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Analysis of the diagnosis and genetic report of a case of X-linked agammaglobulinemia
with recurrent pulmonary infection
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Abstract: Objective To improve medical staff’s awareness of X-linked agammaglobulinemia (XLA), prevent possible complica-
tions of such patients, and guide the prevention and education of such patients.Methods In January 2020, the whole blood of a young
immunocompromised patient with long-term recurrent respiratory tract infection and significantly decreased serum IgA, IgG, and IgM
who was admitted to the Affiliated Traditional Chinese Medicine Hospital of Southwest Medical University was detected by CHIP cap-
ture high-throughput sequencing. Analysis and interpretation of the test results.Results  The test report indicated that a pathogenic
mutation in the Bruton tyrosine kinase (BTK) gene was detected in the subject, resulting in agammaglobulinemia, which was X chromo-
some recessive inheritance.Conclusions The patient’s long-term repeated respiratory tract infection and low immunoglobulin levels
are closely related to the pathogenic mutation of the BTK gene. The corresponding nucleotide change ¢.763C > T (p.Arg255Ter) is the
first report, and further research should be carried out for both parents and children. Immune function screening and life education.
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