Block info
chr1:161,500,130-161,508,763 .ﬁ‘;r

genomic range
block size 8,634 bp

variant count 4 variants

Basic features

Conservation/deleteriousness Linked genes

phyloP p=-3.023[-9.199--0.106] gene(s) hit or close-by FCGR3A ¢/, HSPAG6 ¢/, RP11-25K21.6 ¢, RPS23P10 ¢/

phastCons  n=0.115[0-0.46] eQTL gene(s) FCGR2B ¢, FCGR2C ¢/, FCRLB ¢, HSPA7 ¢, RPS23P10 2, RPS23P9 ¢/
GERP++ u=-1.192[-477-0.6021  potentially regulated gene(s) HSPA6 &/, TOMM4oL =, UFC1 &2, USF1 &2

CADD score 1=3.328[0.487-6.425]  disease gene(s) USF1 ¢/, FCGR2B ¢, FCGR3A ¢2/

Trait annotations

Disease gene annotation

gene trait source DB source entry/link
USF1 &' HYPERLIPIDEMIA, FAMILIAL COMBINED OMIM MIM:144250 Bomm®
USF1 & HYPERLIPIDEMIA, COMBINED, 1 OMIM MIM:602491 Bomm®
FCGR2B &2 SYSTEMIC LUPUS ERYTHEMATOSUS OMIM MIM:152700 Bormm®
FCGR2B &2 MALARIA, SUSCEPTIBILITY TOMALARIA, RESISTANCE TO, INCLUDED OMIM MIM:611162 Bomm®
FCGR3A &' IMMUNODEFICIENCY 20 OMIM MIM:615707 !m@

Direct effect on regulation

cis-eQTL
gene transcript probe tissue min(statistic) (type) source variant(s)

FCGR2Cg 2 ENSG00000244682 ¢*'  muscularis mucosae 9.34x10-7 (p-value) GTEx Portal veliyy 3
HSPA7 &2 ? ENSG00000225217 ¢*  muscularis mucosae 7.78x10-9 (p-value) GTEx Portal Vel 3
FCGR2C g 2 ENSG00000244682 ¢*'  lung 6.16x10-7 (p-value) GTEx Portal vl 3
HSPA7 &2 ? ENSG00000225217 ¢ lung 3.33x10-8 (p-value) GTEx Portal velfyy 3
RPS23P10¢2) ? ENSG00000224203 &2 blood 2.65x10-14 (p-value) GTEx Portal velyy 3
RPS23P9 ¢ ? ENSG00000231586 ¢2  blood 3.15x10-7 (p-value) GTEx Portal velfyy 3
FCGR2Cg 2 ENSG00000244682 ¢’ breast 4.93x10-8 (p-value) GTEx Portal veliyy 3
HSPA7 &2 ? ENSG00000225217 ¢/ breast 1.60x10-8 (p-value) GTEx Portal veliyy 3
FCGR2C g 2 ENSG00000244682 ¢»' tibial artery 2.39x10-6 (p-value) GTEx Portal vl 3
HSPA7 &2 ? ENSG00000225217 ¢*' tibial artery 8.99x10-13 (p-value) GTEx Portal velfyy 3
HSPA7 2! ENST00000445535¢2/  ILMN_3235964 = monocyte 1.02x10-6 (p-value) Fairfax et al. I 1

b-cell 9.19x10-12 (p-value) Fairfax et al. .‘.’:] 1
FCGR2C | 2 ENSG00000244682 ¢/ thyroid 1.90x10-6 (p-value) GTExPortalvely 3
HSPA7 &2 ? ENSG00000225217 &' thyroid 5.16x10-9 (p-value) GTEx Portal Vel 3
FCGR2Cg" 2 ENSG00000244682 &2 skeletal muscle 5.52x10-9 (p-value) GTEx Portal Vel 3

Locus 141 (sentinel SNP rs10919544 + 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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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000173110
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http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ILMN_3235964
http://www.ncbi.nlm.nih.gov/pubmed/22446964/
http://www.ncbi.nlm.nih.gov/pubmed/22446964/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000244682
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000244682
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225217
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000225217
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000244682
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000244682
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
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8.17x10-13 (p-value)

