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Dear Editor, Dr. Kim and Dr. Ryu,

Thank you for reading our original research article on the

implementation of non-invasive prenatal testing (NIPT) in

a high-risk collective [1]. Our study clearly demonstrated

that the clinical implementation of NIPT is highly depen-

dent on the presence or absence of ultrasound findings and

does not necessarily reduce the number of invasive pro-

cedures in every setting. Most women who opted for NIPT

did not have a high risk after first-trimester screening, but

were mainly of advanced maternal age and the number of

invasive procedures was not reduced in our study most

likely since our unit has a high prevalence of patients

presenting with fetal malformations.

The letter by Ryu et al. [2], however, does not discuss

the findings of our study but gives general comments on the

technology of NIPT. The authors mainly discuss the need

for an invasive procedure to confirm the diagnosis of a

positive NIPT result and give recommendations for indi-

cations for NIPT. We agree with most of the statements for

the indications for NIPT which roughly are in accordance

with the recommendations given by the International

Society of Ultrasound in Obstetrics and Gynecology

(ISUOG) and the American Society of Obstetrics and

Gynecology (ACOG) [3, 4]. We might want to discuss two

points, which we do not agree with. The authors suggest

maternal serum-AFP in the second trimester, most likely

for detection of neural tube defects. Maternal serum-AFP

has a much lower detection rate for anencephaly and open

spina bifida than ultrasound and today open spina bifida

can reliably be detected in almost 95 % of the cases [5].

Therefore, we would recommend maternal serum-AFP

only when prenatal ultrasound is not available. Secondly,

the authors state that NIPT cannot be used to confirm a

diagnosis due to its high positive predictive value (PPV).

The contrary, however, is the case. The PPV for NIPT for

the detection of trisomy 21 varies widely depending on the

disease prevalence in the investigated collective. While the

PPV was high in the initial studies stemming from high-

risk populations, the PPV for the detection of trisomy 21

has been reported between 45 and 81 % in low-risk pop-

ulations [6, 7]. Due to the severe consequences that can be

drawn from a positive NIPT result and due to the low

PPV in certain populations, NIPT is an advanced screening

test but requires confirmation by invasive testing.
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