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Background

Hereditary angioedema (HAE) types I and II (due to
quantitative and qualitative C1-INH deficiency, respec-
tively) is a rare autosomal dominant condition in which
more than 300 different mutations in the entire C1-INH
gene (SERPINGL1) have been described. The objective of
this study is to identify and characterize the mutation in
the SERPINGI gene in a family of HAE outpatients from
the allergy service of the University Hospital at Universi-
dade Federal de Santa Catarina.

Methods

DNA was extracted from peripheral blood of 12 sympto-
matic members of the same family. All the eight exons,
the flanking regions and splicing sites of the SERPING 1
gene were analyzed by Sanger sequencing. Analysis was
performed by capillary electrophoresis and the electro-
pherograms produced were aligned against the reference
sequence of the SERPING1 gene in the GenBank (Acces-
sion Number NG_009625.1).

Results

Subjects age ranged from 4 to 58 years (33 + 15 years),
composed by 11 females (n=91,7%) and 1 male (n=8,3%).
DNA sequencing revealed a new mutation in the exon 7
of the SERPING1 gene, a deletion of one single base in
heterozygosis (c.1104delA) leading to the frameshift altera-
tion p.D69/sX96. This mutation was found in seven of the
12 patients (all females), all of them presenting clinical
symptoms and low C1-INH plasma levels. The other five
family members who reported themselves as symptomatic
did not show altered levels of C4, C1q, or C1INH, and
gene mutation was not found in these subjects.
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Conclusions

This study allowed the establishment of the molecular
basis of a type I HAE in a Brazilian family. The finding of
a SERPINGI gene mutation will allow better diagnosis
and genetic counseling in the other members of the family.
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