Locus 174 (rs6916921) SNiPAcard

Block info
genomic range chr6:31,520,426-31,563,240 ¢
block size 42,815 bp
variant count 6 variants

Basic features

Conservation/deleteriousness Linked genes

p=-0.904 [-2.113 - ATP6V1G2 ¢=/, LST1 ¢/, LTA ¢/, LTB &2/, NCR3 &2/, NFKBIL1 ¢, TNF &2
0.076]
h p=0.014 [0-0.08] AIF1 &, ATP6V1G2 ¢, BAG6 &2/, HLA-B &2, LST1 &2, MICA &/, MICB &, NCR3 &2,
phastCons eQTL gene(s) PSORS1C1 ¢/, XXbac-BPG181B23.7 &/, XXbac-BPG299F13.17 &

phyloP gene(s) hit or close-by

p=-1.943 [-7.11-0.109] AR 2l AR gl AIF g AR gl AIF 2 AIF g, 2 gf, c2 gl c2 g, c2 2, 2
el 2l 2l 22/, coorfas 2/, Coorfas 2!, Coorfag ¢!, Coorfas ¢/, Ceorfas g2/,
CSNK2B ¢, CSNK2B ¢, CSNK2B ¢2/, CSNK2B ¢/, CSNK2B ¢2, CSNK2B ¢, CSNK2B ¢/,
CYP21A1P 2/, CYP21A1P &2, CYP21A1P 2/, CYP21A1P ¢, DDX39B ¢/, DDX39B ¢/,
DDX39B ¢/, DDX39B ¢=, DDX39B ¢2, DDX39B ¢, DDX39B ¢, DDX39B ¢2/, GPANK1
£, GPANK1 g2, GPANK1 ¢, GPANK1 &2/, GPANK1 &2, GPANK1 ¢, GPANK1 g2/,
HCG27 &/, HCG27 2, HCG27 ¢, HCG27 &, HCG27 2, HCG27 ¢, HCG27 ¢, HCPS
&/, HCP5 2, HCP5 2/, HCP5 ¢, HLA-B &2, HLA-B ¢/, HLA-B &2, HLA-B &2/, HLA-B &2/,
HLA-B 2/, HLA-C &2/, HLA-C &2/, HLA-C &, HLA-C &2/, HLA-C &2/, HLA-C &2/, HLA-C 2,
LST1 2, LsT1 2/, LST1 &2/, LST1 2, LST1 2/, LST1 &2/, LST1 &/, LST1 2/, LY6G5C ¢/,

potentially regulated LY6G5C ¢, LY6G5C ¢/, LY6G5C ¢, LY6G5C ¢, LY6G5C ¢, LY6G5C ¢, MICA &/,
gene(s) MICA &, MICA &, MICA !, MICA !, MICB &2, MICB 2, MICB &2/, MICB 2/, MICB 2/,

MICB &, MICB &, MICB &, MSH5 &2/, MSH5 &, MSH5 &2, MSH5 £, MSH5 &2/, MSH5
&, MSH5 g2/, MSH5 2, NCR3 ¢2/, NCR3 ¢2/, NCR3 2, NCR3 ¢2/, NCR3 &2, NCR3 2/,
NCR3 2, NCR3 g2/, PRRC2A ¢2/, PRRC2A ¢/, PRRC2A ¢2, PRRC2A ¢/, PRRC2A ¢/,
PRRC2A ¢/, PRRC2A ¢/, STK19 ¢!, STK19 ¢/, STK19 2, STK19 &2/, STK19 ¢/, STK19
&, INFe!, TNF &2, TNF &2, TNF &/, TNF &2/, TNF &2/, TNF 2, TNF 2/, UQCRHP1 &2/,
UQCRHP1 2/, UQCRHP1 &2, UQCRHP1 ¢2, UQCRHP1 ¢2/, UQCRHP1 2, VARS ¢/, VARS
&/, VARS &2, VARS &2/, VARS &, VARS ¢/, VARS ¢, XXbac-BPG248L24.10 ¢, XXbac-
BPG248L24.10 ¢/, XXbac-BPG248L24.10 ¢/, XXbac-BPG248L24.10 ¢, XXbac-
BPG248L24.10 ¢, XXbac-BPG248L24.10 ¢, XXbac-BPG248L24.10 ¢, XXbac-
BPG248L24.12 ¢

CADD p=3.095[0.301-4.713] NFkBIL1 g TNFel LTag! Ner3 gl el el el el el el el el el el e e
score disease gene(s) elelel el e e e e el e e el nasg

