Locus 105 (rs3094005) SNiPAcard

Block info
genomic range chr6:31,016,550-31,566,168 ¢
block size 549,619 bp
variant count 118 variants

Basic features

Conservation/deleteriousness Linked genes
p=-0.200 [-3.795 - AL662801.1 ¢2', AL671883.1 2, ATP6V1G2 &2, ATP6V1G2-DDX39B ¢, DDX39B ¢/,
1.156] DDX39B-AS1 2/, DHFRP2 2, FGFR3P1 ¢2/, HCG22 ¢!, HCG27 2/, HCP5 2/, HLA-B &2/,
HLA-C &2/, HLA-S &2, LINC01149 2/, LST1 &/, LTA &2/, LTB &2/, MICA &/, MICB &/,
phyloP gene(s) hit or close-by MIR6891 ¢, NCR3 ¢2, NFKBIL1 ¢2, PPIAPY &2, RNU6-283P ¢/, SNORD117 ¢/,

SNORD84 ¢!, TNF 2, XXbac-BPG16N22.5 ¢, XXbac-BPG181B23.6 ¢, XXbac-
BPG181B23.7 ¢, XXbac-BPG248L24.12 ¢2/, XXbac-BPG299F13.14 ¢=, XXbac-
BPG299F13.15 ¢, XXbac-BPG299F13.16 ¢, Y_RNA ¢2/, ZDHHC20P2 ¢/

p=0.054[0-1] BTN3A2 ', C4A ¢, C4B =/, C60rf10 g2/, CCHCR1 ¢!, CSF3R ¢/, CYP21A1P &2,
CYP21A2 ¢/, DDX39B ¢/, FLOT1 &, HCG22 ¢, HCP5 ¢2/, HIST1H2BD ¢/, HLA-B ¢/,
HLA-C &, HLA-DPB1 £, HLA-DQA1 £, HLA-DQB1 ¢/, HLA-G &, IER3 2/, LINC00243
phastCons eQTL gene(s) &/, LST1 &/, LY6G6C &, MICA |, MICB 2, NOTCH4 &2, OR5V1 ¢/, PPP1R18 ¢/,
PSORS1C1 ¢, PSORS1C2 2, RNF5 ¢, SKIV2L &2/, SNORD84 ¢2f, STK19 2/, STK19B ¢/,
TMEM154 ¢, TNXA 2, VARS2 g2, WASF5P 2, XXbac-BPG248L24.12 ¢, XXbac-
BPG248L24.13 (2, XXbac-BPG252P9.10 &2

p=-0.098 [-3.15 - 2.1] ABHD16A ¢, ABHD16A =/, ABHD16A =, ABHD16A 2/, ABHD16A ¢=, ABHD16A ¢/,

ABHD16A ¢, BAG6 ¢, BAG6 ¢, BAG6 =, BAG6 ¢, BAG6 ¢, BAG6 ¢, BAG6 ¢2, C2
glaeae e el el el el c2el ceorfar g, ceorfar g, Ceorfar
&, Ceorfar 2!, Ceorfat 2, Céorfa7 &, Coorfa7 2!, Coorfas ¢, Coorfas ¢/, Céorfas
&, Ceorfag g2, Ceorfas g2, CCHCR1 ¢, CCHCR1 ¢/, CCHCR1 ¢2f, CCHCR1 ¢/,
CCHCR1 ¢!, CCHCR1 ¢, cFB 2/, CFB 2/, CFB ¢, cFB ¢/, CFB ¢, CFB g2/, CFB ¢/,
cFB ¢, cLict ¢!, cLict ¢, cLict ¢!, cuct f, cuict ¢!, cuca 2!, cuct ¢!, bbr1
', DDR1 2, DDR1 ¢!, DDR1 ¢/, DDR1 ¢, DDR1 2/, DDR1 ¢2, DDX39B ¢, DDX39B
£, DDX398B 2/, DDX39B ¢, DDX39B ¢/, DDX39B ¢, DDX39B £, DDX39B ¢/, EHMT2
& EHMT2 g2/, EHMT2 &2/, EHMT2 2/, EHMT2 2/, EHMT2 2/, EHMT2 ¢/, GPANK1 2/,
GPANK1 &2/, GPANK1 ¢2f, GPANK1 ¢, GPANK1 ¢2/, GPANK1 &2, GPANK1 ¢2/, GTF2H4
&', GTF2H4 &, GTF2H4 ¢, GTF2H4 ¢, GTF2H4 ¢, GTF2H4 ¢, HLA-B ¢/, HLA-B &2/,
HLA-B 2, HLA-B &2/, HLA-B ¢/, HLA-B ¢/, HSPA1L ¢!, HSPA1L ¢/, HSPA1L ¢/, HSPA1L
& HSPAIL &, LsMm2 g2/, LsM2 2/, LsM2 2, LsM2 ¢, LsM2 2/, LsM2 2, LTA &2/, LTA
e LTag! LTag! LTag!, LTAg! LTAg!, LTB &/, LTB &/, LTB &/, LTB &/, LTB &/,
LTB &', LTB &/, LTB &2/, LY6G5C ¢, LY6G5C &2, LY6G5C &2, LY6G5C &2, LY6G5C 2/,
LY6G5C ¢, LY6G5C ¢, LY6G6D ¢, LY6G6D ¢, LY6G6D ¢2', LY6G6D 2, LY6G6D ¢/,

