Block info
genomic range chr19:55,110,880-55,149,838 ¢
block size 38,959 bp
variant count 51 variants

Basic features

Conservation/deleteriousness Linked genes

p=-0.429 [-3.615 - AC009892.10 ¢/, AC009892.5 ¢2/, AC245036.1 ¢=, LILRA1 £, LILRB1 ¢
1.303]

phastCons 1©=0.067[0-0.948]  eQTL gene(s) LILRB1 &=

p=-0.277 [-3.51 - 2.1] AC008746.10 ¢2/, AC008746.10 ¢2, AC008984.2 ¢2/, AC008984.2 ¢, AC008984.6 ¢/,
AC008984.6 ¢2/, AC009892.2 &7/, AC009892.2 ¢2/, AC009892.5 &=, AC009892.9 ¢/,
AC012314.20 ¢2/, AC012314.20 2, AC012314.8 ¢2/, AC012314.8 ¢, AC098784.1 ¢/,
AC098784.1 ¢2f, AC098784.1 2/, AC098784.1 ¢2/, AC098784.1 ¢=, AC098784.1 ¢/,
AC098784.1 ¢=f, AC098784.1 =/, AC098784.1 ¢2/, AC098784.1 =/, AC098784.1 ¢,
AC098784.1 ¢2!, AC098784.1 ¢/, AC098784.1 ¢, AC098784.1 ¢2, CNOT3 &2, CNOT3
&', CNOT3 2/, CNOT3 2/, CNOT3 2/, CNOT3 2/, CNOT3 2/, CNOT3 2/, CNOT3 2/,
CNOT3 &/, KIR3DX1 ¢, KIR3DX1 &, KIR3DX1 &2/, KIR3DX1 &2, LAIR1 &2/, LAIR1 &/,
LAIRT &2/, LAIR1 &/, LAIR1 &2/, LAIR2 &2/, LAIR2 ¢, LAIR2 ¢2/, LAIR2 2, LILRA4 ¢/,
LILRA4 &2/, LILRA4 &2/, LILRA4 ¢, LILRB1 ¢/, LILRB1 ¢/, LILRB1 ¢/, LILRB1 &2/, LILRB1
&', LILRP2 &2/, LILRP2 ¢/, LILRP2 ¢/, LILRP2 ¢/, LILRP2 ¢/, LILRP2 ¢/, LILRP2 ¢=,
LILRP2 ¢!, LILRP2 ¢=I, LILRP2 ¢/, LILRP2 &2/, LILRP2 ¢=/, LILRP2 ¢, LILRP2 ¢, LILRP2
&', LILRP2 &2/, LILRP2 ¢/, LILRP2 ¢/, LILRP2 2/, LILRP2 ¢/, LILRP2 ¢/, LILRP2 g2,
MBOAT?7 &2, MBOAT7 &2/, MBOAT7 &2, MBOAT7 2, MBOAT7 &2/, MBOAT7 &2/,
MBOAT7 &2, MBOAT7 &2/, MBOAT7 ¢, MBOAT7 2/, NLRP2 2, NLRP2 ¢, NLRP2 &2/,
NLRP2 ¢, NLRP2 &2/, NLRP2 ¢2/, NLRP2 2/, NLRP2 ¢2/, NLRP2 ¢, NLRP2 ¢, TMC4 2/,
T™™C4 &, TMC4 &2/, TMC4 2, TMC4 2!, TMC4 2, TMC4 2, TMC4 2, TMC4 21, TMC4
!, TSEN34 2!, TSEN34 ¢/, TSEN34 2/, TSEN34 &2, TSEN34 =/, TSEN34 ¢/, TSEN34 ¢/,
TSEN34 &=, TSEN34 &2, TSEN34 &, TTYH1 2/, TTYH1 &/, TTYH1 2/, TTYH1 2/

CADD W=3.491[0.047-1532] el tsensael el el el el el el el el cnoTs gf
score disease gene(s)

phyloP gene(s) hit or close-by

potentially regulated

GERP++
gene(s)

