Locus 197 (rs17741049) SNiPAcard

Block annotations

Block info
genomic range chr8:86,089,292-86,292,870 &2
block size 203,579 bp
variant count 36 variants

Basic features

Conservation/deleteriousness Linked genes
p=-0.154 [-3.447 - . c8orf59 2, CA1 2!, CA13 2!, CA3 =/, E2F5 ¢/, RP11-219B4.3 2/, RP11-219B4.5 ¢,

phyloP 1.323] gene(s) hit or close-by RP11-219B4.6 &/, RP11-219B4.7 &'
phastCons 1=0.098[0-1] eQTL gene(s) LRRCC1 &/

=-0.634 [-6.53 - 3.79 i cA1 el cA3 el E2F5 2f
GERP++ M [ ] potentially regulated (= £ €

gene(s)

CADD p =3.878 [0.014 - 14.87]

disease gene(s,
score gene(s)

Direct effect on transcript

Amino acid sequence alteration

effect affected . . exchanged exchanged SIFT PolyPhen .
gene . RefSeq id protein . .. .. variant(s)
type transcript AA's codons prediction prediction
E2F5 missense  ENST00000418930 NM_001083588.1 ENSP00000414312 A/G gCg/gGg ? ? 1
&' variant el ef
E2F5 missense  ENST00000416274 NM_001951.3  ENSP00000398124 A/G 9Cg/9Gg ? ? 1
&' variant el ef

Direct effect on regulation

cis-eQTL
gene transcript probe tissue min(statistic) (type) source variant(s)
LRRCC1 g 2 ENSG00000133739 ¢/ esophagus mucosa 5.45x10-6 (p-value) GTEx Portal Ve iz 33

Putative effect on regulation

Transcription factor binding site variation

transcription Factor binding motif motif position highly informative position score change variant(s)
EGR1 MA0341.1 4 yes 0.000 1
EGR1 MA0366.1 4 yes 0.000 1

ENCODE promoter-associated DHS
SNiPA promoter id variant(s) associated gene(s)

ENCP00000056669 E;r

ENCODE promoter-associated distal DHS (Enhancer)

SNiPA enhancer id variant(s) associated SNiPA promoter id associated gene(s)
ENCE00000521373 &2 1 ENCP00000056670 car !
ENCE00000521314 ¢ 1 ENCP00000056657 E2F5 &

Locus 197 (sentinel SNP rs17741049 + 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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element id variant(s)

tissue/cell

Regulatory Feature cluster

factors

ENSR00001395450 {‘-_’Ir 3
(promoter)

ENSR00001442694 ¢ 1
(CTCF binding site)

ENSR00001442695 ¢ 1
(CTCF binding site)
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DNase1, H3K36me3, Polll, Rad21, TAF7, H3K27ac, TAF1, H3K4me2, H3K9ac, H3K4me3
H3K4me2, H2AZ, DNase1

Egr1, Max, H3K9ac, Cmyc, H2AZ, Polll, H3K4me2, DNase1, H3K4me3
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H2AZ, H3K4me3

Gabp, Polll, H3K79me2, TAF1, H3K4me2, H3K9ac, H3K27ac, Cmyc, H3K4me3, DNase1
H3K4me2, H3K4me3
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DNase1
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CTCF
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Variation proximal to gene

gene variant type min(distance) transcript RefSeq id protein variant(s)
C8orf59 {{‘Ir downstream gene variant 1417 ENST00000612977 NM_001099671.1, NM_001099670.1 ENSP00000484101 1
&l =
C8orf59 {-_‘I' downstream gene variant 1432 ENST00000545322 ? ENSP00000444092 1
[ &l
C8orf59 ¢2' downstream gene variant 1433 ENST00000611854 ? ENSP00000484811 1
&l el

Locus 197 (sentinel SNP rs17741049 + 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 197 (sentinel SNP rs17741049 + 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.

-

-

iy

iy

iy

-

iy

iy

-

-

iy

iy

-

iy

iy

-

-

-

-

iy

iy

-

iy

-


http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000176731
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000612809
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000612809
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000176731
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000523281
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000523281
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000176731
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000523245
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000176731
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000615697
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000615697
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000176731
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000615071
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000176731
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000614462
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000614462
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000176731
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000619594
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000619594
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000176731
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000321777
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000321777
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000523022
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000523022
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000523858
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000523858
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000522814
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000522814
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000520990
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000518341
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000517590
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000517590
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000519991
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000519991
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000521846
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000521846
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000522662
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000522662
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000626824
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000626824
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000524324
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000524324
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000519129
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000519129
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000520663
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000520663
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000520093
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000522579
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000522579
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000523953
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000523953
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133742
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000517429
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000517429
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000185015
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000517298
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000185015
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000518392
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000185015
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000321764
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000321764
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000185015
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000522631
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000164879
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000520921
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000520921
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133740
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000521429
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000521429
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133740
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000517476
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000517476
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133740
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000521234
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133740
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000416274
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000416274
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133740
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000418930
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000418930
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000133740
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000256117
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000256117
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000254208
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000520129

