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(# E] B :RIET DNA B Bok BerEmik alifb ik Of B bR & 4605 ) & S5 IR LR B8 DNA 25 6 il i I 7 B AR 78 T 81
A A AR A . F53E  EEH 2019 4F 8 1 —2021 4F 8 J £ it R LR 2% 55— Bt B2 B A 716 LI E Rl 2 A8 A S A ™ iy e
A A AIE 20 868 FIHEA T MIEMES AT, HLAi 1L 58 DNA $RE S0 L (RS alifbk ) F v Bod B2 1A e iR LI 25 DNA $2HRalifb
SR TG RO A ) AR 2 R I i L (iR S T A MmOy T i 25 5 . R BR A 5 914 Bl 2 IR AL S Al Ak vk
B R T e AG I, L 33 4810 (0.56% ) 22 SR i L7 S DN A 6 i AR T S L 2 4G 5 177 14 954 B2 10k A A Bhise 0
SR VLA A TR DU P A AN, 2 8] (0.01% ) F0 A2 by BE JLIIE 5 DNA V& BE o I Te 41l 1l 524G , W 4 A7 7 i 35 M 25 57 (0.56% ws.
0.01%,P <0.001), SEGE41kk(23/5914,0.39% )AL, A Bevk £ 5 42 k25 A i PP 4G B AR e i 2 3 R (21 =
R+18 =4R+13 =1K) (47/14 954,0.31%) LM .22 5 (P > 0.05) , Hp i JL 21 = 4K (54.55% vs. 66.67% ) .18 =1 (83.33% uvs.
60.00% ) Fll 13 =44(50.00% vs. 25.00% ) BH M FUME A TC 0 E P22 5 (P > 0.05) o & AM RI2 M Ko™ 5 Vi B 4%, R4 4lifh
AR R B B AR A LR BT WAL G R 8 i R 0 B 22 7 (0.02% vs. 0.01%, P > 0.05) . &g 3T
DNA J Bra BEMERESR 2000 5 F6 05, T LA R AR BEOR SN it 2 b ig L 23 DNA 9 5 32, 0820 B IG JLIIE 5 DNA VR B (IR SR &2

AL AR DR, TR AN ) AR S € A 14 B P 00 £
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FARY A2, T e il P R A A, LA
HCA LAl 1 T L Y €0 1A R A 1A T B 7 T O A
(non-invasive prenatal testing, NIPT) H-U& 75 I PR &
PEFEAE . NIPT 38 A5 00 42 40 A1 J) i 5 v i 3
2 DNA (cell free DNA, of DNA ) ¥ &, 17 P45 i L
21,1813 ‘S AL (R BAS IR S i XURS o
SMIFFEFREA  NIPT 91 AR, KRk 1 AL 7
SR O AR B R BN AR AL RIS, S
KB, AEGE YRS RIS, 732 iR JLiF 25 DNA (cell
free fetal DNA, cffDNA) A5 2241 1 3% & of DNA 1 3.4%
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162%™, 1My H e B2 A2 A 5 BUIG IS WO , NIPT
KA T rh 22 1] | of DN A BV BE /K SE3AI , BRIt
WM AEREAS T 25 5 A P s 4 o DNA I — 20
NIPT ARSI, SR s PR 2 R A Tl R

DNA F B 3k 8 7 i Bk 4t Ak vk (R AR - i Bk
Bm ARV ) B4R offDNA , 2 58 T 22 10 1 3% h A [
A DNA R B9 4y T R#AE , 103 DNA 4y F 32 %
JERLM fDNA . A W7, 210 1 JK H ofDNA
B Bl 2946 105~798 bp, Hor /i BE>201 bp Y%
17 57% 7547 5 M offDNA K Vi [l 29 7F 107~313 bp,
Hiip > 193 bp 19 7 FLAX ) 20% . T 220 1 3%
BV DNA H offDNA R B 1R 85, ZEREA il 25 25
T ep VR AN [R) PR 35 A A LR B 1 T L 5 R AN A
B, T e R R BN [ B8 AR B, DA T 3k )
B AE off DNA [ H (147