Trait annotations

Disease gene annotation

gene trait source DB source entry/link

el PONTOCEREBELLAR HYPOPLASIA, TYPE 2C OoMIM MIM:612390 Bomm®
TSEN34 ¢/ PONTOCEREBELLAR HYPOPLASIA, TYPE 2C OMIM MIM:612390 Bomm®
el PONTOCEREBELLAR HYPOPLASIA, TYPE 2C OMIM MIM:612390 Bomum®
.;f;r PONTOCEREBELLAR HYPOPLASIA, TYPE 2C OMIM MIM:612390 !ﬂﬂm@
.;j-_".-r PONTOCEREBELLAR HYPOPLASIA, TYPE 2C OMIM MIM:612390 !ﬂMJM@
{-_".-r PONTOCEREBELLAR HYPOPLASIA, TYPE 2C OMIM MIM:612390 !ﬂMJM@
,;j-_";r PONTOCEREBELLAR HYPOPLASIA, TYPE 2C OMIM MIM:612390 !ﬂMJM@
,gj-_’;r PONTOCEREBELLAR HYPOPLASIA, TYPE 2C OMIM MIM:612390 !ﬂMJMa
,gj-_’;r PONTOCEREBELLAR HYPOPLASIA, TYPE 2C OMIM MIM:612390 !ﬂMJMa
,gj-_’;r PONTOCEREBELLAR HYPOPLASIA, TYPE 2C OMIM MIM:612390 !ﬂMJMa

;’ Pontocerebellar Hypoplasia Type 2 and Type 4 DECIPHER MIM:316970 !ﬂﬂm@
TSEN34 &=/ Pontocerebellar Hypoplasia Type 2 and Type 4 DECIPHER MIM:316970 !ﬂnm@
el Pontocerebellar Hypoplasia Type 2 and Type 4 DECIPHER MIM:316970 !onm@
,;j-_’;" Pontocerebellar Hypoplasia Type 2 and Type 4 DECIPHER MIM:316970 !OMJM*I
,;j-_’;' Pontocerebellar Hypoplasia Type 2 and Type 4 DECIPHER MIM:316970 !ﬂMJM%
,;j-_’;' Pontocerebellar Hypoplasia Type 2 and Type 4 DECIPHER MIM:316970 !ﬂMJM%
,;j-_’;' Pontocerebellar Hypoplasia Type 2 and Type 4 DECIPHER MIM:316970 !DM.IM%
,;j-_’;' Pontocerebellar Hypoplasia Type 2 and Type 4 DECIPHER MIM:316970 !DM.IM@
,;j-_’;' Pontocerebellar Hypoplasia Type 2 and Type 4 DECIPHER MIM:316970 !OMJM%

Locus 125 (sentinel SNP rs45461791 + 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://www.omim.org/entry/316970
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274129
http://decipher.sanger.ac.uk/
http://www.omim.org/entry/316970
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000278605
http://decipher.sanger.ac.uk/
http://www.omim.org/entry/316970
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274078
http://decipher.sanger.ac.uk/
http://www.omim.org/entry/316970

el Pontocerebellar Hypoplasia Type 2 and Type 4 DECIPHER MIM:316970 !m@
TSEN34 ,E’;r Pontocerebellar hypoplasia type 2 OrphaNet OrphaNet:2524 Qrﬂ'met
CNOT3 ,;j-_’;r Precursor T-cell acute lymphoblastic leukemia OrphaNet OrphaNet:99861 Qrﬂ'met

Direct effect on transcript

Amino acid sequence alteration

effect affected . . exchanged exchanged SIFT PolyPhen .
gene . RefSeq id protein . . I variant(s)
type transcript AA's codons prediction prediction

AC009892.5 splice donor ENST00000432400 ? ? 1

.;j-_";r variant (-_";r

LILRB1 ¢ missense ENST00000324602 NM_001081637.1 ENSP00000315997 V/L Gtg/Ctg ? ? 1
variant e! el

LILRB1 ¢/ missense ENST00000396315 ? ENSP00000379608 V/L Gtg/Ctg ? ? 1
variant el e’

LILRB1 ¢/ missense ENST00000396331 NM_006669.5  ENSP00000379622 V/L Gtg/Ctg ? ? 1
variant el el

