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[Abstract] Objective To assess the application value of quantitative fluorescence polymerase chain
reaction( QF-PCR) for rapid prenatal diagnosis of common chromosome (21, 18, 13, X/Y) aneuploidies;
Understand the positive diagnosis rate of chromosome aneuploidy in different prenatal diagnostic indications
and provide reference for genetic counseling. Methods 4262 specimens of prenatal diagnosis in our
hospital from January to May 2018 were selected and tested by QF-PCR and karyotype analysis. The
coincidence rates, sensitivity and specificity of QF-PCR, and the positive rate of aneuploidy in different
prenatal diagnostic indications were statistically analyzed. Results Compared with the gold standard
karyotype analysis, QF-PCR rapidly diagnosed 305 cases of common aneuploidy (21, 18, 13, X/Y), 4

cases of low-grade aneuploid chimera were missed. and another 21-trisomy chimera was positive for QF-
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PCR, while the karyotype analysis was negative, the coincidence rate was 98. 8% , and the sensitivity and
specificity were 85. 9% and 99. 9%. Excluding positive samples from the common 5 chromosome
aneuploidy detection range, the sensitivity and specificity were 98. 7% and 99. 9%. Different prenatal
diagnostic indications have different positive rates of chromosome aneuploidy, Non-invasive Prenatal
Testing (77.6%); Nuchal translucency thickening (10. 7%); Fetal ultrasound abnormalities (9. 0%) ;
Down's screening high risk (8. 2%); advanced age (4. 4%); high-risk pregnancy (3. 9%); poor
pregnancy history (1. 0%). Conclusion QF-PCR can rapidly diagnose the aneuploidy of common
chromosomes (21, 18, 21, X/Y) with high sensitivity and specificity, but it is easy to miss the diagnosis

of chimera. When the two results are not met, the karyotype analysis diagnosis cannot be completely relied

on. The positive rate of different clinical diagnosis has certain guiding value for prenatal genetic
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counseling.
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