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[ Abstract ] Objective; To assess the clinical application of single nucleotide
polymorphism microarray ( SNP array ) in patients with intellectual disability/
developmental delay(ID/DD). Methods: SNP array was performed to detect genome-
wide DNA copy number variants ( CNVs) for 145 patients with ID/DD in Women’s
Hospital, Zhejiang University School of Medicine from January 2013 to June 2018. The

Y& HH#A :2019-04-01 %% HH3.2019-05-28

BES&WE . Wiva E S &R (2019C03025)

F—1EE W (1986—) , 4o At FEFN, T BN F E R L AT ; E-mail ;. hujunjie@ zju. edu. en; https://orcid.
org/0000-0002-7523-6101

BEER ERE(1964—) 5 Wit BAEEIN, A S0, 2235 A FH 8 24 W 5% 5 E-mail ;. dongmy@ zju. edu. cn;
https : //orecid. org/0000-0002-4344-7924



BB A5 SR IR 22 A MBI 9 A 0 8 T B 0 & R G2 s (L 2+ 2 Wi (. - 421 -

CNVs were analyzed by CHAS software and related databases. Results: Among 145

patients, pathogenic chromosomal abnormalities were detected in 32 cases, including 26

cases of pathogenic CNVs and 6 cases of likely pathogenic CNVs. Meanwhile, 18 cases

of uncertain clinical significance and 14 cases of likely benign were identified, no

significant abnormalities were found in 81 cases (including benign). Conclusion: SNP

array is effective for detecting chromosomal abnormalities in patients with ID/DD with

high efficiency and resolution.
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Interpretation process of the results of single nucleotide polymorphism microarray

Table 1 Clinical data and single nucleotide polymorphism microarray results of 26 patients with pathogenic copy number

variations
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Table 2 Clinical data and single nucleotide polymorphism microarray results of 6 patients with likely pathogenic copy number

variations
1L i
FE MM E® b R R an(hgto] i i‘)E 2 S5 B e
27 % 154H DD 1q41q42. 13(223 269 645 ~ 4904 TTREEUN , PMID :271840082435707625900767
228 173 392) x 1
28 B o5y DD 7pl4. 1p12.3(38 877 764 ~ 7484 TTREFH , PMID ;1650914 , CDK13 (603309 ) AP
46362 179) x 1
29 i 0y D 8p23.3p23.1(158 048 ~ 9489  WREEU, T 8p23. 1 BRRLEGIE RIS ES
9 647 023) x 1
30 & 6% D 17p13.2pl13.3(2 582 247 ~ 830  TIAEEUR , PMID:1913695021595003 , {3 T*
3412 325) x3 Miller-Dieker £ A1 IX 35,
31 7 0% D 4p15.33(11 778 523 ~ 1097  FRERTE,4p15.33 4% A AR
12 875 904) x3
17q12(34 822 465 ~ 1485  AIREECR , PR IR A IR 25 G 1E HNFIB
36 307 773) x1 (189907) AP
32 & 14 % ID/DD J  18pl1.32p11.31(136 226 ~ 6013 W[HEEUR , PMID ;26278570 , TGIFI (602630) AP
R 6 149 134) x 1
EN 18423 (75 302 204 ~ 2712 RS R

78 014 123) x3

1D 8%, DD & B 5%; PIMD ; PubMed ME—ARIRTD ; AD . 3 Je (514 B M 14



BB 55 SR IR 22 AT 9 3 A %48 T A AUk BB s L 2 2 Wi - 425 -

T3 18 KGR SR W5 DL KR S S0 1) — PR BORLRIAG I 24 23
Table 3 Clinical data and single nucleotide polymorphism microarray results of 18 patients with uncertain clinical significance

copy number variations
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Table 4 Clinical data and single nucleotide polymorphism microarray results of 14 patients with likely benign copy number

variations
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