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Published Genome-Wide Associations through 12/2010
1212 published GWA at p<5x10-2 for 210 traits
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Miyagawa T et al. Nat Genet (2008)
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Hallmayer et al. Nat Genet (2009) Miyagawa et al. Nat Genet (2008)
Miyagawa et al. J Hum Genet (2010) Miyagawa et al. PLos ONE (2009)
Toyoda et al. Sleep (2010) Shimada et al. Hum Genet (2010)

Kornum et al. Nat Genet (2011) Miyagawa et al. Sleep (2011)
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KCNQ1

J—Aws\ 1.37 1.0x104 0.31/0.25
HAAN" 1.70 7.0x104 0.05/0.02
*Miyake K et al. J Hum Genet (2008)

3—HAw/\ 129 7.8x10% 0.03/0.05
BEA 1.43 2.8x102° 0.31/0.40
Yasuda K et al. Nat Genet (2008)
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5 (%) v Xk
7L genotype 7FUJL genotype

KCNJ15

g,:

FE

REE 1,700 3.1

300),5,—;\:*3; eBE 1,568 5.4
tYbDRE JrmmmEA 875 58
JEREHEBEHEB 285 7.6

6.1

10.2 1.76 1.75
11.1 1.93 1.92
14.1 2.54 2.51

FERRm B EA B IC R m TEA o= B & (BMI<24)
FERFBEB: ChETIRRBITHE o= EMNLUVEH (BMI<24)
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Okamoto K et al. Am J Hum Genet (2010)
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3w+ genotype minor pflE A v XLt
EEHE# GG/AG/AA  allele freq. (genotype) (genotype)

BE 842 538/239/65 0.219 6.0x 10 2.54(1.91-3.40)
BEH 6,405 4,451/1,750/204 0.168
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Okamoto K et al. Nat Genet (2011)
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CEIF#DERGEMHEEFIL28B
GWAS: RILEM 78R, ISEH4ANDH Tp<1012

13

: ) ~.
N (BHMEREE OR=30, p<10™) -
” | (genome-wide significance level: 8x10%)

B Chr.l BB Chr.2 EChr.3 BEBChr4d EChr,5 EChr6 EChr7 EChr8 EAChr9 EChr.10 @Chr.11
OdchrizO Chrli3 O Chrlda O Chr.li5s O Chr.le OChr.1l7 OChr.18 B Chr.19 OChr.20 OChr.21 OChr.22 8

Tanaka Y et al. Nat Genet (2009)
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IFN-11 (IL29)
IFN-ot IFN-A2 (IL28A)
IFN-alfa IFN-A3 (IL28B) qum—

IFNGR1 = s ‘,- IL10R2
Heee868688886] 8861 virirhs ' SiTelelie Sielvielaleialy
R t 7 g LT T
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Cytoplasm

Induction of interferon-stimulated genes

Nucleus 9

Antiviral activity O’Brien TR, News and Views,
Nat Genet (2009)
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Whole-genome sequencing and comprehensive variant
analysis of a Japanese individual using massively
parallel sequencing

Akihiro Fujimotol’z, Hidewaki Nakagawal, Naoya Hosono!, Kaoru Nakano!, Tetsuo Abe!, Keith A Boroevich!,
Masao Nagasaki3, Rui Yamaguchi3, Tetsuo Shibuya“", Michiaki Kubo!, Satoru Miyanoz’3, Yusuke Nakamural>® &
Tatsuhiko Tsunodal?

We report the analysis of a Japanese male using high-throughput sequencing to x40 coverage. More than 99% of the

sequence reads were mapped to the reference human genome. Using a Bayesian decision method, we identified 3,132,608
single nucleotide variations (SNVs). Comparison with six previously reported genomes revealed an excess of singleton nonsense
and nonsynonymous SNVs, as well as singleton SNVs in conserved non-coding regions. We also identified 5,319 deletions
smaller than 10 kb with high accuracy, in addition to copy number variations and rearrangements. De novo assembly of the
unmapped sequence reads generated around 3 Mb of novel sequence, which showed high similarity to non-reference human
genomes and the human herpesvirus 4 genome. Our analysis suggests that considerable variation remains undiscovered in the
human genome and that whole-genome sequencing is an invaluable tool for obtaining a complete understanding of human
genetic variation. 10

Fujimoto A et al. Nat Genet (2010)
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Koike et al. J Hum Genet (2009); BMC Genet (2011)
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