
SNiPAcard

Block annotations

Block info
genomic range chr9:120,327,400-120,341,514 

block size 14,115 bp

variant count 3 variants

Basic features
Conservation/deleteriousness Linked genes

phyloP μ = 0.006 [-0.331 – 0.323] gene(s) hit or close-by –

phastCons μ = 0.332 [0 – 0.99] eQTL gene(s) –

GERP++ μ = 0.340 [-1.25 – 2.12] potentially regulated gene(s) ASTN2 

CADD score μ = 5.697 [0.778 – 14.58] disease gene(s) –

Putative effect on regulation

ENCODE promoter-associated distal DHS (Enhancer)
SNiPA enhancer id variant(s) associated SNiPA promoter id associated gene(s)

ENCE00000552648 1 ENCP00000059825 ASTN2 

Locus 448 (rs1159787)

Locus 448 (sentinel SNP rs1159787 + 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.

http://grch37.ensembl.org/Homo_sapiens/Location/View?db=core;r=9:120327400-120341514
http://compgen.bscb.cornell.edu/phast/
http://compgen.bscb.cornell.edu/phast/
http://mendel.stanford.edu/SidowLab/downloads/gerp/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000148219
http://cadd.gs.washington.edu/
http://grch37.ensembl.org/Homo_sapiens/Location/View?db=core;r=9:120341460-120341610
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000148219