potentially regulated LY6G6D ¢, LY6G6D ¢, LY6G6E (2, LY6G6E ¢, LY6G6E ¢, LY6G6E ¢, LY6G6E ¢,

gene(s) LY6G6E ¢, LY6G6E ¢, MICB 2, MICB ¢2/, MICB 2, MICB ¢!, MICB ¢/, MICB &2/, MICB
&', MICB 2, MSH5 2, MSH5 &2, MSH5 2/, MSH5 ¢, MSH5 ¢, MSH5 ¢, MSHS ¢/,
MSH5 £, NCR3 &2, NCR3 £, NCR3 &2, NCR3 2/, NCR3 ¢/, NCR3 2/, NCR3 &2, NCR3
&/, NEU1 2/, NEU1 2, NEU1 &, NEU1 ¢/, NEU1 2], NEU1 &2, NEU1 &, NEU1 &2/,
POLR2LP ¢, POLR2LP ¢/, POLR2LP ¢2', POLR2LP ¢2/, POLR2LP ¢2/, POLR2LP ¢/,
POUSF1 ¢/, POUSF1 ¢/, POUSF1 &2/, POUSF1 (2, POUSF1 ¢!, POUSF1 &2/, POUSF1 2/,
PRRC2A ¢2', PRRC2A ¢2/, PRRC2A ¢, PRRC2A ¢/, PRRC2A 2, PRRC2A ¢2, PRRC2A ¢/,
PSORS1C2 ¢, PSORS1C2 2, PSORS1C2 ¢, PSORS1C2 ¢2, PSORS1C2 ¢/, PSORS1C2
£, 5LCaand ], SLCA4A4 2, SLCA4A4 2!, SLCAaA4 £, SLCAAAS £, SLCA4A4 g,
SLC44A4 ¢2!, SLCAdAd !, STK19 &2, STK19 &2/, STK19 g2/, STK19 ¢2, STK19 &2, STK19
&, TCF9 !, TCF19 2/, TCF19.2/, TCF19 2!, TCF19 21, TCF19 &/, TCF19 &2/, VARS &2/,
VARS ¢, VARS ¢, VARS ¢/, VARS ¢2/, VARS ¢2/, VARS ¢, VARS2 ¢!, VARS2 ¢/,
VARS2 ¢/, VARS2 ¢/, VARS2 (2, VARS2 ¢, WASF5P ¢, WASF5P ¢/, WASF5P ¢/,
WASFSP ¢, WASF5P 2/, WASF5P 2, WASF5P ¢, XXbac-BPG248L24.10 ¢, XXbac-
BPG248L24.10 &, XXbac-BPG248L24.10 ¢/, XXbac-BPG248L24.10 ¢, XXbac-
BPG248L24.10 ¢, XXbac-BPG248L24.10 ¢, XXbac-BPG248L24.10 &2, ZBTB12 &2/,
ZBTB12 ¢, ZBTB12 &2, ZBTB12 ¢/, ZBTB12 ¢, ZDHHC20P2 &2, ZDHHC20P2 ¢/,
ZDHHC20P2 ¢, ZDHHC20P2 ¢!, ZDHHC20P2 ¢/

GERP++

p = 3.433 [0.004 - 16.26] c4B &', can !, cyP21A2 2, VARS2 &2, csF3R e, 2l &, &/ LTAE NCrR3 &/, &2/,
CADD di ) elelel el el e e el e el el el el el skvael, NrrBiL &, TNF
isease gene(s
score 9 elel el el el el e el el nengl el el el el el Hasgl Ha
DQB1 &, HLA-DPB1 &/

Locus 105 (sentinel SNP rs3094005 + 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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Trait annotations

Variant association

trait min(p-value) source DB source entry/link variant(s)
Rheumatoid arthritis (ACPA-negative) <9.00x10-9 GWAS Catalog 24532677 IEQ 1
Hematology traits <5.00x10-7 GWAS Catalog 23263863 !EQ 1
Myasthenia gravis <2.00x10-90 GWAS Catalog 23055271 !t:a 1
Metabolic syndrome <2.00x10-8 GWAS Catalog 22399527 ![:q 1
Stevens-Johnson syndrome and toxic epidermal necrolysis (SJS-TEN) <2.00x10-8 GWAS Catalog 21912425 ![:q 1
Idiopathic membranous nephropathy <6.00x10-72 GWAS Catalog 21323541 lﬁ] 2
Neonatal lupus <5.00x10-10 GWAS Catalog 20662065 1{:;; 1
Psoriasis <1.00x10-9 GWAS Catalog 18364390 Iy 1
laurylcarnitine 7.88x10-5 Metabolomics GWAS Server 24816252 Iy 1
Lupus erythematosus, systemic 1.95x10-6 dbGaP pha002867 dbGaP 2
Diabetes mellitus, type 1 5.29x10-68 dbGaP phao02862 dbGaP 1
Breast neoplasms 1.62x10-4 dbGaP pha002853 dbGalP 1
Lupus erythematosus, systemic 4.00x10-15 dbGaP phao0284g dbGaP 2

