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Igα deficiency
GENERAL INFORMATION

Description:

Igα deficiency is an autosomal recessive

disorder caused by mutation in the Igα (CD79α)
leading to B cell defect. Mutations in the gene

for Igα as well as in other pre-B cell receptor

complex as λ 5/14.1 (IGLL1) and in the the gene

for µ heavy chain (IGHM), can cause a disorder
clinically similar to XLA.

Alternative names:

• CD79A deficiency, IGA deficiency

Classification:

• Deficiencies predominantly affecting antibody
production

• Agammaglobulinemia

Inheritance:
Autosomal recessive

OMIM:

• #601495 Agammaglobulinemia, non-bruton
type

• *112205 CD79A antigen; CD79A

Cross references:
Phenotype related immunodeficiencies:

• IDR factfile for X-linked agammaglobulinemia

• IDR factfile for X-linked
hypogammaglobulinemia with growth hormone
deficiency

• IDR factfile for BLNK deficiency

• IDR factfile for µ heavy-chain deficiency

• IDR factfile for λ5 surrogate light-chain
deficiency

Incidence:
Incidence is not known.

CLINICAL INFORMATION

Description:
Ig# deficiency is characterised by early
onset recurrent bacterial infections of lower
respiratory tract and otitis media, profound
hypoglammaglobulinemia, and a lack of
circulating mature B cells. One patient developed
recurrent diarrhea and failure to thrive in the first
month of life.

Diagnosis:

Diagnostic laboratories:
Clinical:

• Agammaglobulinemia, autosomal recessive,
ORPHANET

• Agammaglobulinemia, eMedicine

http://bioinf.uta.fi/
glossary.xml?term=B_cell
http://www.ncbi.nlm.nih.gov/omim/601495
http://www.ncbi.nlm.nih.gov/omim/112205
FF22.xml
FF23.xml
FF23.xml
FF23.xml
FF24.xml
FF26.xml
FF27.xml
FF27.xml
glossary.xml?term=B_cells
http://www.orpha.net//consor/cgi-bin/OC_Exp.php?Lng=GB&Expert=33110
http://www.orpha.net//consor/cgi-bin/OC_Exp.php?Lng=GB&Expert=33110
http://www.emedicine.com/ped/topic54.htm#section~workup
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Therapeutic options:

• (Intravenous) immunoglobulins and antibiotic
therapy. Oral poliovaccine should not be given
because of the risk of paralytic disease.

• Agammaglobulinemia, eMedicine

Research programs, clinical

trials:

• Improved Healthcare for Patients with Primary
Antibody Deficiencies through new Strategies
Elucidating their Pathophysiology (IMPAD),
IMPAD

• European Initiative for Primary
Immunodeficiencies

• Immune Regulation in Patients with Common
Variable Immunodeficiency and Related
Syndromes, ClinicalTrials.gov

GENE INFORMATION

Names:
HUGO name: CD79A
Alias(es): IGA, MB-1, MB1, CD79A antigen,
B-cell antigen receptor complex associated
protein alpha-chain precursor, MB-1 membrane
glycoprotein, Surface-IgM- associated protein,
Membrane-bound immunoglobulin associated
protein, CD79a

Localization:
Reference sequences:

DNA: U05259 (EMBL) , cDNA: M86921
(EMBL) X13451 (EMBL) S75217 (EMBL)
S46706 (EMBL) M80462 (EMBL) X83540
(EMBL) M74721 (EMBL) , Protein:
C79A_HUMAN (SWISSPROT)

Chromosomal Location:

19q13.2
Maps:

CD79A (Map View)

Variations / Mutations:

• CD79Abase; Mutation registry for Ig#
deficiency

Other gene-based resources:
Ensembl: ENSG00000105369, GENATLAS:
CD79A, GeneCard: CD79A, UniGene: 79630,
Entrez Gene: 973, euGenes: 973, GDB: 133778

PROTEIN INFORMATION

Description:
Protein function:

Associated to surface IgM-receptor; may be
involved in signal transduction.

Subunit:

Heterodimer of # and # chains, disulfide-linked.
Subcellular location:

Type I membrane protein.
Post-translational modification:

Phosphorylated on tyrosine as a result of B-cell
activation.

