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Relationship between RTEL1 gene polymorphism and susceptibility to COPD WANG Changliang, JIN Guangjun.
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[Abstract] Objective To study association between the single nucleotide polymorphisms (SNPs) of the telomere
lengthening helicase 1 (RTELI) gene 154809324 and 156010620 locus and susceptibility to chronic obstructive pulmonary
disease. Methods A total of 315 patients with COPD were selected as the study group. During the same period , 240 healthy
patients were recruited as control group. Sanger sequencing was used to detect the genotypes of RTEL1 gene rs4809324 and
rs6010620 locus in all subjects, and their correlation between the susceptibility and severity of COPD was analyzed. Results
The gene frequency of rs4809324 locus homozygous CC in the study group was significantly higher than the control group , the
difference was statistically significant (x’=7.12, P<<0.05)as well as the gene trequency of the rs4809324 locus mutant allele
C (adjusted OR=1.19,95%CI 1.06 ~ 1.32). There was no significant difference in the frequencies of genotypes and alleles at
1$6010620 locus between the study group and the control group (x’=2.67, 0.86, P>0.05). The COPD condition of the
RTELI gene 1rs4809324 locus mutant allele C carrier was more serious than that of the wild —types (x’=9.29, P<0.05) ,
(adjusted OR=1.23,95% CI 1.07 ~ 1.39). There was no correlation between the severity and rs6010620 SNP (x’=2.67,0.08,
P>0.05). Conclusion The single nucleotide polymorphism at position 154809324 of RTEL1 gene is associated with
susceptibility to COPD. Mutant C allele carriers have a higher risk of COPD and are more likely to develop severe COPD.
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