Disease gene annotation

gene trait source DB source entry/link
c4B &' COMPLEMENT COMPONENT 4B DEFICIENCY OMIM MIM:614379 bomm®
c4B &' BLOOD GROUP, CHIDO/RODGERS SYSTEM OMIM MIM:614374 bomm®
caB &' SYSTEMIC LUPUS ERYTHEMATOSUS OMIM MIM:152700 fomm®
cang! COMPLEMENT COMPONENT 4A DEFICIENCY OMIM MIM:614380 Somm®
cang! BLOOD GROUP, CHIDO/RODGERS SYSTEM OMIM MIM:614374 Somm®
cang! SYSTEMIC LUPUS ERYTHEMATOSUS OMIM MIM:152700 Somm®
cang! COMPLEMENT COMPONENT 4, PARTIAL DEFICIENCY OF OMIM MIM:120790 Bomm®
CYP21A2¢2/  ADRENAL HYPERPLASIA, CONGENITAL, DUE TO 21-HYDROXYLASE [...] OMIM MIM:201910 Bomm®
VARS2 ¢/ COMBINED OXIDATIVE PHOSPHORYLATION DEFICIENCY 20 OMIM MIM:615917 Bomm®
CSF3R ¢ NEUTROPHILIA, HEREDITARY OMIM MIM:162830 Bomm®
el COMBINED OXIDATIVE PHOSPHORYLATION DEFICIENCY 20 OMIM MIM:615917 Bomm®
el LEPROSY, SUSCEPTIBILITY TO, 4 OMIM MIM:610988 Somm®
el PSORIATIC ARTHRITIS, SUSCEPTIBILITY TOPSORIATIC ARTHRITIS, SUSCEPTIBILITY [...] OMIM MIM:607507 Somm®
el LEPROSY, SUSCEPTIBILITY TO, 4 OMIM MIM:610988 Bomim®
e’ PSORIATIC ARTHRITIS, SUSCEPTIBILITY TOPSORIATIC ARTHRITIS, SUSCEPTIBILITY [...] OMIM MIM:607507 Bomim®
LTA g LEPROSY, SUSCEPTIBILITY TO, 4 OMIM MIM:610988 Bomim®
LTA &' PSORIATIC ARTHRITIS, SUSCEPTIBILITY TOPSORIATIC ARTHRITIS, SUSCEPTIBILITY [...] OMIM MIM:607507 bomm®
NCR3 ¢=/ MALARIA, MILD, SUSCEPTIBILITY TO OMIM MIM:609148 bomm®
el MALARIA, MILD, SUSCEPTIBILITY TO OMIM MIM:609148 bomm®
el MALARIA, MILD, SUSCEPTIBILITY TO OMIM MIM:609148 bomm®
el MALARIA, MILD, SUSCEPTIBILITY TO OMIM MIM:609148 fomm®
e! MALARIA, MILD, SUSCEPTIBILITY TO OMIM MIM:609148 Somm®
el MALARIA, MILD, SUSCEPTIBILITY TO OMIM MIM:609148 Somm®
el MALARIA, MILD, SUSCEPTIBILITY TO OMIM MIM:609148 Somm®
el SEVERE CUTANEOUS ADVERSE REACTION, SUSCEPTIBILITY TOTOXIC EPIDERMAL [...] OMIM MIM:608579 Bomm®
el MALARIA, MILD, SUSCEPTIBILITY TO OMIM MIM:609148 Bomm®
el COMPLEMENT COMPONENT 2 DEFICIENCY OMIM MIM:217000 Bomm®
el MACULAR DEGENERATION, AGE-RELATED, 1 OMIM MIM:603075 Bomm®
el COMPLEMENT COMPONENT 2 DEFICIENCY OMIM MIM:217000 Bomm®
el MACULAR DEGENERATION, AGE-RELATED, 1 OMIM MIM:603075 Somm®
COMPLEMENT COMPONENT 2 DEFICIENCY OMIM MIM:217000

Locus 105 (sentinel SNP rs3094005 + 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 105 (sentinel SNP rs3094005 + 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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Egﬁgs ,:" Atypical chronic myeloid leukemia OrphaNet OrphaNet:98824 m@{
HLA-DPB1¢  Chronic berylliosis OrphaNet OrphaNet:133 orphanet
HLA-DPB1¢  Granulomatosis with polyangiitis OrphaNet OrphaNet:900 orphanet
c2 ;j-_’;’ Immunodeficiency due to an early component of complement deficiency OrphaNet OrphaNet:169147  Qrphnanat
sKIvaL ¢2f Syndromic diarrhea OrphaNet ~ OrphaNet:84064  QFpHCASt
NEU1 ¢/ Juvenile sialidosis type 2 OrphaNet OrphaNet:93399  Qrphanat
NEU1 ¢/ Sialidosis type 1 OrphaNet OrphaNet:812 orphanet
NEU1 ¢/ Congenital sialidosis type 2 OrphaNet OrphaNet:93400  Qrphanat
CFB ;j-_’;r Atypical hemolytic uremic syndrome with B factor anomaly OrphaNet OrphaNet:93578 CI-I’DI'KI'IE'(
SKIVZL{-’:‘;Il TRICHOHEPATOENTERIC SYNDROME 2 DECIPHER MIM:615602 EUMMI'G
e’ sialidosis (SIALIDOSIS) DECIPHER  MIM:256550 gﬂnm@
{-_’;r sialidosis (SIALIDOSIS) DECIPHER MIM:256550 !ﬂﬂmg
el sialidosis (SIALIDOSIS) DECIPHER  MIM:256550 gm'm@
NEU1 ¢/ sialidosis (SIALIDOSIS) DECIPHER  MIM:256550 gm'm@
el sialidosis (SIALIDOSIS) DECIPHER  MIM:256550 !DMm@
el sialidosis (SIALIDOSIS) DECIPHER  MIM:256550 !mm‘.@
e! sialidosis (SIALIDOSIS) DECIPHER  MIM:256550 !oumﬁ
e! sialidosis (SIALIDOSIS) DECIPHER  MIM:256550 gm’mﬁ

