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Block annotations

Block info
genomic range chr6:31,430,060-31,816,059 £
block size 386,000 bp
variant count 45 variants

Basic features

Conservation/deleteriousness

Linked genes

p=-0.391[-3.764 -
1.759]

phyloP gene(s) hit or close-by

p = 0.059 [0 -0.855]
phastCons eQTL gene(s)

p =-0.549 [-6.65 - 4.18]

potentially regulated

GERP++
gene(s)
M =4.116 [0.099 - 15.39]
CADD .
disease gene(s)
score

AL662801.1 ¢, ATP6V1G2 2/, ATP6V1G2-DDX39B 2/, BAG6 2/, C60rfa7 &, C6orfat-
AS1 &, CLICT &2, CSNK2B ¢, CSNK2B-LY6G5B--991 ¢, DDX39B ¢/, DDX39B-AS1 &/,
GPANK1 g/, HCP5 &2/, LST1 &/, LTA &', LTB &2, LY6G5B &, MCCD1 £, MICB g2/, MSH5
£/, MSH5-SAPCD1 £, NCR3 &2/, NFKBIL1 &2/, PPIAPY &2/, PRRC2A 2/, RPL15P4 &2,
SNORA38 ¢, SNORD117 2/, SNORD84 &2/, TNF £, VARS ¢, XXbac-BPG16N22.5 ¢/,
XXbac-BPG181B23.6 £/, Y_RNA &, Y_RNA &, Y_RNA &/

CDSN ¢/, DDR1 ¢, HLA-DRB6 2/, LST1 &2, MICA &/, MICB ¢/, NOTCH4 ¢, PSORS1C2
&, RNF5 2/, TNXA &, XXbac-BPG181B23.7 ¢=f

AIF1 &, AIF1 2/, AIF1 2, AIF1 &2, AIF1 &/, AIF1 2, ATP6V1G2 2, ATP6V1G2 2/,
ATP6V1G2 &, ATP6V1G2 &2/, ATP6V1G2 2, ATP6V1G2 ¢, ATP6V1G2 ¢, C2 &2/, C2
glael el ael e el el caag caag! cangl cang!, cang!,
Ceorfag ¢!, Coorfas g2/, Céorfas =, Coorfag ¢/, Ceorfas 2, CFB &, CFB &2, CFB 2/,
crB &', cFB 2!, CFB 2/, CFB &, CFB ¢/, cLIC1 &, cuict 2/, cLict &/, cuct &2,
cLict &1, cLict &/, cLICt 2, CSNK2B ¢, CSNK2B ¢, CSNK2B ¢2f, CSNK2B ¢,
CSNK2B ¢2/, CSNK2B ¢, CSNK2B &2, CYP21A1P &2/, CYP21A1P &2/, CYP21A1P &2/,
CYP21A1P ¢, DDX39B ¢2, DDX39B &2/, DDX39B ¢, DDX39B ¢/, DDX39B £, DDX398B
£/, DDX39B 2, DDX39B ¢/, DHFRP2 &2, DHFRP2 &2, DHFRP2 &2, DHFRP2 &/,
DHFRP2 &/, EHMT2 &2, EHMT2 &2/, EHMT2 &, EHMT2 &, EHMT2 &2/, EHMT2 &2/,
EHMT2 &, GPANK1 &, GPANK1 &2, GPANK1 &/, GPANK1 £, GPANK1 2/, GPANK1
£/, GPANK1 &/, HCG27 &/, HCG27 ¢, HCG27 &2, HCG27 ¢, HCG27 ¢/, HCG27 &,
HCG27 &/, HCP5 &, HCPS @/, HCP5 2, HCPS &2/, HLA-B &2, HLA-B &, HLA-B &/, HLA-
B &/, HLA-B &/, HLA-B &/, HLA-C &, HLA-C &, HLA-C &, HLA-C &, HLA-C &, HLA-C
& HLA-c&f, LsM2 2/, LsM2 &, LsM2 2, LsM2 &2, LsM2 &/, LsSM2 2/, LST1 ¢/, LST1
el st !, 1sT1 &l LsT1.2/, LST1 2/, LST1 &/, LST1 &, LY6G5B ¢, LY6GSB 2,
LY6G5B ¢/, LY6G5B ¢/, LY6G5B ¢, LY6G5B ¢, LY6G5B ¢2/, LY6G5C £, LY6G5C ¢/,
LY6G5C ¢, LY6G5C ¢/, LY6G5C ¢, LY6GSC ¢, LY6GSC g2/, MICA &, MICA £/, MICA
£/, MIcAg, MICAg!, MICB 2, MICB &, MICB &, MICB &/, MICB &2/, MICB &/, MICB
£/, MICB &, MSH5 &2/, MSH5 &2, MSH5 &, MSH5 2/, MSH5 &2/, MSH5 2/, MSH5 &/,
MSH5 £, NCR3 &2/, NCR3 ¢, NCR3 2/, NCR3 ¢2/, NCR3 £, NCR3 2, NCR3 &2/, NCR3
£/, PRRC2A 2/, PRRC2A &, PRRC2A £/, PRRC2A 2/, PRRC2A ¢, PRRC2A ¢/, PRRC2A
£/, sTK19 &', sTK19 &2/, STK19 21, STK19 2, STK19 &2/, STK19 &2/, TNF &2, TNF &/,
TNF &/, TNF &, TNF &/, TNF &/, TNF &, TNF 2/, UQCRHP1 &2/, UQCRHP1 &/,
UQCRHP1 ¢/, UQCRHP1 ¢2f, UQCRHP1 &2/, UQCRHP1 &2, VARS ¢/, VARS ¢, VARS ¢/,
VARS ¢, VARS ¢/, VARS ¢/, VARS ¢, XXbac-BPG16N22.5 ¢2, XXbac-BPG181B23.6
£, XXbac-BPG248L24.10 ¢, XXbac-BPG248L24.10 ¢2', XXbac-BPG248L24.10 ¢,
XXbac-BPG248L24.10 ¢2, XXbac-BPG248L24.10 £, XXbac-BPG248L24.10 ¢, XXbac-
BPG248L24.10 ¢/, XXbac-BPG248L24.12 2, XXbac-BPG248L24.13 ¢, XXbac-
BPG299F13.15 ¢=/, ZBTB12 ¢, ZBTB12 ¢=/, ZBTB12 ¢, ZBTB12 ¢, ZBTB12 =/

