4 - FREIHR -

NIPT & 15 R AFE o — 27 i

SHIRIENEPSER

AL REAS
(mMAH—

CFREPRIZWZ2E (B TRHD ) 2019 455 11 45 2

Ve

i A R 557 A s

NIREEBE B W B TR A B Bt PR 2 i e Bk =m0 AR Bk B

ERUAR 1 107N V= 2 s SR N B e S 2.3 S AR R AN 1K W S i o ey ]

BB 650032

[FE4S%EEY R714.55 [ZREdRIAEY A

FE G4 A HFE (Down’s syndrome, DS) 258 —fi
20 35 A% 2R i NS B G4 2 A 21 S
PR =R BOR ) AR B IR % M 2 /N IE Y
HRW A BPG WAR Y 21-= AR g8 B AE. TR
AL DS & AR A B R TC AR T s B L&
A R L 2 AR LR SRR A Ok B R RS Bl o A
2% AR PR B DS B8 L A= Bk T O A
MZW Y BN . LGSR O B R R 5
FEI 4% DS FIIF 5 i 28 45 i B 06 A7 60 3 75 b s 47
ZARGWAAB SN DAEZT A0 E. B, 7T
Z [Al e A 3 EOHT A LA T AR T AR R Y A A
e 0 [R5 1 e 00 fA 8 DL RS S o ML 2 O A X LA K
PR . JE AR OR R SR R 1 IR L B DNA Jof)] ™
Hii i ¥ (non-invasive prenatal test, NIPT)3 AR, kK
RS G 40 (A5 £ B A5 177 BT 12 WA &R L ] 4%
B HCAR B L F 5 BT M PR 52 B P A B 4R &

| MESEHHERAG RS E TSSO E

L3R 27 I B A iR L i 30 3% B )2 (nuchal
translucency ., NT) I & i) 7 §if 5 25 £ AR 52 1% 58 1Y
FE IRERGAE By 45 5 g H AT iZ B AR A 28 02 DS s 12
8 S B I IR IR 55 BEAR . L0 A 7 2O 24 0 A
Hh 2 i A B 2R G/ R B A 5F L KU BT LA
IV AR AR AT T 2SS R L NT SR 4%

DOI: 10. 13470/j. cnki. cjpd. 2019. 02. 002
WAEVEE R F 4 E-mail . bszhu@aliyun. com

A PPN AR X IR LA 18- = AR 5 A fE . DS FIJF
JHCTE A 2 BB 3 PP . — M ARBH R 2 5 %
F18) e XU {1 >R 0 2 PT R A7 7E 1 L FHPE G L 8 AU
2B AT 38 A APE TR R R L 40 R 52 R T2
W7 5 28T A 6090 ~ 95 %6 Y JH IR ZEAAE L i
T 27 0 A B R i K (R R IR 25 5 A 1Y B A R0
WAL . Z R 5 W B 2 S
LA ANE T RT2 BT AR 7R L bR b e 80T W
A ) — A 0 T g R S BUR L R
77 RS B FHC 3 PR AR 46 40 52 77 WIS W A A AR
REG MU HG AR IER; 5 — I m iR
FH P Sl 3 B0 7 HIT 2 W7 v O 19 77 Ji 2 I R 55 A 3
;i

IR 27 0 2 i R AN (R TR QP E AN E & A
R I A I8 DN T AR 28 3% 2 1) A B UE S T L 97 = 0
VAL S35 . 2010 4FENY HE 1 i 5 B A 2 vp 3
J R Z5 A AF I T 27 07 25 o R il E0K S 8 % I 3l 5
(ELISA) i 22 1 1f 7 1 Jie 25 11 CAFP) 4% 6 42
PERR I Z (B-hCG) i 4T DS i 5 L i A5 A Ry 49. 5
T3 70 W UESE T IV 27 0 2 BRI A & 55 &% 45
F o 2014 AEDIHE BRI GE I X 4 R 0 R IR 4R
TIE T 2% 7 S8 W TR % A I DA BB 24 o T B
SR FH QD BRL 4l A D0 4 B A OC 1L 2% 2R 1 A(PAPP-A) +
i B-hCG 7K 1Y L TE 27 0 A 5 2508 @ MR i 25 iR
JLEHR % W )22 I8 B (ND) i £ 5 5 % O NT + PAPP-
A+HiFE B-hCG BEA i A, 3 Fh i A 75 8 1 34 4t A
AFCR LM T DS B L 110 77 I8 B K6 2 5