Direct effect on regulation

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

XXbac-BPG248L24.13 :_-';'_’r-' ? ENSG00000256166 ;’_—:’;" pancreas 1.60x10-8 (p-value) GTEx Portal vslm 107
cang! ? ENSG00000244731 ¢ pancreas 3.09x10-9 (p-value) GTEx Portal V6 Iz 115
WASF5P ¢ ? ENSG00000231402 ¢ pancreas 8.19x10-12 (p-value) GTEx Portal V6 Iz 116
HLA-C & ? ENSG00000204525 ¢ pancreas 1.80x10-8 (p-value) GTEx Portal V6 Iz 110
HLA-B &' ? ENSG00000234745 ¢ pancreas 3.41x10-7 (p-value) GTEx Portal V6 Iz 95
RNF5 & ? ENSG00000204308 ¢ pancreas 1.58x10-6 (p-value) GTEx Portal V6 Iz 31
CYP21A1P &2/ ? ENSG00000204338 ¢ pancreas 1.35x10-7 (p-value) GTEx Portal V6 Iz 18
cang! ? ENSG00000244731 & muscularis mucosae 4.51x10-15 (p-value) GTEx Portal V6 Iz 116
HLA-C &' ? ENSG00000204525 ¢ muscularis mucosae 2.65x10-11 (p-value) GTEx Portal V6 Iz 116
CCHCR1 &' ? ENSG00000204536 ¢ muscularis mucosae 2.07x10-6 (p-value) GTEx Portal V6 Iz 6
HLA-B & ? ENSG00000234745 ¢ muscularis mucosae 2.42x10-7 (p-value) GTEx Portal V6 Iz 96
CYP21A1P &2 ? ENSG00000204338 ¢ muscularis mucosae 2.75x10-10 (p-value) GTEx Portal V6 Iz 116
MICB & ? ENSG00000204516 ¢ muscularis mucosae 2.13x10-8 (p-value) GTEx Portal Ve Iz 41
PSORS1C1 ¢ ? ENSG00000204540 ¢ muscularis mucosae 2.08x10-6 (p-value) GTEx Portal V6 Iz 2
can g ? ENSG00000244731 ¢ lung 1.56x10-15 (p-value) GTEx Portal Ve Iz 116
HLA-C & ? ENSG00000204525 ¢ lung 5.80x10-11 (p-value) GTEx Portal V6 Iz 116
CCHCR1 &2 ? ENSG00000204536 ¢ lung 7.03x10-9 (p-value) GTEx Portal V6 Iz 99
CYP21A1P &2 ? ENSG00000204338 ¢ lung 1.64x10-9 (p-value) GTEx Portal V6 Iz 116
MICB ¢ ? ENSG00000204516 ¢ lung 1.60x10-6 (p-value) GTEx Portal V6 Iz 5
MICA & ? ENSG00000204520 ¢ lung 6.23x10-6 (p-value) GTEx Portal V6 Iz 1