ATIFFE XS NIPT R AEAR F T W DNA 4lift
T A5 DNA $2 Al fbk (R A e alifhis) 5
Bk PR SR, BRI AR O 1R I S G = AR R
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B I G H R R B 35 175 0 20 AT EL 34 #r L i
FEARAE NIPT 411 AR R H2 B i

1 XW&HMAE

1.1 %

8] J5 P 3 B 2019 4F 8 A —2021 4F 8 A 1E 7
TR R R AR — B JE B2 Be AT NIPT & U 9 22 1 3t
20 868 ], H:HH1 2019 4F- 8 H—20204F- 4 H 35 91444
K AL 88 a4k 2, 2020 4F 5 H —2021 4F 8 A 4t
14 954 >Rk H 7 Bt 8 S 1k o X H b NIPT A6
o U 2 AT A A= T2 Wi HEBR iR LY (o ik S5
L PRTS WIS S 13~23 8] 5 B 2t 4 1 o3 Ik
255y FEAHERRARAE 22 <12 ), Fia— 7 A B
Pk A BETFR TR, 1FEN
FEAZ 3 SR I A 2 M A e VR T A IR LR
RS AN ST (R R S B S B [ 5P A R
71 TG LR A8 35 DL e AU 2, 2300 5 O 7k i g
Ho AMIR GBS 0L S, T 2 10 it
ARG I IS ) RGN i B R I A N 1 TR A
1.2 F&%

121 HARER LR HH

SFEEZAERKIN S mL T DNA R4, 1600 r/min
250 10 min, WHFJZI02K, 16 000 r/min #5010 min,
PR M -

122 o3 ofDNA IR A LM 3
1221 #%shibix

Fie FEAL T 235 L Ik 28 w300 150 B 5 4 Bl 2
WF IR . AT E AR AT e ] $2 O, 2% Hom
A S B REER VB , 37 CIF T 5 B0 S 28
B S min, BAE I LI TR IMAZE vh TR ST
BE AT SCPER A 5 B R I P 4R BT ofDNA
F BOR U E ET-3 7 3 i INAREE A, Bl i ek 422
SkiEH: It PCR P H0R , 51 AT A R P 9 bR
2517 DNA J B, IERT & B Bo™ Wikt r4lif.
1.2.2.2 DNA J Bk HF sk sk

A BB AR R v LA 2w U B S
HATHAE . BRSPS BRINT SRR, ¥ 1% G4l
A B HCRE A 1 3% Y of DNA , HEF 7 SCPER #1852
DNA, TERF ik R v He e i - r BB Bk =1:1.5 [k
B, AR EEA AN K B ER E BE R B K 7 BE DNA, =
IR, FHE 10 min BE 2R TR 2R , B L0 5 4%
FE & o Bk =31 1 L], 76 B3 oin A o e 2k
DLk BEW /N B B DNA, X /)N B BE ofDNA $E17 &
& EREE B AW N REER 5 I VRS 92

PRI, Uk R e REER , 58 S S S A, SR
Qubit ZEGTH AR H DNA J= Mk
1.2.3  _EAUR R A AT T

K FH NextSeq SO0AR = 3 150 5= A ¥ , 3145
AR EE B AL B AR AT A AR, s B— I p
Reads, [t XT 2] NCBI U5 7 19 hgl9 2 7% FE R 241 )7
G IR Z 1.

