SNiPAcard

Block annotations

Block info

genomic range chr1:154,631,123-154,652,119 ¢
block size 20,997 bp
variant count 11 variants

Basic Features

Conservation/deleteriousness Linked genes

phyloP W=0331[-0.913-1.261] gene(s) hit or close-by -
phastCons K=0.126 [0-0.533] eQTL gene(s) IL6R ¢/, RUSC1-AST &/
GERP++ H=0.161[-0.815-1.54] potentially regulated gene(s) -
CADD score p=4.915[0.849-18.13] disease gene(s) IL6R ¢

Trait annotations

Disease gene annotation

gene trait source DB source entry/link
IL6R¢'  INTERLEUKIN 6, SERUM LEVEL OF, QUANTITATIVE TRAIT LOCUS OMIM MIM:614752 Bomim®
IL6R ¢/ SOLUBLE INTERLEUKIN-6 RECEPTOR, SERUM LEVEL OF, QUANTITATIVE [...] OMIM MIM:614689 Bomm®

Direct effect on regulation

cis-eQTL
gene transcript probe tissue min(statistic) (type) source variant(s)
RUSC1-AS1¢=f  ENST00000543656 ¢= ILMN_2114185 & blood  4.94x10-5 (p-value) MUTHER consortium Iz 4
RUSC1-AS1¢2f  ENST00000446880 ¢
RUSC1-AS1¢2'  ENST00000450199 ¢
IL6R 2 ENST00000368485 ¢/ ILMN_1696394 ¢ blood  5.45x10-6 (p-value) Westra et al. I 5
IL6R &2 ENST00000507256 ¢/
IL6R & ENST00000502679 ¢/

IL6R &/ ENST00000515190 ¢



http://grch37.ensembl.org/Homo_sapiens/Location/View?db=core;r=1:154631123-154652119
http://compgen.bscb.cornell.edu/phast/
http://compgen.bscb.cornell.edu/phast/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000160712
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225855
http://mendel.stanford.edu/SidowLab/downloads/gerp/
http://cadd.gs.washington.edu/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000160712
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000160712
http://www.omim.org/
http://www.omim.org/entry/614752
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000160712
http://www.omim.org/
http://www.omim.org/entry/614689
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225855
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000543656
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ILMN_2114185
http://www.ncbi.nlm.nih.gov/pubmed/22941192/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225855
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000446880
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225855
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000450199
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000160712
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000368485
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ILMN_1696394
http://www.ncbi.nlm.nih.gov/pubmed/24013639/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000160712
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000507256
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000160712
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000502679
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000160712
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000515190
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