Locus 105 (sentinel SNP rs3094005 + 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 105 (sentinel SNP rs3094005 + 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 105 (sentinel SNP rs3094005 + 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 105 (sentinel SNP rs3094005 + 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 105 (sentinel SNP rs3094005 + 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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HLA-C &' ENST00000376237 ¢='
HLA-C &' ENST00000620806 ¢
HLA-C &' ENST00000466892 ¢
? ? ILMN_1671054;_-:-_’.r monocyte 1.03x10-30 (p-value) Zeller et al. 'Im 2
HLA-G &' ENST00000376828 ¢ ILMN_1656670 ¢ monocyte 2.47x10-13 (p-value) Zeller et al. I 1
HLA-G &2/ ENST00000360323 ¢
HLA-G &' ENST00000478519 ¢
HLA-G &' ENST00000478355 ¢
HLA-G &' ENST00000428701 ¢
HLA-G &' ENST00000376815 ¢
HLA-G &' ENST00000376818 ¢
BTN3A2 ;_-flr ENST00000396934 ;_-‘flr ILMN_1676528 J_-j-_‘.’ monocyte 2.50x10-21 (p-value) Zeller et al. 'IF.'.'.] 2
BTN3A2 &' ENST00000508906 ¢
BTN3A2 &' ENST00000356386 ¢
? ? ILMN_1883997 J_-j-_’.’ monocyte 8.89x10-89 (p-value) Zeller et al. '!r.'q 2
CYP21A1P {j-_’lr ? ENSG00000204338 ;_-j-,’lr caudate basal ganglia 4.92x10-7 (p-value) GTEx Portal V6 'Im 1
trans-eQTL
gene transcript probe chromosome tissue min(statistic) (type) source variant(s)
HLA-DQB1¢="  ENST00000399082 ¢ 209480_at ¢ chré blood 4.30x10-11 (p-value) Dixon et al. Iy 3
HLA-DQB1 ¢  ENST00000399084 ;="
HLA-DQB1 ¢  ENST00000434651 =
HLA-DQB1 ¢  ENST00000460185 ="
HLA-DQB1¢'  ENST00000399079 2/
HLA-DQB1 ¢  ENST00000443574 &2
HLA-DQB1 ¢  ENST00000374943 &'
HLA-DQB1 ¢  ENST00000487676 ¢
? ? 221491_x_at J_-j-_’lr chré blood 1.20x10-14 (p-value) Dixon et al. lr.:; 3
HLA-DQA1¢="  ENST00000374949 2" 213831_at &' chré blood 2.40x10-9 (p-value) Dixon et al. I 3
HLA-DQA1 " ENST00000496318 &2
HLA-DQA1¢'  ENST00000460633 ¢/
HLA-DQA1¢'  ENST00000482745 =/
HLA-DQA1 " ENST00000343139 &'
CSF3R & ENST00000464465 ¢ ILMN_2371280 &'  chr1 blood 1.51x10-8 (p-value) Westraetal. Iy 1
CSF3R ¢ ENST00000373104 ¢
CSF3R ¢ ENST00000487540 ¢
CSF3R ¢ ENST00000373106 ¢
CSF3R ¢ ENST00000331941 ¢
CSF3R ¢ ENST00000484762 ¢
CSF3R ¢ ENST00000480825 ¢
CSF3R ¢ ENST00000361632 ¢
CSF3R ¢ ENST00000373103 ¢
HISTIH2BD ¢’  ENST00000289316 ¢ ILMN_1651496 &  chré blood 5.26x10-10 (p-value) Westraetal Iy 2
TMEM154 &' ENST00000304385 ¢ ILMN_2088124 ¢’  chr4 blood 7.64x10-24 (p-value) Westraetal Iy 2
BTN3A2 & ENST00000396934 ¢ ILMN_1676528 &' chré blood 1.39x10-10 (p-value) Westra et al. '!r.'q 1
BTN3A2 &' ENST00000508906 ¢
BTN3A2 &' ENST00000356386 ¢
? ? ILMN_1752592 ;_-j-_’lr chré monocyte 3.44x10-55 (p-value) Zeller et al. 'Im 2
? ? ILMN_1715169 ;_-j-_‘lr chré monocyte 1.81x10-19 (p-value) Zeller et al. lr.‘,'q 2
HLA-DPB1¢  ENST00000418931¢"  ILMN_1749070 &  chré monocyte  6.72x10-18 (p-value) Zelleretal. Iy 2

Locus 105 (sentinel SNP rs3094005 + 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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HLA-DPB1¢  ENST00000416804 ¢=

? ? ILMN_1661266 ¢*'  chré monocyte  2.70x10-25 (p-value) Zelleretal. Iy 2

Putative effect on regulation

ENCODE promoter-associated distal DHS (Enhancer)

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

ENCE00000444609 ¢ 2 ENCP00000047951 DDR1 ¢/
DDR1 ¢/
DDR1 &
DDR1 &/
DDR1 &'
DDR1 ¢/
DDR1 ¢/

ENCP00000048082 LY6G6E ¢
LY6G6E ¢
LY6G6E ¢
LY6G6D 2
LY6G6D ¢
LY6G6D ¢
LY6G6E ¢
LY6G6D ¢
LY6G6D &
LY6G6E &2
LY6G6E ¢
LY6G6E ¢
LY6G6D ¢
LY6G6D ¢

ENCP00000047987 POUSF1 &2
POUSF1 &2
POUSF1 &'
POUSF1 &2
POUSF1 &2
POUSF1 &2
POUSF1 &2

ENCE00000444610 = 3 ENCP00000047951 DDR1 &'
DDR1 &'
DDR1 &'
DDR1 ¢=/
DDR1 ¢/
DDR1 ¢/
DDR1 &

ENCP00000048071 LY6G5C &
LY6G5C &
LY6G5C ¢
LY6G5C ¢
LY6G5C ¢
LY6G5C ¢
LY6G5C ¢

ENCP00000047980 PSORS1C2 &
PSORS1C2 &'
POLR2LP ¢
PSORS1C2 ¢
POLR2LP &2
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Locus 105 (sentinel SNP rs3094005 + 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 105 (sentinel SNP rs3094005 + 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 105 (sentinel SNP rs3094005 + 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 105 (sentinel SNP rs3094005 + 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 105 (sentinel SNP rs3094005 + 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 105 (sentinel SNP rs3094005 + proxy variants in LD r2 > 0.8). SNiPA block annotation (www.snipa.org) based on 1000 Genomes Project phase 3 v5 (European population) variant set and Ensembl 82 annotations.
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227314
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213719
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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=ENSG00000235569
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/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=ENSG00000237495
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228883
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228760
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227761
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000229524
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000096155
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204463
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233348
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234651
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000241253
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=LRG_136
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000243570
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000239754
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000242335
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000243649
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204359
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000241534
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204427
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206403
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230475
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224552
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235676
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231488
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236063
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213719
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226248
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223639
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206394
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230685
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226417
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226651
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224472
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206455
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000137310
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EHMT2 &'
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ENCP00000048154 STK19 &/
STK19 &/
STK19 &/
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STK19 &'
STK19 &'
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EHMT2 &'
EHMT2 &/
(¥l
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EHMT2 &'
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EHMT2 &/