S5 : DL ZH X ] 7E-3.0~3.0,F My 13 5 L
ik 18 S YLk 21 S YL AR AR IEH &%
. =3.08(<-3.0 F AT EEFTE,

1.3 “%itsxs%

K H SPSS 20.0 Geit2E A x B4 1404

TFE B HIE LA i U hRifE2E (v £ 5)
Ko, R U KRGS0 53 AT 5 SR HE R A R0, 12 155 1 0
T, PR SRR A 2 1 i) 25 A Geit e E
T O, W98 P 5 AR & (effect size, VL cohen’s d
PR ) K Wi 2 [R] 2 75 B SEATAE 22 55V (cohen” s
d < 0.4 $E/R FGRUNL , 2B AAFAE 25 57 5 cohen”’ s d
0.4~0.8 S THAE RN, I FLIX [A] 5 cohen” s d >0.8 S5
RN, HH BIFAAE 22 ) o

AFFE IER 3 i i 2 A8 i DA A R (PO 537
B [M(Pss, Prs) J30R 43278 5 LIBUE A 43 LR
7R R R 7 K 56 5 Fisher A5 5 K6 36 3547 4 6] e
o B NIPT 255 516 ) LY (iR o3 A 45 2R S AT YR %5
Jei Bt U 485 SR R AT EE X, TF A BH A 00 (positive
predict value, PPV) , PPV=ELBH 455 51 %5/ ( E BH 495
B+ BHPESR 1) , LA PPV 24, NIPT % LY Ak
AR

2 &% R

2.1 Fda A RKFHE L

3120 868 il 2 AW AW 5T, Hoh L G alifh
R 2P AR 9 (30.4044.42) %, Fr B vk #F & B2 1k
ZHZE AR IR S (30.11+4.20) % (P < 0.001, cohen’ s
d=0.07) , PR Z2 {404 0 i 3 25 5% o 1R B alifb ik
ZH AP I AT NIPT Rzl (%) 22 J6 4 (16.59+2.28) Ji
M Bk $f 5 kAL 22 8 o (16.30+1.91) J
(P <0.001, cohen’s d=0.14) , W5 £H [A] 22 JH G i %
F(FE1D,
22 AP T ik off DNA M 5 38 7 2 4k

55 i Al 3 4 p 3 33 491 (0.56% , 33/5 914)
PRI BRI effDNA 9 J32 528 A1 17 5 P il af A0 i
Bk B e E kAl HA 2 6 [ effDNA 3 A%
(0.01% ,2/14 954 ) s -F- YA HAS D), 79 4[] 7 7E 12
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F1 ZAELER.GKER RN MIET DNA U F RIZ R iR ELLE
bR g gtk (n=5914) Bk P w41 (n=14 954) PAE cohen’s d
i RFEATE R} (3 £ 5)
(%) 30.40 + 4.42 30.11 +4.20 <0.001 0.07
BMI(kg/m®) 2273 £3.71 22.60 £ 3.25 0.013 0.04
ZEJE (JA) 16.59 +2.28 16.30 + 1.91 <0.001 0.14
DNA ¥ B K 7 i 4605 (% ,x + )
GC Hh3 40.19 £ 4.25 39.87 +2.71 <0.001 0.11
HE R 3.69 +0.51 557 1.15 <0.001 1.83
Q30 97.05 + 0.49 96.98 + 0.42 <0.001 0.15
DNA Y% (nmol/L, % + s) 341.59 £ 93.92 252.52 = 120.76 <0.001 0.83
ARG [ (%) ]
FHPER 23(0.39) 47(0.31) 0.401 —
BB 1(0.02) 1(0.01) 0.486 —
R I 33(0.56) 2(0.01) <0.001 —
FEH(P<0.001), XoF i A e XS 9 91 %) 7™ i 12 W 45 SR R 4 06 225

X} P J5 4 K e R AT LA, P AL TA] effDNA 1)
GC LT i 3 22 5, 70 il o4 (40.19 £4.25)% Fil
(39.87+2.71)%(P < 0.001, cohen’s d=0.11), P4
Q30 73 51 24 (97.05+0.49) % i1 (96.98 £0.42) % (P <
0.001,cohen’s d=0.15) , HZHIRI L EE (£ 1),

