Locus 199 (rs3129682)

SNiPAcard

Block annotations

Block info

genomic range
block size

variant count

chr6:28,787,384-29,523,957 .;f;r
736,574 bp

158 variants

Basic features

Conservation/deleteriousness

Linked genes

p=-0.194 [-5.844 —

4.77]
phyloP gene(s) hit or close-by
p=0.110[0-1]
phastCons eQTL gene(s)
p=-0.271[-5.5-2.32]
GERP++ potentially regulated
gene(s)
CADD p =4.022 [0.006 - 14.6]
disease gene(s)
score

AL645937.1 ¢2!, AL662791.1 2, GABBR1 ¢2/, HCG14 ¢, HCG15 ¢2/, HCG16 ¢, KRT18P1
!, LINC01556 ¢2/, MASTL &2, MAS1LP1 &, OR10C1 2/, OR10C1 ¢=f, OR11A1 2,
OR12D3 ¢/, OR14J1 £/, OR2AD1P ¢/, OR2B3 2/, OR2B4P 2, OR2H1 ¢, OR2H4P 2/,
OR2I1P ¢2/, OR2J2 ¢, OR2J3 (=, OR2J4P =, OR2N1P &2, OR2P1P &2/, OR2U2P ¢2/,
OR2W1 ¢, OR5V1 ¢, RN7SL4T1P ¢/, RNU6-930P ¢2/, RPL13P ¢, RPS17P1 2, SARTP1
!, TRIM27 ¢/, UBD ¢/, UBDP1 ¢, XXbac-BCX196D17.5 ¢, XXbac-BPG13B8.10 £/,
XXbac-BPG13B8.11 ¢, XXbac-BPG258E24.10 ¢, XXbac-BPG308J9.3 ¢, XXbac-
BPG308K3.5 ¢/, XXbac-BPG308K3.6 &2, ZNF311 g2/, ZNF90P2 ¢=/

ABT1 g2/, AL022393.7 =, BTN3A2 &2, BTN3A3 2, C2 &2/, CFB ¢/, GABBR1 2/,
HIST1H3J &2/, HIST1H4J &2/, HLA-A &2/, HLA-C &2, HLA-F-AS1 &/, HLA-G &/, HLA-H g/,
HLA-J &/, HLAK &/, HLA-L &2/, HLA-U 2/, HLA-V 2/, OR2BT7P ¢2/, OR2B8P 2/, RP1-
265C24.5 ¢, RP1-31316.12 2/, SLC44A4 ¢/, TRIM31 2/, XXbac-BPG308K3.5 ¢/,
ZDHHC20P1 ¢, ZFP57 ¢, ZNF165 &2/, ZNF192P1 ¢=f, ZNRD1 2/, ZNRD1-AS1_3 &2/,
ZSCAN23 ¢=I, ZSCAN26 ¢=I, ZSCAN31 ¢

AL662791.1 ¢/, DDX39BP1 ¢/, DDX39BP1 ¢, DDX39BP1 ¢/, DDX39BP1 ¢/,
DDX39BP1 ¢/, DDX39BP1 ¢=, DDX39BP1 ¢, DDX39BP1 ¢2/, GABBR1 (2, GABBR1 ¢/,
GABBR1 ¢, GABBR1 ¢/, GABBR1 ¢, GABBR1 &2/, GABBR1 ¢2/, GPX5 ¢/, GPX5 &2/,
GPX6 £, GPX6 &/, HLA-H &, HLA-H &, HLA-H g/, HLA-H 2!, HLA-H &2, HLA-H &/, HLA-
H ¢!, HLA-H g2/, OR12D3 ¢2, OR12D3 ¢2/, OR12D3 ¢/, OR12D3 ¢=, OR12D3 ¢/,
OR12D3 ¢2/, OR12D3 2/, OR2AD1P =, OR2AD1P 2/, OR2AD1P =, OR2AD1P &2/,
OR2AD1P ¢=, OR2AD1P ¢/, OR2AD1P ¢2', OR2AD1P ¢2/, OR2B3 ¢=, OR2B3 ¢/, OR2B3
¢!, OR2B3 ¢, OR2B3 ¢=/, OR2B3 =/, OR2B3 ¢, OR2B3 =, OR2B4P ¢, OR2B4P ¢/,
OR2B4P ¢, OR2B4P ¢, OR2B4P (2, OR2B4P &2, OR2B4P ¢/, OR2G1P ¢, OR2G1P
¢!, OR2G1P 2, OR2G1P ¢, OR2G1P ¢2/, OR2G1P ¢, OR2H4P 2/, OR2H4P 2/,
OR2H4P ¢2, OR2H4P ¢/, OR2H4P ¢, OR2H4P 2, OR2H4P (2, OR2N1P ¢, OR2N1P
¢!, OR2N1P 2, OR2N1P =, OR2N1P 2/, OR2N1P ¢, OR2N1P 2/, OR2N1P 2/,
OR2P1P ¢/, OR2P1P ¢, OR2P1P ¢/, OR2P1P 2/, OR2P1P ¢=, OR2P1P 2!, OR2P1P &2/,
OR2U1P ¢, OR2U1P ¢/, OR2U1P 2, OR2U1P &2, OR2U1P ¢=/, TRIM27 =, TRIM27 ¢/,
TRIM27 &, TRIM27 &/, TRIM27 &, TRIM27 &/, TRIM27 2, XXbac-BCX196D17.5 &2,
XXbac-BCX196D17.5 ¢2, XXbac-BCX196D17.5 ¢/, XXbac-BCX196D17.5 ¢/, XXbac-
BCX196D17.5 ¢2/, XXbac-BCX196D17.5 ¢2, XXbac-BCX196D17.5 &2