GERP++

Trait annotations

Variant annotation

trait type source DB source entry/link Variant(s)
7 HGMD curated HGMD CR993387 Piomp” 1
, HGMD curated HGMD CR082032 Piiomp” L
VASCULAR DEMENTIA, SUSCEPTIBILITY TO OMIM curated OMIM MIM: 191160 !ﬂnm@ 1

Disease gene annotation

gene trait source DB source entry/link
NFKBIL1 g2/ RHEUMATOID ARTHRITIS OMIM MIM:180300 !OM.IM@
TNF ¢ HEPATITIS B VIRUS, SUSCEPTIBILITY TO OMIM MIM:610424 !OM.IM@
TNF ¢ MALARIA, SUSCEPTIBILITY TOMALARIA, RESISTANCE TO, INCLUDED OMIM MIM:611162 !OM.IM@
TNF &2/ PSORIATIC ARTHRITIS, SUSCEPTIBILITY TOPSORIATIC ARTHRITIS, SUSCEPTIBILITY [...] OMIM MIM:607507 !ﬂnm@
LTA g LEPROSY, SUSCEPTIBILITY TO, 4 OMIM MIM:610988 !ﬂnm@
LTA g PSORIATIC ARTHRITIS, SUSCEPTIBILITY TOPSORIATIC ARTHRITIS, SUSCEPTIBILITY [...] OMIM MIM:607507 !ﬂnm@
NCR3 ¢/ MALARIA, MILD, SUSCEPTIBILITY TO OMIM MIM:609148 !ﬂnm@
el PSORIASIS 1, SUSCEPTIBILITY TO OMIM MIM: 177900 !ﬂnm@
el PSORIATIC ARTHRITIS, SUSCEPTIBILITY TOPSORIATIC ARTHRITIS, SUSCEPTIBILITY [...] OMIM MIM:607507 ! o
QMM

Locus 174 (sentinel SNP rs6916921 + 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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Locus 174 (sentinel SNP rs6916921 + 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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Locus 174 (sentinel SNP rs6916921 + 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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Locus 174 (sentinel SNP rs6916921 + 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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LsT1 &f
LsT1 &'
LsT1 &'
LsT1 &f
LsT1 &f

ENCP00000048116 Céorfas &=
Céorfag &'
Céorfag @'
Céorfas '
Céorfas ¢!

ENCP00000048043 AIF1 &'
AIF1 &f
AIF1 &f
AIF1 &f
AIF1 &f
AIF1 &'

ENCP00000048007 HLA-B 2
HLA-B &'
HLA-B &'
HLA-B &
HLA-B &'
HLA-B &'

ENCP00000048048 PRRC2A &=/
PRRC2A &=/
PRRC2A ¢/
PRRC2A &/
PRRC2A &/
PRRC2A &'

L W

Locus 174 (sentinel SNP rs6916921 + 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/Gene/Summary?db=core;g=ENSG00000231825
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225164
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204469
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225748
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206427
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231116
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000096171
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231945
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204394
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224264
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227686
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226589
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231370
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226618
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225164
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231825
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225748
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204469
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206427
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236250
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206342
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204344
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234947
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226033
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226257
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228964
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223532
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224608
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234745
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232126
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206450
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228321
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228978
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206439
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228849
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223952
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232810
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204490
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230108
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230791
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234514
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206433
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223465
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235915
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226182
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231048
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234728
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206380
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000229300
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204387
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226710
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234836
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235588
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235985
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237727
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204472
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206428
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228964
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223532
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224608
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234745
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232126
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206450
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231370
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226618
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225164
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231825
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225748
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204469

FRRUZA {:_'I

ENCP00000048093 MSH5 &'
MSH5 &'
MSH5 g2
MSH5 =
MSH5 =
MSH5 ¢/
MSH5 ¢/
MSH5 &'

ENCP00000048006 XXbac-BPG248L24.12 &=

ENCP00000048134 el
¥
gl
gl
gl
gl
¥l
(¥l

ENCP00000048037 LsT1 ¢!
LsT1 ¢!
LsT1 &f
LsT1 &f
LsT1 &'
LsTige!
LsT1 ¢!
LsT1 ¢!