Nersgh el el el el el el elel e elel e e e e el gl gl

NFkBIL1 &, gl cangl el el el el el creel el el el el el el e e,
LTA &/, HLA-B ¢/, CDSN ¢/

Trait annotations

Variant association

trait min(p-value) source DB source entry/link variant(s)
HIV-1 control <1.00x10-25 GWAS Catalog 21051598 Iﬂ‘] 1
HIV-1 control <1.00x10-11 GWAS Catalog 20041166 Iy 1
Drug-induced liver injury (flucloxacillin) <9.00x10-33 GWAS Catalog 19483685 lﬁl 1
AIDS progression <3.00x10-19 GWAS Catalog 19115949 lﬂ) 1
Psoriasis <2.00x10-26 GWAS Catalog 18369459 Iy 1
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GTEx Portal V6 Iz
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Putative effect on regulation

ENCODE promoter-associated DHS

SNiPA promoter id

variant(s)

associated gene(s)



http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000272221
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000272221
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204516
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204516
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204516
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000272221
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000272221
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204516
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000272221
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000272221
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204580
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204580
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000229391
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000229391
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204516
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204308
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204308
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204516
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204516
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204520
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204520
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000272221
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000272221
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204539
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204539
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204516
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204516
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204301
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204301
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204516
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204516
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204520
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204520
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204482
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204516
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000272221
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000272221
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000248290
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000248290
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000272221
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000272221
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000204516
http://www.ncbi.nlm.nih.gov/pubmed/22171328/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204538
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000259845
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ILMN_1653447
http://www.ncbi.nlm.nih.gov/pubmed/22446964/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000399150
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ILMN_1708006
http://www.ncbi.nlm.nih.gov/pubmed/22446964/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000538442
http://www.ncbi.nlm.nih.gov/pubmed/22446964/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000252229

ENCP00000048021 ¢/

ENCODE promoter-associated distal DHS (Enhancer)

SNiPA enhancer id variant(s) associated SNiPA promoter id associated gene(s)

ENCE00000444839 ¢/ 1 ENCP00000048065 CSNK2B ¢/
GPANK1 g2/
GPANK1 g2/
GPANK1 2/
CSNK2B ¢/
CSNK2B ¢/
CSNK2B ¢/
CSNK2B ¢/
CSNK2B ¢/
CSNK2B ¢/
GPANK1 2/
GPANK1 2/
GPANK1 &2/
GPANK1 &2/

ENCP00000048018 XXbac-BPG181B23.6 ¢

ENCP00000048069 LY6G5C ¢
LY6G5C &
LY6G5C &
LY6G5C &
LY6G5C &
LY6G5C &
LY6G5C &

ENCP00000048107 VARS ¢/
VARS &
VARS &
VARS &
VARS &/
VARS &2/
VARS &2/

ENCP00000048002 XXbac-BPG248L24.10 ¢/
XXbac-BPG248L24.10 ¢/
XXbac-BPG248L24.10 ¢/
XXbac-BPG248L24.10 &'
XXbac-BPG248L24.10 &'
XXbac-BPG248L24.10 &'
XXbac-BPG248L.24.10 &=

