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INTRODUCTION: The α1-Antitrypsin deficiency (A1ATD) is an inherited disorder caused by mutations in
the SERPINA1 gene, which encodes the protease inhibitor alpha-1 antitrypsin (A1AT). It is considered the
most important genetic cause of liver disease in children and emphysema in adults. The standard
diagnostic approach involves the assessment of serum A1AT levels, followed by phenotyping,
genotyping, gene sequencing, or combinations of the previously mentioned. The normal allele is PiM,
which is associated with normal serum A1AT concentration, but more than 90 variants have been
identified. The most common deficiency variants are PiS and PiZ characterized by serum A1AT
concentrations between 50%–60% and 10%–15% of the normal range, respectively. OBJECTIVE: To
describe the enzymatic levels and phenotypes detected in 42 patients suspected of α1-Antitrypsin
deficiency. MATERIALS AND METHODS: This study included 42 patients with clinical suspicion of
A1ATD and low A1AT levels. Quantification of A1AT serum was made by turbidimetric test and
identification of the different phenotypes was performed by isoelectrofocusing on agarose gel using the
semi-automatic HYDRASYS system followed by immunofixation with anti-Alpha-1 antitrypsin
Antiserum. RESULTS: The average serum levels according to the phenotypes found were: MM 65 mg/dl,
MZ 69 mg/dl, ZZ 26 mg/dl, MS 5 mg/dl, SS 65 mg/dl, Null 0 undetectable, MNull 70 mg/dl and rare
phenotype 65mg/dl. The phenotypes detected in the patients studied were: 40% MZ (17 patients), 26%
ZZ (11), 12% MM (5), 12% MS (5), 2%SS (1), 2% NULL (1), 2% M/NULO (1). 2% (1) rare phenotypes could
not be identified CONCLUSIONS: The most common phenotype detected was the MZ, followed by the
ZZ phenotype. The average concentrations of serum A1AT for each phenotype are close to those
previously reported in the literature. It is recommended to use complementary techniques such as
genotyping, to identify Alpha-1 antitrypsin phenotypes detected but not characterized with this
technique, due to the resolution and sensitivity limits of zone electrophoresis, it is possible that some
Alpha-1 antitrypsin isoforms may not be detected with this method and neither differentiates the rare
variants that migrate close to the S, Z and especially M fractions.
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