A
P 200 FhE (RN, R, B ZHERL, SHEBEE S 2R L, ASD BlEEA 225 Lz [1~4],
UEFEOBIZE I A FYERREEA 7O 1007 HH 2 EHE STV 2 (SFARLI GENE, 2018 4 4 A3ifE), £L T
EGAFZECIE ASD Ot h=R0fEFEICER L, #RENCKIT 5 r h=%0lEEE ASD Oftafaa=>
—a UEELOHBENRG Y | FURDEE h=ROEE L ASD ORRJE SV AR TE & OFARINN B 5 & D
17072 (6], EBITHMNI 7 17 U 7 OIEMENEWIZ EHEN T 2 o =0 —2 a VEEOEIEENENZ & 2 520
2Lz (6], PAEOWIFERERDHH4 12 ASD 1A " SOREEDGHCTH Y . L bITBIZANERA D, BRETERIL
FEROEIELI B G-95 & DIGABZRE LT,

I HITHA L ASD OIEIZET 5 2 by MET VAR L, ASD 1272 0 09 W E D common variants 73 1 &
vy FETHY, ZHUZ 2 By FEELT, filx D ASD @ de novo T ERNGHD EEZTZ, TLTEETD
Genome-Wide Association Study (GWAS) #EICINT, JBYEHIZZ< LTH, Ay KEDS ERST, S HITHCK
NASD B 7 Nnoiz 77 NASD Yo N E G EREENR 12D D T & I FERROMZE TIIHCK A ASD
IZHE U CTIEDM T QO D, LIe3 > TLRRKA ASD &7 7 A ASD (22U Tk, GWAS WFZEI2331F % common
variant (23517 @ L VX, ASD Offl % © de novo ZZEDEEZ O KA ASD & 7727 N ASD 72 % & HEH|
TEDHI0, Al a=T 4 —_—A ROHARANERG L U CRIEFHWITEE T T2,

AWFETIE, A 2=7 4 — =X RO 5 RITx LT, adh— Mtz % L ASD OFHRFELCHHELZ B LT
L. F£7- ASD BHD CNV fATIC L DBIRFRIRERREAT 5, FTo. FORA & bl U CRAE e = ©— 5 E 7/ A
FEHEDFRD LI NEH LML, SHIZAI2=T 4 — =R N 7UTET 5 ASD BOAZMEIZ DUV TG
T2
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7 X U 4 American Academy of Neurology (AAN) ASESE 7= 2 B¥RD T L =) R AT~ TH 1103
?2%&70]3 k :I/I/%f/lzﬁjz L7,



1. KFEEEORZW 0 han

REL PWTELYE A Lz —n
DISCO-11 : :The Diagnostic Interview for Social and Communication Disorders
DSM-V, SP: Sens?ry profile .
ASD | ADOS2 AQ : ,Autism-Spectrum Quotient
ADLR ’ PARS-TR short version : Pervasive Developmental Disorders Autism Society Japan
Rating Scale Text-Revision
SCQ : Social Communication Questionnaire
AD/HD | DSM-V Parents’ Conners3 : Conners 3rd Edition
MABC-2 : Movement Assessment Battery for Children, Total score = 16 percentile
DCD | DSM-V, EACD .
(7 points)
/B DSM-V, FSIQ of WISC-IV : Wechsler Intelligence Scale for Children Fourth Edition
Vineland-II ID:FSIQ<70,BIF:70<FSIQ<80

Attention-Deficit / Hyperactivity Disorder, DCD : Developmental Coordination Disorder,
ID/BI : Intellectual Disability / Borderline intelligence