ENCP00000048013 HCP5 2
MICA &f
MICA &f
HCP5 &'
MICA &f
HCP5 &'
MICA &f
MICA &f
HCP5 &'

ENCP00000048038 NCR3 &/
NCR3 &/
NCR3 &/
NCR3 &/
NCR3 &/
NCR3 &
NCR3 &
NCR3 &

ENCP00000048005 HLA-B &

HLA-B ¢/

HLA-B ¢/

HLA-B ¢/

HLA-B ¢/

HLA-B ¢/
ENCP00000047994 XXbac-BPG299F13.15 &'
ENCP00000048017 HCP5 ¢/

HCP5 &/

HCPs &
HCPs &

ENCP00000048050 PRRC2A ¢/
PRRC2A ¢/


http://grch37.ensembl.org/Homo_sapiens/Location/View?db=core;r=6:31481680-31481830
http://grch37.ensembl.org/Homo_sapiens/Location/View?db=core;r=6:31462620-31462770
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=ENSG00000233902
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=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=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=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=ENSG00000206337
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000183214
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235233
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237105
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204520
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227429
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233051
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231225
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230389
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
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=ENSG00000255726
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=ENSG00000231370
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225164

ENCP00000047997

ENCP00000048039

ENCP00000047996

ENCP00000047991

ENCP00000048047

ENCP00000048066

ENCP00000048046

ENCP00000048045

ENCP00000048109

ENCP00000048033

PRRC2A ¢/
PRRC2A ¢/
PRRC2A ¢/
PRRC2A ¢/
PRRC2A &/
HLA-C &
HLA-C &
HLA-C &
HLA-C =/
HLA-C ¢/
HLA-C =/
HLA-C =/

NCR3 &'
NCR3 &'
NCR3 &'
NCR3 &/
NCR3 &/
NCR3 &/
NCR3 &/
NCR3 &/

HLA-C ¢!
HLA-C &/
HLA-C &/
HLA-C &/
HLA-C &/
HLA-C &/
HLA-C &/

HCG27 &f
HCG27 &f
HCG27 &f
HCG27 &f
HCG27 &f
HCG27 &f
HCG27 &f

PRRC2A ¢
PRRC2A ¢
PRRC2A ¢
PRRC2A ¢
PRRC2A ¢
PRRC2A ¢
PRRC2A ¢

LY6G5B ¢
LY6G5B &
LY6G5B ¢
LY6G5B &
LY6G5B &
LY6G5B ¢/
LY6G5B ¢

PRRC2A &
PRRC2A &
PRRC2A &
PRRC2A &
PRRC2A &
PRRC2A ¢
PRRC2A ¢

PRRC2A ¢/
PRRC2A ¢/
PRRC2A ¢/
PRRC2A ¢/
PRRC2A ¢/
PRRC2A ¢/
PRRC2A ¢/

VARS &f
VARS &f
VARS &f
VARS &f
VARS &f
VARS &f
VARS &f

TNF &'


http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231825
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=ENSG00000206435
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225691
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228299
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233841
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204525
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237022
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206452
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204475
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237808
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236979
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206430
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225211
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236315
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237103
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223833
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225691
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206435
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233841
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233345
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=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/Location/View?db=core;r=6:31519320-31519470
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=ENSG00000256166
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230016
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233161
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236851
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228432
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233604
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=ENSG00000206428
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204472
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
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204520
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227429
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233051
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231225
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230389
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231370
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=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=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=ENSG00000206435
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225691
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228299
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233841
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204525
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237022
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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=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=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
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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=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=ENSG00000234079
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206344
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000238148
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231281
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232758
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000220890
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228964
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Regulatory feature cluster

