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2357 A MG LikFE DNA HENTEER e R E R ERIR A

FECH
ARERAFE =R TER ARG ALK 014010
[#H ZE1: HIY: WAZESMEMAGILIFE DNA (NIPT) & BARTEEURIAMG ) LI e e 5 B 55 1 PR 9% 8 v 1) 1 A 4
or AL RE S G PR R BRYE, 7= w8 = B2 Wi 7 AR AL SR B IR AR . 5. EEN 2024 4F 3 —2026 45 3 A T AR AT LA
PRI R RS T 100 91 55 f& S AR 2 S AR NI FE X B, T S22 i 35 R A A1 A LT J i ) L 25 DNA. e i & P 0 5, 6 NIPT i
PRI e Ak v ARG, Z U it — D AT S K 28 U e A AR L o B+ e E AR R R P B AR 347 (CNV-=seq) #12, %uil NIPT fi#x
PRPEAS . FRAYE. RPATE. BROIIEEEE, TSR A R R PR . BIPETRIIE . 255K 100 52302218 % NIPT 42
ARG R v R 12 81, G E K S RIFE RS Wi s YR R R 6 ], AL EARILEGE (45, XO) | FIRZEATE (47, XXY).
FBMELEAAE (47, XXXO  HHELAAE (47, XYY) 5 NIPT S g R M 6 41, TCMRMIMEMF]. NIPT %G )L s ik 578 i A R
BE 100.00%. FERFE 93.18%. BHYETUMIAE 50.00%. FMHETRIME 100.00%. Z5i8: ZoE@dh & MG ) LiiF 25 DNA §fi&xdig ) L g e
WS AR T RUE S AR AE, (AAFTE— BBV, AREAE RIS, o XU 45 R T 55 2 /K 2 ol 7= w2 Wi

%, MK E A OER . EIREEEER. ARSI, SHR S TiSH.

(8]« Jif)LiEE DNA; JEQ™ Rkl PEgetuihszw, ™
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[ERENG S P )y e IR/ EER N B S N T e i)
S N LIRS OB S 8 I R A 22 e 5 FE A
K, #or B A G TSR AN, ANTE T A3 B i
BRE AEANE . BRERZE. NWEELAFRE, 2
R P R A Z R SR ISR S RAE, WS RIS, R
HH A B 4 AR (0 B S o IR L e s e A R
EEMHE 45, X0, 47, XXY. 47, XXX. 47, XYY W03%,
BEAMIE AL R B Qe AR S, RS PR R Y IE R A0 5 5
WAIMILAE, FERlEE A R I R, R R A PO A%
Ytk SR RCE AL 30%, RSP RIS WIE K F AR
PEHRAE, IR BNBG. TR RS F AR, £
HURSE iR B His W, SBOREMEGOA R E IR
IRTEZ2 A A RO A I -

Zala A E LR )L S DNA Ccell-free fetal DNA, cff-DNA)
ToB BT FE R (NIPT) ARG A md E R EN PR, B
IGERHET LAk, B 2 RAT 21-=4. 18-=4K. 13-=1h%%
Yot AR BRI, [l W8 BE AN W T+ 5 AR S B A i
FFARA, ZRAE D ¥ 2V G 0 R 17 R 0 40U
5 LIl B DNA SRIFE T a8 e 24 m e, 22802 12 Hi5
RVRTE BRI E AR B A, B A TR il U 4 &1 ik
TE B ERNENE, 2V BT KGR 58 5% AT
CWTB. HZBHEE SO iRkE. 2. fRaiRg .
BEOR SN L3725 DNA 8 5t T R R0, NIPT £Ex ke
e S H TR AT AR BE M AR BRI R T e R =R A, IR
S AN T A NIPT i 5 45 SR 55 /) TR 4510

