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Advanced laboratory tests in Primary

Immune Deficiency (PID) diagnosis:
Twenty years experience
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A glohal patient centered view

PIDs are a heterogeneous group of inherited disorders in which immune system dysfunctions cause mainly an
enhanced susceptibility to infections that is the common clinical feature. Biological investigation is a critical step
to confirm PID diagnosis according to effector(s) of immunity affected and to propose appropriate curative and
preventive treatment.

During the last twenty years, we've diagnosed and investigated at the Institut Pasteur de Tunis 655 tunisian cases
of PIDs including patients with combined immunodeficiencies, antibody deficiencies, phagocytosis defects,
complement deficiencies and other immunodeficiencies.

A large spectrum of immunological assays has been developed including immunochemistry assays, advanced
immunophenotyping assays by flow cytometry, proliferation assays, specific pathways screening using
lymphocyte and phagocyte functional assays, mutational studies... Our series is characterized by a high incidence
of autosomal recessive diseases including Ataxia-telangiectasia, Bare Lymphocyte Syndrome, Mendelien
Susceptibility to Mycobacterial Disease and Leukocyte Adhesion Deficiency. Moreover, we've observed a high
frequency of autosomal recessive forms of classically X-linked immunodeficiencies such as Severe Combined
Immunodeficiencies, Agammaglobulinemia, HyperIlgM Syndrome and Chronic Granulomatous Disease. The
immuno-genetic investigation and the establishment of an accurate diagnosis allowed an appropiate and targeted
treatment of the affected children e.g. HSCT, substitutive IVIgs and cytokine therapy... This did also allow us
establish a preventive approach by genetic counseling and prenatal diagnosis.

The advanced immunological and genetic study of these diseases helps establishing accurate diagnosis and
appropriate treatment. It also contributes unraveling specific immunological pathways, in our settings rare
autosomal forms offer a privileged physiopathological model for the study of immunity to infections.
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