element id variant(s) tissue/cell factors

ENSR00000129758 ;j-_’lr 2 embryonic stem cell (H1ESC) TAF1, H3K4me2, SP1, DNase1, TAF7, Polll, H3K27me3
(promoter flanking region) HSMMtube H3K27me3
Osteobl H3K4me2, H2AZ, H3K36me3
blood (K562) H3K27me3, Cfos
skin (NHDF-AD) DNase1, H3K27me3
breast (HMEC) DNase1, H3K4me3, H3K4me2
cervix (HeLa-S3) H3K9ac, H3K4me2, H3K27ac, TAF1, H3K4me3, Polll, DNase1
monocytes (Monocytes-CD14+) DNase1, H3K4me1, H3K4me2, H3K27ac, H3K9ac, H4K20me1, H3K36me3, H3K4me3
endothelium (HUVEC) H3K27me3
liver (HepG2) H3K4me3, Polll, H3K4me2, H3K27me3, DNase1
lung (IMR90) H3K27me3
blood (GM12878) TAF1, Polll, H2AZ, DNase 1, H3K79me2, H3K4me3, H3K27ac, Cfos, H3K4me2, H3K9ac
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DNase1, Nrsf, Sin3Ak20, H3K27ac, Yy1, HDAC2, TAF1, H3K4me2, SP1, H3K36me3, H3K9ac,
H3K4me3, TAF7, Gabp, H4K5ac, H3K27me3, CTCF, Polll

DNase1, H3K36me3, H2AZ, H3K4me3, H3K27ac, H3K4me2, H3K9%ac

Yy1, Ini1, Brg1, THAP1, H3K27ac, Max, H3K9ac, Gabp, H3K79me2, HEY1, H2AZ, TAF1, ELF1,
Nrsf, Cmyc, Polll, H4K20me1, H3K4me2, H3K36me3, DNase1, H3K4me3

H3K36me3, H3K4me3, DNase1, H3K9ac, H3K4me2, H3K27ac
H2AZ, H3K79me2, H3K4me3, H3K27ac, H3K4me2, H3K9%ac, H3K36me3, DNase1

DNase1, H3K27me3, H3K36me3, H3K4me3, Cmyc, Gabp, Yy1, Nrsf, H4K20me1, Pollil,
H3K79me2, TAF1, ELF1, H3K4me1, H2AZ, H3K4me2, H3K9ac, H3K27ac

DNase1, H4K8ac, H3K14ac, H3K79me2, H3K18ac, H3K27ac, H3K4me2, H4K5ac, H3K36me3,
H3K4me3, H3K4ac, H3K9ac, H4K91ac, H3K56ac

TAF1, Nrsf, Polll, H2AZ, DNase1, Cmyc, Yy1, Gabp, ELF1, H3K79me2, H3K4me3, H3K27ac,
H3K4me2, H3K9ac, H3K36me3

DNase1, H3K36me3, H3K9%9ac, H4K20me1, H3K4me2, H3K4me3, H3K27ac

H3K36me3, H3K4me3, H3K4me2, DNase1, H3K4me1, H3K27ac, H4K20me1, H3K9%ac, Polll
DNase1, H3K4me3, H3K9ac, H3K27ac, H3K36me3

H3K36me3, H4K20me1, H3K4me2, H3K4me3, H3K27ac, H2AZ

H3K4me1, H3K4me2, H3K27ac, H4K20me1, H3K9ac, H3K4me3, H3K27me3, H3K36me3
DNase1, H3K27ac, H3K4me3, H3K9ac, H3K4me2, H3K36me3

DNase1, H3K36me3, H3K9ac, Nrsf, H3K4me2, H3K27ac, TAF1, Max, H3K4me3, H3K79me2,
Gabp, Polll, Cmyc

DNase1, H3K4me1, H3K4me2, H3K27ac, H3K9ac, H4K20me1, H3K36me3, H3K4me3
Max, H3K4me2, H3K4me3, H3K9ac, H3K27ac, Polll, DNase1, Cmyc, H3K36me3
H3K36me3, H3K27ac, DNase1, H3K9ac, H3K4me2, H3K4me3
DNase1, CTCF, Rad21, H3K36me3

CTCF

Rad21, CTCF, H3K36me3

CTCF

CTCF, H3K36me3

H3K36me3, Rad21, CTCF

H3K36me3, CTCF

CTCF, Rad21

CTCF, H3K36me3

H3K36me3, CTCF

H3K36me3

CTCF

H3K36me3, CTCF

DNase1, CTCF, H3K36me3

H3K36me3, DNase1, CTCF

H3K36me3

DNase1

DNase1

DNase1

H3K4me1, PU1, FOSL1, H3K27me3, Polll, Ini1, Brg1, DNase1

DNase1

DNase1

H3K4me1

H3K36me3, Cjun, DNase1

H3K4me1, H3K27ac

DNase1

DNase1

H3K27me3

DNase1, H3K27me3

H3K27me3

H3K27me3

H3K4me1, H3K27ac, H3K9ac, H3K27me3, H3K36me3
H3K27me3

DNase1

DNase1, H3K4me1, H3K4me2, H3K27ac, H3K9ac, H4K20me1, H3K36me3, H3K4me3
H3K36me3

H3K27me3

EBF1, POU2F2, Cmyc, Polll, DNase1, Egr1, Yy1, Gabp, H3K79me2, H3K4me3, H3K27ac,
H3K4me2, H3K9ac, H3K36me3