zrP57 ¢, TRIM27 2, 0R213 &2, 2!, 2!, 2, 2!, c2 2/, CFB &2/, HLA-A 2/

Trait annotations

Variant association

trait min(p-value) source DB source entry/link variant(s)

Barrett's esophagus <4.00x10-9 GWAS Catalog 22961001 lﬂ] 1

phenol sulfate 2.11x10-6 Metabolomics GWAS Server 24816252 Iy 8

betaine 4.49x10-7 Metabolomics GWAS Server 24816252 Iy 20

Lupus erythematosus, systemic 9.64x10-6 dbGaP pha002867 dbizaP 4

Lupus erythematosus, systemic 8.06x10-9 dbGaP pha002848 dbizaP 1

Disease gene annotation
gene trait source DB source entry/link

ZFP57 ,E_‘;r DIABETES MELLITUS, TRANSIENT NEONATAL, 1 OMIM MIM:601410 !ﬂHJMa
TRIM27 {f;r THYROID CARCINOMA, PAPILLARY OMIM MIM:188550 !ﬂ”ma
OR2J3 ¢  C3HEX, ABILITY TO SMELL OMIM MIM:615082 Somm®

Locus 199 (sentinel SNP rs3129682 + 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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Cc2 ,;j-_";r COMPLEMENT COMPONENT 2 DEFICIENCY

c2 ,;j-_";r MACULAR DEGENERATION, AGE-RELATED, 1

CFB ,;j-_";r COMPLEMENT FACTOR B DEFICIENCY

CFB ,;j-_";r HEMOLYTIC UREMIC SYNDROME, ATYPICAL, SUSCEPTIBILITY TO, 4
CFB ,;j-_";r MACULAR DEGENERATION, AGE-RELATED, 1
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Direct effect on transcript

Amino acid sequence alteration

ene effect affected RefSeq id rotein exchanged exchanged SIFT PolyPhen RG]
9 type transcript q P AA's codons prediction prediction
OR12D3 missense  ENST00000396806 NM_030959.2 ENSP00000380023 I/T aTc/aCc ? ? 1
,;j-_’;' variant ,;j-_’;' ,;j-_’;'

