Locus 330 (rs35555795) SNiPAcard

Block info
genomic range chr6:26,454,363-26,949,672 ¢2'
block size 495,310 bp
variant count 57 variants

Basic features

Conservation/deleteriousness Linked genes
p=-0.372[-9.929 - ABT1 ¢/, BTN1A1 &2, BTN2A1 2, BTN3A3 ¢, CTA-14H9.5 ¢, GUSBP2 ¢, HCG11 &2/,
phyloP 5.311] gene(s) hit or close-by HMGN4 g2, LINC00240 &2, POM121L6P ¢, RP11-457M11.6 £2/, RP11-457M11.7 &2/,
ZNF322 &2/
p=0.107[0-1] BTN2A2 &2/, BTN3A2 &2/, BTN3A3 £/, HIST1H2BD ¢/, HISTIH4H &/, HIST1H4J &,
phastCons eQTL gene(s) PRSS16 &2/, SCGN &/, TRIM38 ¢2/, ZNF391 &2/
p =-0.435[-5.9 - 3.15] 3 ABT1 &, BTN1A1 &2, BTN3A1 &2, BTN3A2 2, BTN3A3 &2, HCG11 &2, HIST1H2AD &,
potentially regulated & ' & ;E’ ‘?’ E’; & ' &
GERP++ HISTTH2BD ¢2/, HIST1H2BF ¢, HISTTH3F 2, HIST1H4C &2/, HIST1H4D ¢/, HISTTH4E
gene(s) &', HMGN4 &', VN1R13P &/
CADD p=5.289[0.005-24.6]
disease gene(s)
score

Trait annotations

Variant association

trait min(p-value) source DB source entry/link variant(s)
phenolsulfate 8.78x10-7 Metabolomics GWAS Server 24816252 Iy 5
Lupus erythematosus, systemic 7.66x10-6 dbGaP pha002867 dbGaP 1
Lupus erythematosus, systemic 1.17x10-10 dbGaP pha002848 dbGaP 1

Direct effect on transcript

Amino acid sequence alteration

effect affected . . exchanged exchanged SIFT PolyPhen .
gene . RefSeq id protein ' . g variant(s)
type transcript AA's codons prediction prediction
BTN1A1 missense ~ ENST00000244513 NM_001732.2  ENSP00000244513 S/P Tec/Cec ? ? 1
ﬂ-’ variant .ﬁ_‘;’ .ﬁ_‘;’
BTN1A1 missense ~ ENST00000613186 ? ENSP00000484707 S/P Tec/Cec ? ? 1
el variant &l el
BTN2A1 missense  ENST00000429381 NM_078476.3  ENSP00000416945 3 3 3
&-" variant ,E;" ,E;"
BTN2A1 missense  ENST00000541522 NM_001197233.2 ENSP00000443909 5 5 5
ﬂ-’ variant .ﬁ_‘;’ .ﬁ_‘;’
BTN2A1 missense  ENST00000312541 NM_007049.4  ENSP00000312158 5 5 5
el variant &l &l
BTN2A1 missense  ENST00000469185 NM_001197234.2 ENSP00000419043 3 3 3
el variant &l &l

Direct effect on regulation

cis-eQTL
gene transcript probe tissue min(statistic) (type) source variant(s)
BTN3A2 &2 ? ENSG00000186470 &2  atrial appendage 1.06x10-18 (p-value) GTEx Portal Vel 49
BTN3A2¢2f 2 ENSG00000186470 ¢ transformed fibroblasts 1.95%10-29 (p-value) GTEx Portal Vel 49

Locus 330 (sentinel SNP rs35555795 + 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 330 (sentinel SNP rs35555795 + 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 330 (sentinel SNP rs35555795 + 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 330 (sentinel SNP rs35555795 + 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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(ennancer) blood (DND-41) H3K36me3

skin (NHDF-AD) H3K4me1, DNase1
ENSR00001214106 {?I’ 1 monocytes (Monocytes-CD14+) DNase1, H3K4me1, H3K27ac
(enhancer) endothelium (HUVEC) H3K27me3

liver (HepG2) H3K4me1

blood (K562) Polll, Ini1, DNase1, PU1, H2AZ, H3K4me1
ENSR00001214131 {?I’ 1 embryonic stem cell (H1ESC) DNase1, H3K27ac, Polll, Rad21, TAF7, Yy1, TAF1, H3K4me2, H3K4me3
(promoter flanking region) HSMMtube H3K4me2, DNase1, H2AZ

blood (K562) Polil, Ini1, Brg1, DNase1, Pollll, THAP1, H3K27ac, Max, H3K9ac, Cmyc, H2AZ, Nrsf, H3K4me2,