http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00000487856
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00000487858
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00000487863
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00001494573

lung (IMR90) H3K27me3
nervous (NH-A) DNase1
skin (NHEK) H3K4me2
ENSR00000487869 {‘-_’I’ 2 embryonic stem cell (H1ESC) DNase1, Nrsf
(promoter flanking region) blood (K562) H3K27me3
skin (NHDF-AD) H3K27me3
monocytes (Monocytes-CD14+) H3K36me3, H4K20me1
liver (HepG2) H3K27me3
lung (IMR90) H3K27me3
blood (GM12878) Polll, H3K79me2, H3K4me3, H3K27ac, H3K4me2, H3K36me3
skin (NHEK) DNase1
ENSR00000264430 {-_‘Ir 1 embryonic stem cell (H1ESC) DNase1, H3K27ac, Yy1, TAF1, H3K4me2, SP1, USF1, H3K36me3, H3K9%ac, H3K4me3, SIX5,
(promoter) Sin3Ak20, H4K5ac, H3K27me3, CTCF, Polll, TAF7
HSMMtube DNase1, H3K36me3, H2AZ, H3K4me3, H3K4me2, H3K9%ac
blood (K562) Ini1, H2AZ, TAF1, ELF1, Cjun, Polll, GTF2B, H3K4me2, H3K36me3, DNase1, H3K4me3, HEY1,
H3K79me2, Brg1, Egr1, FOSL1, SIX5, H3K27ac, Max, TAF7, H3K4me1, E2F6, H3K9ac, Gabp,
Jund, ETS1, USF1, Cmyc, H3K27me3, Yy1
skin (NHDF-AD) H3K36me3, H3K4me3, DNase1, H3K9ac, H3K4me2, H3K27ac
muscle (HSMM) DNase1, H3K36me3, H3K9%ac, H2AZ, H3K79me2, H3K4me3, H3K27ac, H3K4me2
liver (HepG2) DNase1, Gabp, Yy1, Polll, H3K79me2, TAF1, ELF1, USF1, H3K4me1, H3K4me2, H3K9ac,
H3K27ac, Cmyc, H3K4me3, H3K27me3, H3K36me3
blood (GM12878) H3K9ac, H3K36me3, H3K4me2, H3K27ac, Tr4, SIX5, Polll, Srf, H2AZ, ETS1, DNase1, Yy1,
Gabp, ELF1, H3K79me2, H3K4me3
lung (IMR90) H3K36me3, H3K4me3, H3K9%ac, H3K4me2, H3K27ac, DNase1
nervous (NH-A) DNase1, H3K9ac, H3K4me2, H3K4me3, H3K27ac, H3K36me3
skin (NHEK) H3K36me3, DNase1, H3K4me3, H3K4me2, H3K9ac, H3K27ac
NHLF DNase1, H3K4me3, H3K4me2, H3K9%ac, H3K27ac, H3K36me3
Osteobl H3K36me3, H3K4me2, H3K4me3, H3K27ac, H2AZ
blood (DND-41) H3K4me1, H3K4me2, H3K27ac, H3K9ac, H3K4me3, H3K36me3
breast (HMEC) DNase1, H3K27ac, H3K4me3, H3K9ac, H3K4me2, H3K36me3
cervix (HeLa-S3) DNase1, H3K9ac, H3K4me2, H3K27ac, TAF1, Max, H3K4me3, H3K79me2, Gabp, Polil,
H3K36me3
monocytes (Monocytes-CD14+) DNase1, H3K4me1, H3K4me2, H3K27ac, H3K9ac, H3K36me3, H3K4me3
