SNiPAcard

Block annotations

Block info

genomic range
block size

variant count

chr6:29,613,377-29,671,356 ¢
57,980 bp

27 variants

Basic features

Conservation/deleteriousness Linked genes
p=-0.431[-3.465 - MOG ¢/, ZDHHC20P1 ¢!, ZFP57 &

phyloP 1.743] gene(s) hit or close-by
phastCons 1=0.044[0-0.4] eQTL gene(s) -
p=0.146 [-1.75 - 3.54] GABBR1 ¢, GABBR1 2/, GABBR1 2, GABBR1 ¢2, GABBR1 2/, GABBR1 ¢, GABBR1
£, HCG4P5 &2/, HCGAPS 2, HCG4PS5 &, HCG4P5 ¢, HCGAPS 2/, HCGAPS5 2, HCG4PS5
£/, HCGAP5 2! HLA-A 2/, HLA-A &/, HLA-A &, HLA-A &2/, HLA-A g2/, HLA-A 2/, HLA-A
potentially regulated ! HLA-A @2, HLA-F @2, HLA-F &2/, HLA-F 2], HLA-F 2], HLAF &2/, HLAF &2/, HLAF 2],
GERP++ gene(s) HLA-H &/, HLA-HE!, HLAH g, HLA-H ), HLA-H !, HLAH e, HLAH ), HLA-H ),
MOG ¢, MOG ¢, MOG 2, MOG ¢/, MOG ¢2/, MOG &2/, MOG ¢/, MOG ¢, PPP1R11
&', PPP1R11 &/, PPP1R11 2/, PPP1R11 &/, PPP1R11 &/, PPP1R11 &2/, PPP1R11 2,
PPP1R11 &, ZNRD1-AS1 &2/
CADD p=2.954[0.116-10.4] HLA-Ag, oG e, zrrst el el el el el el el e
score disease gene(s)

Trait annotations

Disease gene annotation

gene trait source DB source entry/link
HLA-A .-;-_’;" Birdshot chorioretinopathy OrphaNet OrphaNet:179 m&t
MOG .-;-_’;’ Narcolepsy-cataplexy OrphaNet OrphaNet:2073 m&t
ZFP57 ¢ Transient neonatal diabetes mellitus OrphaNet OrphaNet:99886 m&t
MoG ¢! NARCOLEPSY 7 OMIM MIM:614250 Somm®
el NARCOLEPSY 7 OMIM MIM:614250 Bomm®
el NARCOLEPSY 7 OMIM MIM:614250 Bomm®
el NARCOLEPSY 7 OMIM MIM:614250 Bomm®
zFP57 2 DIABETES MELLITUS, TRANSIENT NEONATAL, 1 OMIM MIM:601410 Somm®
el NARCOLEPSY 7 OMIM MIM:614250 Somm®
el NARCOLEPSY 7 OMIM MIM:614250 Bomim®
el NARCOLEPSY 7 OMIM MIM:614250 Bomm®
e’ NARCOLEPSY 7 OMIM MIM:614250 Somim®
zFP57 & Diabetes Mellitus, 6q24-Related Transient Neonatal DECIPHER MIM:601410 Somim®

Putative effect on regulation

FANTOMS5 expressed promoter

SNiPA promoter id variant(s) associated transcript(s) gene
FFCP00000735239 ¢ 1 ENST00000376898 ¢, ENST00000494692 ¢, ENST00000376917 ¢, ENST00000490427 ¢/, MOG ¢=/
ENST00000376888 ¢/, ENST00000396704 £, ENST00000416766 £/, ENST00000431798 ¢/,
ENST00000483013 ¢, ENST00000376894 ¢, ENST00000396701 ¢
ENCODE promoter-associated DHS
SNiPA promoter id variant(s) associated gene(s)
ENCP00000047827 &2 MOG ¢2/