Regulatory feature cluster

element id variant(s) tissue/cell factors

ENSR00000487811 ¢2' 1 embryonic stem cell (H1ESC) DNase1, H3K27me3

(promoter flanking region) HSMMtube DNase1, H3K4me2
blood (K562) Ini1, H3K27ac, Max, H3K9ac, H2AZ, H3K4me3, H3K4me2
skin (NHDF-AD) H3K4me3, DNase1, H3K4me2

liver (HepG2) DNase1, FOSL2, Jund, Srf, H3K4me3, Polll, H3K4me1, H3K4me2, FOXA1, H3K27ac,
H3K36me3

Locus 105 (sentinel SNP rs3094005 + 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=ENSG00000233890
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234674
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224379
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224941
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226103
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000203623
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228435
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235360
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226531
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228177
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204439
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235336
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231479
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000203463
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204385
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232180
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000229077
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206378
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228263
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000184494
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223957
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234343
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204386
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228691
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234846
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227129
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227315
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224979
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225998
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204392
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236826
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000172850
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231502
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227333
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236759
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204371
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206376
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224143
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232045
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000238134
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
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206376
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235017
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000238134
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NHLF

Osteobl

blood (DND-41)

breast (HMEC)

cervix (HeLa-S3)

monocytes (Monocytes-CD14+)

endothelium (HUVEC)
A549

IRF4, H3K4me3, H3K27ac, H3K4me2, H3K9ac, DNase1, H2AZ, Cjun, Polll, Srf, BATF

H3K4me3, H3K4me2, DNase1, H4K8ac

DNase1, H3K4me2

DNase1, H3K4me1, H3K27ac, H3K9ac, H3K4me2, H3K4me3
DNase1

H2AZ, H3K27ac, H3K4me2

H3K4me1, H3K27ac, H3K9ac, H3K36me3
DNase1, H3K27ac, H3K4me3, H3K9ac, H3K4me2
DNase1, Cjun, H3K9ac, Jund, H3K4me2, H3K27ac, H3K4me1
H3K36me3, H3K4me3, H3K9ac, DNase1, H3K4me1, H3K27ac
H3K36me3, Polll, H3K4me2, Cjun

DNase1, H3K4me2, H3K4me3

H3K27me3

CTCF

H3K27me3

H3K27me3

H3K27me3

H3K27me3
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H3K27me3, H3K36me3
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CTCF, DNase1, H3K27me3

CTCF, DNase1

Rad21, H2AZ, H3K4me2, CTCF, H3K27me3, DNase1
DNase1, H3K27me3, CTCF

DNase1, H3K4me3, H2AZ, Rad21, H3K4me2, CTCF
CTCF, H3K27me3

H3K4me2, CTCF, H3K27me3

CTCF, H3K27me3

H3K4me2, CTCF, H3K27me3

H3K4me1, CTCF, H3K27me3

H3K4me2, CTCF

CTCF, H3K27me3, DNase1

DNase1, CTCF, H3K4me3, H3K27me3
H3K36me3, H3K27me3, CTCF

H3K27me3, DNase1, CTCF, H3K4me3
H3K36me3

H3K36me3

H3K36me3

H3K27me3, Rad21, CTCF, DNase1

CTCF, H3K27me3

H3K27me3, Polll, Rad21, CTCF, DNase1

CTCF, H3K4me3, H3K4me2

CTCF

Rad21, H3K4me2, CTCF, H3K27me3, DNase1
H3K27me3, CTCF

DNase1, Rad21, CTCF

CTCF, H3K27me3

CTCF, DNase1

CTCF

H3K4me2, CTCF

H3K27me3, CTCF

H3K4me2, CTCF

CTCF, DNase1

CTCF, H3K27me3

H3K36me3, H3K27me3, CTCF

CTCF

Locus 105 (sentinel SNP rs3094005 + 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/Regulation/Cell_line?rf=ENSR00001703036
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00001404918
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00001703038
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00001703043
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00000662334