ENCP00000048020 MICB ¢/
MICB &/
MICB &2
MICB &
MICB &
MICB &/
MICB &
MICB &

ENCP00000048065 CSNK2B ¢
GPANK1 g2/
GPANK1 ¢/
GPANK1 ¢/
CSNK2B g2/
CSNK2B ¢/
CSNK2B ¢2'
CSNK2B g2
CSNK2B ¢f
CSNK2B ¢
GPANK1 g2/
GPANK1 g2/
GPANK1 g2/
GPANK1 g2/

ENCP00000048069 LY6G5C ¢
LY6G5C &'
LY6G5C &'
LY6G5C ¢
LY6G5C &'
LY6G5C &'
LY6G5C ¢=f

ENCP00000048002 XXbac-BPG248L24.10 &
XXbac-BPG248L24.10 ¢
XXbac-BPG248L24.10 ¢
XXbac-BPG248L24.10 &=
XXbac-BPG248L24.10 ¢
XXbac-BPG248L24.10 ¢
XXbac-BPG248L24.10 ¢

ENCP00000048038 NCR3 &=/
NCR3 ¢

NCR3 &2
NCR3 ¢
NCR3 ¢/
NCR3 ¢/
NCR3 &=/
NCR3 ¢/

Locus 174 (sentinel SNP rs6916921 + 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/Gene/Summary?db=core;g=ENSG00000206427
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227314
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204410
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235222
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237333
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230961
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230293
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233345
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235569
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000271581
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231543
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226560
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000166278
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235017
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=LRG_26
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204364
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206372
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235696
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234514
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230791
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206433
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223465
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235915
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226182
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231048
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231372
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206449
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231179
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000238289
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227772
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234218
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224378
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230700
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206408
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232312
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236011
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224774
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232960
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228875
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206406
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224398
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204435
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204438
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233210
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228605
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223932
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231325
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000111971
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204428
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226404
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206404
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228883
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237495
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228954
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225571
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000229836
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231710
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226834
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225939
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228713
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204475
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236979
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237808
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206430
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236315
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225211
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237103
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223833

ENCP00000048005 HLA-B ¢
HLA-B &'
HLA-B &'
HLA-B &'
HLA-B 2
HLA-B &'

ENCP00000048017 HCP5 ¢/
HCP5 ¢/
HCP5 ¢/
HCP5 2/

ENCP00000048023 DDX39B ¢/
DDX39B ¢/
DDX39B ¢/
DDX39B ¢/
DDX39B ¢/
DDX39B ¢=/
DDX39B ¢/
DDX39B ¢/

ENCP00000047991 HCG27 &f
HCG27 &f
HCG27 &f
HCG27 ¢
HCG27 ¢=/
HCG27 =/
HCG27 &f

ENCP00000048104 VARS &'
VARS g/
VARS g2/
VARS ¢/
VARS &/
VARS ¢/
VARS ¢/

ENCP00000048052 PRRC2A &/
PRRC2A &/
PRRC2A &/
PRRC2A ¢/
PRRC2A &/
PRRC2A &/
PRRC2A &/

ENCP00000048110 VARS &/
VARS ¢/
VARS g2/
VARS &/
VARS &/
VARS ¢/
VARS &/

ENCP00000047998 HLA-C &'
HLA-C &=
HLA-C =f
HLA-C =f
HLA-C &'
HLA-C &'
HLA-C &'

ENCP00000048004 HLA-B &
HLA-B &'
HLA-B &'
HLA-B =
HLA-B &'
HLA-B &'

ENCP00000048157 CYP21A1P &2/
CYP21A1P &2
CYP21A1P &2
CYP21A1P &2/

ENCP00000048063 GPANK1 ¢/
GPANK1 g2/
GPANK1 g2/
GPANK1 ¢/
GPANK1 &/
GPANK1 &2
GPANK1 &

Locus 174 (sentinel SNP rs6916921 + 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/Gene/Summary?db=core;g=ENSG00000228964
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223532
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224608
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234745
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232126
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206450
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237105
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227429
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206337
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230389
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225073
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225859
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230624
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235439
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000229496
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000215425
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000198563
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237889
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000238148
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223577
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234079
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206344
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231281
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000220890
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232758
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231116
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000096171
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204394
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231945
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227686
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224264
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226589
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231370
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231825
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225164
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226618
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204469
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225748
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206427
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231116
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000096171
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231945
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204394
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224264
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227686
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226589
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206435
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225691
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233841
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228299
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237022
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204525
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206452
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228964
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223532
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234745
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224608
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232126
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206450
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231759
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000229856
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000239882
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204338
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206408
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232312
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228605
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233210
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204438
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236011
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223932

