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Clinical application of noninvasive prenatal testing for Mendelian disorders
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Currently, the application of NIPT to Mendelian disorders has hardly
progressed. It is a assumed that the main cause is that it is not possible to distinguish between
maternal and fetal genomic DNA with high accuracy. In this study, we aim to develop a method for
distinguishing genomic DNA derived from mothers and fetuses with high accuracy, and to establish a
noninvasive prenatal diagnostic method that can be clinically applied to couples who carry severe
Mendel hereditary diseases. We have established a new method for confirming the presence of
fetal-derived DNA in maternal cfDNA by using the method of performing SNP analysis with a
next-generation sequencer after performing multiplex PCR on multiple SNP regions. The establishment
of this system is expected to be clinically applied to couples who are carriers of serious Mendelian

disorders in the future.
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BEOIEMRDZENIHEL B2 O TE Tz, LA L, ITFEOBEFMATHEIN AL L, 2008
FIZRMAR Y —7 2o =2 AW R ERRERERBRE SN D &, 2010 FIZIFKET
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=AB:AB & REBL: IR VE=AB: AA & 72 DMAFDBIME 2 IR ET 2, & D% JRREIEFZE R DOMAFOEIG 23
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@) AR E O L7201, RARMCDNAIZIE VLB RDNAR B £ TV D F AT 5729,
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AT HEBHTDHZ L TRITHRINAOH WAHRT DV AT LEBRL, Mt EREIT -7,
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