ENSR00001703045 {‘-_’I' 1 monocytes (Monocytes-CD14+) H3K27me3

(CTCF binding site) endothelium (HUVEC) H3K27me3
HSMMtube H3K27me3
blood (DND-41) H3K27me3
ENSR00000129758 {-EI' 4 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, DNase1, H3K79me2, H3K4me3, H3K27ac, Cfos, H3K4me2, H3K9%ac
A549 DNase1, H3K4me3
skin (NHEK) H3K4me3, DNase1, H3K4me2, H3K9%ac
ENSR00000264406 {‘-_‘I' 1 embryonic stem cell (H1ESC) H3K9ac, H3K36me3, H3K27me3, Polll, Rad21, TAF7, CTCF, TAF1, H3K4me2, USF1, H3K4me3,
(promoter) DNase1
HSMMtube CTCF, H3K4me2, DNase1, H3K27me3, H2AZ
blood (K562) Max, ZBTB7A, Rad21, H3K9ac, H2AZ, TAF1, Cfos, Polll, H3K4me2, CTCF, DNase1, H3K4me3,
Ini1, H3K27me3
skin (NHDF-AD) DNase1, H3K9ac, H3K4me2, H3K4me3, CTCF
muscle (HSMM) H2AZ, H3K79me2, CTCF, H3K4me3, H3K4me2
liver (HepG2) DNase1, H3K27me3, Polll, Rad21, TAF1, H3K4me1, H2AZ, H3K4me2, H3K9%ac, CTCF,
H3K4me3
lung (IMR90) H3K4me2, H3K4me3, CTCF
blood (GM12878) Polll, H2AZ, DNase1, Rad21, H3K79me2, H3K4me3, H3K27ac, H3K4me2, CTCF, H3K9ac
nervous (NH-A) H3K9ac, CTCF, H3K4me2, H3K4me3, DNase1
skin (NHEK) H3K27ac, H3K9ac, H3K4me2, H3K4me3, CTCF, DNase1
NHLF H3K4me3, CTCF, H3K9ac, H3K27ac
Osteobl CTCF, H3K4me2, H3K4me3, H3K27ac, H2AZ
blood (DND-41) H3K4me1, CTCF, H3K27ac, H3K9ac, H3K4me3, H3K36me3
breast (HMEC) H3K27ac, H3K4me3, H3K9ac, H3K4me2, CTCF
cervix (HeLa-S3) DNase1, CTCF, H3K9ac, H3K4me2, H3K27ac, H3K4me3, H3K79me2, Polil
monocytes (Monocytes-CD14+) H3K9ac, H4K20me1, H3K4me3, H3K27ac, H3K4me2, DNase1, H3K4me1, CTCF
endothelium (HUVEC) H3K36me3, H3K4me3, H3K4me2, H3K9%ac, H3K27ac, Polll, CTCF, DNase1
A549 DNase1, CTCF, H3K9ac, H3K4me2, H3K4me3
ENSR00000487848 {._:,Ir 1 embryonic stem cell (H1ESC) H3K36me3, H3K27me3, CTCF, Polll, TAF7, TAF1, H3K4me2, USF1, H3K4me3, DNase1
(promoter) HSMMtube DNase1, H3K27me3, H2AZ, H3K4me2
blood (K562) Max, ZBTB7A, CTCF, H3K9ac, H2AzZ, TAF1, Cfos, Polll, H3K4me2, DNase1, H3K4me3
skin (NHDF-AD) H3K4me3, DNase1, H3K9ac, H3K4me2
muscle (HSMM) H2AZ, H3K79me2, H3K4me3, H3K4me2
liver (HepG2) Polll, TAF1, H3K4me1, H2AZ, H3K4me2, H3K9ac, H3K4me3, H3K27me3, DNase1
lung (IMR90) H3K4me3, H3K4me2
blood (GM12878) Polll, H2AZ, DNase1, CTCF, H3K79me2, H3K4me3, H3K27ac, H3K4me2, H3K9ac
nervous (NH-A) H3K4me2, H3K4me3, DNase1, H3K9%ac
skin (NHEK) H3K27ac, H3K9ac, H3K4me2, H3K4me3, CTCF, DNase1
NHLF H3K4me3, H3K9ac, H3K27ac
Osteobl H3K27ac, H2AZ, H3K4me3, H3K4me2
blood (DND-41) H3K4me3, H3K36me3, H3K9ac, H3K27ac, CTCF, H3K4me1
breast (HMEC) H3K27ac, H3K4me3, H3K9ac, H3K4me2
cervix (HeLa-S3) H3K9ac, H3K4me2, H3K27ac, H3K4me3, H3K79me2, Polll, DNase1
monocytes (Monocytes-CD14+) H3K4me1, CTCF, H3K4me2, H3K27ac, H3K9ac, H4K20me1, H3K4me3
endothelium (HUVEC) DNase1, H3K4me3, H3K4me2, H3K9ac, H3K27ac, Polll, H3K36me3
A549 H3K4me3, H3K4me2, H3K%ac
ENSR00000487857 {‘-Elr 1 embryonic stem cell (H1ESC) DNase1, Rad21, Egr1, FOSL1, Gabp, Sin3Ak20, CTCF, SIX5, Yy1, TAF1, H3K4me2, SP1,
(promoter) H3K4me3, H3K36me3, H3K27me3, Polll
HSMMtube DNase1, H3K36me3, H3K4me2, H3K9ac, CTCF
blood (K562) H2AZ, Rad21, TAF1, ELF1, Polll, H3K4me2, CTCF, H3K36me3, DNase1, H3K4me3,
H3K79me2, Gabp, H3K27me3, Brg1, SIX5, H3K27ac, Max, H3K4me1, H3K9ac
skin (NHDF-AD) CTCF, H3K4me3, DNase1, H3K9ac, H3K4me2
muscle (HSMM) H3K9ac, H3K36me3, DNase1, CTCF, H3K4me2
liver (HepG2) Gabp, Polll, Rad21, ELF1, H3K4me1, H2AZ, H3K4me2, H3K9ac, H3K27ac, CTCF, Cmyc,