ENCP00000048040 UQCRHP1 ;j-_".r
UQCRHP1 &
UQCRHP1 &/
UQCRHP1 ¢/
UQCRHP1 ¢&f
UQCRHP1 &=
Regulatory Feature cluster
element id variant(s) tissue/cell factors
ENSR00000487867 {-f.r 1 NHLF H3K27me3
(CTCF binding site) embryonic stem cell (H1ESC) CTCF, Rad21
HSMMtube H3K27me3
blood (DND-41) H3K4me1, H3K27ac, H3K9%ac
blood (K562) CTCF
monocytes (Monocytes-CD14+) H3K4me3
liver (HepG2) H3K27me3
blood (GM12878) BATF, DNase1, CTCF, H3K79me2, H3K27ac, H3K4me2, H3K9%ac, Polll, EBF1
lung (IMR90) H3K27me3
ENSR00001494573 {flr 1 NHLF H3K27me3
(promoter) embryonic stem cell (H1ESC) DNase1, H3K27me3
HSMMtube H3K27me3
Osteobl H3K27me3
blood (DND-41) H3K4me1, H3K27ac, H3K9ac, H3K27me3, H3K36me3
blood (K562) H3K27me3
cervix (HeLa-S3) DNase1
monocytes (Monocytes-CD14+) DNase1, H3K4me1, H3K4me2, H3K27ac, H3K9ac, H4K20me1, H3K36me3, H3K4me3
endothelium (HUVEC) H3K36me3
liver (HepG2) H3K27me3

blood (GM12878) EBF1, POU2F2, Cmyc, Polll, DNase1, Egr1, Yy1, Gabp, H3K79me2, H3K4me3, H3K27ac,

H3K4me2, H3K9ac, H3K36me3

lung (IMR90) H3K27me3
nervous (NH-A) DNase1
skin (NHEK) H3K4me2

ENSR00000264419 ﬁ_'.’ 1 monocytes (Monocytes-CD14+) H3K4me1, H3K4me2, H3K4me3, H4K20me1, H3K36me3

(enhancer) liver (HepG2) H3K27me3
blood (K562) H2AZ
Variation proximal to gene
gene variant type min(distance)  transcript RefSeq id protein variant(s)

ATP6V1G2  upstream gene variant 4222 ENST00000415099 ? ENSP00000390148 1

&l el el

LST1 {flr downstream gene variant 24 ENST00000376086 NM_001166538.1 ENSP00000365254 1
=4 el

LsT1 &f downstream gene variant 256 ENST00000490742 ? ENSP00000418578 1
el el

LST1 {f.r downstream gene variant 122 ENST00000211921 ? ENSP00000211921 1
el el

LsT1 &' downstream gene variant 175 ENST00000460834 ? ? 1
{f.r

LST1 Elr downstream gene variant 122 ENST00000339530 NM_205837.2 ENSP00000339201 1
el el

LsT1 &' downstream gene variant 23 ENST00000376096 ? ENSP00000365264 1
el el

LsT1 &' downstream gene variant 1091 ENST00000419073 ? ? 1
{f.r

LsT1 &f downstream gene variant 175 ENST00000376110 ? ENSP00000365278 1
el el

LsT1 &' downstream gene variant 23 ENST00000376089 ? ENSP00000365257 1
el el

LsT1 &' downstream gene variant 23 ENST00000376090 ? ENSP00000365258 1
&l el

LsT1 &f downstream gene variant 23 ENST00000396101 ? ENSP00000379408 1
e el

LST1 &' downstream gene variant 23 ENST00000376093 NM_007161.3 ENSP00000365261 1
el el

LsT1 &' downstream gene variant 270 ENST00000376092 ? ENSP00000365260 1
&l el

1§T1 =f downctream aene variank 23 FENSTNNNNN2N3757 NM 205840 ? ENSPONNNN3NRAL9 1

Locus 174 (sentinel SNP rs6916921 + 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/Gene/Summary?db=core;g=ENSG00000238126
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230622
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227650
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000229189
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228926
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232683
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00000487867
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00001494573
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00000264419
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213760
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000415099
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000415099
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376086
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376086
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000490742
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000490742
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000211921
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000211921
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000460834
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000339530
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000339530
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376096
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376096
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000419073
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376110
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376110
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376089
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376089
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376090
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376090
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396101
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000396101
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376093
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376093
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376092
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376092

—— ey

e

J.'f'.;;r e

LST1 ﬁ_‘;" downstream gene variant 23 ENST00000376099 ? ENSP00000365267
el e

LST1 ;_-j-,’;" downstream gene variant 23 ENST00000464526 ? ?
el

LST1 ;’_—:’;" downstream gene variant 306 ENST00000396112 ? ENSP00000379418
el e

LST1 {f;" downstream gene variant 23 ENST00000418507 NM_205838.2 ENSP00000405900
el e

