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Copy number variations in Japanese children with autism spectrum disorder
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ﬁ HAANZ N7 A%E (Autism spectrum disorder : ASD) [ #R ¥ #EfEH T,

SR aI = —arDEE,. 2DV, @E%&@%%@&&#ﬁ@f%éﬂwD
DOFKIZITECBEREREZEROMEFEIPIEHEICE G L TWDL EINTWD R RMEH T
oD, MAERVIEICK D L ASD FIE DO —E 1L — I T 60~92% ., —IIPET 0~10%
ThdrZ R ENL, ASD OFIRNDOK 50~60% T ELERICERTIHIEEZLbNTE

D, BEERITASD BIEICKREREELZHE XL VA5,

ASD @ JEIZ 1T, 2 ¥ —# % % (Copy number variations: CNV) X° — ¥ 2 £ M1 (Single
nucleotide polymorphism : SNP) 2 D57 ) AERNEET A2 EINTWVWD, WED
WEICKDE, ASDIEFI CTF / 2EERRBO LN D DL 0~54% (E¥ 7.4%) TH o
72, ASD BB R DT — % X— A2 TH % SFARI GENE (2(%.1089 O B {x 1 & 2170
i CNV BN & Fk S TuWwb, CNV X 1 kilobase (kb) 7» 5 %t megabase (Mb) ® DNA
O EM (duplication) Kk (deletion) #f£5 ~7 / AEEEHE TH D, RFEM A ASD
B CNV /X 15q11-q13 duplication TASD 2&ZF D 1~3% TCHRO LN D,

ASD BEF TR F Ty ’%##b%f‘CNvﬁn@%<i&%A%ﬂ%&wa
%, CNV@A%@%%?&iLT_ﬁn%%é_&73:% Fx T HBARANIZTE T S ASD B CNV
DK NE TR REERS L EE XM EITS T2,

FHE] ek RERESTERGRERRORR LB TANEL L7, H2HE
2013025 2016 F DO MIZHARTH 5k W EWZ O “REZ IS M LT 569 A U 7
— kL7, ASDEE 68 N (I 45 A, & 23 A, E¥ A M 65.1 £ 3.1), *FHEEE 124
AN (B 62 A, R 62 N, F¥ Hlm 65.0+3.0) N xIg & Lz, Kms S DNA
ZHHE L7006, WHEEEZRE L. Asso/Aso by 1.8~2.0 Ziili /=9 W > 7L & i@ b %t
Gl L7z, DNA ORRECH b O F %2 iR % . Genome-Wide Human SNP Array
6.0F Yy FZHWTDNA~A 27T LA ZiTo7-, —WMEHIZ T Quality control > 0.4
73> Median of the Absolute values of all Pairwise Differences < 0.4 %7z L 7=
> 7% Penn CNV Tfig#r L., =2 —% (CN) =2 %1 E%. CN=32®E#EH., CN=1 %
K& E L7, 1 kbp KV K& W CNV HEIZ MR E L, CNV O L FHHY A X
PEH L7, MEHTI N A ZFMBE L Fisher D EfEMERBELZ W, P<0.05 % HE%b
n &L,

] 5 mEEZ ALY 27—k Lzt ASD B &k HREE L OIS H B 72 4Elh 213
oMo T, MAEEOHFFERIIASDHECHEICE N >7- (33.8% vs 15.3%. x

2 =8.79588, P=0.0056), F# CNVEIZTASDR L a v b — LB L OMICHE &I
o t-, ASD ICBHE9 %5 CNV & LT, 12pll.1 K%k, 4ql3.2 E#H ., 8p23.1 HH,
18ql12.3 E#E A M &= (P=0.015, 0.024, 0.009. 0.004, # v X =2.91, 3n
6.15, 8.13), Wb A v XN E N> - DL 18q12.3 EEH D 8.13 Th - 7=, ASD EEIC
Hé1%u&ﬁﬁ&4m&2§@\8ma1ﬁﬁ\mm23§@@¥w%4xi\%n%




5,621 bp. 67,503 bp. 487,020 bp. 5,322 bp T, T ST T X T/ K E £ 7213
INEEH TH o T2,

AT B AD 5 RWICHIF S ASD B CNV & LT, 12p11.1 K %, 4q13.2
EH, 8p23.1 HME., 18ql2.3 EED 4 o &z, T Hd CNVIZH A h N K
VAL TRk DO HE & —F LT ed, SR ESCY A X F—% L Tnihol,
ENCODE at UCSC T CNV#HIRICE EFN L EI5 T2 R T 5 &, 4q13.2 E#H & 8p23.1
BEHEBRIIEREOBEFE2EATHER, BEMoO ASD BMEEBEE FIZFEN TR o
oo 2120, ARWFZEIEFS TP A AN DN & MAEESCERXW - ZEER E
MOREREOEICIIEBEZHERTETCVWARVWIEEEZBETHLERD D,

R ARAFRIT A A® 5 IEAICB TS5 ASD BIE#E CNV & L T 12pl1l.1 K&, 4ql3.2 &
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ANASD RIZEBWTHEM AL THD AREENSH V. AN ASD BEDSRKCK A & 1T R
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