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PRKDC mutations in a patient with IgG subclasses deficiency 
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PRKDC is the gene that encodes the DNA-dependent protein kinase (DNA-PK). It takes part in the repair and recombination 
of double-stranded DNA breaks. Cytogenetic location is the long (q) arm of chromosome 8 at position 11.21 (8q11.21). PRKDC 
mutation is associated with severe combined immunodeficiency (SCID) in humans, horses, dogs and mice.
Humoral immunity disorders are the most common group of primary immune deficiency diseases (about 65%). IgG subclasses 
deficiencies may be asymptomatic or cause recurrent infections - especially the respiratory tract infections. In cases of isolated 
deficiency of one or more IgG subclasses with other disorders, genetic diagnostics are recommended.
Only a few cases of patients with the PRKDC gene mutation have been described so far.
We present a case report of an 8-year-old boy with a PRKDC gene mutation, a deficiency of IgG (IgG1 and IgG3) subclasses, 
congenital heart defects, epilepsy and autism spectrum disorder (ASD). 
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