Direct effect on regulation

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

ZFP57 ¢ ? ENSG00000204644 ¢ muscularis mucosae 4.17x10-8 (p-value) GTEx Portal V6 Iz 153
AL022393.7 & ? ENSG00000216901 ¢/ muscularis mucosae 6.78x10-6 (p-value) GTEx Portal Ve iz 5
HLA-H &' ? ENSG00000206341 ¢ muscularis mucosae 3.17x10-6 (p-value) GTEx Portal V6 Iz 1
zFP57 &2/ ? ENSG00000204644 ¢/ lung 1.19x10-9 (p-value) GTEx Portal Ve iz 155
HLA-G & ? ENSG00000204632 ¢ lung 1.18x10-6 (p-value) GTEx Portal V6 Iz 81
HLA-H & ? ENSG00000206341 ¢ lung 2.28x10-7 (p-value) GTEx Portal V6 Iz 98
HLA-J &2 ? ENSG00000204622 ¢ lung 9.19x10-10 (p-value) GTEx Portal V6 Iz 67
ZFP57 ¢ ? ENSG00000204644 ¢* atrial appendage 2.14x10-9 (p-value) GTEx Portal V6 Iz 126
ZSCAN26 ¢ ? ENSG00000197062 ¢ transformed fibroblasts 7.66x10-6 (p-value) GTEx Portal V6 Iz 108
ZFP57 ¢ ? ENSG00000204644 ¢ transformed fibroblasts 1.02x10-7 (p-value) GTEx Portal V6 Iz 134
zFP57 &' ? ENSG00000204644 ¢ blood 2.31x10-12 (p-value) GTEx Portal V6 Iy 155
HLA-F-AS1 &' ? ENSG00000214922 ¢* blood 1.81x10-7 (p-value) GTEx Portal V6 Iz 101
HLA-H & ? ENSG00000206341 ¢ blood 9.34x10-8 (p-value) GTEx Portal V6 Iz 84
HLA-K & ? ENSG00000230795 ¢ blood 8.61x10-9 (p-value) GTEx Portal V6 Iz 28
HLA-J &2 ? ENSG00000204622 ¢ blood 5.11x10-7 (p-value) GTEx Portal V6 Iz 19
ZFP57 ¢ ? ENSG00000204644 ¢* breast 1.59x10-8 (p-value) GTEx Portal V6 Iz 134

Locus 199 (sentinel SNP rs3129682 + 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 199 (sentinel SNP rs3129682 + 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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ZDHHC20P1 J_-j-_’I’ ? ENSG00000233916 {-_’.’ testis 8.22x10-7 (p-value) GTEx Portal V6 1[.‘;]

RP1-31316.12 ¢ ? ENSG00000272009 ¢ testis 4.58x10-6 (p-value) GTEx Portal V6 Iz

AL022393.7 &2 ? ENSG00000216901 ¢ testis 1.77%10-5 (p-value) GTEx Portal Ve I

XXbac-BPG308K3.5 =" ? ENSG00000225173 ¢ testis 3.21x10-5 (p-value) GTEx Portal ve I
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ZSCAN26 &' ENST00000614088 ¢

ZSCAN26 ¢&f ENST00000316606 ¢

ZSCAN26 &' ENST00000619937 ¢

ZSCAN31 &' ENST00000396838 ¢ ILMN_1655748 ¢/ skin 4.43x10-8 (p-value) MUTHER consortium Iz

ZSCAN31 &' ENST00000344279 ¢ adipocyte 1.04x10-5 (p-value) MUTHER consortium Iz
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ZSCAN31 &f ENST00000446474 &=
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? ? ILMN_1654987 {f.’ adipocyte 1.04x10-6 (p-value) MuTHER consortium'!r.'q
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? ? ILMN_1679389 {f.’ monocyte 7.45%10-16 (p-value) Zeller et al. lr:q

? ? ILMN_1666078 ;f_‘lr monocyte 9.45%x10-29 (p-value) Zeller et al. '!m

BTN3A2 {3’.' ENST00000396934 ;_-j-_’lr ILMN_1676528 E_’I’ monocyte 7.87x10-51 (p-value) Zelleretal. 'Im
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Locus 199 (sentinel SNP rs3129682 + 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 199 (sentinel SNP rs3129682 + 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 199 (sentinel SNP rs3129682 + 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 199 (sentinel SNP rs3129682 + proxy variants in LD r2 > 0.8). SNiPA block annotation (www.snipa.org) based on 1000 Genomes Project phase 3 v5 (European population) variant set and Ensembl 82 annotations.
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Regulatory feature cluster