P ZH 3 HUAY offDNA ¥ 2 43 90 h (341.59 +
93.92) nmol/L F1(252.52+120.76) nmol/L(P < 0.001,
cohen’s d=0.83) , Z R A G iTE X,
2.3 AP T ik NIPT 56 & e A b b 4%

3120 868 1|42 4H4T NIPT fi#y , Horb R L 58
Al LA T NIPT R R 5 914 4], G H1 23 f51] 4
kS, BIPEZN 0.39%(23/5 914) , T % J H- Bt
VEPRE SR IAAT NIPT i 2 (1 22 10 01 14 954 461, Kzt
47 G R S BHME R R 0.319%(47/14 954) , A
) 22 S oG i 7 L (P=0.401)

SR HEATREDT , 45 R AR A% GE 2l Ak 2 4 NIPT 43
23 {5 = AR A L, 21,18 i1 13 = A4 BH M i K431 Ry
13.6 F14 4, 2B V512 R 21 =4k (18 =& F1 13
=ARE SR 6.5 A 245, Hor 21 ARV AR A
2L Rt . R B E AR A 21 =4k (18 =
AR 13 = A= XU 735311 A 38 .5 Fl 4461, 8 Bt i 12
H21 =K 18 =ARAN13 = ARE A 24 3 F 4],
Forbr 21 =ARBAPEZE A AT 2 B4R 45 rL s B D . ()
B, BV ZS AR, P& 1 BB BA A, i)
B o R S TS 0 . 3 22 57 (0.02% vs. 0.01%,
P=0.486) .

PP 2 A0 E BR g B S0 40500 - 21 =
14(54.55% vs. 66.7%) .18 =14 (83.33% vs. 60.00% )
113 =1K(50.00% vs. 25.00% ) , ¥J LGt % 2= 7
(P¥#]>0.05,%2),

®2 AMAERNARILABERIEEEERSRE XN RETNIE LR

R 2K g alifbis R BOR B E AR R Pl
HHZ BAPE/NIPT B (n) PPV (%) B2 BPE/NIPT B (n) PPV (%)
21 =k 6/11 54.55 24/36 66.67 0.761
18 =fk 5/6 83.33 3/5 60.00 0.729
13 =fk 2/4 50.00 1/4 25.00 0.621
ETEEY PRBAEIESE, #E3h T NIPT 78 ) LYL (A A A

bt & FERE R & BRI AR &R B A AR E, A
1997 4E7E BE 1M % B offDNA , 3] 2011 4E NIPT i ¢
5L 21 =R A 24 Hm HER RS 2 KR I

3o 5 25 3 TR A8 ARSI PR I R, R 08D 1 1R It

=E TR AR PH A BRI AR RT2 Wi
NIPT 7 A 38 1 46 I 2 43 40 ] ot Hh i LT 25 1Y)

DNA K& B LHERT 21,1813 Sy ARk A5 A
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SRS o BRI PRI R KRR T 1 At ™
R, (B T A5 offDNA Bk 2 BEAA SN E i
WG FR & B /D, NIPT #6100 i 22 & 3 B £ g 2
12~20 J& , P el P REAAR 002K P offDNA ¥R 3 35 R 3]
NIPT A6 00 J57 43 SR i 2 42 R 0 1) 15 L I F A 20 D
AW HRGE , AS [R5 NIPT 470 RS I 2K DB
H 19%~8%"*", H i 4T T W1 NIPT 2 Wik 451 D0 38
SRV ML, TP b 0 AR £ B ) S3RATH (L 24 Sy
50%~60%"" . It LA Ann] = 25w £ B:AAR SN i i
fIDNA L5 KA JEE FEAR NIPT A6 1k 75 rp A 4 B e
R PAPE SR A% 22 IO 5 e Mot 23 T & A
Y5 B L) 7]

