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ABSTRACT. Polycystic ovary syndrome is one of the most frequently 
encountered endocrine malfunctions. Methylenetetrahydrofolate 
reductase (MTHFR) plays a vital role in folate metabolism, DNA 
methylation, and RNA synthesis. We carried out a study to investigate 
the association between MTHFR C677T and A1298C genetic variations 
and the risk of polycystic ovary syndrome in a Chinese population. We 
recruited 244 patients and 257 control subjects from an Inner Mongolian 
Medical University to this hospital-based, case-control study. The 
genotyping of the MTHFR C677T and A1298C polymorphisms was 
carried out using polymerase chain reaction coupled with restriction 
fragment length polymorphism. Using multiple logistic regression 
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analysis, we found that the TT genotype and the T allele of MTHFR 
C677T carriers showed increased risk of polycystic ovary syndrome 
compared with the wild-type genotype or allele carriers. The adjusted 
ORs for the TT genotype and the T allele of MTHFR C677T were 1.84 
(1.05-3.26) and 1.38 (1.06-1.81), respectively. Subjects carrying the 
CC genotype (OR = 3.98, 95%CI = 1.60-11.23) and the C allele (OR 
= 1.46, 95%CI = 1.07-2.00) of MTHFR A1298C had an elevated risk 
of polycystic ovary syndrome compared with the AA genotype and 
A allele carriers. In conclusion, our study suggests that the MTHFR 
C677T and A1298C polymorphisms may have contributed to the risk 
of polycystic ovary syndrome in the Chinese women investigated. 
Further research involving a greater number of individuals is warranted 
to confirm our results.
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