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[ Abstract] Autism spectrum disorder(ASD) is a group of highly heterogeneous neurodevelopmental
disorders. Genetic factor plays an important role in the pathogenesis, explaining the pathogeny in 25%-35%
of children, however, the genetic mechanism is still unclear. Molecular genetics studies have found common
and rare copy number or single nucleotide variants in ASD. Mutated genes encoded proteins affect early brain

development and interfere with neuronal connections, synaptic formation and function, which may be its

pathological mechanism.
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BRI A, S8 22 , BOA N — R B R
W R B R RIHEEE T IO B o
2, BT, I AR ASD & —Fh 2 B S
PEPI , 8 4% R AE A il 4 B SR, (H g%
SEHLRIA AT ARk, A L L
S R OCHR BT A S e 3l B 21 2R SE BRI R e
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Y9 hy B RS B W) S8) . SNRPN G HE A% 2 11 ik
N) B CYFIPT(FMRPHIE A& ) ™, A i
1 ASD i) LA HAh G R I AR5 A S0, 21 5
XFNY Jeafh, (HAHE 5 ASD ZIIER

3.$ 11 %ﬁ@}‘riﬁiﬁi(cnpy number variations, CNVs)
5T . CNVs 23 K20 45497 5 (structural variation),
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(submicroscopic) o MCHE 3 K 2H 2544 1) S P o3 53
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AT /T AR, E A S DA ] Y54 T 2
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ﬁﬁdﬁﬁfﬁ(non—homologous end joining, NHE]). 73 X {%
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de novo) CNVs Z IWLF Uk (sporadic) ASD & JL A X AKX
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FER 58 30 Rett Z5 G AIE, 29,5 20 #% ASD 1 1%,
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i FE M I PR 38 S IR, R 28l M T B
FRH 3 R 5% SRR P 422 25 R 2 ASD T 7R 43 24 L
il —, DA N R M A 1 5 e R A el s 53K
SEfh AR g % R ASD. NiaZe ! BF5E A SHANK3
FEP R AR, e Y RS A B - iEA R
WRE, SE Wt {55 BT W, 2h % fl)5 80 X

FIEMmTEMZITR TSR HE, 20082
G 4 PRI RS AP ] g e HoA a2

FN T RE S s BR2=HLT o
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A 2R R DNA s 8 1, P55 Je (i EAh LA
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= . ASD AT BB AL AR

FF GWAS., aCGH A FFAIFFT LS 16 , T &
GEAR TN AL Y46 ASD 4 & s T SAE T, 4 I,
A7 5 K (common variants, CV) 34 i1 ASD & % XU
(HIEAS R LLEORT s 28 0L728 SRR (rare variants, RV) %}
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B 195 5 B RIS aCGH AT 1E 7, W75 S0t 4 40
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