LILRB1 £ missense ENST00000427581 ? ENSP00000395004 V/L Gtg/Ctg ? ? 1
variant e el

LILRB1 ¢/ missense ENST00000396327 NM_001081638.2 ENSP00000379618 V/L Gtg/Ctg ? ? 1
variant e’ el

LILRB1 ¢/ missense ENST00000421584 ? ENSP00000410165 V/L Gtg/Ctg ? ? 1
variant el el

LILRB1 &£ missense ENST00000396317 NM_001278398.1 ENSP00000379610 V/L Gtg/Ctg ? ? 1
variant e el

LILRB1 ¢/ missense ENST00000396332 NM_001081639.2 ENSP00000379623 V/L Gtg/Ctg ? ? 1
variant e’ el

Direct effect on regulation

cis-eQTL
gene transcript probe tissue min(statistic) (type) source variant(s)
LILRB1 ¢’  ENST00000462628 ¢ ILMN_1708248 ¢/ blood  9.02x10-31 (p-value) MUTHER consortium I 1
LILRB1 &'  ENST00000396315 ¢
LILRB1 &'  ENST00000427581 ¢
LILRB1 ¢/  ENST00000396327 ¢
LILRB1 ¢/  ENST00000396317 ¢
LILRB1 g2/ ENST00000480375 ¢
LILRB1 g2/ ENST00000324602 ¢=
LILRB1 g2/ ENST00000421584 ¢
LILRB1 ¢/ ENST00000396332 ¢='
LILRB1 ¢/ ENST00000396331 ¢
LILRB1 & ? ENSG00000104972 &2 testis 3.99x10-6 (p-value) GTEx Portal V6 Iz 1

Putative effect on regulation

FANTOMS expressed promoter
SNiPA promoter id variant(s) associated transcript(s) gene

FFCP00000344796 .E_’;r 1 ENST00000418536 .E_";r, ENST00000396321 (—_’;r LILRB1 .;j-_";r

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

ENCP00000024800 &2

Locus 125 (sentinel SNP rs45461791 + 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=ENSG00000274672
http://decipher.sanger.ac.uk/
http://www.omim.org/entry/316970
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000170892
http://www.orpha.net/
http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=2524
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000088038
http://www.orpha.net/
http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=99861
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000238094
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000432400
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000324602
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396315
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396331
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000427581
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396327
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000421584
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396317
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396332
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000462628
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ILMN_1708248
http://www.ncbi.nlm.nih.gov/pubmed/22941192/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396315
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000427581
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396327
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396317
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000480375
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000324602
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000421584
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396332
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396331
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Location/Genome?fdb=funcgen;ftype=ProbeFeature;id=ENSG00000104972
http://www.ncbi.nlm.nih.gov/pubmed/23715323/
http://fantom.gsc.riken.jp/5/sstar/FFCP_PHASE1:Hg19::chr19:55118567..55118578,+
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000418536
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000396321
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Location/View?db=core;r=19:55118460-55118610

ENCODE promoter-associated distal DHS (Enhancer)