ENSR00001494272 ¢=
(promoter flanking region)

1

H3K4me3

skin (NHDF-AD) H3K4me3, DNase1, H3K4me2
muscle (HSMM) DNase1, H3K4me2
liver (HepG2) Gabp, Polll, H2AZ, H3K4me2, H3K9ac, Cmyc, H3K4me3, H3K27me3, DNase1

lung (IMR90)
blood (GM12878)
nervous (NH-A)

H3K4me2, H3K4me3, DNase1
Polll, MEF2A, H2AZ, DNase1, Yy1, Pollll, H3K4me3, H3K27ac, H3K4me2, H3K9%ac
DNase1, H3K4me2, H3K9%9ac

skin (NHEK) DNase1, H3K4me2

NHLF H3K4me3, DNase1

Osteobl H3K4me2, H3K4me3, H3K27ac, H2AZ

blood (DND-41) H3K4me1, H3K4me2, H3K27ac, H3K9ac, H3K4me3
breast (HMEC) DNase1, H3K4me3, H3K4me2

cervix (HeLa-S3)

monocytes (Monocytes-CD14+)
endothelium (HUVEC)

A549

embryonic stem cell (H1ESC)

HSMMtube
blood (K562)

skin (NHDF-AD)
muscle (HSMM)
liver (HepG2)

lung (IMR90)
blood (GM12878)
nervous (NH-A)

DNase1, Max, H3K4me3, Gabp, H3K27ac, H3K4me2, H3K9ac, Jund
DNase1, H3K27me3, H3K4me3

Cjun, H3K4me2, Polll, DNase1

H3K9ac, H3K4me2, H3K4me3, DNase1

Rad21, CTCF, H3K4me2, H3K4me3, DNase1

DNase1, H3K27me3, H2AZ, H3K4me2, CTCF

Polll, Ini1, DNase1, Pollll, Egr1, H3K27ac, Max, Rad21, H3K9ac, H2AZ, H3K4me2, CTCF,
H3K4me3

DNase1, H3K9ac, H3K4me2, H3K4me3, CTCF
H2AZ, CTCF, H3K4me3, H3K4me2, DNase1

DNase1, H3K27me3, Rad21, H2AZ, H3K4me2, FOXA1, H3K9ac, H3K27ac, CTCF, Cmyc,
H3K4me3

DNase1, H3K4me3, CTCF
H2AZ, DNase1, Yy1, Rad21, H3K4me3, H3K27ac, H3K4me2, CTCF, H3K9ac
DNase1, H3K4me3, H3K4me2, CTCF, H3K9ac

skin (NHEK) CTCF, H3K4me3, DNase1, H3K9%ac, H3K4me2
NHLF DNase1, H3K4me3, CTCF

Osteobl CTCF, H3K4me2, H3K4me3, H3K27ac, H2AZ
blood (DND-41) H3K4me1, CTCF, H3K4me3

breast (HMEC) CTCF, H3K4me3, DNase1

cervix (HeLa-S3)

monocytes (Monocytes-CD14+)
endothelium (HUVEC)

Polll, H3K9ac, H3K4me2, H3K27ac, H3K4me3, CTCF, DNase1
DNase1, CTCF, H3K4me2, H3K4me3
H3K36me3, H3K4me2, H3K4me3, CTCF, DNase1, Cmyc

A549 DNase1, CTCF, H3K9ac, H3K4me2, H3K4me3
ENSR00001214144 ﬁ‘.r 2 HSMMtube H3K27me3
(CTCF binding site) Osteobl H3K27me3

blood (DND-41) H3K27me3

blood (K562) CTCF, H2AZ

cervix (HeLa-S3) CTCF

monocytes (Monocytes-CD14+) H3K27me3

endothelium (HUVEC) H3K27me3

lung (IMR90) H3K27me3

nervous (NH-A) H3K27me3

ENSR00001702766 ¢

(CTCF binding site)

embryonic stem cell (H1ESC)

HSMMtube
blood (K562)

skin (NHDF-AD)
muscle (HSMM)
liver (HepG2)
lung (IMR90)
blood (GM12878)
nervous (NH-A)
skin (NHEK)

