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Abstract

As an effective prenatal screening, non-invasive prenatal screening (NIPS) is favored by clinicians
because of its non-invasive, high sensitivity and high specificity, but high-risk cases need to be
further confirmed by interventional prenatal diagnosis and follow-up clinical management. This
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article describes the follow-up counseling of non-invasive high-risk cases, the selection of inter-
ventional methods and detection techniques, pregnancy outcome and postpartum follow-up.
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1. 5|15

1997 A HER 2 I N 2R 1 ORI T BRI AP AELE G J L2 DNA 7 B (cell-free fetal DNA, cff-DNA),
RTCAN AT BRI R S 25 e 7 2R Al [1]. 2011 4, Jo @776 i 2 £ K (Non-invasive Prenatal
Screening, NIPS)IZ ¥ #% N FH B IG PR TAEH, HXF 13, 18, 21 =gtk — Ak iilA m R ek, A STk i
7 NIPS % 21 =44, 18 =ARFN 13 =AY REZ 5374 99.3%. 97.4%. 97.4%, i EHIE 99%LL [2],
BRIV G O R R AR G (AT 2 T A AT — s I PR SE B3] AT KImPREE A 252 . 2015
I EH G = RHE P2 (American College of Obstetricians and Gynecologists, ACOG) £ fify [ %22 (Society
for Maternal-Fetal Medicine, SMFM)#EF2 i A3 Z2 4 # n] LLIEFE NIPS i 5 [4]. 2016 4F [ K PAETHER A
JT R 45 5 30X NIPS BORFIRAERITENE 7 EE A BI[5]. 1T NIPS 52 cff-DNA & . [RfIPEAR
FAREER R, HOA — € PR ITEEAE, X T Io80 7w & m KU, Ll N R 45 T
WAL AR AN HT2 WS B S ONTE e Y

2. NIPS B R ERGIEENER

NIPS =22l ik 5 2 4 & i off-DNA B TR, 23 42005 B 0ok it G ) LB 4% B bR gt ik
() Z A8, MG ) LR FRORE B = AR AR XK o IEH Z Al T—3~+3 2 06), 1% Z KT +3 % Ei%
Pty =R, NT-3 B IEHE LG Ay AR RL6] [7]. Fork, BRASNE i K 007 25 DNA & Bf
T SRR TR, off-DNA 7E RHA MG 2015 15%~20% [8]. BRI+ 1) cff-DNA 45K
RV T Ha A AN MR 2 T P ROl B2 HARE R ML, W cff-DNA & &k, PRIk
Gy G2 —15E . BHAR G ER T B DU 5 (copy number variations, CNVS) 5 . BEAR B AT 8 1
JESE[10], BARB KRR

2.1. cff-DNA &K

Wang 25 A I 4 H1 CDNA 4 L5 i 5 IEARSE, T 55 B4 o 5 52 3% 4R 6 1] [12]. Canick %
RINZER TR, AL cff-DNA £ BHRIE[13]. 5 ZHE50 A itk oFf-DNA el NI ) LA7E
et fRAEREAE A, NIPS TTRERIIAR Y, o362 cff-DNA T 4% [8]. TEXURIEGRITE T, /b HE
B9[] Cff-DNA Sl WL )L =44, & B SRR IS CFf-DNA 5 fik(A%) U 5[ 14] . 2018 4E XL 5 44
12 R A — SO P B U IR 7T S8 cff-DNA FEE[8]

2.2. R ERE
FEAR AL A A R AAE R F TR LA AR IR . FHOR AU A5 R R SRS INAE A 22 70 2 R iR
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5 I A 200 00 S 0 2T SR O 2 TR A, B =5 AR R R R AR« A4 R0 (FENE A 20 B TA1 T 1
IMEAG 235 bR 2 R G ik, JEREAE AR i b BT 28 G 4504 77 2 40 ) [10]. NIPS K&l i) cff-DNA &
PR A MR B TR E AN, AR R AL TR 2 A0 M P I ik R A R HIR SR, T RE SR
NIPS [EFHELE R . REIMEIGE R AA 3 PR | AR NIREEFRE N B A 1 BUR R E A R
o0 tH I Ge A s 10 B DL PR Rh 4 i P (] BsF HR 35 e 44 [15] [16]. /N S5d Xt 8 MR
PEIRBI 8T, A 5 BB T RS BRI PR R & S B R ME[15]. TR RSF @ X 10 %41 NIPS B FH
PERRGIREAT R REAT I, UESEA 6 BB BH M ] 2 e T R AL BR fl P ik & S B[ 17]