element id variant(s) tissue/cell factors
ENSR00001494418 {__,Ir 1 embryonic stem cell (H1ESC) H3K9ac, CTCF, Yy1, HDAC2, TAF1, H3K4me2, H3K4me3, DNase1, Sin3Ak20, TAF7,
(promoter) H3K27me3, Polll, Rad21, Egr1
HSMMtube H3K4me3, H3K4me2, CTCF, H3K27me3, H2AZ, DNase1
blood (K562) H3K4me3, DNase1, CTCF, Ini1, Pollll, Egr1, H3K27ac, Max, Rad21, H3K9ac, Cmyc, H2AZ,
Polll, H3K4me2
skin (NHDF-AD) CTCF, H3K4me3, DNase1, H3K4me2
muscle (HSMM) H2AZ, CTCF, H3K4me3, H3K4me2, H3K27me3, DNase1
liver (HepG2) DNase1, H3K27me3, Rad21, H2AZ, H3K4me2, CTCF, Cmyc, H3K4me3
blood (GM12878) H3K4me3, CTCF, H2AZ, DNase1, Egr1, Yy1, Rad21
lung (IMR90) DNase1, H3K4me2, H3K4me3, CTCF
nervous (NH-A) DNase1, H3K4me3, H3K4me2, CTCF, H3K9%ac
skin (NHEK) H3K4me2, H3K4me3, CTCF, DNase1
NHLF H3K4me3, CTCF
Osteobl CTCF, H3K4me2, H3K4me3, H2AZ
blood (DND-41) H3K4me2, CTCF, H3K9ac, H3K4me3, H3K27me3
breast (HMEC) DNase1, H3K4me3, H3K4me2, CTCF
cervix (HeLa-S3) H3K27ac, H3K4me3, Polll, Max, CTCF, DNase1, H3K9ac, H3K4me2
monocytes (Monocytes-CD14+) DNase1, CTCF, H3K4me2, H3K27me3, H3K4me3
endothelium (HUVEC) H3K36me3, DNase1, H3K27me3, CTCF, Max, H3K4me2, H3K4me3
A549 DNase1, CTCF, H3K9ac, H3K4me2, H3K4me3
ENSR00000264210 ﬁ_‘lr 4 embryonic stem cell (H1ESC) H3K27me3, CTCF, Polil, Rad21, H3K9%ac, Yy1, TAF1, H3K4me2, SP1, H3K4me3, DNase1
(promoter flanking region) HSMMtube DNase1, H2AZ, H3K4me2
blood (K562) HEY1, H2AZ, Cfos, Polll, H3K4me2, CTCF, H3K4me3, Cmyc, H3K9ac, Ini1, Brg1, DNase1,

Pollll, Egr1, H3K27ac, Max, ATF3, Rad21, E2F6

Locus 199 (sentinel SNP rs3129682 + 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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skin (NHDF-AD) H3K4me3, DNase1, H3K4me2

