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@ the BRCA genes. Mutations in the BRCA1 gene were detected in 35 patients (19.7%),
in the BRCA2 gene — in 119 patients (66.8%), and mutations in both genes — in 24
patients (13.5%).

The study identified a total of 125 BRCA gene variants. Sequence analysis revealed 37
pathogenic variants in 81 patients, 83 likely pathogenic variants in 104 patients, 1
likely benign variant in 6 patients, 2 benign variants in 6 patients, and 2 variants of
uncertain clinical significance in 2 patients.

Among BRCA1 gene variants, the most common was a deletion of exon 6, detected in
11 patients (6.1%). Deletions of exons 2, 13, and 20 were found in 7 patients each (3.9%),
while deletions of exons 8 and 23, as well as variants BRCA1 ¢.3214delC and BRCA1
¢.1044_1045insC, were found in 3 patients each (1.7%).

Among the identified BRCA2 gene variants, the most common was a deletion of exon
16, detected in 37 patients. The variant c.24_27del GCCAinsCG was identified in 15
patients, c.2600_2601insA in 12 patients, and c.9241_9242insA in 11 patients.

Conclusions: The spectrum of germline BRCA1/BRCA2 mutations in the Kazakh
population is characterized by a predominance of BRCA2 gene variants. Deletion of
exon 16 of the BRCA2 gene was identified as a founder mutation.
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