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Abstract: Primary immune deficiency disorders or inborn
errors of immunity are one of the commonest genetic
disorders caused by variants in more than 400 genes.
This is manifested by susceptibility to severe, persistent,
unusual or recurrent infections encompassing a broad or
narrow range of pathogens. Autoimmune, allergic and
autoinflammatory manifestations and susceptibility to early
onset malignancies may be the other manifestations.
These disorders are often undiagnosed or misdiagnosed
and enhancing awareness among pediatricians is key to
improving outcomes, since a high index of suspicion is
crucial.
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Points to Remember

• A high index of suspicion is essential to diagnose
primary immune deficiency disorders (PIDDs).

• Infections of unusual severity, frequency, etiology
and suboptimal response to treatment are the
hallmark of these disorders.

• Apart from susceptibility to infections, autoimmune,
allergic and autoinflammatory features occur as well
as early onset malignancies.

• Important clues from the history include age at onset,
types of infections, adverse events following
immunization and the family history.

• Examination often reveals valuable clues including
syndromic features, paucity or proliferation of
lymphoid tissue, other systemic manifestations and
failure to thrive.
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