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*ACOG practice bulletin no. 77, Obstet Gynecol 2007;109:217-27.
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Indications

T21/18/13 Group (ratio) 21/18/13/X/Y Group (ratio)

Positive screening for trisomy 21 75(78. 13%) 92 (95. 83%)
> 8134 > 95.9%

Positive screening for trisomy 18 25(92. 59%) 26(96. 30%)

advanced maternal age (AMA,>35) 37(66. 07%) 53 (94. 64%)

Abnormal history of pregnancies 5(50. 00%) 9(90. 00%)

Abnormal family history 0 0

Fetal ultrasound abnormality 13 (54. 17%) 23 (95. 83%)

Others 1 (100%) 1 (100%)
BREREENORBAZTEREGIP, T21/18/138972.56%, T21/18/13/X/Y4H594.88%
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STFNTHEMIEE (=35mm) BZ1E

. ) Table 1 Distribution of chromosomal abnormalities according
Fetas with 1 =3 3mm to NT within the study population (n = 362)
! NT in mm Number of cases ~ Number of cases with
Repid Ancuploidy Detection n=362 in the cohort (%)  chromosome aberrations
(MLPA or QF-PCR) (% within the category)
/\ 35-44 179 (49 %) 35 (19 %)
Trisomy 21 Trisomy 18 X/7Y aneuploidy 45-54 (‘] 9 %) 32 (47 %)
n=63 n=28 n=25
Trisomy 13 Triploidy Normal 55-64 42 (11.6 %) 30 (71 %)
n=9 n=3 n=234
/ 6.5-74 4 (6.6 %) 14 (58.3 %)
Karyotyping n=72 SNP array n=259 7.5-84 (3 9 %) 6 (43 %)
/,/7\ 285 0 (2.8 %) 6 (60 %)
Pathogenic || ll:ath?ggr?ic ) Susccpt\i})_ilit.v unknown (hygroma colli, 25 (7 %) 14 (56 %)
“aberration || abematiop CNVs where NT measurement
n=>5 n=1 n=3 was not specified)
Fig. 1 Diagnostic flow and the cytogenetic findings ) Total 362 137 (38 %)

Srebniak et al. Molecular Cytogenetics (2016) 9:69



NTIEERZEFEENIPTIREN

REEFERE w5l & T ENIPTHM A48 € 2Y

THRNIPTRA
WiZE

B R IE B
T21 63 (17%
(17%) EHNIPT, BB 3FCPME RmIZHI T B8 27% (37/137)
T18 28 (7.7%)
T13 9 (2.5%
M 2

it NTIEE 813 3.5mmAYIR Bl N 1Z EE I 7= B2 T+ microarray g M

e mAENIPTFE M

X/XY#z & B 2 (0.5%

=K 3 (0.8%) EEEESHBSNPAOTRINIPT A . 8% (11/137)
FEMNLEERRERE 6 (1.6%) TEY BEHMEEEEMANIPTA L 5% (7/137)
rEERBHRK/ER 3 (0.8%) SR R/ EE NPT ZE

Bit 137 (38%)

Srebniak et al. Molecular Cytogenetics (2016) 9:69
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MO NIPTESELERRERZ N ?

Diagnostic yield
Yield NIPT

Ultrasonographic examination
Yield QF-PCR and

microarray analysis *

Indication for genetic testing

= A

FNEEREAHMNKE S EZIE

BRI ka LB F R iEtn T

NIPTAESRILEF e ERRNFENEA, FERIZHTHEIE

ENEBEWFEK/BFrERl, TESIFACMAKE

= 8 1~ %% 10.0% (4/40) 12.5% (5/40)
HE 0.0% (0/10) 20.0% (2/10) *
&1T 10.4% (26/251) 12.7% (32/251)

Lean Beulen etc. doi: 10.1002/uog.17228
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BpPEIE

PRENATAL Gestational a?e and maternal weight effects on fetal cell-free DNA
DIAGNOSIS i maternal plasma

Pregnancies with 4% fetal

Maternal weight bin (kg) cell-free DNA (%)

<50 809 098

=50<60 4825 Q9.6

560<70 6224 99.2 >4%Bg ) LiRE LI EH S
=7o-<sc s s A | BEENIPTIR LRI,
=80<90 2574 Q8.2

