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[Abstract]Prenatal diagnosis is an important means to prevent and control birth defects. With the development
of molecular genetics, rapid prenatal diagnostic techniques, techniques such as Fluorescence in situ hybridization
hybridization (FISH) , comparative genomic hybridization (CGH) , quantitative polymerase chain reaction PCR (QF-—
PCR) , multiplex ligation probe amplification (MLPA) , chromosome microarray analysis (CMA) and digital PCR are
becoming mature, it has become a common method for prenatal diagnosis, especially for aneuploidy detection. However,
rapid prenatal diagnosis has some limitations and can not completely replace traditional karyotype analysis. In addition,
high—throughput sequencing techniques, such as copy number variation sequencing (CNV—SEQ) , whole genome cell—
free DNA (cfDNA) and whole exome sequencing (Wes) , have been developed, the low overall cost, high accuracy and
the ability to detect additional or new mutations present challenges for rapid prenatal diagnosis, but high—throughput
sequencing techniques to detect unknown mutations and genetic counseling are not yet mature, may cause anxiety and
depression in pregnant women. Therefore, at present, rapid prenatal diagnosis technology is still an important means of
detection.
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