Locus 342 (rs2523987) SNiPAcard

Block info
genomic range chr6:30,075,103-30,103,360 2
block size 28,258 bp
variant count 27 variants

Basic features

Conservation/deleteriousness Linked genes
— 532 . ! ! . ! !
phyloP 873t1)i71o [-5.32 ene hitloncloseaty SNORA48 ¢, TRIM31 2, TRIM31-AS1 ¢, TRIM40 ¢!
p=0.018[0-0.413] BTN3A2 ¢, BTN3A3 2/, HCG22 ¢2, HCG4P11 ¢/, HIST1H31 2/, HLA-A 2, HLA-C &2/,
HLA-DQA1 &, HLA-DQB1 &/, HLA-F &, HLA-F-AS1 &, HLA-G &, HLA-H &/, HLA-J &2,
phastCons eQTL gene(s) HLAK ¢, HLA-U 2/, HLA-V &2/, IER3 2/, LINC00243 2/, PPP1R11 &2/, PPP1R18 &2/,
TRIM31 ¢2f, TRIM31-AS1 2/, ZFP57 ¢/, ZNRD1-AS1 ¢
p=-0.849 [-5.14-1.74] potentially regulated TRIM31 ¢2f, TRIM31 ¢/, TRIM31 ¢/, TRIM31 &, TRIM31 &2, TRIM31 &2/, TRIM31 &2/,
GERP++ 5
gene(s) TRIM31 ¢/
CADD p=4.371[0.332- . HLA-DQB1 &, ZFP57 ¢!, HLA-A g2/
score 13.43] disease gene(s) & & &

Trait annotations

Disease gene annotation

gene trait source DB source entry/link
HLA-DQB1 .ﬁ_‘;’ Bullous pemphigoid OrphaNet OrphaNet:703 G-P'ﬂ'@rb&t
HLA-DQB1 ,E;’ Narcolepsy-cataplexy OrphaNet OrphaNet:2073 U-I'ﬂ'l_ﬁrtﬂ-t
HLA-DQB1 ,E;’ Narcolepsy without cataplexy OrphaNet OrphaNet:83465 U-Fﬂ'lgrtﬂ't
ZFP57 ,E;" Transient neonatal diabetes mellitus OrphaNet OrphaNet:99886 U-rﬂ'ﬂ'tﬂ't
HLA-A ,E;" Birdshot chorioretinopathy OrphaNet OrphaNet:179 m&t
ZFP57 ,E;r DIABETES MELLITUS, TRANSIENT NEONATAL, 1 OMIM MIM:601410 im@
zFP57 ¢ Diabetes Mellitus, 6q24-Related Transient Neonatal DECIPHER MIM:601410 Somm®

Direct effect on transcript

Amino acid sequence alteration

effect affected exchanged exchanged SIFT PolyPhen

ene . RefSeq id rotein . A variant(s
9 type transcript q P AA's codons prediction prediction (s)
TRIM31 missense ENST00000376734 NM_007028.3 ENSP00000365924 1/V Att/Gtt ? ? 1

ﬂ-’ variant .ﬁ‘;’ .ﬁ‘;"

Direct effect on regulation

cis-eQTL
gene transcript probe tissue min(statistic) (type) source variant(s)
? ? ILMN_1654987 f};’ blood 6.16x10-6 (p-value) MuTHER consortium .'.':] 2
adipocyte 4.86x10-6 (p-value)

TRIM31 ¢/ ENST00000376734 ¢='  ILMN_1748685 ¢ skin 6.26x10-7 (p-value) MUTHER consortium Iz 17

TRIM31 ¢/ ENST00000484583 ¢

TRIM31 ¢/ ENST00000471695 ¢

TRIM31 ¢/ ENST00000468264 ¢

HLA-V & ENST00000446817 ¢='  ILMN_1660923 ¢ adipocyte 6.57x10-7 (p-value) MUTHER consortium Iz 18

Locus 342 (sentinel SNP rs2523987 + 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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HLA-V &' ENST00000429037 & blood 3.42x10-6 (p-value) MUTHER consortium lfz
HCG22 & ENST00000570223 ¢ ILMN_1667229 &2 blood 2.42x10-5 (p-value) MuTHER consortium lr.‘_'q
HCG22 ¢! ENST00000565192 ¢

HCG22 ¢! ENST00000615046 ¢

HCG22 ¢=! ENST00000426185 ¢=

HCG22 g2/ ENST00000562344 ¢='

