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Confirmation of quantitative autistic traits loci using genome-wide
meta-analysis
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3,900,000

Subthreshold Autism Trait Questionnaire (SATQ)

Genome-wide Association Study, GWAS 807 Hospital-based Epidemiologic
Research Program at Aichi Cancer Center (HERPACC) 893 GWAS
30 GWAS
GWAS

Genome-wide Association Study GWAS of quantitative autistic traits using a
score of the Subthreshold Autism Trait Questionnaire (SATQ) was conducted based on 807 and 893
subjects in the Okazaki Study and the Hospital-based Epidemiologic Research Program at Aichi Cancer
Center (HERPACC), respectively. Now the GWAS meta-analysis is in progress, aiming for a sample size
of 300 thousand.
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7,526  ( 4,136 3,390 ) GWAS
1,091 Hospital-based Epidemiologic Research Program at Aichi Cancer
Center (HERPACC) GWAS 926

Subthreshold Autism Trait Questionnaire (SATQ)

$ buffy coat BioRobot M48
Workstation (Qiagen Group, Tokyo, Japan) DNA GWAS
HumanOmniExpressExome-8 v1.2 BeadChip array (lllumina Inc., San

Diego, CA, USA) HERPACC GWA I lumina Human

Core Exome 12 vi.1(Illumina Inc., San Diego, CA, USA)

DiInconsistent sex between questionnaire and genotype information

2)Subjects with ancestries outside of the Japanese population defined by principal component analysis
of the sample and 1000 Genomes reference panel (phase 3) (Price, A. L. et al. Nat Genet 2006;38:
904-909)

3)Subjects with Ryukyu ancestries: Japanese population consists of two subpopulations (the Mainlander
and Ryukyuan population). Our samples mostly consist of the Mainlander, and thus we excluded the
Ryukyuan population.

4)One subject of close relationship pair detected by the identity-by-descent method

5)Call rate < 0.98

SNP

1)Call rate <0.98

2)Hardy-Weinberg equilibrium exact test P-value < 1 x 10-6

3)Inconsistent MAF between the 1000 Genomes (Phase 3) EAS and Okazaki Study samples
4)SNPs on sex chromosome

807 570,162 SNP HERPACC 893 248,185
SNP 1000 cosmopolitan reference
panel (phase 3) SHAPIT2 and Minimac3 R2<0.8and
MAF < 0.001 (0.1%) 11,070,774 SNP HERPACC 11,070,774
SNP
GWAS
SATQ dosage
GWAS EPACTS
GWAS HERPACC 1
1 HERPACC
HERPACC
807 893
442 548 ) 452  50.6%)
62.1 (8.9) 64.5 (9.8)
SATQ 39.1 (4.2) 28.1 (7.7)
GWAS 2
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Manhattan Plot of Autistic Traits in Okazaki Cohort & HERPACC
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GWAS Japan

Multi-Institutional Collaborative Cohort (J3-MICC) study  Japan Public Health
Center-based Prospective (JPHC) Study Tohoku Medical Megabank (TMM) Project
31,677 ADLH2
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