23. Wppz—IFE

HRAZNRL) 0.42% [8], AAZ —FETJG— BRI ] A 2 4R SRR cff-DNA, T35 AR 1 Uiz —
TH TR BITEA [ 2 EAT 3 YR NIPS Rl , IR 2 —TH 1% NIPS 25 I e m 22 /b 454k 2 A H A 47 [18].
P —SCBR R G ) LA I 5 A0 2k SR off-DNA £ SEUE RMAIEFR th (778 55 =N LRI DNA
FrBG AR AAEERIG ) LEA IEF A2 A, TAE TG LR B R i, NIPS 25 5 mT g th IR P PE[19]

24. BRMEER

NIPS #ll 1 cff-DNA 4k 2 %ok U5 BRJE I DNA, — B R YL AR IR %, ATRE2 % NIPS 45 5it
B, Synder 28X REAR CNVs K/ B FE N H AR IR 1) 3, 7R B REAAHE DL S5 b T 335 NIPS
B BH P45 B [20]; Wang 5 78 45 5 R NIPS SR Qe iR S (R Bl i g 16 2 i T RH Aot e tafh
S EER A [21] - Zhou S5 5T 7R 74 BHEFHIERE AT 6 411(8.1%) 5 BHA CNV B & A X[22]. 741,
ZA ] AT I R, O 2 A I 45 SRt B2 I o BEAAS e 20 i DNA i v 5300 T 5 B 802 N BRI R 41,
XL IR DNA F4: 530 NIPS H IR 14 . Bettegowda 25HF 51 A FILAE SR B Ji g s A b o 21 17
S U7 25 DNA [23]. Bianchi Z6F 50 T 10 B RHASERER B, 1 7 1 8H 2 EAR R4k [24].

3. NIPS X BB R & ik KB R Gl B KRG A

AR Z 5% NIPS 285 5 i AT AS R, o] B8 -5 6] 72 BT 2 W AN A DA R 1 7™ B R | WA SN R
JIFNFEHTEAL &) 7K P K[25]. NIPS 52— It e PRI F-Be, AR 4] 75 ik — 20 /e AMEF= R W
2015 FERRN N gL 24 2 2 3 [H N s AL S 2 @ WO NIPS 77 i 57 2 1) B 1 285 SR B A B P wir e
Wi VEREAT IR AE[26] . NIPS $75 m MURL 1], A% A gy @ WOLE— AT P B2 Wy, (HAS T H
ERWAFIEZESR, ST YRRt e i KU, B BGHAT G ) LY A% 2L o n s DLECR S,
PR AN AR G AR A IR HE R AR 2, IR 2 NIPS AR5 H CNV B, 2301 i e e AR B 4 o0 A
A (chromosomal microarray analysis, CMA) [11], 2014 “EF=Rii2 & XK K FE T CMA 1EF=RT2 T 8
TRIR[27], XF CMA BRI RS AT 7 RNEIES, 124 R /K P B Al H 58 40 1) e ek e
Wi, WAMEZR TR L. H CMA BARBAT S BRI, 2019 FH & TARIRRE 4 2R 4L P 75 7= 1
b R R X LR [28], IR B 4 PRI 4 P8 DK AR 57 (copy numiber variation sequencing, CNV-seq)
BATE IR NNEE . sndE. SOERE . ARSI, R 3 BRI AR R 5 4 R Bk ok |
HEE T CNV B, FATIEE A RIS AL A A RIS UE AR ) LB 2% L 552 BOR 55k H RZEXUTT
HRAE 45 R SR AT IR BRI £ A %88 DB e s AR, TAQBEXUTT R IEH, & it
HW G, 200 KRR T R B AR SRR

3.1 BEeEHF{EERESFESNIERFINERE
21 ARG B WL et R R R A, S5 ) LA RO R 200N 1/800 [29], 1M 18 —A4KF1 13 =ARKI K
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I3 243 51124 1/7500 AT 1/15000 [29] [30]. NIPS 5 21 =44\ 18 = {4 13 = A [ BH 14 T EL 43 731 Ay 65%~94%-
47%~85%. 12%~62% [31]. NIPS =X il EAT P~ HiiZ Wi e, ik H A B BH 10 8] S A o I 2B o7, 75
SR ARG DL, TN 75 R SR PPN IR ) L RS E KR B B0, X 5 p e — P AT B R S .
T BBV ], 8 A S TR YR = A W g A B, X TAS R ARG ) LAE A J5 m] RE H B 1]
AT AT A, WAl FER A AR R, WA AR RER AT L R 15 W B s
PR (an 21, 18, 13 =4k), WAL IELETR, HEEEE TR LS BAES R