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

ENCE00000233565 ¢=/ 2 ENCP00000024749 AC012314.20 &'
AC012314.20 &/

ENCP00000024780 TTYH1 &f
TTYH1 &/
TTYH1 &
TTYH1 &/

ENCP00000024781 TTYH1 &f
TTYH1 &f
TTYH1 &'
TTYH1 &f

ENCP00000024748 TSEN34 &'
TSEN34 &
TSEN34 &'
TSEN34 &=/
TSEN34 &=/
TSEN34 &=
TSEN34 &=f
TSEN34 &
TSEN34 &=/
TSEN34 &=/

ENCP00000024778 TTYH1 &f
TTYH1 &f
TTYH1 &f
TTYH1 &/

ENCP00000024742 MBOAT7 &
MBOAT7 &'
MBOAT7 &'
MBOAT7 &f
MBOAT7 &f
MBOAT7 &
MBOAT7 &f
MBOAT7 &'
MBOAT7 &'
MBOAT7 ¢&f

ENCP00000024745 MBOAT7 &f
MBOAT7 &f
MBOAT7 &/
MBOAT7 &f
MBOAT7 &'
MBOAT7 &'
MBOAT7 &f
MBOAT7 &f
MBOAT7 =/
MBOAT7 &f

ENCP00000024733 CNOT3 =/
CNOT3 &'
CNOT3 &'
CNOT3 g2/
CNOT3 g2/
CNOT3 &/
CNOT3 &'
CNOT3 &'
CNOT3 &'
CNOT3 g2/

ENCP00000024804 LILRB1 ¢=/
LILRB1 =/
LILRB1 &=/
LILRB1 ¢=/
LILRB1 &=

ENCP00000024777 TTYH1 &/
TTYH1 &f
TTYH1 &/
TTYH1 &f

ENCP00000024741 T™C4 &
T™C4 &
T™C4 &2

Locus 125 (sentinel SNP rs45461791 + 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/Location/View?db=core;r=19:55121080-55121230
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000223660
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276287
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276537
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276887
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275650
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000167614
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276537
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276887
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275650
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000167614
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000273896
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275165
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000170892
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000278712
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274796
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000278622
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274129
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000278605
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274078
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274672
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276537
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276887
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275650
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000167614
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000278519
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277025
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275118
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000273592
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276935
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277733
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274194
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277923
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000125505
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000278322
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277025
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000278519
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275118
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000273592
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276935
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277733
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274194
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277923
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000125505
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000278322
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275979
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277615
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277114
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277600
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276082
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274616
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274176
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000088038
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000273943
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274941
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276452
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104972
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277134
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274669
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277807
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276537
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276887
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275650
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000167614
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274905
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000278363
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277667

T™C4 =
T™C4 &'
T™C4 &'
™C4 =
T™C4 =
T™C4 =
T™C4 =
ENCP00000024728 AC012314.8 =
AC012314.8 =

ENCE00000233676 &= 1 ENCP00000024766 AC008984.6 &=
AC008984.6 ¢=

ENCP00000024795 KIR3DX1 &
KIR3DX1 ¢&f
KIR3DX1 &2
KIR3DX1 ¢

ENCP00000024826 NLRP2 &/
NLRP2 &/
NLRP2 ¢/
NLRP2 ¢/
NLRP2 &/
NLRP2 &/
NLRP2 &/
NLRP2 ¢/
NLRP2 ¢/
NLRP2 ¢/

ENCP00000024805 LILRB1 &
LILRB1 &'
LILRB1 &=
LILRB1 &'
LILRB1 &'

ENCP00000024809 AC009892.9 ¢

ENCP00000024796 AC009892.2 ¢
AC009892.2 ¢

ENCP00000024793 LAIR2 ¢
LAIR2 &2
LAIR2 &2
LAIR2 &2

ENCP00000024801 LILRB1 &2
LILRB1 &=
LILRB1 &'
LILRB1 &'
LILRB1 &

ENCE00000233601 ¢ 1 ENCP00000024767 LILRA4 &=/
LILRA4 &2
LILRA4 &=
LILRA4 &=
AC008984.2 &=
AC008984.2 &=

ENCP00000024744 MBOAT7 ¢&f
MBOAT?7 &/
MBOAT7 =/
MBOAT7 &f
MBOAT7 &'
MBOAT7 &'
MBOAT7 ¢&f
MBOAT?7 &/
MBOAT7 =/
MBOAT7 &f

ENCP00000024775 AC008746.10 &=/
AC008746.10 &

ENCP00000024779 TTYH1 &f
TTYH1 &f
TTYH1 &f
TTYH1 &/

ENCP00000024792 LAIR2 &=
LAIR2 &
LAIR2 &'
LAIR2 &'

Locus 125 (sentinel SNP rs45461791 + 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=ENSG00000167608
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274384
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277789
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276260
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274873
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000273722
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277996
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274041
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000237017
http://grch37.ensembl.org/Homo_sapiens/Location/View?db=core;r=19:55133980-55134130
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274785
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000250507
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000104970
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276033
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000276848
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275918
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275843
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000278682
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000022556
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000278789
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000273992
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000277060
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000274638
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275796
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275399
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000275082
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Locus 125 (sentinel SNP rs45461791 + 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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ENCP00000024801 LILRB1 &=/
LILRB1 &=
LILRB1 &=
LILRB1 &'
LILRB1 ¢=/

