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SNP 51975
¢.1311C>T Al: AACGTGAAGCTCCCTGACGCCAAC
A2: AACGTGAAGCTCCCTGACGCCGAT
Pc: GAGCGCCTCATCCTGGAYGT
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A2: CCCGCGGGTCCACCACAGA
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cC 353(84.7) 223(75.6)

CT 41(9.8) 43(14.6) 0.031 0.602(0.380 ~0.954) 0.744 1.085(0.665 ~1.770)

TT 23(5.5) 29(9.8) 0.018 0.501(0.283 ~0.888) 0.001 0.373(0.204 ~0.683)
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Association between c¢. 1311C > T and c. 1004C > A and the risk

of G6PD deficiency in Guangxi population
Shi Feng'?,Teng Yuanji'”, He Liqiao®,Li Lan®, Li Guangjing', Qiu Wenli’, Wang Chunfang' , Wang Junli'
(' Reproductive Medicine Center, Affiliated Hospital of Youjiang Medical University for Nationalities ,
Baise 533000 ;> Graduate School, Youjiang Medical University for Nationalities, Baise 533000)

Abstract Objective To investigate the association between c. 1311C > T and c. 1004C > A of glucose-6-phos-
phate dehydrogenase (G6PD) gene single nucleotide polymorphism ( SNP) with the risk of G6PD deficiency in
Guangxi population. Methods 417 patients with GOPD deficiency were randomly selected as case group, and 295
healthy patients were selected as control group. The c. 1311C > T and c. 1004C > A were genotyped using the
SNPscanTM multiple SNP method, and the haplotype frequency of two sites were analyzed by SHEsis. Results In
the case and control group, there were statistically significant differences in the distribution frequency of genotype
TT, CC +CT and allele T at ¢. 1311C > T locus [ TT vs CC: (P =0.001, OR =0.373, 95% CI =0. 204 - 0. 683 ) ;
TT vs CC +CT. (P =0.001, OR=0.371, 95% CI =0.203 -0.678) ; Tws C:(P =0.002, OR =0.601, 95% CI
=0.435 -0. 829) ] ;however, there was no significant difference in genotype and allele distribution frequency at
c.1004C > A locus (P >0.05). The results of the rate method showed that compared with genotype CC,the geno-
type CT at c. 1311C > T increased the expression level of GOPD enzyme, while the genotype TT decreased the ex-
pression level of GOPD enzyme (P <0.05) , the haplotype analysis showed that C-C and T-C were associated with
G6PD risk (P <0.05). Conclusion 1In Guangxi population, c. 1311C >T locus genotypes TT, CC + CT and al-
lele T were related to the decreased risk of G6PD deficiency.
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