muscle (HSMM) H3K4me3, H3K4me2, DNase1, H2AZ
liver (HepG2) Polll, DNase1, TAF1, H3K4me1, H2AZ, H3K4me2, H3K9ac, Cmyc, H3K4me3, H3K27me3
lung (IMR90) DNase1, H3K4me2, H3K4me3
blood (GM12878) H2AZ, DNase1, Yy1, ELF1, H3K4me3, H3K4me2, H3K9ac, Polll
nervous (NH-A) H3K4me3, H3K4me2, H3K9%ac
skin (NHEK) CTCF, DNase1, H3K4me2, H3K4me3
NHLF DNase1, H3K4me3
Osteobl H3K4me2, H3K4me3, H2AZ
blood (DND-41) H3K9ac, H3K4me3, H3K36me3, H3K27ac, H3K4me1
breast (HMEC) CTCF, H3K4me2, DNase1, H3K4me3
cervix (HeLa-S3) Max, H3K4me3, CTCF, DNase1, H3K27ac, H3K4me2, H3K9%ac
monocytes (Monocytes-CD14+) DNase1, H3K4me2, H3K9ac, H3K27me3, H3K4me3
endothelium (HUVEC) Max, H3K4me3, H3K4me2, Polll, CTCF, DNase1
A549 DNase1, CTCF, H3K9ac, H3K4me2, H3K4me3
ENSR00000662255 {?I' 1 monocytes (Monocytes-CD14+) H3K27me3, H3K4me3
(promoter flanking region) endothelium (HUVEC) H3K27me3
HSMMtube H3K27me3
blood (GM12878) Polll, Cfos
nervous (NH-A) H3K27me3
blood (DND-41) H3K4me1
ENSR00000487496 {‘-_’I' 1 monocytes (Monocytes-CD14+) H3K27me3
(enhancer) HSMMtube H3K27me3
liver (HepG2) H3K4me3, DNase1
Osteobl H3K27me3
blood (DND-41) H3K4me1
ENSR00000264215 {?I’ 1 embryonic stem cell (H1ESC) DNase1, H3K36me3, H4K5ac, CTCF, Polll, TAF7, H3K27ac, Yy1, TAF1, H3K4me2, H3K9%ac,
(promoter) H3K4me3
HSMMtube H3K9ac, H3K4me2, DNase1, H2AZ, H3K4me3, H3K27ac
blood (K562) Ini1, Brg1, Pollll, H3K27ac, ZBTB33, Max, ATF3, H3K9ac, ETS1, HEY1, H2AZ, TAF1, Jund,
Cjun, Polll, GTF2B, H3K4me2, CTCF, DNase1, H3K4me3
skin (NHDF-AD) CTCF, H3K4me3, DNase1, H3K9ac, H3K4me2, H3K27ac
muscle (HSMM) H2AZ, H3K4me3, H3K27ac, H3K4me2, H3K9ac, DNase1
liver (HepG2) Polll, TAF1, ELF1, H2AZ, ZBTB33, H3K4me2, H3K9ac, H3K27ac, H3K4me3, H3K27me3,
DNase1, Jund
blood (GM12878) Polll, H2AZ, ETS1, DNase1, CTCF, Yy1, ELF1, H3K4me3, ZBTB33, H3K27ac, H3K9ac
lung (IMR90) DNase1, H4K8ac, H3K27ac, H3K4me2, H4K5ac, H3K4me3, H3K9%ac
nervous (NH-A) DNase1, H3K27ac, H3K4me3, H3K4me2, H3K9%ac
skin (NHEK) DNase1, H3K4me3, H3K27ac, H3K9ac, H3K4me2
NHLF DNase1, H3K4me3, H3K9ac, H3K27ac
Osteobl H3K4me2, H3K4me3, H3K27ac, H2AZ
blood (DND-41) H3K4me2, H3K27ac, H3K9ac, H3K4me3, H3K36me3
breast (HMEC) DNase1, H3K27ac, H3K4me3, H3K9ac, H3K4me2, CTCF
cervix (HeLa-S3) H3K9ac, Jund, H3K4me2, H3K27ac, TAF1, Max, H3K4me3, Polll, CTCF, DNase1
monocytes (Monocytes-CD14+) DNase1, H3K4me2, H3K27ac, H3K9ac, H3K36me3, H3K4me3
endothelium (HUVEC) Cmyc, DNase1, Cjun, Max, H3K4me2, H3K4me3, H3K9ac, H3K27ac, Polll
A549 H3K9ac, H3K4me2, H3K4me3, DNase1, H3K27ac
ENSR00001702905 {?I' 1 embryonic stem cell (H1ESC) DNase1
(CTCF binding site) Osteobl H3K4me2, H3K4me3
blood (DND-41) H3K4me2, H3K4me3
blood (K562) Polll, H3K4me3, H3K27ac, H3K9ac
cervix (HeLa-S3) H3K4me2, H3K4me3
monocytes (Monocytes-CD14+) DNase1, H3K4me2, H3K4me3
endothelium (HUVEC) Polll
liver (HepG2) Polll
A549 H3K36me3, H3K4me3
ENSR00001494427 f{’lr 1 endothelium (HUVEC) H3K27me3
(promoter flanking region) blood (DND-41) H3K27me3
skin (NHDF-AD) DNase1
muscle (HSMM) DNase1
ENSR00000662257 {?I’ 1 embryonic stem cell (H1ESC) DNase1, Polll
(promoter flanking region) blood (DND-41) H3K27me3
blood (K562) DNase1, HEY1, Polil

cervix (HeLa-S3) DNase1

Locus 199 (sentinel SNP rs3129682 + 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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DNase1

DNase1

H3K4me3, DNase1, H3K4me2, Yy1, H3K27me3
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DNase1, Pollll, H3K27ac, Max, H3K9ac, H2AZ, H3K4me2, H3K4me3
H3K4me3, H3K4me2

H2AZ, H3K4me2, DNase1

H2AZ, H3K4me2, H3K9%ac, H3K27ac, H3K4me3, H3K27me3
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H3K4me2, H3K4me3, H2AZ