5.46x10-7 (p-value)

1.08x10-12 (p-value)

8.65x10-16 (p-value)
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Putative effect on regulation

ENCODE promoter-associated distal DHS (Enhancer)

SNiPA enhancer id

variant(s) associated SNiPA promoter id

associated gene(s)

ENCE00000041151 &2

ENCP00000005224
ENCP00000005167
ENCP00000005179
ENCP00000005164

ENCP00000005205
ENCP00000005166

HSPA6 ¢
USF1 ¢&f
uFct &'
USF1 ¢&f

TOMM4oL ¢/

USF1 ¢!

Locus 141 (sentinel SNP rs10919544 + 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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Regulatory feature cluster

element id

variant(s)

tissue/cell

factors

ENSR00000546473 ¢= 1

embryonic stem cell (H1ESC)

H3K27me3, CTCF, Polll, Rad21, TAF1, H3K4me2, H3K4me3, DNase1

(promoter) HSMMtube DNase1, H3K9ac, H3K4me2, H3K27me3
blood (K562) H3K27ac, Max, H3K9ac, ETS1, Cmyc, HEY1, H2AZ, TAF1, Polll, H3K4me2, DNase1, H3K4me3,
Egr1
skin (NHDF-AD) DNase1, H3K4me3
muscle (HSMM) H3K4me3, H3K4me2, DNase1
liver (HepG2) H2AZ, H3K4me2, H3K4me3, H3K27me3, DNase1
blood (GM12878) Polll, H2AZ, DNase1, H3K4me3, H3K27ac, H3K4me2, H3K9ac
lung (IMR90) DNase1, H3K4me2, H3K4me3
nervous (NH-A) DNase1, H3K9ac, H3K4me2, H3K4me3
skin (NHEK) H3K9ac, H3K4me2, H3K4me3, DNase1
NHLF DNase1, H3K4me3, H3K9%ac, H3K27ac
Osteobl H3K4me2, H3K4me3, H3K27ac, H2AZ
blood (DND-41) H3K27ac, H3K9%ac, H3K4me3, H3K27me3
breast (HMEC) DNase1, H3K27ac, H3K4me3, H3K9ac, H3K4me2
cervix (HeLa-S3) DNase1, H3K9ac, H3K4me2, H3K27ac, Polll, H3K4me3, Gabp
monocytes (Monocytes-CD14+) H3K27ac, H3K27me3, H3K4me3, H3K4me2, H3K4me1, DNase1
endothelium (HUVEC) H3K36me3, Max, H3K4me2, H3K4me3, Polll, H3K27me3, DNase1
A549 DNase1, H3K9ac, H3K4me2, H3K4me3
Variation proximal to gene
gene variant type min(distance) transcript RefSeq id protein variant(s)
FCGR3A .;j-_’;r downstream gene 2792 ENST00000436743 NM_001127595.1, NM_001127593.1, ENSP00000416607 3
variant el NM_001127596.1 el
FCGR3A ,;j-_’;’ downstream gene 2882 ENST00000426740 ? ENSP00000410180 3
variant el el
FCGR3A ,gj-_‘;r downstream gene 2786 ENST00000367969 NM_000569.6, NM_001127592.1 ENSP00000356946 3
variant el el
FCGR3A .;j-_";r downstream gene 2823 ENST00000367967 ? ENSP00000356944 3
variant el el
FCGR3A ,;j-_’;’ downstream gene 2790 ENST00000443193 ? ENSP00000392047 3
variant el el
HSPA6 ,gf;r downstream gene 3430 ENST00000309758 NM_002155.3 ENSP00000310219 1
variant el el
EF;SZ3P10 upstream gene variant 669 ‘Efl\IrST00000416185 ? ? 2
4 '

Putative effect on transcript

Intron variant

gene affected transcript RefSeq id protein variant(s)
RP11-25K21.6 ¢/ ENST00000537821 ¢2 ? ? 4
Non-coding exon variant
gene affected transcript RefSeq id variant(s)
RPS23P10 ¢ ENST00000416185 ¢ ? 1

Locus 141 (sentinel SNP rs10919544 + 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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