ARUHFFULEE 2024 4F 3 H E 2026 4F 3 H AR @444

= =

R EL; SFK %R

47 NIPT R 25 (¥ 100 BIAALE = R Tf & s fa e e 2210, KRGt
NIPT 73 )L e Ak S5 o 0 2 v 1 % B2 W se fa s, 140
ZEARMIA GG IRENR, 56 B 1 Yy i 57 72 1 40 J2 0 2 3R
W, AFERHERF= AT E W S fa sy r i S %R4E, B
B e o S i A L A
1 BEREA®%
1.1 —fHE

I 2024 4E 3 H—2026 4E 3 HEARF =R 112 L= h1ie
W OEki2 . H B HEEZ NIPT iR L% 25 DNA 25 1) 100 4] 52
LEELPNT

WNFRE: DZFE 120~22F, AJRIETR; @FFLE R
A GEE: SRR G35 %) | iEFERFE IR
PR/ RS iR LB R bR GO, B Fi A,
PRSI EAE) | B R O R IR VR S @2k
TSR L T 2 AT AL, SRERETARE: @l
PREDEEEE, NIPT e XU 22 0] [ B 56 3 2 /K 28 il 7= i s W,
B IR 2741 56 B W I T A ) LA T G AR B 5

Hebbrdl: Z0MEUR. 2210 5 S AR G AmAL . Ze i
ZitIEIRTT . ZUR <12 8 >23 A IR A A ke
FN
N 100 FIZA I 4ERS 22~43 &, P15 (33.15£5.28) %5
Hrpmidzia (=35 2) 4261, ik (<35%) 5841; i
T RO e R 41 491, R ORI XU 35 {51, RS R AR R 19
B, REZF=E S G, ARFREAFACTEZ 52w A% iaE, fr
A SR A 258 TR AR 17 [ 5 R B W A
Hi
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1.2 el 75 i

(1) ANEIMFEASRE S NIPT R0l Fr 2210 45 B8 R 44k
JAE kI SmL, EDTA $iltibsl, (RIEHIEZERBE, 25
AR EUREA I 535 25 DNA, SR F il i AR R 77 6 06
25 DNA AR, A5 B2 ook i e s, @
o Z AR A DU S, Z MBS SRR B G R K
FEH, FIE ARG AR TR R A 7 ~15 AN TAEH
AR

(2) KFERIFERTISH . NIPT 53R g k5 H 5
AR 2, ER A SIS AT R IR, bR K
20mL, F/KANMMAINEFRIEIFIE G A g A b, [
o R0 7S G 0 A B R 2R B B A T CNV=seq K2ill, CNV-seq -
R NBR R Btk A B e AR Rl DA RS M BTG A CNV-seq
25 IR LI RS Shnitt .

(3) iV 77 % NIPT fii eI RBe: 224, BV 206 )L 1%,
OB AL ARG 7Y L e AR A 45 3L, HEA (R A P 31
e R, 2781 A2 K 5 R 5 SR D e s k4
1.3 MR

it 100 %7250 NIPT i 5 PR e e pd 5 BRI U 3. &7
AT WTERIZ B BRI PRI BB, TS A R
B =R /(L R+ B )< 100% 5 7 BE=F A/ (K
PEHEBAYE ) x100% + [FF 4 TGI8 =3 BA 44 /75 25 BA 42 5 < 100%
ToH 1 90 {1 = 35 A e/ O 2 s K< 100%
1.4 Giit2205 8k

K SPSS26.0 Gt 2 A AL B AR, T H0TE R LA HL
HortRmR.
2 &R
2.1 NIPT Ff#& R F=fieW.a kB384t

AN T 100 127215, NIPT 7 25 27 P e o S
RS 12 481, A [P 88 fails 12 481 e XU 28 A 5 A
KFERISKA, BAFISIGLEREERH 6 B, TR 6 4l
2K BRI YL AR % R . CNV-seq 45 B IEH, FI5E )y NIPT fiH
PE: 88 9l NIPT ARG A G W 5 B Vs, B4 ) LTEHR IS g
R E R, BB . Bk AEHE K 1.

