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Clinical application on rapid diagnosis of common chromosome aneuploidy in fetus by QF-PCR"
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Abstract:Objective To investigate the clinical value of quantitative fluorescence-polymerase chain reac-
tion(QF-PCR) in the diagnosis of 3 398 cases of common chromosome aneuploidy in fetuses. Methods The
QF-PCR technique was applied to detect the chromosomes 13,18,21,X and Y in prenatal diagnosis speci-
mens,and the results were compared with the traditional G-banding karyotype analysis results. Results In
3 398 samples, QF-PCR detected 152 cases of non-chimeric chromosome abnormalities, including 93 cases of
trisomy 21,30 cases of trisomy 18,6 cases of trisomy 13,6 cases of X monomer,1 case of XXX, 11 cases of
XXY.,5 cases of XYY, 1 case of XXX combined with trisomy 18. The above detection results are consistent
with the karyotype analysis results. There were 7 cases of abnormal number of chimeric chromosomes,3 cases
were detected by QF-PCR,1 case of 18-trisomy chimera,1 case of 21-trisomy chimera,1 case of XXX and XX
chimera,and 4 cases of chimera QF-PCR could not be detected. In addition, 2 cases of QF-PCR results were in-
consistent with karyotype analysis results. The results of QF-PCR in one case were XYY and chromosome
karyotype were 46,X,? der(Y),another QF-PCR result was XY ,and the karyotype result was 45, X. Conclu-
sion QF-PCR technology can rapidly and accurately diagnose 13,18,21,X and Y non-chimeric chromosome
aneuploidy abnormalities, which can relieve the anxiety of pregnant women caused by long time of karyotype
analysis results. Prenatal genetic diagnosis of thalassemia can simultaneously carry out rapid detection of 13,
18,21,X and Y chromosome aneuploidy, which can effectively avoid missed diagnosis of fetus with chromo-

some abnormalities.
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