Locus 198 (rs2248372) SNiPAcard

Block info
genomic range chr6:31,446,466-31,452,103 &2
block size 5,638 bp
variant count 4 variants

Basic features

Conservation/deleteriousness Linked genes
= g - . !
phyloP g 23ng04 s gene(s) hit or close-by HCPS £,
h p = 0.004 [0.001 - 0.006] ATP6V1G2 ¢, HCG27 2, HLA-B &2, HLA-C g2/, LST1 2/, LY6G5C &2/, MICA &, MICB
phastCons eQTL gene(s) &/, PSORS1C1 ¢/, PSORS1C2 &/, XXbac-BPG181B23.7 &2/, XXbac-BPG248L24.12 &2/
p=-0.018[-0.737 - CCHCR1 g2/, CCHCR1 ¢, CCHCR1 g/, CCHCR1 g2/, CCHCR1 ¢, CCHCR1 &2, LY6G6D
0.458] &, LY6G6D ¢, LY6G6D 2, LY6GED ¢, LY6GED ¢, LY6GED ¢, LY6G6D ¢/, LY6G6E
potentially regulated [, LY6G6E 2, LY6G6E ¢, LY6G6E ¢, LY6G6E ¢, LY6G6E ¢, LY6G6E ¢/, SLC44A4
GERP++ gene(s) !, 5LCa4na 2, SLCAaAa =], SLCAaA4 =, SLCAAA4 ¢, SLCA4AS &, SLCAaA4 =,
SLC44A4 =/, WASF5P ¢/, WASF5P ¢, WASF5P ¢2/, WASF5P ¢, WASF5P ¢, WASF5P
&, WASFsP &=/
CADD p=2.082[0.871-4.161] . HLA-B ¢
score disease gene(s)

Trait annotations

Variant association

trait min(p-value) source DB source entry/link variant(s)
gamma-glutamylglutamine 2.92x10-5 Metabolomics GWAS Server 24816252 H’ﬁ 1

Disease gene annotation

gene trait source DB source entry/link
HLA-B .-;-3;" Takayasu arteritis OrphaNet OrphaNet:3287 Qrﬂ'met
HLA-B .-;-3;" Stevens-Johnson syndrome OrphaNet OrphaNet:36426 Qrﬂ'met
HLA-B & Behcet disease OrphaNet OrphaNet:117 Qrﬂ'met

Direct effect on regulation

cis-eQTL
gene transcript probe tissue min(statistic) (type) source variant(s)
PSORS1C1 ¢ ENST00000481450 ¢2/ ILMN_1799669 ¢/ skin 2.59%10-5 (p-value) MUTHER consortium Iy 1
PSORS1C1 &' ENST00000552747 ¢
PSORS1C1 & ENST00000547221 ¢
PSORS1C1 &2 ENST00000259881 ¢
PSORS1C1 &' ENST00000479581 ¢
ATP6V1G2 2 ENST00000481998 ¢2/ ILMN_1654541 ¢/ blood 7.59%10-6 (p-value) MUTHER consortium Iy 2
ATP6V1G2 ¢/ ENST00000303892 ¢ skin 2.90x10-5 (p-value) MUTHER consortium Iy 2
ATP6V1G2 &/ ENST00000483170 ¢
ATP6V1G2 ¢/ ENST00000376151 &
MICB &2/ ENST00000538442 ¢2/ ILMN_1708006¢2'  skin 1.42x10-9 (p-value) MUTHER consortium Iigy 2
MICB &/ ENST00000399150 ¢=
MICB &/ ENST00000252229 ¢=
HCG27 ¢/ ENST00000383331 ¢ ILMN_1746436 ¢/ adipocyte 3.10x10-5 (p-value) MUTHER consortium Ifg; 1
HCG27 &= ENST00000415276 ¢

Locus 198 (sentinel SNP rs2248372 + proxy variants in LD r2 > 0.8). SNiPA block annotation (www.snipa.org) based on 1000 Genomes Project phase 3 v5 (European population) variant set and Ensembl 82 annotations.
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Locus 198 (sentinel SNP rs2248372 + proxy variants in LD r2 > 0.8). SNiPA block annotation (www.snipa.org) based on 1000 Genomes Project phase 3 v5 (European population) variant set and Ensembl 82 annotations.
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Locus 198 (sentinel SNP rs2248372 + proxy variants in LD r2 > 0.8). SNiPA block annotation (www.snipa.org) based on 1000 Genomes Project phase 3 v5 (European population) variant set and Ensembl 82 annotations.
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Locus 198 (sentinel SNP rs2248372 + proxy variants in LD r2 > 0.8). SNiPA block annotation (www.snipa.org) based on 1000 Genomes Project phase 3 v5 (European population) variant set and Ensembl 82 annotations.
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