(PEPRZE2AECLFHO) 2019 455 11 55 2 )

o YW T NIPT SR B Z /i L7 5 i Al
SRR B 1 DS G A HR

S ML 2 0 A R R R A A B kL (H
H T A7 B A5 R e o ) Y B 4 A I 4
PRZ T BT IR 5 BT B R B I 2 B R BE
S5 07 18 25 R AT AR R U G A Bl A Y B A i 55
i AR SE A R LR R KR

2 NIPTHRRGEREIEZFFEMNE

1997 4F p5 a5 WY 2452 S BB i 3¢ v A2 7E G L
IFEs DNA LA J o8 7 A6 D s JL A 0 # Bk o 02
RhD B i Y 59 Bs JL RhD 1 &Y, 5t & NIPT i &
DS 45 Y o Ao 42 4 T AT REES . AR A A1 A i o 5
e R DNA R ECENRGY . F2L 28K T
KRR AT 5% ~30 % R VE T i #0185 57 2 40
] AR NG Lt L W i i I 25 DNA Jr BL. Bl —
A8 PP $2 R (next-generation sequencing, NGS) Y
R I G 5 RSP A 0 R AT ARG 9 S DNA
15 51, 9K 5 R A= 9015 8 40 B BOR W %2 % DNA
B e R R IR Gl o T 5 X 2 B DNA B
Sk G G AN I o S 2 NS e o e e
DNA R Y5 A G 04 Fr B it 45 D10 S 3 02 B 1
iR LI B DNA JER ™ /i f il (NTPTO HR .

NIPT 47 AR J& H i fie U AY i A 21,18,13-=
REEB AR TT 2. 5L GE Y LG =7 0 A BORAR 2 AH
Ho L NIPT B KA REAL w ol 22 %87 B B 179 0 2 o (EL X
[ERESTN RS ESE N OE/ 51 N i i
17,2016 4F [E 58 TUAE @2 01 s R AT A A 7 I
JZE A 50 A L iG JLE B DNA 7™ Rif i £ 5 12 B TAF
FR 38 1) (LA R FR 45 5 30 Bk 21,18 (13 =1k
LEGE AR AT 9526 .85 % A1 70 %0 5 SCilk
I 1 S B A R N 2 R T 99 %0 . RREAS 1 F 5K
R NIPT X 21,1813 4 Yo 8 74 = A i SRR 55
599, 1790, 98. 24% FI 100205 ¢ 5 B W v 3k
99.95%.99. 95% 1 99. 96 %",

AN NIPT AR T8 1 0 A 15 35 B T
21,1813 =AY iR B o 3 WIS s 1 €0 A AR H Al
WA AR AR . HJE NIPT £ORX Tt
PR i A R P PESE L 21 F 18 S e ki i .

- FREK - 5

1M 5, Y4 (0 R 45 D1 4048 5% (copy number varia-
tions, CNVs) h7E NIPT £ AR 19 #5052 N . 4L
JEAFFE S UE S, 3. 5M [ S 80 33l NIPT 4% R
TR 71. 8% (56/78) iy CNV's, U4 33X #6465 )
A BB 6 3¢ i 1 R H 1 Rl B 23R 3k 2 e i {AR
o A T T B 8 A RTRE )  S » die 2% 0 SR BB A 1S o
A R A IR B . T L T R O R A R A A B A
BN 1 S B BIF 9 2 s s G R B e Y AR 4 A
NIPT AR T Y , PR Ky NIPT-plus AR, %f
T CNVs fii 2 i 1 8 1 1 53 B3 = 10Mb fil <
10Mb [y H €0 (% ffl e 2 A T 52 19 B 1 000 £ 4 J31) v
PLik#] 31. 9% (23/72) F1 18. 8% (3/16) . UESL T
NIPT-plus ] DAE A — 2R 0 A 52 AR DAAR = % 68 1K 0
(R R

Y T NIPT 5 A A 8 2 R 1% 5 11 1L 185 27 i
R E R AN RS G AT B — 7 1 B A
XiF £ G5 I 375 2 0 25 17 6 DR XE 9 SURG WE 3R L Z2 10 4k 1
TR M 1 7 2h 0 T SN A 1 R B R 12
IR RS VR O £ L 2P B0V S I A T A G IR )
ARSI BL R NIPT ¥ 5 7 H b g 34

