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ε isotype deficiency
GENERAL INFORMATION

Description:
Immunoglobulins of the IgE isotype are
responsible for the immediate hypersensitivity
reactions in diseases like hay fever, allergic
asthma, and anaphalaxis. There are two forms of
IgE, one which is secreted and one which is on
the membrane lymphocytes.

Alternative names:

• IgE deficiency

Classification:

• Deficiencies predominantly affecting antibody
production

• Selective deficiency of IgG subclass, IgE
and/or IgA class or subclass

Inheritance:

OMIM:

• *147180 Immunoglobulin: heavy epsilon chain;
IGHE

Cross references:

Incidence:
Incidence unknown.

CLINICAL INFORMATION

Description:
IgE deficiency is associated with higher
incidence of autoimmune diseases and
nonallergic reactive airway disease.

Diagnosis:

Diagnostic laboratories:
Clinical:

• Hypogammaglobulinemia, eMedicine

Therapeutic options:

• Only symptomatic patients should be treated.
Antibiotic therapy in case there are recurrent
infections followed by (intravenous) Ig if
infections are not controlled.

• Hypogammaglobulinemia, eMedicine

Research programs, clinical

trials:

• European Initiative for Primary
Immunodeficiencies

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

GENE INFORMATION

Names:
HUGO name: IGHE
Alias(es): Immunoglobin heavy constant
epsilon, immunoglobulin epsilon, Ig epsilon chain
C region

Localization:
Reference sequences:

DNA: L00022 (EMBL) , Protein: P01854
(SWISSPROT)

Chromosomal Location:

14q32.33
Maps:

IGHE (Map View)

http://bioinf.uta.fi/
http://www.ncbi.nlm.nih.gov/omim/147180
http://www.emedicine.com/med/topic1120.htm#section~workup
http://www.emedicine.com/med/topic1120.htm#section~treatment
http://www.cvid.info/en/projects.html
http://www.cvid.info/en/projects.html
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://srs6.ebi.ac.uk/srs6bin/cgi-bin/wgetz?-newId+-e+[embl-acc:L00022]
http://www.expasy.ch/cgi-bin/niceprot.pl?P01854
http://www.ncbi.nlm.nih.gov/Omim/getmap.cgi?l147180
http://www.ncbi.nlm.nih.gov/mapview/maps.cgi?taxid=9606&chr=14&MAPS=genec,ugHs,genes-r&cmd=focus&fill=40&query=uid(3220)&QSTR=IGHE
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Other gene-based resources:
Ensemble: ENSG00000177154, GENATLAS:
IGHE, GeneCard: IGHE, Entrez Gene: 3497,
euGenes: 3497, GDB: 119335

PROTEIN INFORMATION

Description:

Structures (PDB):
1IGE IGHE

Other features:
Disulfide bond interchain (with a light chain):
14

Disulfide bond interchain (with a heavy
chain): 121

Disulfide bond interchain (with a heavy
chain): 209

Disulfide bonds: 15-105, 29-85, 135-193,
239-299, 345-405
Other related resourses:

PIR: EHHU, InterPro: IPR003006; Ig_MHC,
InterPro: IPR003597; Ig_c1, Pfam: PF00047;
ig, SMART: SM00407; IGc1, PROSITE:
PS00290; IG_MHC

Expression pattern for human:
Tissue Exp. (%) Clones

Animal models:
Mouse:

MGD: ; Igh-7
Fly:

euGenes: ; Toll-7

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://www.ensembl.org/Homo_sapiens/geneview?gene=ENSG00000177154
http://www.dsi.univ-paris5.fr/genatlas/fiche.php?symbol=IGHE
http://www.dsi.univ-paris5.fr/genatlas/fiche.php?symbol=IGHE
http://bioinfo.weizmann.ac.il/cards-bin/carddisp?IGHE
http://www.ncbi.nih.gov/entrez/query.fcgi?db=gene&cmd=Retrieve&dopt=summary&list_uids=3497
http://iubio.bio.indiana.edu:8089//.bin/fbidq.html?HUgn3497
http://www.gdb.org/gdb-bin/genera/genera/hgd/Gene?!key=GDB%3A119335&!sub=0
http://www.rcsb.org/pdb/cgi/explore.cgi?pdbId=1IGE
http://pir.georgetown.edu/cgi-bin/pirwww/nbrfget?fmt=C&xref=0&id=EHHU
http://www.ebi.ac.uk/interpro/IEntry?ac=IPR003006
http://www.ebi.ac.uk/interpro/IEntry?ac=IPR003597
http://www.sanger.ac.uk/cgi-bin/Pfam/getacc?PF00047
http://www.sanger.ac.uk/cgi-bin/Pfam/getacc?PF00047
http://smart.embl-heidelberg.de/smart/do_annotation.pl?BLAST=DUMMY&DOMAIN=IGc1
http://www.expasy.ch/cgi-bin/get-prodoc-entry?PS00290
http://www.expasy.ch/cgi-bin/get-prodoc-entry?PS00290
http://www.informatics.jax.org/searches/accession_report.cgi?id=MGI:96449
http://flybase.bio.indiana.edu/.bin/fbidq.html?FBgn0034476
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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