ENCP00000024795 KIR3DX1 ¢
KIR3DX1 &2
KIR3DX1 &2
KIR3DX1 g2

ENCE00000233738 ¢ 1 ENCP00000024793 LAIR2 &f
LAIR2 &'
LAIR2 &
LAIRZ &/

Regulatory feature cluster

element id variant(s) tissue/cell factors
ENSR00000348881 &' 7 blood (GM12878) H3K4me3, H3K27ac, H3K4me2
(open chromatin region) blood (K562) H3K27me3
A549 H3K27me3
ENSR00000348884 &2 1 cervix (HeLa-S3) H3K27me3
(promoter) embryonic stem cell (H1ESC) DNase1
blood (GM12878) Yy1, PU1, Polll, BATF, DNase1, IRF4, H3K79me2, H3K4me3, BCL11A, Pax5, H3K27ac, H3K4me2,
H3K9ac
A549 H3K27me3
blood (K562) H3K27me3

Variation proximal to gene

gene variant type min(distance) transcript RefSeq id protein variant(s)
AC009892.10 & downstream gene variant 1067 ENST00000456337 &2 ? ? 3
AC009892.5 {?Ir upstream gene variant, downstream gene variant 53 ENST00000432400 EI' ? ? 32
AC245036.1 {j-_’lr downstream gene variant, upstream gene variant 678 ENST00000578908 ;_-j-,’lr ? ? 5
LILRA1 .E.r downstream gene variant 1211 ENST00000495417 {f_‘" ? ? 2
LILRA1 &2 downstream gene variant 1447 ENST00000618665 ¢ ? ENSP00000479482 ¢ 2
LILRA1 &2 downstream gene variant 2156 ENST00000453777 ¢ NM_001278318.1 ENSP00000413715 ¢=' 4
LILRA1 J_-j-_’.’ downstream gene variant 1215 ENST00000477255 {E‘I' ? ? 2
LILRA1 .‘f‘r downstream gene variant 3171 ENST00000251372 {-_’I' NM_006863.3 ENSP00000251372 {-_’Ir 3
LILRA1 .Elr downstream gene variant 2369 ENST00000473156 EI' ? ? 4
LILRB1 J_-j-_‘.’ upstream gene variant, downstream gene variant 859 ENST00000324602 EI' NM_001081637.1 ENSP00000315997 {-_‘.’ 3
LILRB1 ¢ upstream gene variant, downstream gene variant 315 ENST00000421584 2" ? ENSP00000410165 ¢ 4
LILRB1 .E.r upstream gene variant, downstream gene variant 859 ENST00000396331 {flr NM_006669.5 ENSP00000379622 ;j-_’.r 4
LILRB1 &2 upstream gene variant 2360 ENST00000396321 ¢ ? ENSP00000379614 ¢ 2
LILRB1 &2 upstream gene variant, downstream gene variant 315 ENST00000396317 ¢ NM_001278398.1 ENSP00000379610 ¢=' 4
LILRB1 ¢ upstream gene variant, downstream gene variant 859 ENST00000462628 ¢=" ? ? 2
LILRB1 .E.r upstream gene variant 2360 ENST00000630741 {-,’I' ? ENSP00000485956 ;j-_’.r 2
LILRB1 J_-j-_’.’ upstream gene variant, downstream gene variant 238 ENST00000480375 {flr ? ? 6

Locus 125 (sentinel SNP rs45461791 + 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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LILRB1 J_-j-_"-' upstream gene variant, downstream gene variant 859 ENST00000396332 :_-f;" NM_001081639.2 ENSP00000379623 ;j-_’,-’ 3

