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Rare SETD1A variants and risk of schizophrenia in a Japanese population
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The SETD1A gene was identified as a risk gene for schizophrenia with a large
effect in Caucasians. The aim of this study is to assess whether the SETD1A gene is also the risk

gene for schizophrenia in a Japanese population.
We sequenced the protein-coding region of SETD1A in 924 patients with schizophrenia to

comprehensively search for rare variants in the gene. We identified three rare novel putatively
functional missense variants.
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3 Ser575Pro  Pro729Leu  Argl542Trp



GEM-JWGA HGVD gnomAD PolyPhen-2 SIFT
Prol3Pro 0.0009 0.0008 0.000009610 - -
GIn90His 0.002 0.0021 O Probably damaging Damaging
Gly197Gly 0.00013 0.0017 O - -
Arg218Cys 0.00007 0 0.000004836 Probably damaging Damaging
Ser221Ser 0.0015 0 0 - -
Pro228Ala 0.00007 0 0 Benign Tolerated
Asn239Asn 0.0129 0.0145 0.001191 - -
Glu455del 0 0 0.0006829 - -
Ala483Ala 0 0 0 - -
Ser534Ser 0.0044 0.0041 0.0003673 - -
Ser575Pro 0 0 0 Probably damaging Damaging
Pro605Leu 0.0003 0 0.00003138  Possibly damaging  Damaging
Pro605Pro 0 0 0.000006911 — -
Pro613Pro 0.2368 0.0577  0.01340 - -
Pro648GIn 0.00007 0 0.000005082 Probably damaging Damaging
Gly708Ser 0 - 0.00001019  Benign Tolerated
Ala725va 0.00027 0.0004 0.000005637 Benign Damaging
Pro729Leu 0 0 0 Probably damaging Damaging
Leu732Leu 0.0005 0.0008 0.00002118 - -
Val764val 0.0001 0.0004  0.000009902 - -
Arg770GIn 0.0007 0.0025 0.00003431 Benign Damaging
Pro786Leu 0 0 0.00001937  Probably damaging Damaging
Ala879Thr 0.0004 0.0004 0.0002515 Benign Tolerated
Leu884Leu 0 0 0 - -
Ser963Ser 0.1590 0.1469 0.01163 - -
Arg990Gly 0.0005 0.0008  0.0004055 Benign Damaging
Aspl012Gly 0.0009 0.0008 O Benign Tolerated
Ser1055_Ser1058del  0.00006607 0.0004  0.000005316 - -
Thrl122Met 0.0018 0 0.0001311 Possibly damaging  Damaging
Glul124Asp 0.0005 0 0.000006564 Possibly damaging  Damaging
Prol179Ala 0.0006 0 0 Benign Damaging
Alal286Ala 0.0150 0.0166  0.001236 - -
[1e1296lle 0.0036 0.0021 0.00002042 - -
Pro1349Pro 0.0038 0.0040 0.00002441 - -
Argl358Trp 0.0003 0 0 Possibly damaging ~ Tolerated
Gly1369_Glul372del  0.00014 0 0.0003585 - -
Pro1407Ser 0.0004 0.001 0.00003239  Benign Tolerated
Argl542Trp 0 0 0 Probably damaging  Damaging
Lys1569GIn 0.00006691 0 0.0002093 Probably Damaging Tolerated
Ser575Pro
Pro729Leu Argl-‘142Trp
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