HLA-J ;_-j-_’lr ? ENSG00000204622 ;f_‘lr lung 4.30%10-12 (p-value) GTEx Portal V6 '!m
TRIM31-AS1 &2/ ? ENSG00000231226 ¢ lung 6.84x10-6 (p-value) GTEx Portal V6l
HLA-H :_-';'_’Ir ? ENSG00000206341 :_-';'_’Ir lung 2.51x10-6 (p-value) GTEx Portal V6 lr:q
TRIM31 &' ? ENSG00000204616 ¢ lung 3.26x10-8 (p-value) GTEx Portal Ve Ity
HLA-U &' ? ENSG00000228078 ¢ lung 6.51x10-6 (p-value) GTEx Portal Ve I
HLA-G &' ? ENSG00000204632 ¢ lung 8.97x10-7 (p-value) GTEx Portal Ve I
ZFP57 2] ? ENSG00000204644 ¢= lung 8.97x10-7 (p-value) GTEx Portal Ve I
ZNRD1-AS1¢2" 2 ENSG00000204623 ¢=  tibial nerve 1.75x10-10 (p-value) GTEx Portal Ve I
HLA-U &' ? ENSG00000228078 g2 tibial nerve 3.89x10-6 (p-value) GTEx Portal Ve I
HLA-F-AS1 ¢ 2 ENSG00000214922 ¢/ blood 1.11x10-9 (p-value) GTEx Portal Ve Iy
LINCO0243 &2/ ? ENSG00000214894 ¢2'  blood 4.32x10-9 (p-value) GTEx Portal Ve I
HLA-J 2/ ? ENSG00000204622 ¢ blood 2.28x10-6 (p-value) GTEx Portal Ve iz
HLA-H 2! ? ENSG00000206341 ¢ blood 3.17x10-7 (p-value) GTEx Portal Ve Iy
ZFP57 ¢&2f ? ENSG00000204644 ¢= blood 3.49x10-7 (p-value) GTEx Portal Vel
HLAK &' ? ENSG00000230795 ¢ blood 3.41x10-6 (p-value) GTEx Portal Ve I
ZNRD1-AS1 ¢ ? ENSG00000204623 ¢ tibial artery 6.13x10-9 (p-value) GTEx Portal Vel
HLA-U &' ? ENSG00000228078 ¢ tibial artery 2.93x10-9 (p-value) GTEx Portal Ve I
HLA-J &' ? ENSG00000204622 ¢=| tibial artery 7.46x10-8 (p-value) GTEx Portal V6 I
ZFP57 E.’.r ? ENSG00000204644 E.’.r tibial artery 1.09x10-5 (p-value) GTEx Portal V6 'Im
HLA-J &' ? ENSG00000204622 ¢=  thyroid 2.05%10-7 (p-value) GTEx Portal V6 I
ZNRD1-AS1¢2' 2 ENSG00000204623 ¢2 thyroid 1.18x10-5 (p-value) GTEx Portal V6 Iz
ZFP57 &f ? ENSG00000204644 =  thyroid 1.78x10-8 (p-value) GTEx Portal Ve Iz
PPPIR18 & 2 ENSG00000146112 ¢ thyroid 8.21x10-8 (p-value) GTEx Portal Vel
HLA-J :_-j-_‘lr ? ENSG00000204622 ;_-‘flr skeletal muscle 2.77x10-11 (p-value) GTEx Portal V6 'Im
HLA-U &' ? ENSG00000228078 ¢ skeletal muscle 5.12x10-6 (p-value) GTEx Portal V6 lr:;,
HLA-H &' ? ENSG00000206341 ¢ skeletal muscle 4.48x10-6 (p-value) GTEx Portal Ve I
HLA-F &/ ? ENSG00000204642 ¢ cerebellum 5.51x10-6 (p-value) GTEx Portal Ve Iy
HLA-) &/ ? ENSG00000204622 ¢ cerebellum 3.63x10-6 (p-value) GTEx Portal Vel
HCG4P11 2| 2 ENSG00000225864 ¢ cerebellum 9.28x10-6 (p-value) GTEx Portal Ve I
HLA-H &' ? ENSG00000206341 ¢  transformed fibroblasts ~ 1.75x10-6 (p-value) GTEx Portal Vel
ZFP57 ' ? ENSG00000204644 ¢# transformed fibroblasts ~ 1.94x10-5 (p-value) GTEx Portal Ve I
HLA-J &/ ? ENSG00000204622 ¢# breast 1.76x10-7 (p-value) GTEx Portal Vel

Locus 342 (sentinel SNP rs2523987 + 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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ENCP00000047880 &' TRIM31 &f
TRIM31 &f
TRIM31 &f
TRIM31 &f
TRIM31 &f
TRIM31 &f
TRIM31 &f