NIPT $ A 76 B i o s A B & 2
GBS HE AP K B BL. 2014 4R, 3R E
FAT 502 B R (CFDAD HEHE T TC A 7 Rif #
I ONTPT) i g 3 2 00 7 18 2 AR &L i NIPT 1y
I R P28 7% THA AR 4. 3 H A it
A & HARSE B 21- = KR 5 F L 18- = Kk 25
BAEF 13- =KL/ AR, 45 5 30X NIPT 1 IR
WA EAT TS . XFIF R NIPT idLR A B 3R 45
T e TAE MR S AT TR

3 YRS ZBHET NIPT fiE R E GLF0 5 A A B

BIR LBER B B T2 WK F L NIPT $0R
I S RL AT IR TR A SR, A 2011 AF B H 5
A B PR LK - NIPT £ R 5 15 52 1) i 2212 Wi ik R
S W RE R R o I PR SE A4 8L AR O Il
T A MG L P 1K A i 2 5 A 19 b 8 8 I F By
SEEF R LU 58 o AU, 00T A AP ™ B2 W XU i 2
BB LR 220 T Jg - (D I 375 7 07 28 I 5 g XU 119
2P0 5 O ML 2 0 25 e AR (EL4E 46 Ao AR )™ T2



6 + EFREIK -

W 8 224 s D Ab T £ TR JHF 4 55 e % 1 i D Ak T 3 0
M2, EbR EA&2# 2 HE m B0k NIPT & 6L T i
fa NBERY IR & 8. 2013 4F S [H R e ¢ 53
R4 22 25 (ACMG) & 3R 6 F IR LG o (4 HE 3% £
PRTC R 77 A 0 A 0 31 JFAE 2016 AEA8CT SR, A
TSRV ARTE W PR _E e A 0 A N R 1 T
TG A 77 Jif 5 & (non-invasive prenatal screening,
NIPS) 5 — % T NIPT 1475

% g T NIPT i i 2% e B S5O0 AR | e B
M R R R LA S T H AR 1 R 2
Yo e PR BR B TR A 2 A AIE 1 R B A RE 0. T 5
TREWEEEZ L AR . BEE K RN
200 AR B HAR R 55 0 48 38 A0 B A L AR SR 8
X, NIPT il R 1 FH ¥ [ 4% 48 4 K 2 LT i A 242
5 B BAME e 7 B U — L T R

2016 4, 5 [ B8 2 35t 4% 27 5 B R 40 2% 25 (AC-
MG) B8 1 X5 T NIPS i R B 546 1w » 4 47 0 Y
TR 10 X T 4% G i A R 1 H AR e e iR
AR (21-Z AR B IE 18- =K B 1RV 13-=
RZEAAE) - NIPS J2 SR fie i 1 0 A 987 I R
NIPT He AR DL A% G 1 B 4 1L 3 27 0 A R
2016 4F E K AR Z b 45 45 5 UL E T
NIPT (& B - O I35 2 0 & B os iR L # W
Qe A JE AT AR E N TR HEES 1/
1000 Z[a ) 2210 s @ A A APk 7™ AT 12 Wi 28 2ok 3
CANSE IR 7™ A #  H I AT ) 8 e g it A e 1 51
B9 4243 Rh B4 1 845D s @ 42 20 J8 LA b, 4l 2 if
i 27 5 28 e AR ] L (1 ZERIEA 21- =R ZR B 1E (18-
SARGEAAE 13- ZARGE A AE XS . SRR T
PR A A [q PR NIPT 1E 8 — 4 i 2 i AR .

{HE P BE R T X% 48 0y vk B B v i i
a2 AR R @A R AR SF . 2015 4R 3£ H
PR K R 22 B 25 B WAy % 4 1
SR U — £ 7 i 07 A 7 VA AR OR A A% G 1 1L T 7 B I
THeF A B i, AR NIPSHY

M N 42 JR) SR & 1 40 1 I3 25 0 2 B R AT 2
P55 R R R R 25 A IR U A X 45, 1 5. NIPT fi9
IR 55 A A% 76 18 9 AS [) M DX IR A — A0 B B 6
NIPT & o7 Ry — 4R Ui 25 1 AR 7 B I8 23 18 31 4 o 2%