endothelium (HUVEC) H3K36me3, Cjun, Max, H3K4me3, H3K4me2, Polll, DNase1
A549 H3K36me3, H3K27ac, DNase1, H3K9ac, H3K4me2, H3K4me3
ENSR00000487898 {‘-_’I’ 1 embryonic stem cell (H1ESC) DNase1, H3K36me3, H3K4me3, Polll, Rad21, Jund, Nrsf, Sin3Ak20, CTCF, H3K27ac, ATF3,
(promoter) Yy1, H3K4me1, TAF1, H3K4me2, SP1, USF1, H3K9ac
HSMMtube H3K9ac, DNase1, H3K36me3, H2AZ, H3K4me3, H3K27ac, H3K4me2
blood (K562) H3K4me3, Jund, H3K79me2, HEY1, H2AZ, TAF1, ELF1, Cjun, Cfos, Cmyc, Polll, H4K20me1,
H3K4me2, CTCF, H3K4me1, H3K36me3, H3K%ac, E2F6, Yy1, Ini1, Brg1, Egr1, FOSL1,
H3K27ac, Max, SP2, ZBTB7A, DNase1
skin (NHDF-AD) H3K4me3, DNase1, H3K9%ac, H3K4me2, H3K27ac, CTCF, H3K4me1, H3K36me3
muscle (HSMM) H2AZ, H3K79me2, H3K4me3, H3K4me2, H3K9ac, H3K36me3, DNase1
liver (HepG2) DNase1, H3K4me2, HNF4A, FOXA1, H3K9ac, H3K27ac, Cmyc, H3K4me3, H3K27me3,
H3K36me3, p300, H3K4me1, FOSL2, Jund, HNF4G, FOXA2, Polll, HDAC2, H3K79me2, TAF1,
RXRA, ELF1
lung (IMR90) H3K9ac, H3K4ac, DNase1, H3K79me2, H3K18ac, H3K27ac, H3K4me2, H4K5ac, H3K36me3,
H3K4me3
blood (GM12878) H3K27ac, Cfos, H3K4me2, H3K9ac, H3K36me3, H3K4me3, H3K79me2, Polll, H2AZ,
H3K4me1, DNase1, CTCF, Yy1, ELF1
nervous (NH-A) DNase1, H3K9ac, H3K4me2, H3K4me3, H3K27ac, H3K36me3
skin (NHEK) H3K4me2, H3K4me3, H3K36me3, DNase1, H3K9ac, H3K27ac, H3K4me1, CTCF
NHLF H3K27ac, H3K36me3, DNase1, H3K4me3, H3K9%ac
Osteobl H3K36me3, H3K4me2, H3K4me3, H3K27ac
blood (DND-41) H3K4me2, CTCF, H3K27ac, H3K9ac, H3K4me3, H3K36me3, H3K4me1
breast (HMEC) DNase1, H3K27ac, H3K4me3, H3K9ac, H3K4me2, H3K36me3, CTCF
cervix (HeLa-S3) DNase1, H3K4me2, H3K27ac, TAF1, Max, H3K4me3, H3K79me2, Gabp, Polll, Cmyc, CTCF,
H3K36me3, H3K9%ac
monocytes (Monocytes-CD14+) DNase1, H3K4me1, H3K4me2, H3K27ac, H3K9ac, H3K36me3, H3K4me3
endothelium (HUVEC) H3K36me3, DNase1, Cmyc, CTCF, Polll, H3K27ac, Cjun, Max, H3K4me2, H3K4me3, H3K9ac,
H3K4me1
A549 H3K36me3, H3K27ac, DNase1, H3K9ac, H3K4me2, H3K4me3
Variation in RISC binding site
gene variant(s) affected transcript(s) targeting miRNA(s)
HCPs 2! 1 ENST00000414046 = hsa-miR-181a-5p g
ENST00000467369 ¢ hsa-miR-181b-5p ggp
ENST00000541196 &2 hsa-miR-181d-5p ggp