Protein function:

2 isoforms; a long form and a short form; are
produced by alternative splicing.

http://bioinf.uta.fi/
http://www.emedicine.com/ped/topic54.htm#section~treatment
http://www.ukl.uni-freiburg.de/med/med6/kfrwww/cvid/impad/
http://www.ukl.uni-freiburg.de/med/med6/kfrwww/cvid/impad/
http://www.ukl.uni-freiburg.de/med/med6/kfrwww/cvid/impad/
http://www.ukl.uni-freiburg.de/med/med6/kfrwww/cvid/impad/
http://www.cvid.info/en/projects.html
http://www.cvid.info/en/projects.html
http://www.clinicaltrials.gov/ct/gui/show/NCT00001244?order=1
http://www.clinicaltrials.gov/ct/gui/show/NCT00001244?order=1
http://www.clinicaltrials.gov/ct/gui/show/NCT00001244?order=1
http://srs6.ebi.ac.uk/srs6bin/cgi-bin/wgetz?-newId+-e+[embl-acc:U05259]
http://srs6.ebi.ac.uk/srs6bin/cgi-bin/wgetz?-newId+-e+[embl-acc:M86921]
http://srs6.ebi.ac.uk/srs6bin/cgi-bin/wgetz?-newId+-e+[embl-acc:X13451]
http://srs6.ebi.ac.uk/srs6bin/cgi-bin/wgetz?-newId+-e+[embl-acc:S75217]
http://srs6.ebi.ac.uk/srs6bin/cgi-bin/wgetz?-newId+-e+[embl-acc:S46706]
http://srs6.ebi.ac.uk/srs6bin/cgi-bin/wgetz?-newId+-e+[embl-acc:M80462]
http://srs6.ebi.ac.uk/srs6bin/cgi-bin/wgetz?-newId+-e+[embl-acc:X83540]
http://srs6.ebi.ac.uk/srs6bin/cgi-bin/wgetz?-newId+-e+[embl-acc:M74721]
http://srs6.ebi.ac.uk/srs6bin/cgi-bin/wgetz?-newId+-e+[SWISSPROT-acc:P11912]
http://www.ncbi.nlm.nih.gov/Omim/getmap.cgi?chromosome=CD79A&start=4435
http://www.ncbi.nlm.nih.gov/mapview/maps.cgi?org=hum&chr=X&MAPS=loc&QUERY=BTK&QSTR=CD79A
http://bioinf.uta.fi/CD79Abase/
http://bioinf.uta.fi/CD79Abase/
http://www.ensembl.org/perl/geneview?gene=ENSG00000105369
http://www.dsi.univ-paris5.fr/genatlas/fiche.php?symbol=CD79A
http://www.dsi.univ-paris5.fr/genatlas/fiche.php?symbol=CD79A
http://bioinfo.weizmann.ac.il/cards-bin/carddisp?CD79A
http://www.ncbi.nlm.nih.gov/cgi-bin/UniGene/clust?ORG=Hs&CID=79630
http://www.ncbi.nih.gov/entrez/query.fcgi?db=gene&cmd=Retrieve&dopt=summary&list_uids=973
http://iubio.bio.indiana.edu:8089//.bin/fbidq.html?HUgn973
http://www.gdb.org/gdb-bin/genera/genera/hgd/Gene?!key=GDB%3A133778&!sub=0
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Other features:
Other related resourses:

PIR: A46477, InterPro: IPR003110; ITAM,
InterPro: IPR003006; Ig_MHC, InterPro:
IPR003598; Ig_c2, Pfam: PF00047; ig, Pfam:
PF02189; ITAM, SMART: SM00408; IGc2,
SMART: SM00077; ITAM

Expression pattern for human:
Tissue Exp. (%) Clones
lymph node 40.61 1:125
B-cells 16.87 55:16554
B cells from Burkitt
lymphoma

9.48 4:2143

normal head/neck tissue 7.84 2:1295
lymph 7.21 94:66155
leukocyte 3.94 7:9008
spleen 2.03 5:12529
osteoarthritic cartilage 1.68 1:3016
thymus, pooled 1.60 1:3169
lymph, T-cell 1.19 2:8536

OTHER RESOURCES

Societies:
General:

• International Patient Organization for Primary
Immunodeficiencies

• Immune Deficiency Foundation

• March of Dimes Birth Defects Foundation

• NIH/National Institute of Allergy and Infectious
Diseases

• European Society for Immunodeficiencies

http://bioinf.uta.fi/
http://pir.georgetown.edu/cgi-bin/pirwww/nbrfget?fmt=C&xref=0&id=A46477
http://www.ebi.ac.uk/interpro/IEntry?ac=IPR003110
http://www.ebi.ac.uk/interpro/IEntry?ac=IPR003006
http://www.ebi.ac.uk/interpro/IEntry?ac=IPR003598
http://www.ebi.ac.uk/interpro/IEntry?ac=IPR003598
http://www.sanger.ac.uk/cgi-bin/Pfam/getacc?PF00047
http://www.sanger.ac.uk/cgi-bin/Pfam/getacc?PF02189
http://www.sanger.ac.uk/cgi-bin/Pfam/getacc?PF02189
http://smart.embl-heidelberg.de/smart/do_annotation.pl?BLAST=DUMMY&DOMAIN=IGc2
http://smart.embl-heidelberg.de/smart/do_annotation.pl?BLAST=DUMMY&DOMAIN=ITAM
http://ipopi.org/
http://ipopi.org/
http://www.primaryimmune.org
http://www.modimes.org
http://www.niaid.nih.gov/
http://www.niaid.nih.gov/
http://www.esid.org/
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