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Hereditary angioedema
GENERAL INFORMATION

Description:
Hereditary angioedema is episodic and
asymptomatic in most patients. There are 2
types of the disorder. In type I, representing 85%
of patients, serum levels of C1NH are less than
35%. In type II, the levels are normal or elevated,
but the protein is nonfunctional. The two types
are clinically similar.

Alternative names:

• HANE

• HAE

• Angioneurotic edema, hereditary

• C1 esterase inhibitor deficiency

• C1 inhibitor deficiency

• Hereditary angioedema type I and type II

• Quinke's disease

Classification:

• Defects of complement regulatory proteins

• Hereditary angioedema

Inheritance:
Autosomal dominant

OMIM:

• #106100 Angioedema, hereditary; HAE

• *606860 Angioedema, hereditary; HAE

Cross references:

Incidence:
1:50,000-150,000

CLINICAL INFORMATION

Description:
Patients can develop rapid swelling of the hands,
feet, limbs, face, intestinal tract, or airway (larynx
or trachea). HANE is characterized by recurrent
episodes of angioedema involving any part of
the body. Laryngeal edema is common, and it
is the major cause of death. Angioedema of the
gastrointestinal tract may frequently mimic an
acute abdomen.

Diagnosis:

Diagnostic laboratories:
Clinical:

• GeneTest

• ORPHANET

• eMedicine

Genetic:

• Laboratorio di Genetica Medica - Policlinico
Universitario Tor Vergata (Roma), EDDNAL

• DNA Diagnostics Laboratory - Department of
Human Genetics (Nijmegen), EDDNAL

Therapeutic options:

• C1 inhibitor concentrate is preferred for
acute treatment. Androgens such as winstrol,
danazol, and oxandrolone for possible
prevention of episodes. Hypotension
accompanies abdominal attacks in some
patients and fluid replacement therapy is
required. A combination of Demerol and
Compazine suppositories, and possibly
Dicyclomine is useful to relieve abdominal pain
and vomiting.

• Angioedema, Hereditary, eMedicine

http://bioinf.uta.fi/
http://www.ncbi.nlm.nih.gov/omim/106100
http://www.ncbi.nlm.nih.gov/omim/606860
glossary.xml?term=edema
http://www.genetests.org/servlet/access?prg=j&db=genetests&site=gt&id=8888890&fcn=c&qry=3354&res=&key=4DSoDOA4zbsoy&show_flag=c
http://www.orpha.net//consor/cgi-bin/OC_Exp.php?Lng=GB&Expert=658
http://www.emedicine.com/derm/topic24.htm#section~workup
http://www.eddnal.com/directory/detail.php?lab_id=93&disease_id=875&labdiseases_id=8549
http://www.eddnal.com/directory/detail.php?lab_id=93&disease_id=875&labdiseases_id=8549
http://www.eddnal.com/directory/detail.php?lab_id=167&disease_id=875&labdiseases_id=8781
http://www.eddnal.com/directory/detail.php?lab_id=167&disease_id=875&labdiseases_id=8781
http://www.emedicine.com/derm/topic24.htm#section~treatment
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Research programs, clinical

trials:

• European Initiative for Primary
Immunodeficiencies.

• Study of Heparin Prophylaxis of Hereditary
Angioedema Exacerbations, ClinicalTrials.gov

GENE INFORMATION

Names:
HUGO name: SERPING1
Alias(es): C1-INH, C1IN, C1NH, complement
component 1 inhibitor (angioedema, hereditary),
Plasma protease C1 inhibitor precursor (C1 Inh)
(C1Inh)

Localization:
Reference sequences:

DNA: AF435921 (GenBank) , cDNA:
NM_000062 (GenBank) , Protein: P05155
(SWISSPROT)  Other Sequences

Chromosomal Location:

11q12-q13.1
Maps:

SERPING1 (Map View)

Other gene-based resources:
Ensembl: ENSG00000149131, GENATLAS:
SERPING1, GeneCard: SERPING1, UniGene:
384598, Entrez Gene: 710, euGenes: 710, GDB:
119041

PROTEIN INFORMATION

Description:
Protein function:

Activation of the C1 complex is under control
of the C1-inhibitor. It forms a proteolytically
inactive stoichiometric complex with the C1r or
C1s proteases. May play a potentially crucial
role in regulating important physiological
pathways including complement activation,
blood coagulation, fibrinolysis and the
generation of kinins.

Subcellular location:

Secreted
Post-translational modification:

Highly glycosylated (49%).
Polymorphism:

There are two alleles.