Locus 105 (sentinel SNP rs3094005 + 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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Variation proximal to gene

gene variant type min(distance) transcript RefSeq id protein variant(s)
AL662801.1 f—_’.’ upstream gene variant 4834 ENST00000617927 ? ? 1
{?Ir
AL671883.1 {-_‘I’ downstream gene variant, 2210 ENST00000578513 ? ? 3

Locus 105 (sentinel SNP rs3094005 + 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 105 (sentinel SNP rs3094005 + 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 105 (sentinel SNP rs3094005 + 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 105 (sentinel SNP rs3094005 + proxy variants in LD r2 > 0.8). SNiPA block annotation (www.snipa.org) based on 1000 Genomes Project phase 3 v5 (European population) variant set and Ensembl 82 annotations.
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http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376146
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000271581
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000603274
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000271821
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000606909
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000255726
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000546340
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000255899
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213760
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376151
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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=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213760
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000481998

ATP6V1G2-DDX39B ¢/ ENST00000376185 ¢ ? ENSP00000365356 ¢ 1
ATP6V1G2-DDX39B ¢/ ENST00000475917 &/ ? ? 1

ATP6V1G2-DDX39B ;j-_"lr ENST00000480131 {j—_’lr ? ENSP00000420191 .;j-_’lr 1

Intron variant

gene affected transcript RefSeq id protein variant(s)
ATP6V1G2 2/ ENST00000415099 & ? ENSP00000390148 & 1
ATP6V1G2 =/ ENST00000483170 ¢ ? ? 1
ATP6V1G2 =/ ENST00000483251 ¢ NM_138282.2 ENSP00000419698 ¢ 1
ATP6V1G2-DDX39B ¢/ ENST00000376185 (=" ? ENSP00000365356 ¢ 2
DDX39B ¢ ENST00000427214 ¢ ? ENSP00000399371 ¢ 1
DDX39B ¢ ENST00000376177 ¢ ? ENSP00000365347 ¢ 1
DDX39B ¢/ ENST00000449757 ¢ ? ENSP00000409426 &= 1
DDX398B ¢/ ENST00000456662 ¢ ? ENSP00000416350 ¢=/ 1
DDX39B ¢/ ENST00000462256 ¢ ? ? 1
DDX39B ¢/ ENST00000458640 ¢ NM_080598.5 ENSP00000416269 ¢ 1
DDX39B ¢/ ENST00000396172 ¢ NM_004640.6 ENSP00000379475 & 1
DDX39B ¢/ ENST00000481456 ¢ ? ? 1
DDX39B ¢ ENST00000419338 ¢ ? ENSP00000410313 &= 1
DDX39B ¢ ENST00000431908 ¢ ? ENSP00000408000 &= 1
DDX39B ¢/ ENST00000482195 ¢ ? ? 1
DDX398B ¢/ ENST00000428098 ¢ ? ENSP00000392672 ¢ 1
DDX39B ¢/ ENST00000428450 &= ? ENSP00000405707 &=/ 1
HCP5 ¢ ENST00000467369 ¢ ? ? 7
HCP5 &= ENST00000414046 = ? ? 10
HLA-C &' ENST00000620806 ¢ ? ENSP00000480331 ¢ 57
LINCO1149 &= ENST00000430364 ¢ ? ? 2
MICA & ENST00000449934 = NM_001177519.2 ENSP00000413079 & 1
MICA &' ENST00000421350 ¢ ? ENSP00000402410 ¢ 1
MICA &' ENST00000616296 ¢ NM_001289152.1, NM_001289153.1, NM_001289154.1 ENSP00000482382 ¢ 1
MICB ¢/ ENST00000252229 ¢ NM_005931.4 ENSP00000252229 ¢&/ 2
MICB ¢/ ENST00000538442 = NM_001289160.1 ENSP00000442345 ¢ 3
MICB ¢/ ENST00000399150 & NM_001289161.1 ENSP00000382103 &=/ 2
NCR3 &' ENST00000491161 & ? ? 1
NCR3 &' ENST00000376071 ¢ ? ENSP00000365239 ¢ 1
NCR3 &' ENST00000376072 ¢ NM_001145467.1 ENSP00000365240 ¢ 1
NCR3 ¢/ ENST00000376073 ¢ NM_001145466.1 ENSP00000365241 ¢ 1
NCR3 ¢/ ENST00000340027 ¢ NM_147130.2 ENSP00000342156 ¢ 1
NCR3 ¢/ ENST00000495600 ¢ ? ? 1

Non-coding exon variant

gene affected transcript RefSeq id variant(s)

DHFRP2 &' ENST00000414224 ¢ ? 1

Locus 105 (sentinel SNP rs3094005 + proxy variants in LD r2 > 0.8). SNiPA block annotation (www.snipa.org) based on 1000 Genomes Project phase 3 v5 (European population) variant set and Ensembl 82 annotations.
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228432
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HCPS5 ¢/ ENST00000414046 & ? 3

HCPs ¢/ ENST00000541196 ¢ ? 1
LINCO1149 ¢/ ENST00000430364 ¢ ? 1
MICB ¢ ENST00000494577 ¢ ? 1
XXbac-BPG181B23.6 ¢ ENST00000440087 ¢ ? 1
ZDHHC20P2 &' ENST00000424108 ¢= ? 2

Locus 105 (sentinel SNP rs3094005 + 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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