TAF1, H3K4me2, SP1, H3K4me3, DNase1, HDAC2, CTCF, H3K27ac, Polll, Rad21, Gabp, TAF7,

H3K9%ac
CTCF, H2AZ, DNase1

ELF1, Cfos, CTCFL, Polll, H3K4me2, CTCF, DNase1, H3K4me3, TAF1, H2AZ, H3K27ac, Max,

Rad21, H3K9ac, Gabp, Cmyc, HEY1

CTCF, H3K4me3, DNase1, H3K9ac, H3K4me2

H2AZ, CTCF, H3K4me3

DNase1, Gabp, H3K4me3, Polll, TAF1, ELF1, H3K4me2, H3K9ac, H3K27ac, CTCF
CTCF, DNase1, H3K4me2, H3K4me3

DNase1, Gabp, ELF1, Rad21, H3K4me3, H3K27ac, Cfos, CTCF, H3K9ac, Polll, H2AZ
DNase1

DNase1. H3K9ac. H3K4me3. CTCF

Locus 330 (sentinel SNP rs35555795 + 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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NHLF

Osteobl

blood (DND-41)
breast (HMEC)
cervix (HeLa-S3)

monocytes (Monocytes-CD14+)
endothelium (HUVEC)

H3K9ac, H3K27ac, CTCF, H3K4me3, DNase1

CTCF, H3K4me2, H3K4me3

CTCF, H3K27ac, H3K9%ac

H3K27ac, H3K4me3, H3K4me2, CTCF

H3K9ac, H3K4me2, H3K27ac, TAF1, H3K4me3, Gabp, Polll, CTCF, DNase1
CTCF, H3K9ac, H3K4me3

H3K4me3, Polll, CTCF, DNase1

A549 H3K27ac, DNase1, CTCF, H3K4me2, H3K4me3
ENSR00001214204 {?I' 1 embryonic stem cell (H1ESC) DNase1, H3K4me3, H3K27ac, Polll, Rad21, Gabp, TAF7, H3K9ac, CTCF, HDAC2, TAF1,
(promoter) H3K4me2, SP1
HSMMtube H2AZ, CTCF, DNase1
blood (K562) H3K27ac, Max, Rad21, H3K9ac, Gabp, Cmyc, HEY1, H2AZ, TAF1, ELF1, Cfos, CTCFL, Polll,
H3K4me2, CTCF, DNase1, H3K4me3
skin (NHDF-AD) H3K4me2, H3K9ac, DNase1, CTCF, H3K4me3
muscle (HSMM) H2AZ, CTCF, H3K4me3
liver (HepG2) DNase1, Gabp, H3K4me3, FOXAZ2, Polll, TAF1, ELF1, H3K4me2, FOXA1, H3K9ac, H3K27ac,
CTCF
blood (GM12878) CTCF, H3K9ac, Cfos, H3K27ac, Polll, H2AZ, DNase1, Gabp, ELF1, Rad21, H3K4me3
lung (IMR90) H3K4me3, CTCF, H3K4me2, DNase1
nervous (NH-A) DNase1
skin (NHEK) DNase1, H3K9ac, H3K4me3, CTCF
NHLF DNase1, H3K4me3, CTCF, H3K9ac, H3K27ac
Osteobl CTCF, H3K4me2, H3K4me3
blood (DND-41) CTCF, H3K27ac, H3K9ac
breast (HMEC) H3K27ac, H3K4me3, H3K4me2, CTCF
cervix (HeLa-S3) DNase1, CTCF, H3K9ac, H3K4me2, H3K27ac, TAF1, H3K4me3, Gabp, Polil
monocytes (Monocytes-CD14+) CTCF, H3K9ac, H3K4me3
endothelium (HUVEC) H3K4me3, Polll, CTCF, DNase1
A549 H3K27ac, DNase1, CTCF, H3K4me2, H3K4me3
Variation proximal to gene
gene variant type min(distance) transcript RefSeq id protein variant(s)
ABT1 ;‘-_’I’ upstream gene variant, downstream gene 2952 ENST00000274849 {'-:’I’ NM_013375.3 ENSP00000274849 {‘-_’I’ 3
variant
BTN1A1 {-_‘I' upstream gene variant, downstream gene 1094 ENST00000244513 {?I’ NM_001732.2 ENSP00000244513 {‘-_‘Ir 3
variant
BTN1A1 & upstream gene variant, downstream gene 1581 ENST00000613186 ¢ ? ENSP00000484707 ¢ 3
variant
BTN2A1 {-EI' upstream gene variant 2079 ENST00000312541 {?Ir NM_007049.4 ENSP00000312158 {‘-_’Ir 4
BTN2A1 {?I' upstream gene variant 2115 ENST00000429381 {?Ir NM_078476.3 ENSP00000416945 {‘-_’Ir 4
BTN2A1 {{’I' upstream gene variant 2058 ENST00000541522 {'-:’I’ NM_001197233.2 ENSP00000443909 ;‘-E‘Ir 4
BTN2A1 {-_‘I' upstream gene variant 2076 ENST00000377600 {?Ir ? ENSP00000366825 {‘-_‘Ir 4
BTN2A1 & upstream gene variant, downstream gene 1405 ENST00000480218 ¢= ? ENSP00000418936 ¢~ 6
variant
BTN2A1 {-_‘I' upstream gene variant, downstream gene 93 ENST00000493173 {?I’ ? ENSP00000420447 {‘-_‘Ir 8
variant
BTN2A1 &' upstream gene variant, downstream gene 1403 ENST00000469185 ¢/ NM_001197234.2 ENSP00000419043 &' 5
variant
BTN3A3 &' downstream gene variant 1320 ENST00000361232 ¢ NM_197974.2  ENSP00000355238 &' 4
BTN3A3 &' downstream gene variant 720 ENST00000244519 ¢ NM_006994.4 ENSP00000244519 ¢ 4
BTN3A3 & downstream gene variant 721 ENST00000480110 & ? g 4
BTN3A3 {-?I' downstream gene variant 2218 ENST00000490254 {?Ir NM_001242803.1 ENSP00000419736 {‘-_‘Ir 4
BTN3A3 & downstream gene variant 2220 ENST00000497681 = ? g 4
BTN3A3 &/ downstream gene variant 1974 ENST00000483179 ¢ ? 2 4
BTN3A3 {{‘Ir downstream gene variant 3921 ENST00000477388 {?Ir ? ? 2
CTA-14H9.5¢="  downstream gene variant 2258 ENST00000567732 ¢ ? ? 2
GUSBP2 &' upstream gene variant 24 ENST00000479900 ¢ ? ? 2
GusBP2 &' downstream gene variant 2834 ENST00000492832 ¢ ? ? 1
GUSBP2 {-C’.’ downstream gene variant, upstream gene 2183 ENST00000463434 {-:’.’ ? ? 2