#1100 514449 NIPT fifi 5 5 F K Rl 45 R g it (i)

Gt 100 6 94

NIPT fi % Bl FKER KFRIE
T2 =i oy B B2
4k o OWERE EURRN)
) 45,X0:2 11,47, XXY:2
TG A
12 6 6 ;47 XXX:1
PR
#1;47,XYY:1

IEAAR LS 88 0 88 T 5w

2.2 NIPT £ AR REFEAr T3

FPATE 6 5], ARPATYE 6 5], fEREATE O ), FBAME 88 fi.

REE=6/(6+0)x100%=100.00%;

e 57 E=88/(88+6)x 100%=93.62%;

F 1 TR (B =6/12% 100%=50.00%

9 14 T 0 (=8 8/88% 100%=100.00% o
2.3 fRBA B R B 434

6 {91 BE 14 2 4 2 K 2R G L Ak 58 A2 TR, IR AL -
BRR X et Rl & 3 41, s mIRIEiRS 2 4], Z2iadk
PR 25 DNA WK EE (R fIC I3 38 540 1 49 _BaR R 33 B NIPT
WU PP HOHE G (s DUBUmAS, ARG LY Bk Rl
3 iR
3.1 NIPT fHEs AR B R

AHFF 100 B9 FIEE ©ox, NIPT ffif s )Lk g ek 7
W R S TG ik B 100%, BN T HER G
JUME R o S i B B G R (B, NIPT 725 B 14 45 R A
FIHERR AR ) LRE S I e AR R R A, R8RS
B 2K A QIR FE 5 A R IR IR T R
B o AT A5 G0 LI 5 TR Y, LA 7 2 4K 58 REAI K
ARSI, 2228 fREE . JEgRIFF AE T ™ &, Wk
Yot i T O TR AE T ARAR, 10 NIPT B80T R Lok IR 25
DNA W7,  MHEDE 2 T PPAG G AR B H o5, IR A e 3
T A G A A i 2

MG AR A 71 152, NIPT A 75 i ECRE R e ik af, 1)
PRAEfaiE, Z2 12 BRI FF A, W] SRI 2 BH AR A O
A, NTER. RN FER TR GO . AT
42 51235 5 S A 0 A R Ik NIPT AR v — 260 A 77
AR = S BAT E KR, AR RS W IR 4y
.
3.2 NIPT §f 85 JR PR 1 5 AR BE PR B 047

AU T NIPT §5i 2% FH A FAE AL 50.00%, 12 45197 2 i1 R
B oo — 2 N PR, YLtk NIPT i 25 50 5% HE R AR
g58 6 IEBAYER IR SE R, BAvE EEE R A=K 5
—, BHEAE SR EOMIRE, PO X ROk
WM, BRARRE TS DNA BN SME MAEAS, 0545 50
[X 43 5 H DNA RIS T BHAT IR )L, dEgs Al 58,
AR A, IR IR B A AR, (ER ) LAA R R IR
. LIRS DNA G40 MBS, 530 NIPT 427 & AU,
EAKME LA IE % s 55 =, ZE R/, Zod Rk i 3¢
Ji )L B DNA (T ECRBE, WP SRR LE RS, ZEWME B0
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e AR 2% -

AT W Gt Rk = AR, X\ Y Ge R AP e RT3 2
PR R S BUE 2R i, Y SO E 2 EE T 5T
AT, 33— DR G (A i A (R PR A 2 . 6T~ i IR
Fied, PEREE RS AR R A A5 A1 A2 NIPT & Jfifx
FRBOMAEHIZ AL, A PRI NIPT & X645 R B &b ar R,
FIT 1 e A S5 v DRSS 9 491 40 23008 3o 2 7K 25 ) e AR A Y
+CNV-seq #fi2 .