MOG ¢/


http://grch37.ensembl.org/Homo_sapiens/Location/View?db=core;r=6:29613377-29671356
http://compgen.bscb.cornell.edu/phast/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233916
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204644
http://compgen.bscb.cornell.edu/phast/
http://mendel.stanford.edu/SidowLab/downloads/gerp/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206466
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232569
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237051
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204681
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232632
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206511
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237112
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226109
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235952
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225114
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234831
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223708
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231067
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227766
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228921
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231834
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227715
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206503
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206505
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223980
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000229215
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235657
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000224320
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000229698
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235220
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237508
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000137403
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206509
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204642
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234487
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000247700
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227669
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231904
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206341
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223463
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237218
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227296
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226893
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000137345
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237834
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234623
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232641
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236561
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234096
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230885
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233314
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204619
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234058
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206501
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237829
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227720
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236560
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237403
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204623
http://cadd.gs.washington.edu/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206503
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204644
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000137345
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237834
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234623
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232641
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230885
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234096
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236561
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206503
http://www.orpha.net/
http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=179
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://www.orpha.net/
http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=2073
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204644
http://www.orpha.net/
http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=99886
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://www.omim.org/
http://www.omim.org/entry/614250
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000137345
http://www.omim.org/
http://www.omim.org/entry/614250
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237834
http://www.omim.org/
http://www.omim.org/entry/614250
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234623
http://www.omim.org/
http://www.omim.org/entry/614250
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204644
http://www.omim.org/
http://www.omim.org/entry/601410
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232641
http://www.omim.org/
http://www.omim.org/entry/614250
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230885
http://www.omim.org/
http://www.omim.org/entry/614250
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234096
http://www.omim.org/
http://www.omim.org/entry/614250
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236561
http://www.omim.org/
http://www.omim.org/entry/614250
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204644
http://decipher.sanger.ac.uk/
http://www.omim.org/entry/601410
http://fantom.gsc.riken.jp/5/sstar/FFCP_PHASE1:Hg19::chr6:29635769..29635797,+
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376898
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000494692
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376917
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000490427
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376888
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396704
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000416766
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000431798
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000483013
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376894
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396701
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Location/View?db=core;r=6:29635060-29635210
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234623
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237834

MOG ¢
MOG ¢/
MOG ¢/
MOG ¢/
MOG ¢

ENCODE promoter-associated distal DHS (Enhancer)

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

ENCE00000444016 ¢ 1 ENCP00000047860 HLA-A &f
HLA-A !
HLA-A 2!
HLA-A 2!
HLA-A &f
HLA-A &f
HLA-A &f
HLA-A 2!

ENCP00000047832 HLA-F =
HLA-F g2
HLA-F 2
HLA-F 2
HLA-F &f
HLA-F &f
HLA-F &f

ENCP00000047875 PPP1R11 &'
PPP1R11 &'
PPP1R11 &'
PPP1R11 &'
PPP1R11 &'
PPP1R11 &'
PPP1R11 &'
PPP1R11 &'

ENCP00000047871 ZNRD1-AS1 &/

ENCP00000047861 HCG4P5 ¢!
HCG4P5 ¢!
HCG4P5 &
HCG4P5 &
HCG4P5 &
HCG4P5 ¢
HCG4P5 ¢/
HCG4P5 ¢!

ENCP00000047851 HLA-H ¢/
HLA-H 2!
HLA-H 2!
HLA-H g&!
HLA-H !
HLA-H &'
HLA-H 2!
HLA-H 2!

ENCP00000047876 PPP1R11 &'
PPP1R11 &'
PPP1R11 &'
PPP1R11 &'
PPP1R11 &'
PPP1R11 &'
PPP1R11 &'
PPP1R11 &'

ENCP00000047824 GABBR1 &2/
GABBR1 &/
GABBR1 g2/
GABBR1 ¢/
GABBR1 2/
GABBR1 2/
GABBR1 &2/

Regulatory feature cluster

element id variant(s) tissue/cell factors

ENSR00000487538 #' 2 embrvonic stem cell (H1ESC) Polil. Rad21. CTCF. Yv1. H3K4me2. H3K4me3. DNase1


http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232641
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000230885
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234096
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236561
http://grch37.ensembl.org/Homo_sapiens/Location/View?db=core;r=6:29617880-29618030
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206505
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000229215
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227715
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235220
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237829
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237403
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234058
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http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204623
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231067
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234831
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000228921
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227766
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223708
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226109
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000235952
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000225114
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000231904
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227296
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206341
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227669
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223463
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000247700
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000226893
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237218
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237829
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000227720
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206501
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204619
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000236560
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237403
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000234058
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233314
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204681
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206466
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237112
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237051
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232569
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000206511
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000232632
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00000487538
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muscle (HSMM)

liver (HepG2)

lung (IMR90)

blood (GM12878)

nervous (NH-A)

skin (NHEK)

NHLF

Osteobl

blood (DND-41)

breast (HMEC)

cervix (HeLa-S3)

monocytes (Monocytes-CD14+)
endothelium (HUVEC)

A549

monocytes (Monocytes-CD14+)
embryonic stem cell (H1ESC)
endothelium (HUVEC)
HSMMtube

Osteobl

blood (K562)

endothelium (HUVEC)
embryonic stem cell (H1ESC)
blood (K562)

A549

embryonic stem cell (H1ESC)
HSMMtube

Osteobl

blood (K562)

blood (DND-41)

cervix (HeLa-S3)
endothelium (HUVEC)

skin (NHEK)

H2AZ, H3K4me2, CTCF, DNase1

Polll, H3K4me2, CTCF, DNase1, H3K4me3, H2AZ, THAP1, H3K27me3, Yy1
CTCF, H3K4me3, DNase1, H3K9ac, H3K4me2, H3K27ac

