Block info
chr3:48,221,109-48,316,034 .;j-_’;r

genomic range
block size 94,926 bp

variant count 3 variants
Basic features
Linked genes
CAMP ¢=/, CDC25A 2, NDUFB1P1 ¢/, RNU7-128P ¢, ZNF589 ¢

Conservation/deleteriousness
p=-1.964[-2.748 -

phyloP 1.105] gene(s) hit or close-by
h p = 0.002 [0 - 0.007] AMT g2/, ARIH20S ¢, CDC25A ¢, FCF1P2 &2/, KLHDC8B ¢, MRPS18AP1 ¢, NCKIPSD
phastCons eQTL gene(s) &/, NICN1 &/, NME6 &/, QRICH1 &2, SCAP 2, TMA7 &/, WDR6 &/, ZNF589 &2
ER u=-0.371[-1.44-0.624] potentially regulated FBXW12 g2/, MAP4 &2/, SHISA5 ¢, UQCRC1 &/
++
gene(s)
CADD p=1.210[0.443-1.735] AMT ¢, KLHDC8B &
score disease gene(s)

Trait annotations

Disease gene annotation

gene trait source DB source entry/link
AMT E;r GLYCINE ENCEPHALOPATHY DECIPHER MIM:605899 !M@
AMT ! GLYCINE ENCEPHALOPATHY OoMIM MIM:605899 fomim®
KLHDC8B ¢ LYMPHOMA, HODGKIN, CLASSIC OMIM MIM:236000 Bomim®
AMT .-;-_’;’ Infantile glycine encephalopathy OrphaNet OrphaNet:289860 Grpl‘met
AMT .-;-_’;’ Neonatal glycine encephalopathy OrphaNet OrphaNet:289857 Grﬂ'met
AMT .-;-_’;’ Atypical glycine encephalopathy OrphaNet OrphaNet:289863 Grﬂ'met

Direct effect on regulation

cis-eQTL
gene transcript probe tissue min(statistic) (type) source variant(s)
NME6 &' ? ENSG00000172113 &' muscularis mucosae 3.38x10-7 (p-value) GTEx Portal Vel 3
MRPS18AP1 .-;-3;’ ? ENSG00000229759 .-,'f;’ muscularis mucosae 8.74x10-8 (p-value) GTEx Portal V6 .‘.";; 3
ZNF589 ¢/ ? ENSG00000164048 ¢»'  muscularis mucosae 5.58x10-6 (p-value) GTEx Portal V6 Iz 3
NCKIPSD ¢ ? ENSG00000213672 ¢*'  muscularis mucosae 5.12x10-6 (p-value) GTEx Portal V6 Iz 2
QRICH1 &' ? ENSG00000198218 ¢ lung 2.11x10-6 (p-value) GTEx Portal V6 Iz 3
MRPS18AP1 &' 2 ENSG00000229759 ¢/ lung 3.98x10-7 (p-value) GTEx Portal V6 Iz 3
SCAP 2/ ? ENSG00000114650 ¢’ atrial appendage 4.01x10-6 (p-value) GTEx Portal V6 Iz 2
MRPS18AP1 &' 2 ENSG00000229759 ¢’ atrial appendage 1.18x10-5 (p-value) GTEx Portal V6 Iz 2
NME6 .;j-_’;’ ? ENSG00000172113 .r_-_";’ transformed fibroblasts 1.48x10-7 (p-value) GTEx Portal V6 .‘.",;] 3
MRPS18AP1 &' 2 ENSG00000229759 ¢»'  transformed fibroblasts  4.53x10-10 (p-value) GTEx Portal V6 Iz 3
WDR6 ¢ ? ENSG00000178252 ¢»'  transformed fibroblasts  3.74x10-7 (p-value) GTEx Portal V6 Iz 2
NCKIPSD ¢ ? ENSG00000213672 ¢/ transformed fibroblasts  4.27x10-7 (p-value) GTEx Portal V6 Iz 2
MRPS18AP1 = 2 ENSG00000229759 ' tibial arterv 4.55x10-9 (p-value) GTEx Portal V6 lim 3

Locus 313 (sentinel SNP rs6442112 + 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 313 (sentinel SNP rs6442112 + 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 313 (sentinel SNP rs6442112 + 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 313 (sentinel SNP rs6442112 + 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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NDUFB1P1 ¢/ upstream gene variant 1928 ENST00000435191 ¢ ? ? 1
RNU7-128P g2 upstream gene variant 709 ENST00000517247 ¢ ? ? 1
ZNF589 ¢/ downstream gene variant 3557 ENST00000354698 ¢ NM_016089.2  ENSP00000346729 ¢ 1
ZNF589 ¢/ downstream gene variant 3554 ENST00000457782 ¢ ? ENSP00000401106 ¢ 1

Putative effect on transcript

Intron variant

gene affected transcript RefSeq id protein variant(s)
cpC25A & ENST00000443342 ¢/ ? ENSP00000416483 ¢= 1
cpc2s5A &S ENST00000351231 ¢2f NM_201567.1 ENSP00000343166 ¢ 1
cpc2s5A ¢S ENST00000302506 ¢ NM_001789.2 ENSP00000303706 ¢ 1
ZNF589 ¢/ ENST00000427617 ¢=f ENSP00000392719 ¢ 1
ZNF589 ¢/ ENST00000412564 ¢ ENSP00000404398 ¢ 1
ZNF589 ¢/ ENST00000440261 ¢2 ENSP00000408719 ¢ 1
ZNF589 ¢/ ENST00000448461 ¢ ? ENSP00000404592 & 1

Locus 313 (sentinel SNP rs6442112 + 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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