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Abstract

The laboratory investigation of inborn errors of immunity (IEl) has significantly enhanced our
ability to detect these disorders earlier and with greater accuracy, leading to more effective
treatments and improved patient outcomes. First-line laboratory tests, such as complete blood
count, immunoglobulin guantification, and post-vaccination serologies, serve as essential
tools for initial assessment. Depending on the clinical context, additional first-line tests
may include IgE measurement, complement studies (C3, C4, CH50, AP50), and functional
assays such as the nitroblue tetrazolium (NBT) or dihydrorhodamine (DHR) tests, which help
uncover specific immune deficiencies. Importantly, normal findings in initial screening tests do
not exclude the presence of an immunodeficiency. Second-line investigations involve more
advanced techniques, such as lymphocyte phenotyping, which allows for the identification
of abnormalities in lymphocyte subsets, surface marker expression, and cellular function.
Lymphocyte proliferation assays further contribute to evaluating immune cell response.
Accurate interpretation of these tests requires careful consideration of the clinical presentation,
the patient’s age, and the infectious context. While high-throughput genetic sequencing
technologies have revolutionized the field, biological investigations continue to be essential,

hhas o olgl
el le B3k
eed = (gl ygiuly dgze

delil ple

g dsale - Call 405
oM-"SS(JL;-L‘

Tid gaall )

2025 Juil

41 2

10



&ALl elhsW & ped) Olo gl

not only for guiding genetic testing of candidate genes but also for validating the functional
conseqguences of identified mutations. By integrating both basic and specialized tests, clinicians
can establish a comprehensive diagnostic approach that facilitates earlier recognition and more
personalized management of patients with inborn errors of immunity.

Keywords: Inborn Errors of Immunity (IEl), laboratory investigations, primary screening,
specialized tests, immunophenotyping, cellular function.
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