LST1 ;_-j-,’;" downstream gene variant 1202 ENST00000433492 ? ENSP00000399869
el e

LST1 ;’_—:’;" downstream gene variant 23 ENST00000438075 NM_205839.2 ENSP00000391929
el e

LST1 {f;" downstream gene variant 175 ENST00000464044 ? ENSP00000417645
el e

LTA ;_-j-_"-" downstream gene variant 381 ENST00000489638 ? ?
el

LTA ;j-_’_-’ downstream gene variant 381 ENST00000454783 NM_001159740.2 ENSP00000403495
el el

LTA ;j-_’;’ downstream gene variant 381 ENST00000418386 NM_000595.3 ENSP00000413450
el e

LTA ;_-j-_"-" downstream gene variant 381 ENST00000471842 ? ?
el

LTB ;j-_’_-’ downstream gene variant 4505 ENST00000429299 NM_002341.1 ENSP00000410481
el el

LTB & downstream gene variant 4574 ENST00000482429 ? ?
el

LTB ;_-f;’ downstream gene variant 4505 ENST00000446745 NM_009588.1 ENSP00000416113
el =

LTB J_-:-_’_-r downstream gene variant 4475 ENST00000483972 ? ?
el

NCR3 {-_’;’ downstream gene variant, upstream gene 342 ENST00000376072 NM_001145467.1 ENSP00000365240

variant J_-f;’;r ;f;r
NCR3 ;j-_’;r downstream gene variant, upstream gene 365 ENST00000376071 ? ENSP00000365239
variant el &l

NCR3 {-_’_-' upstream gene variant 2651 ENST00000495600 ? ?
el

NCR3 {-_’;’ upstream gene variant 2504 ENST00000491161 ? ?
el

NCR3 ;‘;’;’ upstream gene variant 2478 ENST00000376073 NM_001145466.1 ENSP00000365241
el =

NCR3 {-_’_-' upstream gene variant 2478 ENST00000340027 NM_147130.2 ENSP00000342156
el el

NFKBIL1 ¢= downstream gene variant 4415 ENST00000496233 ? ENSP00000437148
el e

NFKBIL1 ;j-_’;r downstream gene variant 4161 ENST00000473655 ? ?
el

NFKBIL1 {-_’_-r downstream gene variant 3291 ENST00000376148 NM_005007.3 ENSP00000365318
el el

NFKBIL1 {-_’;’ downstream gene variant 3291 ENST00000376145 NM_001144961.1 ENSP00000365315
el e

NFKBIL1 ;‘;’;’ downstream gene variant 3291 ENST00000376146 NM_001144962.1, ENSP00000365316
el NM_001144963.1 &l

TNF {-_";r upstream gene variant 862 J-IIE:--“l\lrST00000449264 NM_000594.3 J-IE:-;\IrSP00000398698

Putative effect on transcript

Intron variant

gene affected transcript RefSeq id protein variant(s)
NFKBIL1 &2 ENST00000473655 ¢2 ? ? 1
NFKBIL1 &2/ ENST00000376148 ¢ NM_005007.3 ENSP00000365318 2 1
NFKBIL1 =/ ENST00000496233 ¢ ? ENSP00000437148 ¢ 1
NFKBIL1 ¢/ ENST00000376146 ¢ NM_001144962.1, NM_001144963.1 ENSP00000365316 ¢ 1
NFKBIL1 ¢/ ENST00000376145 ¢ NM_001144961.1 ENSP00000365315 ¢ 1
TNF &' ENST00000449264 ' NM 000594.3 ENSP00000398698 ¢ 1

Locus 174 (sentinel SNP rs6916921 + 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/Gene/Summary?db=core;g=ENSG00000204482
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226979
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204498
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3'-UTR variant

gene affected transcript RefSeq id protein variant(s)
NCR3 ¢2/ ENST00000376073 ¢ NM_001145466.1 ENSP00000365241 ¢ 1
NCR3 &/ ENST00000340027 ¢ NM_147130.2 ENSP00000342156 ¢ 1

Non-coding exon variant

gene affected transcript RefSeq id variant(s)
NCR3 ¢/ ENST00000491161 ¢ ? 1
NCR3 ¢/ ENST00000495600 ¢ ? 1

Locus 174 (sentinel SNP rs6916921 + 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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