hsa-miR-22-3p =


http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00000487869
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00000264430
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00000487898
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206337
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000414046
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000467369
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000541196
http://mirbase.org/cgi-bin/query.pl?terms=hsa-miR-181a-5p
http://mirbase.org/cgi-bin/query.pl?terms=hsa-miR-181b-5p
http://mirbase.org/cgi-bin/query.pl?terms=hsa-miR-181d-5p
http://mirbase.org/cgi-bin/query.pl?terms=hsa-miR-22-3p

Variation proximal to gene

gene variant type min(distance) transcript RefSeq id protein variant(s)
AL662801.1 {-_’.’ upstream gene variant 2780 ENST00000617927 ? ? 1
{f.r
ATP6V1G2 ;_-j'-_’lr downstream gene variant, upstream 1436 ENST00000483251 NM_138282.2 ENSP00000419698 3
gene variant el el
ATP6V1G2 ;_-j'-_’lr downstream gene variant, upstream 1482 ENST00000483170 ? ? 3
gene variant el
ATP6V1G2 ;_-j'-_’lr downstream gene variant, upstream 1474 ENST00000415099 ? ENSP00000390148 4
gene variant el el
ATP6V1G2 ;_-j'-_’lr downstream gene variant, upstream 660 ENST00000303892 NM_130463.3 ENSP00000302194 3
gene variant el el
ATP6V1G2 ;_-‘flr downstream gene variant, upstream 1954 ENST00000481998 ? ? 3
gene variant el
ATP6V1G2 ;_-‘flr downstream gene variant, upstream 660 ENST00000376151 NM_001204078.1 ENSP00000365321 3
gene variant el el
ATP6V1G2-DDX39B downstream gene variant, upstream 4765 ENST00000480131 ? ENSP00000420191 2
el gene variant el el
ATP6V1G2-DDX39B upstream gene variant 4995 ENST00000475917 ? ? 1
ef el
BAG6 E_’I’ downstream gene variant, upstream 1459 ENST00000469182 ? ? 2
gene variant el
BAG6 E_’I’ downstream gene variant, upstream 1567 ENST00000462875 ? ? 3
gene variant el
BAG6 E_’I’ downstream gene variant, upstream 1951 ENST00000438149 ? ENSP00000410280 2
gene variant el el
BAG6 E_’I’ downstream gene variant, upstream 598 ENST00000465348 ? ? 3
gene variant el
BAG6 &/ downstream gene variant 768 ENST00000456286 ? ENSP00000406436 2
[ el
BAG6 &=/ downstream gene variant 573 ENST00000428326 ? ENSP00000413561 2
[ el
BAG6 ;f_‘lr upstream gene variant 1835 ENST00000462682 ? ? 1
‘-':-".r
BAG6 &/ upstream gene variant 4259 ENST00000464126 ? ? 1
‘-':-".r
BAG6 &/ downstream gene variant 660 ENST00000424176 ? ENSP00000391783 2
el el
BAG6 =/ downstream gene variant 571 ENST00000456622 ? ENSP00000401031 2
el el
BAG6 2/ downstream gene variant 571 ENST00000434444 ? ENSP00000394856 2
el el
BAG6 =/ downstream gene variant 1892 ENST00000454165 ? ENSP00000396503 2
el el
BAG6 =/ downstream gene variant 584 ENST00000424480 ? ENSP00000411043 2
el el
BAG6 :f_‘lr upstream gene variant 3861 ENST00000422948 ? ENSP00000413225 1
el el
BAG6 =/ downstream gene variant 574 ENST00000451898 ? ENSP00000391613 2
el el
BAG6 =/ downstream gene variant 580 ENST00000433828 ? ENSP00000388244 2
el el
BAG6 =/ downstream gene variant 2961 ENST00000437771 ? ENSP00000397978 1
el el
BAG6 =/ downstream gene variant 571 ENST00000452994 ? ENSP00000404971 2
el el
BAG6 :f_‘lr downstream gene variant, upstream 1517 ENST00000453833 ? ENSP00000406434 2
gene variant el el
BAG6 = downstream gene variant 686 ENST00000441054 ? ENSP00000406302 2
el el
BAG6 :f_‘lr upstream gene variant 3570 ENST00000441793 ? ENSP00000416633 1
el el
BAG6 :_-‘_-_"I’ downstream gene variant, upstream 482 ENST00000470875 ? ? 3
gene variant el
Céorfa7 &' upstream gene variant 4933 ENST00000375911 NM_021184.3 ENSP00000365076 1
el el
C6orf47-AS1 ¢ downstream gene variant 4984 ENST00000422049 ? ? 1
{f.r
CLIC1 Elr upstream gene variant 3182 ENST00000375784 NM_001288.4 ENSP00000364940 1
el el
CLIC1 ;’_—:’Ir upstream gene variant 2431 ENrST00000375780 NM_001287593.1 ENrSP00000364935 1
[ = =


http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276877
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000617927
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213760
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000483251
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000483251
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213760
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000483170
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=ENSG00000213760
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000303892
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000303892
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213760
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000481998
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213760
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376151
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376151
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000254870
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000480131
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000480131
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000254870
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000475917
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000469182
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
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http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000438149
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000438149
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
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http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000456286
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000456286
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000428326
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000428326
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000462682
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000464126
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000424176
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000424176
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000456622
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000456622
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000434444
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000434444
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000454165
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000454165
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000424480
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000424480
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000422948
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000422948
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000451898
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000451898
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206337
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000467369
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000438075
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
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=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000303757
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
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=Array
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=Array
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=Array
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=Array
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=ENST00000396112
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000464044
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
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=Array
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=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000418507
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
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=Array
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=Array

LsT1 ¢/ ENST00000376090 ¢=' ? ENSP00000365258 ¢
LsT1 ¢! ENST00000376099 = ? ENSP00000365267 ¢=
LsT1 &/ ENST00000490742 ¢=/ ? ENSP00000418578 ¢/
MICB &' ENST00000538442 = NM_001289160.1 ENSP00000442345 =
MICB &' ENST00000399150 &2 NM_001289161.1 ENSP00000382103 ¢
MICB & ENST00000252229 ¢ NM_005931.4 ENSP00000252229 ¢=f
MSH5 &' ENST00000463144 ¢=' ? ENSP00000419648 ¢='
MSH5 =" ENST00000375755 ¢ NM_002441.4 ENSP00000364908 ¢=
MSH5 &' ENST00000450148 ¢=' ? ENSP00000394971 ¢/
MSH5 2" ENST00000375750 = NM_172166.3 ENSP00000364903 ¢
MSH5 &' ENST00000482280 ¢=' ? ?

