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Objectives :

Autism spectrum disorder (ASD) is a neurodevelopmental disorder that is characterized by abnormal-

ities of social functioning, communication and behavior. The association of the 7g21-34 region with ASD has been re-
ported. The DLX6 gene, which is located at the 722 region, is one of the positional and functional candidate genes for
ASD. We found that there is no association between DLX6 polymorphisms and ASD in the Korean male population.

Methods : We selected three single nucleotide polymorphisms (SNPs) that might be implicated in the change of the
DLX6 gene expression. The genomic DNA was collected from the venous blood of 147 male controls and 179 male
patients with ASD. The genotypes of the selected SNPs were determined using the Illumina GoldenGate assay, and the
statistical analyses were performed using HapAnalyzer software and SAS Enterprise.

Results :

We found no association of the three SNPs in the DLX6 gene with ASD in the Korean male population.

Conclusion : Our study suggests that the three SNPs in the DLX6 gene are not associated with ASD, and we need to
analyze the previously reported regions for their associations with ASD.
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Fig. 1. Gene map and LD coefficients of the DLX6. A : The genetic map with 3 SNPs in DLX-6 gene. Coding exons are marked by
black blocks. Putative transcription factor binding sites are marked by gray blocks. B : Linkage disequilibrium coefficients (] D’ | and r?)

among SNPs in DLX6
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Table 1. Logistic regression analysis of DLX6 polymorphisms among ASD and controls

Genotype distribution  Co-dominant Dominant Recessive
rs Function  Genotype Control (N, %) ASD (N, %) OR (95% CI) p  OR (95% CI) p  OR (95% CI) p
rs1034759 5’ Flanking UTR T 146 (100.0) 167 (99.4)
GT 1(0.6)
rs1917937 5’ Flanking UTR CcC 74 ( 52.5) 70 (47.6) 1.149 0.422 1.215 0.410 1.172 0.670
(0.818—1.614) (0.765—1.929) (0.566—2.426)
(1) 52 ( 36.9) 59 (40.1)
T 15 ( 10.6) 18 (12.2)
1s3213654 3’UTR AA 105 ( 71.4) 130 (72.6) 0.957 0.833 0.942 0.810 0.985 0.980
(0.635—1.442) (0.580—1.532) (0.294—3.294)
AG 37 ( 25.2) 43 (24.0)
GG 5( 34 6 ( 3.4)

Logistic regression analyses were used calculating for odds ratios (95% confidence interval) . Genotyping distribution and p-values for
logistic analyses of three alternative models (co-dominant, dominant and recessive) are listed
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