3.3 RRARBMER ALK R EIRR ST RN

AWFFHE 6 Bt QAR T IG L, S IME M.
45, XO RPN EIENGILZ M E N R BB, INERRKE
T, BEBREARZ, Ha6HO0RRE: 47, XXY ®IK
SHEMEINHFEHERNLEAR. TR TIRE: 47, XXX ik
AR IR TR A ERL: 47, XYY HfELS
TES HBIAT Jo s . Bdm K. IR Z SR8 75 Bk 2 AR E 14
K, HTNIPT HENMN, ZHIGIVRIRE M1, B
W FEETRKIEST . F7E 8. IIRRIHIZ R4 5 R0 KE
LEERE. BILEIFRTRER, TR L&, BHx)E
H E g iR 2= ), AR R0 & LA NME .

3.4 IERIEE T RN

L5 R IR 2024.03—2026.03 IR 100 G175 G 7845 H, 12
HAY R T 58 OGRS EIRZAIA: MR5eR A MLiE 2 K
W5, e G/ KU T 612 NIPT; @@kd>35 . BEAE Ytk

S 3k

BEAE R, BWAERIRREE S G5E: HIE NIPT (Eh—24
PERTT AT @NIPT 43P Yo o f g RURG: ] 5 35 2 /K 5 )
HAIHCNV-seq BLEH1L, AEWKEFH (BREFMHEZHA
RETHI, RERERE) 3 @XT NIPT $R R L ik & 1%
TR, HEIN 2 b R P RN R T A, D6 R A S 2K 2
2 SR TS I 2

BEE T P BARIEAR, B EIREE NIPT B4 7 0 #
NIGRREF A SR AT E I 4 0 7R P BRI R B iR o (RIR
Jiti )L DNA 5 R i i 22, 3 — B A0 A P G o 57 0 7 B
PETAE, (HPERTHAR e AW Jil, SFK G R Y ik
FERTE WS bRAE, AT BTE QR A
4 g

7E 2024 43 A %2026 4 3 7 100 41 & f& 22 A s REAE
Zit o JE LA J L3 25 DNA NIPT 576 255 i ) Lk e ok 5 4%
WAL B HERR BE 77, REESE 100.00% 5557 5% 93.62%, &4
TEN e fa i R G ik S IR QTR B T H « (H 52 BRA IR
& BRARBRYER A . DNA WREESHEHL), THEfAE 50%
TEARBAMENE R, BH A TIOE RS o I PR A% v 75 R = i agt
feigsi), XATRA SIS HIEESIA S, NIPT &R 45 G2
R4 2 K ) Y AR AL TR A CNV-seq KR X A2, & BRI
NIPT $EA B % 7E O b B B2 22 4= 1 AT $ R v 00 Gt K38 231k
Ptk TR IG L, AR AR B EG, TEF 5 A AU A
LS HANME

(1] T RS N0 s 2 10 A A LG ) LI 25 DNA P BTAS I AE 13- =ARER G AE 18- = ARER G LA IRER S B2 Wr b B (07,52

EHi 2k E,2025,32(3):204-206.

(2] A BRI 00, 55 22 0 A1 e I iR L 25 DNA J0 6 7 7 A6 U 76 3500002 B J2 48 JE A6 L o 4 B2 FH 28R ], vh 46 L 5 27 2

#£,2025,28(2):113-118.
[3] Bk, T8, REME, %

4 MLAG ) LIEES DNA 7= 5 7 25 25 5 7 [R5 A [J]. Fh A = st A% 25 24 76,2023,40(8):933-938.

@
[4] ZEWE e, X1k, B 41 35 55 e A B ML AG ) LIk 25 DINA 72 Jip RS 0485 BH 1 225 SR 52 B 25 4 A [ 9]+ [ 1a 2 4,2023,38(8):1503-1507.
[5] FEWRE, £ 062, 50 5. 2 40 E MG JLF 25 DNA 7= R G R4 [T]. B 2 897 548 BE,2021,19(9):237-238+240.
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