MSH5 2" ENST00000375703 ¢=' NM_172165.3 ENSP00000364855 ¢
MSH5 &' ENST00000423982 ¢=' ? ENSP00000406352 ¢/
MSH5 &' ENST00000497269 ¢= ? ENSP00000419131 ¢/
MSH5 =" ENST00000375740 = NM_025259.5 ENSP00000364892 ¢='
MSH5-SAPCD1 ¢ ENST00000493662 ¢=' ? ENSP00000417871 ¢/
NCR3 &/ ENST00000340027 = NM_147130.2 ENSP00000342156 ¢
NCR3 &/ ENST00000495600 ¢ ? ?

NCR3 &/ ENST00000376073 = NM_001145466.1 ENSP00000365241 =
NCR3 &/ ENST00000376072 ¢=' NM_001145467.1 ENSP00000365240 ¢='
NCR3 &/ ENST00000491161 ¢/ ? ?

NCR3 &/ ENST00000376071 ¢=' ? ENSP00000365239 ¢/
NFKBIL1 & ENST00000473655 = ? ?

NFKBIL1 ¢ ENST00000376148 ¢=' NM_005007.3 ENSP00000365318 ¢/
NFKBIL1 & ENST00000376145 = NM_001144961.1 ENSP00000365315 ¢
NFKBIL1 & ENST00000376146 ¢=' NM_001144962.1, NM_001144963.1 ENSP00000365316 ¢
NFKBIL1 & ENST00000496233 = ? ENSP00000437148 =
PRRC2A &/ ENST00000376033 ¢=' NM_004638.3 ENSP00000365201 ¢/
PRRC2A ¢/ ENST00000376007 = NM_080686.2 ENSP00000365175 ¢
PRRC2A &/ ENST00000469577 ¢=' ? ?

TNF 2 ENST00000449264 ¢=' NM_000594.3 ENSP00000398698 ¢
VARS g2/ ENST00000375663 = NM_006295.2 ENSP00000364815 ¢=
VARS &' ENST00000461328 ¢/ ? ?

5'-UTR variant
gene affected transcript RefSeq id protein variant(s)

cLict &’ ENST00000395892 ¢=' ? ENSP00000379229 ¢/
DDX39B ¢/ ENST00000396172 = NM_004640.6 ENSP00000379475 =/
DDX39B & ENST00000458640 ¢=' NM_080598.5 ENSP00000416269 ¢/
GPANK1 ¢/ ENST00000375900 ¢=' NM_001199238.1, NM_001199239.1 ENSP00000365065 ¢
GPANK1 ¢/ ENST00000375895 = ? ENSP00000365059 =
MICB & ENST00000399150 ¢ NM_001289161.1 ENSP00000382103 ¢


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=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376099
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
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=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000538442
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000399150
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000252229
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204410
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000463144
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204410
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000375755
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204410
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000450148
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204410
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000375750
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204410
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000482280
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204410
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000375703
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204410
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000423982
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204410
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000497269
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204410
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000375740
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000255152
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000493662
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204475
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000340027
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204475
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000495600
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204475
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376073
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204475
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376072
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204475
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000491161
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204475
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376071
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204498
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000473655
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204498
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376148
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204498
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376145
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204498
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376146
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204498
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000496233
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204469
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376033
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204469
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376007
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204469
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000469577
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232810
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000449264
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204394
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000375663
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204394
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000461328
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213719
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000395892
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000198563
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396172
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000198563
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000458640
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204438
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000375900
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204438
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000375895
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000399150
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array

MicB &/ ENST00000252229 ¢/ NM_005931.4 ENSP00000252229 ¢/ 1

Non-coding exon variant

gene affected transcript RefSeq id variant(s)
ATP6V1G2-DDX39B ¢2' ENST00000475917 ¢/ ? 1
DDX39B & ENST00000482195 ¢ ? 1
HePs ¢/ ENST00000414046 ¢=/ ? 1
Heps 2! ENST00000541196 ¢ ? 1
LST1 ¢/ ENST00000464526 ¢=/ ? 1

XXbac-BPG16N22.5 ¢ ENST00000538358 ¢/ ? 1



http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204516
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000252229
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000254870
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000475917
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000198563
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000482195
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206337
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000414046
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206337
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000541196
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204482
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000464526
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000256851
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000538358
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