H3K27me3

H3K4me3, H3K4me2
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ENSR00000662259 {-EI' 1 monocytes (Monocytes-CD14+) H3K27me3
(CTCF binding site) embryonic stem cell (H1ESC)  H3K36me3, H3K27me3, CTCF
endothelium (HUVEC) H3K27me3
HSMMtube H3K27me3
lung (IMR90) H3K27me3
Osteobl H3K27me3
breast (HMEC) H3K4me3, H3K4me2
ENSR00000487523 {?I' 1 embryonic stem cell (H1ESC) DNase1
(enhancer) blood (DND-41) H3K27me3
Variation proximal to gene
gene variant type min(distance) transcript RefSeq id protein variant(s)
AL645937.1 &' upstream gene variant 1970 ENST00000610295 ? ? 1
* P
AL662791.1 &' downstream gene variant 2606 ENST00000625416 ? g 1
{._:,r
GABBR1 &/ downstream gene variant 3852 ENST00000355973  ? ENSP00000348248 1
el el
HCG14 f—_’.’ upstream gene variant, downstream gene 1429 ENST00000444986 ? ? 3
variant el
HCG15 & downstream gene variant 1878 ENST00000438190 ? g 2
{._:,r
HCG16 ;‘-_’.’ upstream gene variant, downstream gene 284 ENST00000445544 ? ? 3
variant el
KRT18P1 f—_’lr downstream gene variant, upstream gene 1046 ENST00000452408 ? ? 2
variant el
LINCO1556 {E‘I’ upstream gene variant, downstream gene 4280 ENST00000377186  ? ? 2
variant f‘-’.r
MAS1L ;‘-_’.’ downstream gene variant, upstream gene 1255 ENST00000377127 NM_052967.1 ENSP00000366331 3
variant el el
MAS1LP1 {'{’I' downstream gene variant 101 ENST00000419416 ? ? 1
{p r
OR10C1 &' downstream gene variant 2678 ENST00000622521 ? ENSP00000481429 2

Locus 199 (sentinel SNP rs3129682 + 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 199 (sentinel SNP rs3129682 + 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=ENSG00000237988
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000453522
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204700
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377167
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000377167
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204701
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377169
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000377169
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224233
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000453647
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000203492
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000421799
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236909
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000413771
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000242524
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000465951
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204704
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377175
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000377175
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000263426
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000580476
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000212240
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000390938
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213916
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396818
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213900
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396783
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228364
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000455287
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204713
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000467742
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204713
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377194
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000377194
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204713
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377199
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000377199
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204713
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000481474
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204713
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000498117
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204713
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000414543
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000414543
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213886
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377050
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000377050
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225797
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000457888

—p e ———- D= m ey —— s

el variant el
XXbac-BPG13BB.10¢j—_’;’ upstream gene variant 2243 ENST00000436804 ? ?
el
XXbac-BPG13B8.11 ;_-j-,’;" upstream gene variant 2523 ENST00000618350 ? ?
J__i__,_r
XXbac-BPG258E24.10  upstream gene variant 2485 ENST00000623946 ? ?
el el
XXbac-BPG258E24.10  upstream gene variant, downstream gene 400 ENST00000610326  ? ?
el variant el
XXbac-BPG258E24.10  upstream gene variant, downstream gene 445 ENST00000623334 ? ?
el variant el
XXbac-BPG308J9.3 ;’_—:’;" upstream gene variant, downstream gene 1805 ENST00000606648 ? ?
variant ;_-j-_’;"
XXbac-BPG308J9.3 {f;" upstream gene variant 1778 ENST00000441381 ? ?
el
XXbac-BPG308K3.5 ;_-j-,’;" downstream gene variant, upstream gene 958 ENST00000457253 ? ?
variant el
XXbac-BPG308K3.6 :_-j-_’;’ downstream gene variant, upstream gene 46 ENST00000606624 ? ?
variant el
XXbac-BPG308K3.6 J_-j-_’;' downstream gene variant, upstream gene 157 ENST00000606727 ? ?
variant ‘-':‘-’;r
XXbac-BPG308K3.6 ;_-j-,’;" downstream gene variant, upstream gene 484 ENST00000440244 ? ?
variant el
ZNF311 ;_-‘_-j’;r downstream gene variant, upstream gene 1228 ENST00000377179 NM_001010877.2 ENSP00000366384
variant el el
ZNF311 Jf_';' downstream gene variant, upstream gene 1172 ENST00000483450 ? ?
variant ‘-':‘-’;r
ZNF90P2 ;_-j-_’;" downstream gene variant, upstream gene 804 ENST00000419323 ? ?
variant el