3.2. MReGFEREFSREHGINER

PRt AR AR B A ARAE 342 ) L i R 2E 200 1/1200-1/400, B LIARY & A2 6 5 =, £ 1/435 [32] [33].
RE 1R SR I 0 35,827 BIFEAH TE, NIPS b TP G A B A5 AR ¥ BH M Uy 48.5% [34]. Lu %53l
I X} 45,773 BIFEA A FE, NIPS Xof T4 Be (i 4 JE B A5 44 1K BH P TUIAE A 40.6%, 45,X. 47 XXX, 47, XXY
147 XYY FIBAPETRIAE 73 5] A 12.5%. 51.72%-. 66.67%7F1 83.33% [35]. 1 Geti ik A8 f5 iAW A% AL
FBAHE 45 X (BB 1E), 47, XXY (58 IREEE1E), 47 XXX (BMELEAAE), 47, XYY (BIELE&1E),
T A FEAE AR [R] B9 A r il PR 5 AL P 7™ F R 3 R ] [36] o 7 e et S I ROE IR B0 A8, I i) &
My AT R R LRGN RS, (R Se U ™ SR, A S MR/ OB A SE[36] [37]. X TG
AR T E RG], B &N —BEAAERE, R EARE ZRmAAE ), MR EmE IRE. B 45,
X 4, BB A& WIR ) LEE M 58 [38], (HHr 22102 RS FhAb R R AR, JEPRLRAEgR, Bi% &
MRS58 I 45 AR IEIE TS N AR . 6 TS v G iR AR B A5 A% 9 (I 47, XXY
47 XXX\ 47, XYY) SARFAYER 1], i 250 e B I RS I LR B G OL, St R i RS2 W .

3.3. CNVs &

AW REY, ERMAGEARIERPIGILF, CNVs FIARERL) 1%~1.7% [39] [40]. ZEAEZEXT NIPS #f
A CNVs 3 K 1) 52 1 25547 CMA AN HE 15 451, BEH: FlE > 28.85% [41] % T-Aarill i ¥ /i JL CNV,
RIE 2020 4 ACMG 5 ClinGen 35iH, i@l #2401 DECIPHER. GlinVar 2554 % 02K, 0 NEUR
PE CNV, TAIEEEURME CNV. IEPRE A CNV. ATRE R 1% CNV FTR T CNV [42]. X IX LS00 4
e, BRI RN ARYE 2200 KB SR, $REEEmy . P SHTE R, DB IEE LB
TREFTORERRGL. X T E0RPE CNV, BT IR LB LR R, fkEE, ZEkFRaik
PR bR X T RT BEEUW SR SR IA) CNV, fATETIUE A eSS s A CNV, %1
HrTRerImiE, b2 kK e | Fikk.

4. NIPS B PR Bl BY /S SRR 1T

23t FiRiSWiE, T EBMRG, BMITEIE T, SR RSt i, T s bE v g
JUHZERHATE . R . SN TE SR R AR, AE LR R M, — 4 B e b R
B RED TR, 4852000 FIRIEdR: S Y CIEF=aTsh A2k, PRI LG BRI aE: — 35
TGRSR, T e ta il PRk, BORE CNV Ramifl, TRATS G 20 i
LR, 27 I KL WY, B SRR . X T 7 SOR BT ONV i, 5T 206 om0 A8 1
O KR Z U, S LRI R BN, AR EENS. BB R E S EE
(—3F, A5 BT 3R L HB6IE = A 12 W 46 S 45 5 P TR
5. B4

S 2, X NIPS S RS, RS TN JE 28 2, G500 B8R 3R 7™ B2 W )
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PARBEYT, NIPS Rl # Gt A AR B A5 0 e 0 (A tH R sy, (B AN A AR B EAO PT RE . FRATTIEABEM
B2 T VH BRIk SS R 3 SR K s [43] o 0T NIPS B v AU K 2280 38 4 v il S e Gt — 2B A7 )
PRI WORIAE, [FIRARYE ™ A2 as R, 47 ren vl 5 @il

EETHE
GBS 2 e 4 25 TR E(320.6750.19089-18) V17544 11 4J) ek R R 75 (F201942)
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