CNV ftr i, 4 129 (BIR 64, %R 1 65) 4, ASD & 67 (BIR 143, 4R 24) A5Gl Ui, #
B HARREIMZERE L7/ 2 DNA ZHht L7=, 7/ 2 DNA 3RO (O AL RS LI=0Oh,  Affymetrix
Genome-Wide human SNP6.0 & > F & T, CNV fiii217-72, Penn CNV |2 X % =2 B O HITIE,
QC (Quality Control): 0.4 < 7»>MAPD (the Median of the Absolute values of all Pairwise Differences) :<0.4 %
B2 LT TR RN, £z, Bivenra 7T MMV Copy Number #HEE L, CN =2 LIS e o 2%
Rk S U7, S &g LT ASD BERHCRWC o B S A O 72kl X, Chi-squared test |2 Y 5L
ML, P<0.05 THEEADY LRI

HREBIUEE
1. ad— MNEEIZ L 5 ASD BIiRER & £ DMZSERE L O EERE
a3 2=F 4 —_—2Z RO 5 RRICBIT 5 ASD DAL 3.3% T ¥ . ASD ? 60.0%!Z AD/HD. 61.1%(Z DCD,
40.0%\ZFIEEE ) SERIIREDOHE EELET) IHERSNTZ, YEAITE bITV SEE D 7~12 mROEFHE (7]

IZBWT, AIRFRIT 2.64% TH Y . EEORMIE T~ OfER L ABEZE T2 -T2,

2. II2=T 4 —_—RA NP TIUTKIT D ASD AIFR & T OMOIEEEEN AR
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2. ASD RBEITRIT 2R 2 2 B8R E S ) LEROBRH]

Wk Nawfg & LT Tifgeold, (s & Hols L C ASD H 1 Adh7= 0 O = BB F TEIR OIS Z L3
IS ST, Foxr ORFZECIL, i 37.8 (B : 382, 4l : 37.4) &, ASD 4 374 (BIR :38.0, &
I :36.8) e AEATRO LR -7- (Student’s t-test, P =0.466), F7-. # 3 TRT X H7R7 7 LGERICE
VT ASD BETHEICA v RS @ O = B ik A i Lo, WCR A A %5 e Uiz CNV T Ci, AgET
DN o T2V T ROER S 2 R E 3 5D = & MRS S TEY [8~10], AARANZRBWTHECKA LI
WO = BRI ) MEEAFIRTH D Z EBH LN ATz, LU D, JATIIZEDREEGA » RS 1.2~1.6
EINEN—T, BARANERZR L LIZAWEORER TIIA > Ay 2.0~3.5 LHAEVMEZ /R L2 Evh, BHAR
NIZEWTIX ASD FEIC L0 B 5 2 B 57 MEE Ch D 2 & AVRIE ST, 12921.831~q21.33 I[ZIXE5 T
WEENTEOLT, 4q13.2121% UBA6. 8p23.1121% MCPH1 & PINX1. 18q12.3 \21% RIT2 & SETBP2 ) &£ T
Wh, ZIDDBG D RIS T rare TlXdH 575, ASD LEBEL TWD Z EAMBN TN D, LLED =z B
W NSO T A AN ASD T3 CHEEZRISIERK] & 72 5 TV D NIAERETT 5 TiETH D,

#£3. AI2=T 4= NP TIUTET D HAN ASD BE DRI = © G 7 Lk

REEZLES | ASD BERYELK
AT FEIR CNV &A1~ Z v Xt | P-value
(W129 A) ONCYPN,
q21.31~ .
chrl2 deletion 11 (8.53%) 15 (22.39%) 2.63 0.013
q21.33
chr4 ql3.2 duplication 8 (6.2%) 12 (17.91%) 2.89 0.02
chr8 p23.1 deletion-duplication 5 (3.88%) 9 (13.43%) 3.47 0.03
chr18 ql2.3 deletion-duplication 15 (11.62%) 16 (23.88%) 2.05 0.043

I a=T =R RCHER LT AARANASDEFE RIS/ M, CNVZ A 7 &S LUASDEE (A
PHEETY) IZBIT o 2 0ElE, 4 Rk, P-valueZ R L7z, deletion|/¥CN=0%F72/d1, duplicationiX
CN=3F7/2134% R~ LT D, PvalueDHEHHIZIZChisquared testZ FV ), P<0.05%7i7= L7=bDEFITR LT,
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