Putative effect on transcript

Synonymous coding variant

gene affected transcript RefSeq id protein AA's exchanged codons variant(s)
UBD &  ENST00000377050 = NM_006398.3 ENSP00000366249 ¢/ Y taC/taT 1
Intron variant
gene affected transcript RefSeq id protein variant(s)

HCG14 & ENST00000444986 ¢= ? ? 1
HCG15 & ENST00000438190 & ? ? 1
OR11A1 &' ENST00000377149 ¢=/ ? ENSP00000366354 ¢= 3
OR5V1 &2 ENST00000377154 ¢ ? ENSP00000366359 ¢ 4
TRIM27 &/ ENST00000414543 ¢ ? ENSP00000400058 ¢= 1
TRIM27 ¢/ ENST00000377199 ¢ NM_006510.4 ENSP00000366404 ¢ 5
TRIM27 ¢/ ENST00000481474 ¢ ? ? 5
TRIM27 ¢/ ENST00000377194 ¢ ? ENSP00000366399 ¢ 5
TRIM27 &/ ENST00000496091 ¢= ? ? 3
TRIM27 &/ ENST00000498117 ¢ ? ? 3
UBDP1 &/ ENST00000457888 ¢ ? ? 2
XXbac-BCX196D17.5 ¢ ENST00000419702 ¢= ? ? 1
XXbac-BPG13B8.10 & ENST00000436804 ¢ ? ? 1
XXbac-BPG258E24.10 ¢= ENST00000623334 ¢ ? ? 6
XXbac-BPG258E24.10 ¢= ENST00000623946 ¢ ? ? 6
XXbac-BPG308J9.3 ¢ ENST00000606648 ¢ ? ? 10
XXbac-BPG308J9.3 ¢ ENST00000441381 & ? ? 6

Locus 199 (sentinel SNP rs3129682 + 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=ENSG00000227206
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000419702
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000229274
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000436804
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277881
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000618350
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277661
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000623946
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277661
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000610326
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277661
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000623334
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232505
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000606648
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232505
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000441381
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225173
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000457253
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225595
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000606624
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225595
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000606727
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225595
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000440244
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000197935
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377179
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000377179
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000197935
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000483450
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233366
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000419323
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213886
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377050
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224157
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000444986
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227214
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000438190
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204694
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377149
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000243729
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377154
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204713
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000414543
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204713
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377199
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204713
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000481474
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204713
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000377194
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204713
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000496091
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204713
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000498117
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225797
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000457888
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227206
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000419702
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000229274
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000436804
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277661
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000623334
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277661
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000623946
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232505
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000606648
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232505
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000441381

XXbac-BPG308K3.5 & ENST00000457253 ¢ ? ? 1

XXbac-BPG308K3.6 ¢ ENST00000440244 ¢ ? ? 1
XXbac-BPG308K3.6 & ENST00000606624 ¢ ? ? 1
XXbac-BPG308K3.6 ¢ ENST00000606727 ¢ ? ? 1

3'-UTR variant

gene affected transcript RefSeq id protein variant(s)

GABBR1 &2 ENST00000355973 ¢ ? ENSP00000348248 ¢ 1

Non-coding exon variant

gene affected transcript RefSeq id variant(s)
RPL13P & ENST00000396818 ¢ ? 1
SAR1P1 ¢ ENST00000455287 ¢ ? 1
TRIM27 ¢/ ENST00000481474 ¢ ? 1
XXbac-BPG308K3.6 ¢ ENST00000440244 ¢/ ? 2
XXbac-BPG308K3.6 ¢ ENST00000606727 ¢ ? 1
ZNF90P2 ¢/ ENST00000419323 ¢/ ? 4

Locus 199 (sentinel SNP rs3129682 + 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=ENSG00000225173
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000457253
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225595
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000440244
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225595
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000606624
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225595
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000606727
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204681
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000355973
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000213916
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396818
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228364
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000455287
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204713
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000481474
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225595
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000440244
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225595
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000606727
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233366
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000419323