RP11- upstream gene variant 2439 ENST00000546501 ? ? 2
219B4.5 &' e
RP11- upstream gene variant 1532 ENST00000549291 ? ? 2
219B4.5 ' el
RP11- downstream gene variant 2348 ENST00000551479 ? ? 1
21984.6 &' =
RP11- upstream gene variant 411 ENST00000566000 ? ? 3
219B4.7 &' el
RP11- upstream gene variant 16 ENST00000562577 ? ? 4
219B4.7 &' &l

Putative effect on transcript

Intron variant

gene affected transcript RefSeq id protein variant(s)
carg! ENST00000523953 ¢ ? ENSP00000430656 ¢ 3
carg! ENST00000522579 ¢ ? ENSP00000427852 ¢=f 3
carg! ENST00000519991 ¢ ? ENSP00000430543 ¢=f 3
cat ! ENST00000521846 ¢ ? ENSP00000430471 &' 3
cagf ENST00000524324 &' 2 ENSP00000428923 ¢= 3
ca1 el ENST00000523022 ¢2' ~ NM_001738.3, NM_001128830.2, NM_001128831.2, NM_001128829.2 ENSP00000429798 &' 3
carg! ENST00000523858 ¢ ? ENSP00000430975 ¢=f 3
carg! ENST00000522814 ¢ ? ENSP00000430737 ¢=f 3
carg! ENST00000519129 ¢ 2 ENSP00000429688 ¢=' 3
ca1 ! ENST00000518341 g2 ? ? 3
carg! ENST00000520093 & ? ? 3
carg! ENST00000520990 &' ? ? 3
catgf ENST00000626824 ¢= 2 ENSP00000486171 ¢=' 3
carg! ENST00000517590 ¢ ? ENSP00000429843 ¢=f 3
carg! ENST00000520663 ¢ ? ENSP00000430571 ¢=' 3
carg! ENST00000517429 &' 2 ENSP00000430710 ¢=f 3
carg! ENST00000522662 ¢ ? ENSP00000430372 ¢ 3
ca1zgf ENST00000517831 ¢ 2 ? 9
cazgf ENST00000517298 & ? ? 13
ca13 ! ENST00000522631 ¢ 2 ? 4
ca13 ! ENST00000321764 ¢&2'  NM_198584.2 ENSP00000318912 &' 10
cAs ! ENST00000520921 ¢ ? ENSP00000429760 ¢=' 1
E2F5 & ENST00000521429 ¢ 2 ENSP00000428606 ¢=' 4
E2F5 & ENST00000416274 ¢ NM_001951.3 ENSP00000398124 ¢=f 7
E2F5 & ENST00000256117 ¢ ? ENSP00000256117 ¢ 7
E2F5 &' ENST00000518234 ¢ ? ENSP00000429669 ¢2' 1
E2F5 &' ENST00000517476 &2/ NM_001083589.1 ENSP00000429120 2" 4
E2F5 ¢ ENST00000520225 ¢ ? ENSP00000430461 &2 1
E2F5 & ENST00000418930 &2/  NM_001083588.1 ENSP00000414312 &' 7
RP11-219B4.5 ¢/ ENST00000546501 ¢ 2 ? 4
RP11-219B4.5 ¢/ ENST00000549291 ¢ 2 ? 7

Locus 197 (sentinel SNP rs17741049 + 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/Summary?db=core;t=ENST00000517298
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000185015
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000258256
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RP11-219B4.6 E;r ENST00000551479 {f;r ? ? 2

3'-UTR variant

gene affected transcript RefSeq id protein variant(s)
cazgf ENST00000321764 ¢ NM_198584.2 ENSP00000318912 ¢ 1
E2F5 &' ENST00000256117 ¢ ? ENSP00000256117 & 1

Non-coding exon variant

gene affected transcript RefSeq id variant(s)
RP11-219B4.3 ¢/ ENST00000520129 ¢ ? 1
RP11-219B4.7 ¢/ ENST00000566000 ¢ ? 1

Locus 197 (sentinel SNP rs17741049 + 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=Array
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http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000566000