Locus 330 (sentinel SNP rs35555795 + 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=ENSR00001214204
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000146109
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000274849
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000274849
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000124557
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000244513
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000244513
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000124557
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000613186
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000613186
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000312541
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000312541
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000429381
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000429381
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000541522
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000541522
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377600
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000377600
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000480218
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000480218
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000493173
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000493173
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000469185
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000469185
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000111801
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000361232
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000361232
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000111801
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000244519
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000244519
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000111801
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000480110
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000111801
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000490254
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000490254
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000111801
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000497681
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000111801
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000483179
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000111801
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000477388
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000261353
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000567732
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000241549
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000479900
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000241549
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000492832
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000241549
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000463434

variant

HCG11 ¢/ downstream gene variant 3083 ENST00000411553 ¢ ? ? 2
HMGN4 &' downstream gene variant 2730 ENST00000377575 = NM_006353.2  ENSP00000366798 ¢=' 2
LINC00240 ¢/ upstream gene variant 415 ENST00000606878 (= ? ? 2
LINC00240 .f_-_";’ upstream gene variant, downstream gene 414 ENST00000607607 .;‘_;’;’ ? ? 3
variant
POM121L6P ¢’  downstream gene variant 4071 ENST00000441186 ¢ ? ? 1
RP11-457M11.6 ,ﬂ-" downstream gene variant 2142 ENST00000602994 'ﬂ_r ? ? 1
RP11-457M11.7 (_—?;" upstream gene variant, downstream gene 3100 ENST00000616994 .;'_{’;’ ? ? 2
variant
RP11-457M11.7 ,{f;" upstream gene variant, downstream gene 3100 ENST00000611708 ,{f;’ ? ? 2
variant
ZNF322 ¢/ downstream gene variant 910 ENST00000622479 ¢= NM_001242797.1 ENSP00000482607 ¢=' 2
ZNF322 ¢/ downstream gene variant 900 ENST00000415922 ¢= NM_024639.4  ENSP00000418897 ¢=' 2
ZNF322 ¢/ downstream gene variant 2808 ENST00000471278 ¢ 2 ENSP00000419728 ¢ 2
ZNF322 (_—j’;’ downstream gene variant 4993 ENST00000480036 .;_‘i’;r ? ENSP00000420301 .;f;r 1
ZNF322 ,;j'-_’;r downstream gene variant 910 ENST00000607204 ,;j'-_’;r NM_001242798.1 ENSP00000483223 ,;j-_'-‘;r 2
ZNF322 &/ downstream gene variant 910 ENST00000456172 ¢ NM_001242799.1 ENSP00000478899 ¢ 2