Other features:
Other related resourses:

PIR: ITHUC1, InterPro: IPR000215; Serpin,
Pfam: PF00079; serpin, SMART: SM00093;
SERPIN, PROSITE: PS00284; SERPIN

http://bioinf.uta.fi/
http://www.cvid.info/en/projects.html
http://www.cvid.info/en/projects.html
http://www.clinicaltrials.gov/ct/gui/show/NCT00004694?amp;order=1
http://www.clinicaltrials.gov/ct/gui/show/NCT00004694?amp;order=1
http://www.ncbi.nlm.nih.gov/entrez/viewer.fcgi?db=Nucleotide&dopt=GenBank&val=20385945
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?cmd=Retrieve&db=nucleotide&list_uids=4557378&dopt=GenBank
http://www.expasy.ch/cgi-bin/niceprot.pl?P05155
http://srs6.ebi.ac.uk/srs6bin/cgi-bin/wgetz?-newId+[embl-acc:M30688|X54486|X07427|X07428|X07429|X07430|X07431|X07432|X07433|X07577|M14036|M13656|M13203|M13690]+-f+description
http://www.ncbi.nlm.nih.gov/Omim/getmap.cgi?l606860
http://www.ncbi.nlm.nih.gov/mapview/maps.cgi?taxid=9606&chr=11&MAPS=genec,ugHs,genes-r&cmd=focus&fill=40&query=uid(671)&QSTR=SERPING1
http://www.ensembl.org/perl/geneview?gene=ENSG00000149131
http://www.dsi.univ-paris5.fr/genatlas/fiche.php?symbol=SERPING1
http://www.dsi.univ-paris5.fr/genatlas/fiche.php?symbol=SERPING1
http://bioinfo.weizmann.ac.il/cards-bin/carddisp?SERPING1
http://www.ncbi.nlm.nih.gov/UniGene/clust.cgi?ORG=Hs&CID=384598
http://www.ncbi.nlm.nih.gov/UniGene/clust.cgi?ORG=Hs&CID=384598
http://www.ncbi.nih.gov/entrez/query.fcgi?db=gene&cmd=Retrieve&dopt=summary&list_uids=710
http://iubio.bio.indiana.edu:8089//.bin/fbidq.html?HUgn710
http://www.gdb.org/gdb-bin/genera/genera/hgd/Gene?!key=GDB%3A119041&!sub=0
http://www.gdb.org/gdb-bin/genera/genera/hgd/Gene?!key=GDB%3A119041&!sub=0
http://pir.georgetown.edu/cgi-bin/pirwww/nbrfget?fmt=C&xref=0&id=ITHUC1
http://www.ebi.ac.uk/interpro/IEntry?ac=IPR000215
http://www.sanger.ac.uk/cgi-bin/Pfam/getacc?PF00079
http://smart.embl-heidelberg.de/smart/do_annotation.pl?BLAST=DUMMY&DOMAIN=SERPIN
http://smart.embl-heidelberg.de/smart/do_annotation.pl?BLAST=DUMMY&DOMAIN=SERPIN
http://www.expasy.ch/cgi-bin/get-prodoc-entry?PS00284
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Expression pattern for human:
Tissue Exp. (%) Clones
adipose, white adipose 7.78 1:268
nose, olfactory epithelium 5.59 3:1119
dorsal root ganglia 5.57 4:1496
human eye anterior
segment

5.26 5:1981

testis, epididymus 4.41 2:945
adipose, white adipose
tissue

4.21 2:990

uterus, endometrium 3.48 3:1796
brain, miningioma 2.94 1:709
pheochromocytoma 2.66 2:1569
prostate, broad spectrum
prostate tumors

2.54 1:821

OTHER RESOURCES

Societies:
General:

• International Patient Organization for Primary
Immunodeficiencies

• Immune Deficiency Foundation

• NIH/National Institute of Allergy and Infectious
Diseases

• European Society for Immunodeficiencies

Disease specific:

• International Patient Organisation for C1
Inhibitor Deficiencies

• United States Hereditary Angioedema
Association

• Italian Hereditary Angioedema Association

• Argentinian Hereditary Angioedema
Association

• Canadian Hereditary Angioedema Society

• Danish Hereditary Angioedema Association

• French Hereditary Angioedema Association

• German Hereditary Angioedema Association

• Netherlands Hereditary Angioedema
Association

• Spanish Association Hereditary Angioedema

Other information sources:

• Immunodeficiencies AND hereditary
angioedema

http://bioinf.uta.fi/
http://ipopi.org/
http://ipopi.org/
http://www.primaryimmune.org
http://www.niaid.nih.gov/
http://www.niaid.nih.gov/
http://www.esid.org/
http://www.haei.org/medical_info.php?language=en&section=4
http://www.haei.org/medical_info.php?language=en&section=4
http://www.hereditaryangioedema.com/
http://www.hereditaryangioedema.com/
http://www.angioedemaereditario.org/
http://www.angioedemahereditario.com/
http://www.angioedemahereditario.com/
http://www.haecanada.com/
http://www.hae.dk/
http://amsao.free.fr/
http://www.angiooedem.de/
http://www.hae-qe.opinternet.nl/
http://www.hae-qe.opinternet.nl/
http://www.aedaf-es.org/
http://www.google.com/search?q=immunodeficiencies AND hereditary angioedema
http://www.google.com/search?q=immunodeficiencies AND hereditary angioedema
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