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Study on the elucidation of the discordant result of NIPT and its clinical
significance by MPS method
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We analyzed the discordant results in NIPT(not reportable, false positive,
false negative) by MPS methods, using cell-free DNA. Maternal obesity, twin pregnancy, maternal
tumor, and heparin use were shown as factors for not reportable result.The effects of chromosomal
microdeletion of fetus, maternal CNV, CPM, obesity, and maternal tumors were shown to differ
depending on the type of genomic alteration. Furthermore, the involvement of vanishing Twin and CPM
was confirmed as a factor of false positive, and it was found that CPM influences the background of
false negative. These results indicate that various maternal and fetal pathologies are involved in
the NIPT results, suggesting the need to explain the possibility of discordant results in advance by

genetic counseling.
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Table 1. Retest data for second NIPT blood sampling (n=94)

(Tablel)

(Suzumori

et

Number
Nonreportable reasons undergoing  [Retest results Su:zf:z{?“:ne) o
Retest
Insufficient cfDNA 22
Insufficient cfDNA 2 Negative: n=2 100
. Negative: n=14 (BMI>25: n=3, Twin pregnancies: n=5, Heparin: n=1, Maternal neoplasia: n=1)
tow fetal fraction 0 Failures: n=6 (BMI>25: n=2, BMI>25+twin pregnancy: n=1, Maternal neoplasia: n=1) 700
Altered genomic profile 10
Genome wide change 4 Negauve: n=1 (Maternal neopla.5|a: n=1) 25.0
Failures: n=3 (Maternal neoplasia: n=3)
. Negative: n=2 (Others: n=1)
Specific genome change 6t Failures n=4 (Maternal neoplasia: n=1 1, Others: n=4) 333
Borderline Z score 51
Borderline 13 score 6t gative: n=18 (Heparin: n=3, Vanishing twin: n=1, Others: n=1)
Borderline 718 score 25 21 Positive: n=4 (Vanishing twin: n=1, Others: n=1)
Borderline Z21 score 18 18 Positive: n=6 (Vanishing twin: n=1, Others: n=2) 60.8
13 Positive: n=2 (Others: n=1)
Borderline 713.18.21 score 2 Failures: n=20 t (Heparin: n=6, Vanishing twin: n=1, Maternal neoplasia: n=2 t, Others: n=7)
. Negative: n=11
U Lt .
neertain 12 Failures: n=1 (Others) oL7
Total 94

Note: + Duplication (one case has two nonreportable reasons)
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