Locus 320 (rs4905179)

SNiPAcard

Block annotations

Block info

genomic range

block size

variant count

chr14:94,784,618-94,818,078 .f-j;r

33,461 bp

8 variants

Basic features

Conservation/deleteriousness

Linked genes

phyloP
phastCons
GERP++

CADD score

p=0.179 [-0.31-1.321]
p = 0.005 [0-0.021]
p=-0.556 [-4.11-1.31]
p=2.992[0.741 - 8.487]

gene(s) hit or close-by
eQTL gene(s)
potentially regulated gene(s)

disease gene(s)

SERPINAG6 &2
SERPINA1 &2

SERPINAG6 ¢/, SERPINAT ¢

Trait annotations

Variant association

trait min(p-value) source DB source entry/link variant(s)
Breast size <8.00x10-7 GWAS Catalog 22747683 Iy 1
Disease gene annotation
gene trait source DB source entry/link

SERPINA6 ¢ CORTICOSTEROID-BINDING GLOBULIN DEFICIENCY OMIM MIM:611489 Somm®
SERPINA1 ¢ ALPHA-1-ANTITRYPSIN DEFICIENCY OMIM MIM:613490 Bomm®
SERPINA6 ¢ CORTICOSTEROID-BINDING GLOBULIN DEFICIENCY OrphaNet OrphaNet:199247 orphaneat
SERPINA1 ¢’ ALPHA-1-ANTITRYPSIN DEFICIENCY OrphaNet OrphaNet:60 orphaneat
SERPINA1 .53.-’ Hemorrhagic disease due to alpha-1 antitrypsin Pittsburgh mutation OrphaNet OrphaNet:178396 Wt

Direct effect on regulation

cis-eQTL
gene transcript probe tissue min(statistic) (type) source variant(s)
SERPINA1 &2 ENST00000393087 ¢ ILMN_1764980 ¢ blood 2.42x10-5 (p-value) Westra et al. Iz 2
SERPINA1 &2 ENST00000557361 ¢
SERPINA1 &2 ENST00000554720 ¢
SERPINA1 &2 ENST00000557093 ¢
SERPINA1 &2 ENST00000556091 ¢
SERPINA1 &2 ENST00000393087 ¢ ILMN_2256050 ¢ monocyte  5.08x10-15 (p-value) Zeller et al. Iy 1
SERPINA1 ¢ ENST00000557361 ¢
SERPINA1 ¢ ENST00000555289 ¢=
SERPINA1 & ENST00000557093 ¢
SERPINA1 & ENST00000393088 ¢

Putative effect on regulation

Regulatory feature cluster

element id

variant(s)

tissue/cell

factors

ENSR00000652586 ¢ 1

Locus 320 (sentinel SNP rs4905179 + 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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Variation proximal to gene

gene variant type min(distance) transcript RefSeq id protein variant(s)
SERPINA6 ¢ upstream gene variant 2714 ENST00000341584 ¢ NM_001756.3 ENSP00000342850 ¢ 1
SERPINA6 ¢ upstream gene variant 2789 ENST00000555056 ¢ ? ENSP00000451045 ¢ 1
SERPINA6 ,;j-_‘r-r upstream gene variant 2719 ENST00000557225 ,ﬂ-r ? ENSP00000452018 ,gf;r 1

Putative effect on transcript

Intron variant

gene affected transcript RefSeq id protein variant(s)
SERPINAG6 ¢ ENST00000341584 ¢= NM_001756.3 ENSP00000342850 ¢ 2
SERPINAG6 ¢ ENST00000555056 ¢ ? ENSP00000451045 ¢ 2
SERPINA6 ¢ ENST00000557225 ¢/ ? ENSP00000452018 ¢= 2

Locus 320 (sentinel SNP rs4905179 + 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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