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1 145114963 . T C . . . missense_variant 1 14511496 3 forward T C Integrin beta-2
[Source:UniProtKB/Swiss-Prot;Acc:P32592] ENSBTAG000 00017060 ITGB2 281877
ENSBTAT00000022687 488 A G reverse ENSBTAP000000226 87 ITB2_BOVIN 128
superfamily;pfam IPR002369 Integrin_bsu_N;smart IPR 002369 Integrin_bsu_N;pirsf
IPR015812 Integrin_bsu;prints IPR015812 Integrin_bs u CHAIN:23:769:Integrin
beta-2.;TOPO_DOM:23:700:Extracellular
(Potential).;DOMAIN:124:363:VWFA.;DISULFID:25:447:B y
similarity.;VARIANT:128:128:D -> G (in LAD). D G DD DDDDDDDNDDD -0.436 0.9 87.5
Homo_sapiens;Mus_musculus;Mus_musculus;Bos_taurus;C anis_familiaris;Sus_scrofa;Bo
s_taurus;Danio_rerio;Bos_taurus;Bos_taurus;Pan_trog lodytes;Bos_taurus;Gorilla_go
rilla
[GO:0002376]:immune system
process;[GO:0005575]:cellular_component;[GO:0005623 ]:cell;[GO:0005886]:plasma
membrane;[GO:0007155]:cell adhesion;[GO:0007165]:si gnal
transduction;[GO:0040011]:locomotion;[GO:0043234]:p rotein
complex;[GO:0048870]:cell motility Phenotypes_Posit ion=Source: Uniprot
Description: Leukocyte adhesion deficiency type 1 V ariation_names:
rs137852615|Source: HGMD-PUBLIC Phenotype_name: HGM D_MUTATION Description:
Annotated by HGMD but no phenotype description is p ublicly available
Variation_names: CM920383;Phenotypes_Gene=Leukocyte  adhesion deficiency type
1|Gene Reviews|GTR|OMIM;Interactions_Count=9;KEGG=V iral myocarditis|Rheumatoid
arthritis|HTLV-I infection|Tuberculosis|Staphylococ cus aureus
infection|Legionellosis|Amoebiasis|Malaria|Leishman iasis|Pertussis|Regulation of
actin cytoskeleton|Leukocyte transendothelial migra tion|Natural killer cell
mediated cytotoxicity|Cell adhesion molecules (CAMs )|Phagosome;
Gene_Status=KNOWN;Transcript_Status=KNOWN;SIFT_Pred iction=DELETERIOUS(0.01); .
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