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Fast Detection of SNPs of Human mtDNA

Using Primer Extension ( PEX)

MALDI -TOF MS

XU Chuan chaol, CAI Gui qingl, WU Xin yao', DENG Hui minz,
ZHAO Fangl, TONG Da yuel , LIJianjinl
(1. Department of Forensic Science, Zhongshan Medical College, Sun Yat sen University , Guangzhou 510080, China;
2. Instrumental Analysis & Research Center, Sun Yat sen University, Guangzhou 510275; China)

Abstract: To set up the “ primer extension MALDI TOF MS” method for fast detection of SNPs and investigate the
frequency of the SNPs site nt 16 093 of human mtDNA (L strand) , a 443 bp fragment of human miDNA HV I region
was amplified and purified as the template of the following primer extension reaction (PEX) . For PEX, a primer was

synthesized that it s 3" end annealing just upstream of the nt 16 093 SNPs site. The primer will extend one or two
nucleotide ('s) depending on the genotype of the nt 16 (93 site during the PEX. The poducts were analyzed by MALDI -
TOF MS. Among the Han population in Guangdong, the nt 16 093 sites of human miDNA HV [ region have two
genolype: T C. The frequency of type T was 89. 6% and that of type C was 10.4%. Furthemore, three individuals
were detected with heteroplasmy. Therefore, PEX MALDITOF MS is worthy of application in fast detection of genomic

SNPs.

Key words: matrix assist laser desorption/ionization‘time of flight mass spectrometry (MALDITOF MS); SNPs;

mtDNA ; PEX; heteroplasmy