Regulatory feature cluster

element id variant(s) tissue/cell factors
ENSR00000487603 ;_-j-,’lr 5 embryonic stem cell (H1ESC) H3K27me3
(promoter flanking region) HSMMtube H3K27me3
blood (K562) H3K27me3
skin (NHDF-AD) H3K27me3
muscle (HSMM) H3K27me3
liver (HepG2) H3K4me1, H3K4me2
lung (IMR90) H3K27me3
blood (GM12878) EBF1
nervous (NH-A) H3K27me3
skin (NHEK) H3K27me3
NHLF H3K27me3
Osteobl H3K27me3
blood (DND-41) H3K27me3
monocytes (Monocytes-CD14+) H3K27me3
endothelium (HUVEC) H3K27me3
A549 H3K4me3
ENSR00001702952 {j—_"lr 2 NHLF H3K27me3
(enhancer) HSMMtube H3K27me3
Osteobl H3K27me3
blood (K562) H3K27me3
blood (DND-41) H3K27me3
skin (NHDF-AD) H3K27me3
muscle (HSMM) H3K27me3
monocytes (Monocytes-CD14+) H3K27me3
endothelium (HUVEC) H3K27me3
liver (HepG2) H3K4me1, H3K4me2
lung (IMR90) H3K27me3
nervous (NH-A) H3K27me3
skin (NHEK) H3K27me3
ENSR00001702953 ¢2' 4 monocytes (Monocytes-CD14+) H3K27me3
(CTCF binding site) HSMMtube H3K27me3
blood (K562) H3K27me3

Variation proximal to gene

gene variant type min(distance) transcript RefSeq id protein variant(s)
SNORA48 ¢#  upstream gene variant 2617 ENST00000516419 &' ? ? 1
TRIM31 J_-'_-:’I’ downstream gene variant, upstream gene variant 510 ENST00000480808 {-3.’ ? ? 17
TRIM31 ;_-j'-_’lr upstream gene variant 30 ENST00000485864 J_-j-_'-‘lr ? ? 19
TRIM31 ;_-‘flr downstream gene variant, upstream gene variant 22 ENST00000493404 .{flr ? ? 22
TRIM31 &' upstream gene variant 2299 ENST00000468264 = ? g 9
TRIM31 Elr upstream gene variant 1669 ENST00000471695 .fflr ? ? 3
TRIM31 &' upstream gene variant 1886 ENST00000484583 &' ? ? 1
TRIM31 &' upstream gene variant 73 ENST00000376734 &' NM_007028.3 ENSP00000365924 ¢= 16
TRIM31-AS1 ;_-j-_'-‘lr downstream gene variant 187 ENST00000440874 J_-f-_'-‘lr ? ? 10
TRIM40 ;_-‘flr upstream gene variant 525 ENST00000396581 J_-j-_‘lr NM_001286633.1 ENSP00000379826 :_-j-_‘lr 1
TRIM40 &' upstream gene variant 541 ENST00000489892 ¢ ? g 1

Locus 342 (sentinel SNP rs2523987 + 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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TRIM40 {-’_’;r upstream gene variant 1427 ENST00000307859 .:j-_"‘;r NM_138700.4 ENSP00000308310 .:j-_’;r 1

TRIM40 ,;j-_‘;r upstream gene variant 1148 ENST00000376724 .:j-_‘;r ? ENSP00000365914 .-_j-_‘;r 1

Putative effect on transcript

Synonymous coding variant
gene affected transcript RefSeq id protein AA's exchanged codons variant(s)
TRIM31 ¢/ ENST00000376734 ¢ NM_007028.3 ENSP00000365924 ¢ 3 3 3

Intron variant

gene affected transcript RefSeq id protein variant(s)
TRIM31 &/ ENST00000376734 ¢= NM_007028.3 ENSP00000365924 ¢/ 8
TRIM31 ¢/ ENST00000485864 ¢ ? ? 6
TRIM31 ¢/ ENST00000468264 ¢ ? ? 1
TRIM31 ¢/ ENST00000480808 ¢ ? ? 5
TRIM31 ¢/ ENST00000493404 ¢ ? ? 3
TRIM31-AS1 &2 ENST00000440874 ¢= ? ? 15

Non-coding exon variant

gene affected transcript RefSeq id variant(s)
TRIM31 ¢/ ENST00000485864 ¢~ ? 4
TRIM31 ¢/ ENST00000480808 ¢ ? 4
TRIM31 ¢/ ENST00000493404 ¢ ? 2

Locus 342 (sentinel SNP rs2523987 + 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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