H2AZ, CTCF, H3K4me3, H3K4me2, DNase1

H3K4me3, ELF1, H2AZ, H3K4me2, CTCF, DNase1

H3K4me3, H3K27ac, H3K4me2, CTCF, Polll, H2AZ, DNase1, Yy1, ELF1
DNase1, H3K4me2, H3K4me3, CTCF

H3K9ac, CTCF, DNase1, H3K4me2

H3K4me2, CTCF, DNase1

DNase1, CTCF

CTCF, H3K4me2, H3K4me3, H3K27ac, H2AZ

CTCF, H3K27ac, H3K4me3

CTCF, H3K4me2, H3K4me3, DNase1

H3K4me2, Polll, CTCF, DNase1

DNase1, CTCF, H3K4me2, H3K27ac, H3K9ac, H3K4me3

H3K36me3, DNase1, CTCF, H3K4me2, Polll

DNase1, CTCF, H3K4me2, H3K4me3

DNase1, H3K4me1, H3K27me3, Polll, Rad21, CTCF, Yy1, H3K4me2, H3K4me3

DNase1, H2AZ, H3K4me2, CTCF

Yy1, THAP1, H2AZ, Polll, H3K4me2, CTCF, DNase1, H3K4me3
CTCF, H3K4me3, DNase1, H3K9ac, H3K4me2, H3K27ac
H2AZ, CTCF, H3K4me3, H3K4me2, DNase1

H3K4me3, ELF1, H2AZ, H3K4me2, CTCF, DNase1
DNase1, H3K4me2, H3K4me3, CTCF

Polll, H2AZ, DNase1, Yy1, ELF1, H3K4me3, H3K27ac, H3K4me2, CTCF
DNase1, H3K4me2, CTCF, H3K9ac

CTCF, DNase1, H3K4me2

DNase1, CTCF

CTCF, H3K4me2, H3K4me3, H3K27ac, H2AZ

CTCF, H3K27ac, H3K4me3

DNase1, H3K4me3, H3K4me2, CTCF

DNase1, H3K4me2, Polll, CTCF

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

DNase1, CTCF, H3K4me2, H3K4me3

H3K27me3

H4K5ac, H3K27ac, DNase1

H3K27me3

H3K27me3

H3K27me3

H3K27me3

H3K27me3

DNase1, H3K27ac, CTCF, Polll

H3K27me3

H3K27me3

Rad21, CTCF, DNase1

H3K27me3

H3K27me3

H3K27me3, Rad21, CTCF

H3K27me3

CTCF

H3K36me3, CTCF, H3K27me3

CTCF

Variation proximal to gene

gene variant type min(distance) transcript RefSeq id protein variant(s)
MOG &' upstream gene variant, downstream gene variant 1672 ENST00000416766 ¢ ? ENSP00000409394 2" 4
MOG & upstream gene variant, downstream gene variant 1672 ENST00000376898 ¢= NM_002433.4 ENSP00000366095 ¢ 4
MOG {‘-2‘.’ upstream gene variant, downstream gene variant 1672 ENST00000490427 {‘-_’I’ NM_001170418.1 ENSP00000420350 {-EI’ 4
MOG {-C’I’ upstream gene variant, downstream gene variant 1266 ENST00000485885 f—_‘lr ? ? 12
MOG &' upstream gene variant, downstream gene variant 1672 ENST00000396704 ¢/ NM_001008228.2 ENSP00000379932 &' 4


http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00001494451
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00000487541
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00000487543
http://grch37.ensembl.org/Homo_sapiens/Regulation/Cell_line?rf=ENSR00000487548
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000416766
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000416766
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376898
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376898
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000490427
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000490427
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000485885
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396704
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000396704

MOG ;3’;’ upstream gene variant, downstream gene variant 1443 ENST00000376917 {f;' NM_206809.3 ENSP00000366115 J_-j-_’;' 4