Putative effect on transcript

Intron variant

gene affected transcript RefSeq id protein variant(s)
BTN2A1 &2 ENST00000377600 ¢ ? ENSP00000366825 ¢ 4
BTN2A1 &2 ENST00000312541 ¢ NM_007049.4 ENSP00000312158 ¢2' 2
BTN2A1 &' ENST00000429381 ¢ NM_078476.3 ENSP00000416945 ¢ 4
BTN2A1 &' ENST00000469185 ¢ NM_001197234.2 ENSP00000419043 ¢ 4
BTN2A1 &' ENST00000541522 ¢ NM_001197233.2 ENSP00000443909 ¢ 2
BTN2A1 &' ENST00000480218 ¢ ? ENSP00000418936 ¢ 2
BTN2A1 &' ENST00000493173 &= ? ENSP00000420447 = 2
GUSBP2 &' ENST00000479900 ¢ ? ? 9
GUSBP2 &' ENST00000463434 ¢ ? ? 3
GUSBP2 &' ENST00000492832 ¢ ? ? 1
LINC00240 ¢/ ENST00000607607 ¢ ? ? 3
LINC00240 ¢/ ENST00000606878 ¢ ? ? 5
RP11-457M11.7 & ENST00000611708 & ? ? 1
ZNF322 &/ ENST00000415922 ¢ NM_024639.4 ENSP00000418897 ¢ 1
ZNF322 ¢/ ENST00000622479 ¢ NM_001242797.1 ENSP00000482607 ¢ 1
ZNF322 ¢/ ENST00000465674 ¢ ? ? 1
ZNF322 &/ ENST00000471278 &' ? ENSP00000419728 ¢= 1
ZNF322 ¢/ ENST00000461899 ¢ ? ? 1
ZNF322 ¢/ ENST00000607204 ¢ NM_001242798.1 ENSP00000483223 ¢ 1
ZNF322 ¢/ ENST00000480036 ¢ ? ENSP00000420301 &2 1
ZNF322 ¢/ ENST00000456172 ¢ NM_001242799.1 ENSP00000478899 ¢ 1

QoAITD variank

Locus 330 (sentinel SNP rs35555795 + 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=ENSG00000228223
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000411553
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000182952
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377575
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000377575
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224843
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000606878
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224843
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000607607
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000243307
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000441186
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000271071
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000602994
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275846
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000616994
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275846
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000611708
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000622479
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000622479
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000415922
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000415922
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000471278
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000471278
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000480036
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000480036
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000607204
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000607204
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000456172
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000456172
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377600
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000312541
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000429381
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000469185
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000541522
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000480218
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000493173
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000241549
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000479900
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000241549
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000463434
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000241549
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000492832
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224843
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000607607
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224843
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000606878
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275846
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000611708
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000415922
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000622479
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000465674
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000471278
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000461899
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000607204
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000480036
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000181315
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000456172
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array

o WM VA WG

gene affected transcript RefSeq id protein variant(s)
ABT1 ¢/ ENST00000274849 & NM_013375.3 ENSP00000274849 &2
BTN2A1 &' ENST00000377600 ¢ ? ENSP00000366825 ¢
BTN2A1 &2 ENST00000429381 ¢ NM_078476.3 ENSP00000416945 ¢
Non-coding exon variant
gene affected transcript RefSeq id variant(s)
LINC00240 ¢/ ENST00000607607 ¢ ?
RP11-457M11.7 &2 ENST00000616994 & ?

Locus 330 (sentinel SNP rs35555795 + 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=ENSG00000146109
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000274849
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377600
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000112763
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000429381
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224843
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000607607
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275846
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000616994