X R4 3% R R TR 268 DNA R BERY 23 T H5AE
GRS , 2210 2 AR DNA FE offDNA F B2 K
ZEAA IR i 25 DNA KV B 278 105~798 bp, 1
cffDNA K B 98 Bl 29 7E 107~313 bp, Hirfi< 193 bp 1Y
2915 80% " o XA R B iR iE B DNA #E 171X 43 -4l
b B AR CHDNA Y 22—

WEBREE R B R Al AL 5 1, REBR LA T4
PR 2l Ak 32 22 0 PR, H— Sk T 28 551 i) Wi o 0 1]
W, 5 T AR A0 4l Ak RN 45, L byl i Ak
TFBUBMRE R DI R PR B B %R . hoE R,
FEORREER A TR IEACBM S , ¥ T QOKREER S5
A DNA B C b AR 452 98 B DX R s, o] DA 20 B8 5

5 T PR B P U AR, PR S R B e
B B A% R , MM 23K 53 85 alifk 5 4E off DNA 1Y
H o Sk SR 5 25 22/ Fr B DNA
AT LUK cffDNA ¥R BEHRE o0 145 DA 17

AWFFE M 2020 4 5 H IR, R R SL A0 & i
) EL A DNA F Bt e 5 58 71 10 98 K o0 3k 4 Bk = 4R
cffDNA I F NIPT i . 4% RO A iz H AR B
53 MAL Bl ATE LR Fr B 8 S vk i L
BRI, T 2H 42 B offDNA ¥ BE 43 9] 4 (341.59+
93.92)nmol/L F1(252.52+120.76)nmol/L(P < 0.001) ,
SR, AT RE 54 DNA HBEK AT 56, Bk
P8 425 MK DNA $2 50 9y vh DL 7 Be DNA Oy
T2, A0 AR, BT AR B A1

i I LA KB SR AR S ali Ak i ]
cffDNA ¥ & i AR T By Al i %24 0.56% , 5 3¢
HRHE 19 0.47%~0.50%F38 ™1, SR I HT I Fr Bk £
BT, I ffDNA ¥ B 1% B0ry &2 Kl %
FEARE] 0.01% , S s alifb i 22 F A G it %3 X
(P<0.001), DNA R Brik etk mi sk alifbi , @il &
SEZEAA M I AREA TR Y i DNA U/ 0 T Z2 0 BRI,

R AR BN 25, 4 0 1 Rz ] 5 st 8] (turn-around
time, TAT) , 42 1 A%, A B 11l PR L i [ml
e XU 141

X TR 2L A A 1 o 3 Y B 4R AT A T L

R, UFE DNA 1) GC HL R TGt 722 57, e o ik

515 Q30 73l AL S aliAl12:2H (97.05+0.49) % | J1 B¢

PR 21k (96.98+0.42) % , MIZH W] 22 S5 o4t i

B VEWITEREA T 2 2R5 SR AT Bk 6 4R 1

AN X v A Y 8 oL S R s AR T 7 A S
ARG L™ Hi2 W 2 2 W 45 R I BT , % NIPT

i A HERA PR EAT AT, N R B R AR

5 )L H AR G 0 S 0 B PR A S 32 01T 1 3 25 %

(0.36% vs. 0.32%) ,21 =K |18 = HH1 13 ={K 1 FH

PO TC 0 V22 5 MTPIZH IS R A 1 e €

RS H 12 (0.02% vs. 0.01%, P=0.49) . LR,

R BT B P B B AR AR 5 4R offDNA B[R, O

A2 B 4L DNA BT i T B, R 20 e 8 14 5

U A HERR I
25 LRNA AR MR AR BB i n) BAT

DNA Jr BC#e £ RE 1 10 90 K 73 VE R B & 46 offDNA,

Al RIS R B off DNA EAT A 20 2, A2 s

S ey 38 0 1 RS E Pk, AT AT LAY b A effDNA

R B IR B R AL, B2 R RN ROR . IR TE IR

TIE cffDNA =W P2 BUTT e 1 [R1 S, FFAN 520 H bR (o

AP 14 BE P TR
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