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5 : m— UfasniInsreRnnTes
1 |"uﬂ\{n“ﬂu|‘|{iua'1n'|$"‘|ﬁ dna n'|m‘n“nnmcn'ﬁnnqummmﬂﬂ
2, TanuAuiaUnRaIn US l l
waufunrniin thnassd
¥ v ¥
2" Trimester biochemical screening test
1* Trimester combined test (Cuadnipla test = US) Primary NIFT + US
uadrupie test £
(11 - 13*¢ duniv) (10 - 20*° FUnl)
(14*0 - 18* Faml)
| | |
' ¥ v v v
ﬂ'l"u.l!alldn"'l n'.nmﬂudgq Aruiduam n'ﬂmﬁmga Mo call
| | —
WaEnwuazdinasd TiASneuazinassd
¥
Secondary NIPT + US
|
' v ¥
arudsdn  aonudleegs Mo call
v I
Invasive PND
InsTulmning IasTulsumsnnguainisami Ufiasnaingas
WdBnwuazdhnassi TidEnwuasinsguaniurumanzdy Tidinw asasRneuuazdnassd

US; Ultrasound, PND; prenatal diagnosis, NIPT; Non-invasive prenatal testing

3.1 TiAUsnwuusimeiugatansnaunsa (Pretest Genetic Counseling)
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A. First Trimester Combined Test (11*°-13*% §1/a1%)
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MInluassAluae 18 - 22 dUa v (second-trimester anomaly scan)

B. Second Trimester DS Screening Test (Quadruple Test + US) (14*°-18 &uUa1%)
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C. Primary NIPT & Ultrasound (10*° - 20*°&Un1%)
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NN VOINAUINGN (False Positive) Tun15ms3a NIPT 4in15ms3a NIPT aziinula
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1. Confined Placental Mosaicism (CPM) LAna1n cell-free DNA (cfDNA) 7 Laa1nsn
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positive!!>1®
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3. Maternal Chromosomal Abnormalities 115a18198LASIUlsURAUNG LYW balanced

translocation %38 mosaicism F4likan1®1n15 ke cFDNA NIRSIANUNATRAaRBNANTITATIAE)

4. Maternal Malignancy 1izi5sunawdialunnsaenatass cDNA AnUn@fidnisiasuulas
yoslasuloy viliAanaunas™

5. Technical/ Analytical Error aaufianaianiamaiianisiesufjdinis wu duneu
MITENFIRE1e MIUTTRIaRaVIe NN z-score Tlaiuiiugn@

6. Maternal Organ Transplantation / Clonal Hematopoiesis cfDNA INUNE 98 U 9 VYU

wadladeniinareiugniawadaIn donor organ 8195UNIUNANITNTIAZY
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d99) AN AUYN
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(CPM)

Vanishing Twin CfDNA 21nuelafiEedin nulupssausn

M@ﬂé}éﬂﬂiiﬁﬁiﬂﬂﬂ%ﬁﬂﬂﬂa Balanced translocation / wuUIuNaNg
mosaicism

uziSdundesansss CDNA 21NL9aaLELSS Wutloy

YaRANaIAnIuNAiln NSWSEUNTOIATILIRANAN mmm%uﬁ’ugmmw

o uRng

CfONA 31 9 Tusnanie 970 transplant %38 clonal NUloe

hematopoiesis

auvnvana “No Call” Tunsasaa NIPT

M59573 NIPT 9195815093991 “No Call” Gsvunefs mslianansoasunanisnsaale
laglalaszyimmsninielufinnudaunfvedlasiuley a1wmuas No Call Inainvatedade
FseazBearolull (919l 3)

1. U cfONA laliieane (low fetal fraction) L uaniuaudndl vinl¥iAa No Call
Tnesomulundeisnssdifduiiinaniogs engessstosniomaniinneinuni®2?

2.919a550WosiAuld lnenau 10 dUa19 fDNA 9101950019897 U5 u1autine

yMlllanunsadaseitaaeg1awiueg®
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3. wilmluauaglu (dizygotic twins) nsiken cDNA 9 nmsausaazauinlaen vilidndiu

cfDNA laiilganasaniswenuanisiasien 47

4. JgywmaneilaluiesUiinis anuianainlunisana DNA, library preparation

%39 sequencing o1y ldausaiaszinala

5. NM¥RNIAN (WY UgiSe, clonal hematopoiesis) cfDNA UapgNwadYaIL1TAN

oaUzUunseinsnanewus vilianisnsianatneaounselldanunsaiiasizilet?

5197 3 sgUaAvedNa No Call NIPT

UV

AN

A21UYN

Low fetal fraction

cfDNA 1nmsnuaesiuly

WuUaeign

91gATINeY 914A3A Uaeni 10 dUan wuueglungu early NIPT

wialvauazly cfDNA 2NUAaENITNHENYIN nwuluasssuen

YaRANaIANINALlA WeslfjuRnisldanunsadinsizn mﬂm;ﬂ%uagj TUAMAN
Hala feefidansan

CfDNA nmdlasensssinnund 12159, clonal hematopoiesis NUloe

981415An11N190529ANNT09NWIN15A1IUM8TT NIPT duarewmaia uazdariuuauen

dl ! U L dl
AuANANAY Auansluniseg 4

M19197 4 WILULTBUUSEANSATNYRINITATIIAANTBINGUDINTAIULAREIS

mnIeasUTey AU BUEUSNIIN1TATIANU (detection rate) LagdnTWaUINGN (false positive rate)

Y94I0N139TIVAANTBINGNBINIANILIUFURUUANS 9

combined test (NT

+ PAPP-A + B-
hca)®

UsTANNIINsa ¥29918AT3A Detection Rate | False Positive Rate
(%) (%)
Maternal age YUERIATIH 27% 15 - 20%
only2?
1% trimester 11 - 14 dUmi 82 - 87% 5%
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2" trimester 15 - 20 dUa9i 75 - 80% 5- 8%
screening

(Quad test + US)™

Integrated test 11 - 20 dUavh 90 — 95% 2-5%
(1% + 2" trimester

markers)

Contingent test ¢ 11 - 20 dUmi 88 — 94% 1-5%

NIPT (cfDNA)® 10 §Uamauly >99% <0.5%

aaa 9

o I 2 a Y = o 6 A ax
AzAula 11 NIPT LlOWIS 7 miwmimwwququLazuam’mamﬂmﬂquﬂiumim I5ANNTBDN
Mavue 981915ANINAISIEBNITAIINIMNILENAITNIITUIANSTNEINT AUNS BUVBITLUY

UIN5UALUSUNTRILUILUAAES183IU0Y

unay

nieRansssnnaensldsuduinw uusihmstugmansiiedulenadiasdanssd
130 NGNDINITANIY LT UdINATIALAETUNTTULUINIINIIATIVAANT O Lz A
i dutvergesss Suamsnluassd anundeunisieslfsdnisuaznisiiyaains
msmsunmdniinnuinealidusnviuugih flimuinwnuziiaislinimg seudoasds

2
dnaueninden lngdeanrsnnisdndulavesdSuusnisuasaausa wnldaiunsaliuinisle
fosandsieludianvuiifanumden slausinsnafansemisnngueinisanisieds
NIPT 2g8n31n13053aWU (detection rate) g911nkazddnsInauINals (false positive rate)
fif uafald9reAeutrgauazdalamnuvainvaigluismsnsialmden Srururesufifng
PRDAIUNIIAMUANNIATEIUTES TSRS aUszne shlsdesfiansandsanudueiluuium

assewmalnelunsainagld NIPT Wun1sesafnnsasisiieIvnuseina
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