LILRB1 ;_-j-_"-" upstream gene variant, downstream gene variant 859 ENST00000396327 ;_-‘f;" NM_001081638.2 ENSP00000379618 ;j-_’;r 4
LILRB1 ;j-_’;' upstream gene variant, downstream gene variant 2230 ENST00000480257 {f;’ ? ? 6
LILRB1 ¢=/ upstream gene variant, downstream gene variant 315 ENST00000396315 ¢ ? ENSP00000379608 ¢ 4
LILRB1 .E.:r upstream gene variant, downstream gene variant 102 ENST00000473412 {E‘;’ ? ? 7
LILRB1 ¢2/ upstream gene variant, downstream gene variant 201 ENST00000427581 ¢ ? ENSP00000395004 ¢/ 4
LILRB1 J_-j-_’r-' upstream gene variant, downstream gene variant 86 ENST00000487425 ;’_—:’;" ? ? 4
LILRB1 .Er'r upstream gene variant 2322 ENST00000418536 ;_-j-f;' ? ENSP00000391514 E,-r 2

Putative effect on transcript

Intron variant

gene affected transcript RefSeqid protein variant(s)
AC009892.10 ¢=/ ENST00000456337 ¢ ? ? 3
LILRA1 ¢/ ENST00000251372 ¢ NM_006863.3 ENSP00000251372 ¢ 1
LILRA1 & ENST00000453777 ¢/ NM_001278318.1 ENSP00000413715 ¢2/ 1
LILRA1 & ENST00000473156 ¢ ? ? 1
LILRB1 & ENST00000396317 ¢ NM_001278398.1 ENSP00000379610 ¢ 3
LILRB1 & ENST00000396321 ¢= ? ENSP00000379614 ¢= 6
LILRB1 & ENST00000324602 ¢= NM_001081637.1 ENSP00000315997 ¢ 4
LILRB1 ¢=/ ENST00000396327 ¢ NM_001081638.2 ENSP00000379618 ¢ 4
LILRB1 ¢=/ ENST00000630741 ¢ ? ENSP00000485956 ¢ 6
LILRB1 ¢2/ ENST00000418536 ¢ ? ENSP00000391514 ¢ 6
LILRB1 ¢2/ ENST00000396331 ¢ NM_006669.5 ENSP00000379622 ¢ 12
LILRB1 & ENST00000421584 ¢ ? ENSP00000410165 ¢ 3
LILRB1 & ENST00000396315 ¢= ? ENSP00000379608 ¢ 3
LILRB1 & ENST00000396332 ¢= NM_001081639.2 ENSP00000379623 ¢/ 4
LILRB1 ¢=/ ENST00000462628 ¢ ? ? 5
LILRB1 ¢=/ ENST00000427581 ¢ ? ENSP00000395004 ¢ 3

3'-UTR variant

gene affected transcript RefSeq id protein variant(s)
LILRA1 & ENST00000618665 ¢ ? ENSP00000479482 ¢ 1
LILRA1 & ENST00000251372 ¢ NM_006863.3 ENSP00000251372 ¢ 2
LILRAT & ENST00000453777 ¢ NM_001278318.1 ENSP00000413715 ¢ 2
LILRB1 ¢=/ ENST00000396317 ¢ NM_001278398.1 ENSP00000379610 ¢ 1
LILRB1 ¢=/ ENST00000324602 ¢ NM_001081637.1 ENSP00000315997 ¢ 2
LILRB1 ¢/ ENST00000396327 ¢ NM_001081638.2 ENSP00000379618 ¢ 2
LILRB1 ¢2/ ENST00000396331 ¢ NM_006669.5 ENSP00000379622 ¢ 2
LILRB1 & ENST00000421584 ¢/ ? ENSP00000410165 ¢ 1
LILRB1 & ENST00000396315 ¢= ? ENSP00000379608 ¢ 1
LILRB1 & ENST00000396332 ¢= NM_001081639.2 ENSP00000379623 ¢ 2
LILRB1 & ENST00000427581 ¢ ? ENSP00000395004 ¢ 1

Locus 125 (sentinel SNP rs45461791 + 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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Non-coding exon variant

gene affected transcript RefSeq id variant(s)
AC009892.5 ¢/ ENST00000432400 &/ ? 1
LILRA1 &/ ENST00000477255 ¢/ ? 1
LILRA1 &2/ ENST00000495417 &/ ? ]
LILRA1 2] ENST00000473156 &=/ ? =
LILRB1 & ENST00000462628 ¢/ 2 4
LILRB1 &/ ENST00000487425 &=/ ? 2

Locus 125 (sentinel SNP rs45461791 + 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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