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Correlation of copy number variation of Variation_91720 in PIK3CA gene with
susceptibility of esophageal squamous cell carcinoma: a report of 149 patients from

Southwest China

Liu Xi', Wu Yuanyuan®, Zhang Kun®, Tao Huansheng’, Guan Xingying’, Yang Kang' (' Department of Cardiothoracic
Surgery, Southwest Hospital; *Department of Medical Genetics, College of Basic Medical Sciences, Third Military Medical University,
Chongqing, 400038, China)

[ Abstract | Objective To investigate the correlation of the copy number variation (CNV) of Variation
_91720 in PIK3CA gene with the susceptibility of esophageal squamous cell carcinoma ( ESCC) in Han
population at the Southwest region of China. Methods From the Southwest region, 149 ESCC patients and
205 healthy controls were selected as the research subjects. The copy number of Variation_91720 in peripheral
blood was detected by TagMan real-time fluorescence quantitative polymerase chain reaction (qRT-PCR) , while
the mRNA expression of PIK3CA gene in tumor tissue and adjacent tissue was detected by SYBR Green-based
qRT-PCR. Results The copy number distribution of Variation_91720 in the ESCC patients was significantly
different from that in the healthy controls (P <0.001). The copy number loss of Variation_91720 was found to
be a risk factor of ESCC (P <0.001, OR=5.617,95% CI=2.750 —11.470) , whereas the copy number gain
of Variation_91720 was a protective factor (P =0.028, OR =0.419, 95% CI=0.193 -0.911). In 34 ESCC
patients, the PIK3CA mRNA expression was statistically higher in the tumor tissue than in the adjacent tissue
(P =0.038), but there was no significant statistical difference between the PIK3CA mRNA expression and the
Variation_91720 CNV (P =0.066). Conclusion The copy number loss of Variation_91720 in PIK3CA gene

may increase the susceptibility to ESCC, whereas the copy number gain of Variation_91720 may decrease the
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susceptibility. Variation_91720 may be a biomarker for high-risk population screening and early diagnosis of ESCC.
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HRAE 38 2 o E A 7 DU R 128 X ESCC AR
— B R X AN A LR T 4 2 CNV BT, & B
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ik, 0t CpG B IR Je4b 5 PIK3CA JLH 7F B84l
AU R IA M G, PE L B A4 D, Variation_91720
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PIK3CA JE[R A 51734 32 1) FL A PR 22 0 I8 42 1717 %) 2 18
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