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[Abstract] Objective To estimate the clinical value of DHPLC-Sequencing in detecting BRCAI
gene mutations in initial stages of breast cancer and establish a rapid and efficient method for the use in
clinical laboratory. Methods BRCA1 gene was amplified the PCR products were identified by the agarose
gel electrophoresis and analyzed by DHPLC. The samples with abnormal profiles were sequenced and judged
whether to contain mutations or not. Results 124 Chinese breast cancer patients were enrolled in the
study. Nine types of mutations were identified. Among them, there were seven missense : Stop598 (one case) |
ABO7E&EB09L( one case) .A807E(one case) .Y856H(twe case) ,T967S( one case) .I1170F ( two cases) .
R1203G( one: case) and one IVS101 — 10T > C point-mutation ( seventeen cases) and one point-mutation at
A118T in the 5’ UTR of Exon2 ( two cases). Besides, several kinds of SNPs were found both in breast cancer
samples and in normal contrast samples. Conclusions We identified 9 types of mutation that early-onset
breast cancer patients might have could be used as destination sites during clinical detection of BRCA1 gene
mutations. It’ s easy to seek out the samples with substitution, deletion or insertion mutations by the use of
DHPLC-Sequencing. The method of DHPLC-Sequencing is an efficient, sensitive and rapid method for the
clinical molecular diagnosis for gene mutation.
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