MOG ¢2f upstream gene variant, downstream gene variant 259 ENST00000376889 (2 ? ENSP00000366086 ¢ 6
MOG ;_-f;' upstream gene variant, downstream gene variant 1554 ENST00000376894 {j—_‘;’ ? ENSP00000366091 :_-j-_‘;r 4
MOG ;_-j-,’;" upstream gene variant, downstream gene variant 259 ENST00000485211 {j-_’;r ? ENSP00000418872 ;_-j-_’;r 6
MOG ;_-j-,’;" upstream gene variant, downstream gene variant 1338 ENST00000476244 {j-_’;" ? ? 10
MOG ¢/ upstream gene variant, downstream gene variant 1672 ENST00000483013 = ? ENSP00000418090 ¢=' 4
MOG {-_’;" upstream gene variant, downstream gene variant 1592 ENST00000469353 {j—_’;’ ? ? 2
MOG :_-j-_’;" upstream gene variant, downstream gene variant 921 ENST00000376903 {j—_’;’ ? ENSP00000366101 J_-j-_’;' 9
MOG ;3’;’ upstream gene variant, downstream gene variant 1465 ENST00000376888 {f;' NM_206814.5 ENSP00000366085 J_-j-_’;' 4
MOG :_-j-_’;" upstream gene variant, downstream gene variant 1672 ENST00000376891 {j-_‘;' NM_001008229.2 ENSP00000366088 J_-j-_’;' 4
MOG ;_-f;' upstream gene variant, downstream gene variant 1672 ENST00000431798 {j—_‘;’ NM_206812.3 ENSP00000410866 :_-j-_‘;r 4
MOG ;_-j-,’;" upstream gene variant, downstream gene variant 598 ENST00000469603 {j-_’;r ? ? 10
MOG ;_-j-,’;" upstream gene variant, downstream gene variant 1672 ENST00000396701 J_-j-_’;" NM_206810.3 ENSP00000379929 ;_-j-_’;" 4
MOG ;j-_’;’ upstream gene variant, downstream gene variant 1672 ENST00000494692 J_-j-_’;' NM_206811.3 ENSP00000417405 J_-j-_’;' 4
ZDHHC20P1 ¢ downstream gene variant 4546 ENST00000435787 ¢= ? ? 2
ZFP57 J_-j-_";" downstream gene variant, upstream gene variant 3541 ENST00000488757 J_-j-_’;' NM_001109809.2 ENSP00000418259 J_-j-_’;' 8
ZFP57 ¢ downstream gene variant, upstream gene variant 3649 ENST00000376881 ¢ ? ENSP00000366078 ¢ 4
ZFP57 (5_’;" downstream gene variant, upstream gene variant 288 ENST00000376883 {j-_‘;' ? ENSP00000366080 J_-j-_’;' 5

Putative effect on transcript

Intron variant

gene affected transcript RefSeq id protein variant(s)

MOG ¢ ENST00000396701 ¢ NM_206810.3 ENSP00000379929 ¢ 12
MOG ¢ ENST00000490427 ¢ NM_001170418.1 ENSP00000420350 ¢ 12
MoG &' ENST00000376888 ¢ NM_206814.5 ENSP00000366085 ¢= 12
MOG ¢ ENST00000396704 ¢ NM_001008228.2 ENSP00000379932 ¢= 12
MOG ¢! ENST00000494692 ¢= NM_206811.3 ENSP00000417405 ¢= 12
MOG & ENST00000483013 ¢ ? ENSP00000418090 &2 12
MOG & ENST00000431798 & NM_206812.3 ENSP00000410866 & 12
MOG ¢ ENST00000376903 ¢/ ? ENSP00000366101 ¢ 4

MOG ¢/ ENST00000485211 ¢= ? ENSP00000418872 ¢ 10
MOG ¢ ENST00000376891 ¢ NM_001008229.2 ENSP00000366088 ¢ 12
MoG &' ENST00000469353 ¢ 2 3 X

MOG 2! ENST00000469603 ¢=, ? 2 5

MOG ¢ ENST00000416766 ¢ ? ENSP00000409394 &2 12
MOG & ENST00000376898 ¢ NM_002433.4 ENSP00000366095 & 12
MOG g&f ENST00000376894 &=/ ? ENSP00000366091 ¢ 12
MOG ¢ ENST00000476244 ¢ ? > 5

MOG g&f ENST00000376889 ¢/ ? ENSP00000366086 ¢ 10
MOG ¢ ENST00000376917 ¢ NM_206809.3 ENSP00000366115 ¢ 12

ZFP57 ' ENST00000376883 ¢ ? ENSP00000366080 3


http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376917
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376917
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376889
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376889
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376894
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376894
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000485211
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000485211
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000476244
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000483013
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000483013
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000469353
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376903
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376903
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376888
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376888
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376891
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376891
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000431798
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000431798
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000469603
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396701
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000396701
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000494692
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000494692
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000233916
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000435787
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204644
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000488757
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000488757
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204644
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376881
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376881
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204644
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376883
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=ENST00000376883
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396701
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000490427
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376888
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396704
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000494692
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000483013
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000431798
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376903
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000485211
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376891
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000469353
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000469603
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000416766
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376898
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376894
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000476244
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376889
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204655
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376917
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204644
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376883
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array

ZFP57 ¢ ENST00000488757 ¢ NM_001109809.2 ENSP00000418259 ¢

zFP57 ¢ ENST00000376881 ¢ ? ENSP00000366078 ¢



http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204644
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000488757
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000204644
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000376881
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
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