
SNiPAcard

Block annotations

Block info
genomic range chr2:21,239,862-21,262,427 

block size 22,566 bp

variant count 4 variants

Basic features
Conservation/deleteriousness Linked genes

phyloP μ = 0.553 [-4.111 – 6.554] gene(s) hit or close-by AC010872.1 , APOB 

phastCons μ = 0.250 [0 – 1] eQTL gene(s) –

GERP++ μ = 0.025 [-4.21 – 5.73] potentially regulated gene(s) –

CADD score μ = 5.580 [0.276 – 18.42] disease gene(s) APOB 

Trait annotations

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

Lipoproteins, ldl 9.04×10-5 dbGaP pha002902 1

Variant annotation
trait type source DB source entry/link Variant(s)

Clinvar: phenotype not specified likely benign ClinVar RCV000116384.2 1

? HGMD curated HGMD CM984191 1

Disease gene annotation
gene trait source DB source entry/link

APOB Homozygous familial hypercholesterolemia OrphaNet OrphaNet:391665

APOB Familial hypobetalipoproteinemia OrphaNet OrphaNet:426

Direct effect on transcript

Amino acid sequence alteration

gene
effect
type

affected
transcript

RefSeq id protein
exchanged

AA's
exchanged

codons
SIFT

prediction
PolyPhen
prediction

variant(s)

APOB missense
variant

ENST00000616098 ? ENSP00000477990 V/A gTt/gCt ? ? 1

APOB missense
variant

ENST00000233242 NM_000384.2 ENSP00000233242 V/A gTt/gCt ? ? 1

APOB missense
variant

ENST00000399256 ? ENSP00000382200 V/A gTt/gCt ? ? 1

Putative effect on regulation

Variation proximal to gene
gene variant type min(distance) transcript RefSeq id protein variant(s)

AC010872.1 downstream gene variant 3872 ENST00000624225 ? ? 1

Locus 357 (rs520354)

Locus 357 (sentinel SNP rs520354 + 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=2:21239862-21262427
http://compgen.bscb.cornell.edu/phast/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000280390
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000084674
http://compgen.bscb.cornell.edu/phast/
http://mendel.stanford.edu/SidowLab/downloads/gerp/
http://cadd.gs.washington.edu/
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000084674
http://www.ncbi.nlm.nih.gov/gap/
http://www.ncbi.nlm.nih.gov/gap/?term=pha002902&report=SAnalyses
http://www.ncbi.nlm.nih.gov/clinvar/
http://www.ncbi.nlm.nih.gov/clinvar/RCV000116384
http://www.hgmd.org/
http://www.hgmd.cf.ac.uk/ac/gene.php?gene=APOB&accession=CM984191
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000084674
http://www.orpha.net/
http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=391665
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000084674
http://www.orpha.net/
http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=426
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000084674
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000616098
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000084674
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000233242
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000084674
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000399256
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000280390
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000624225


Putative effect on transcript

Intron variant
gene affected transcript RefSeq id protein variant(s)

APOB ENST00000616098 ? ENSP00000477990 3

APOB ENST00000233242 NM_000384.2 ENSP00000233242 3

APOB ENST00000399256 ? ENSP00000382200 2

Locus 357 (sentinel SNP rs520354 + 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=ENSG00000084674
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000616098
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000084674
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000233242
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array
http://grch37.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000084674
http://grch37.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;t=ENST00000399256
http://grch37.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;t=Array