=90< 100 1608 6.3

=100<110 Q21 Q3.9

=110« 120 508 89.8

=>120< 130 298 879

=130< 140 172 814

=140 132 712

Eric Wang et al. Prenat Diagn, 2013



BHMAEIEE (EREE)

]
Pregnancies with 24% cffDNA
(%)
Maternal n
weight(kg) ( EPEE )
EPERE XERESHE

<50kg 9873 974 99.8
50_59g 36966 95.3 99.6
60_69kg 30541 91.9 99.2
70_79kg 11324 87.1 98.8
80_89g 2923 81.9 98.2
90_99kg 787 78.1 96.3

>100kg 211 76.8 <939

120.0%

100.0%

80.0%

60.0%

40.0%

20.0%

0.0%

Pregnancies with

>4% fetal cfDNA (%)

\

<50

50.59 6069 70_79 8089 9099

>100
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Performance of screening for aneuploidies by cell-free DNA analysis

maternal blood in twin pregnancies
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Log,, fetal fraction

Independent variable+ Univariate ¢ Multivariate «
Coefficient (95% CI)« Pe Coefficient (95% Cl)¢ Pe

[ Tntercepte @ I 1.182 (1.084 to 1.280)¢ | <0.0001+4|
Age in yearse —0.004 (—0.008to —7.7E-®)¢| 0.046¢ @ @
Body mass index in kg/mZ | —0.010 (-0.014 to —0.006)< | <0.0001¢[ —-0.011 (=0.015 to —0.007)<| < 0.00014.
Racial origine @ @ @ @
Caucasian ¢ (Reference)« @ o @
Africane —0.035 (-0.115 to 0.046)< 0.396+ @ @
South Asiane —0.040 (-0.115to 0.035)« 0.299¢ @ @
East Asian+ -0.054 (-0.147 to 0.039)~ 0.257¢ e @
Mixede 0.017 (-0.161 to 0.195)¢ 0.852¢ @ @
Smoking< -0.012 (-0.242 to 0.218)¢ 0.918¢ @ e
In-vitro fertilization< —0.081(-0.118 t0 —0.043)« | < 0.0001¢| —-0.065 (~0.100 to -0.029)| < 0.0001
Origin of oocytes @ @ o @
Selfe (Reference)« é ] @
Donore 0.032 (-0.050 to 0.114)¢ 0.444¢ @ @
Fetal CRL in mm« 0.001 (-0.0002 to 0.002)~ 0.102¢ @ e
Delta nuchal translucency< | -0.011 (-0.035 to -0.014)¢ 0.388¢ @ @
Chorionicity< @ @ o @
Dichorionice (Reference)« é @ @

| Monochoronic d 0.139(00861t00.191)¢ | <0.0007¢ 0.118 (0.068to 0.167)¢ | < 0.00014.
Log1o PAPP-A MoM« 0.137 (0.054 10 0.912)~ 0.001¢ 0.133 (0.055 t0 0.212)¢ 0.007¢ |
Log1o free B-hCG MoM« 0.119 (0.048 to 0.190)¢ 0.001¢ 0.106 (0.039 to 0.173)¢ 0.002¢ |

L. SARNO et al. Ultrasound Obstet Gynecol, 2016
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E. Bevilacqua et al. Ultrasound Obstet Gynecol, 2015
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Detection of triploid, molar, and vanishing
twin pregnancies by a single-nucleotide
polymorphism—based noninvasive
prenatal test

Graphical representation of time elapsed between estimated fetal demise

and detection by NIPT for 5 confirmed vanishing twin cases
NIPT

Fetal Demise

Fetal Demise I NPT

Fetal Demise G NPT

Fetal Demise CE——————— N|PT

Fetal Demise oo NIPT

Case details for confirmed vanishing twin cases

GA at GA at Time from demise
Case demise, wk NIPT, wk to NIPT, wk Fetal fraction
1 8.0 10.3 23 11.7%
2 7.1 104 33 4.6%
3 8.6 12.6 4.0 12.8%
4 8.0 14.7 6.7 11.8%
5 7.0 15.0 8.0 8.1%

r T T T T T

4 6 8 10 12 14

Gestational Age (weeks)

16

18

Wia—IRIREERIK8ARR . NIPTIRATIENZIEEIRILES.

Curnow KJ et al. Am J Obstet Gynecol, 2015
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