CFREPRIZWZ2E (B TRHD ) 2019 455 11 45 2

S, [AREE NIPT frd TR HR 2 T8
M SBERERE, DAEZLF MM EBR LT
B ELTKFRE X, NIPT i 2 42 F 58
M —&iAE AR, BN A T
G E S ET, R GE A RN RS
NIPT 5 g %F DS B — % 95 (1 4 250 %, 15 11 1
NIPT 1y £ Gt 1 175 2 0 45 152 A 0 b 78 1 1 A A =X
S f HLPE M B O A SR S 1 2508 . EIRATTIA -
i e 5 5 A B bf NIPT 78 Hifth Y o (A8 5 1 1)
PR T AR - 23 BRI NIPT AR M PEAl 6
T3 Ab X BARL 55 3 AT IR R TR X R TR A
BEM L DS B A IR AN 2 7. X 22 5T
BES U NIPT AR G A5 G 0 (4005 48 A = 1 1
FEING R o NIPT R 1) 45 32 7% 5 HA )R 1)
K22 S bt 2 BHAIE BT A NIPT f 7 A A5 X 3k
B SR SR A e b

K DA ey fg e 2 51 4 45 5 3O I A 45 1k
NIPT fF 2k — 2k i 25 B A A8, i 2 o 480 F A 2k
BT B A . SCPR TR AR R R
ZAAAFAEA T H0IE T2 9 20 10 047 G 0 et 6 0 24
PR — PR T B o G R 0 AS B A 5 e AT S R
N BT P RTS W TE . A dE . O 22
H 7 O A e AU s @ B AR R =35 2 Qi
JIE o (AR B 48 250 > 40) 5 @ 3 3 1k A 32 K58 i 4% A
TR 22 OF Y ok S8 IR LA i s AR BR AN R 10
e B 1A H I TE s © BUIR B Z IR 4 IR s D B Ay
IR R ) 24 R A 1) LA T . TR B S
NIPT #: A E F i A BE, EEETH FIIHIEN
ZE A MEAT AR B, T AR R A A . (4
O <12 A ;QRA— AR aETF:O1
AR P 4 27 S U O L R A TR L S AR AN B YA T A
@G LR 75 K 2 4 7R A 45 4 S 0 0008 A5 7 B2 W
O Hk P 3815975 5 0% s s i L A 3k R 3
B s © 20 101 A5 8k e 5 QO 1= A Sk A5 B A8 R i) 45
RUER TR ARSI . R AN R A E R, 2
A B 58 A8 78 40 AU R B 0L T . Rl sk R A Ah
JE i AR LR B DNA 7= Fi A6 ., PR ok 3 T 0 ok
NIPT fifi #5922 40 . Yo o 140 0 B 1 %500 2 H
T e A 1 1% G0 1 0 2 1R 2R AT RE A7 76 2 800 o 7R %



(PEPRZE2AECLFHO) 2019 455 11 55 2 )

P T R ) 101+ 302 B DA I ) I 97 DU

NIPT 275 1 O — 2 0 A 50 AR W T B A7 19 22
U R B AR B i A B 9 B 5 IR 55 A
AP R R A D T IR 25 Rl PR L I
RS T T A R At Bt A2 A 30 BRI XY 29 FE R I A
GBS e (0 (A B A 12 W B R 19 8 L T L fie it
NIPT it R — £ B B 22 A

4 NIPT 5 NIPT" =iz [ I 7l g6 44 1 15 & R F0 7=
B2 B 5 Sk B9 37 i) &%

NIPT $ AR J8 T Bk F5 R 25 A A Z A 44 £ 14
o 119 97 25 BB 7 I X % 0 MLV 2 7 2 1 S i PR B A
XA NIPT $ AR 32 31 22 10 i 75 bk 3 22 7 R 2
—. HHFMBRA B Z 1 NIPT Kl Al 55 807 4F
TR BR T 21,1813 £ H 5% Z AN AR SN & B
AU 3k 35560 A 5 0 T AN T T o 40T A B
YL BB S ER A AT IS W, X TR RA
AT 45 5 ST ARS A, SCPE b BB L ZE <X T H A5
PRI LA A A HE Al S s XU 45 SR L 7 T2 W LA
GNP IAAR NSO KR AT — BB L .

NIPS {2 i 25 52 R (19 5 S il & e 3 —
LR A L 7 T2 W2 W R i 2 R A T
G, 1L R BE 1 T N IR T

56 NIPT B4 1 77 1 12 B R AR E . NIPT
Je: O A HE AR S BH M &5 SR 6 45050 2 7R BT 2 W 2 L A
REAR A NTIPT 4 45 e 1 4% A7 I R 28 1k 4T IR 1 4%
fE. NIPT FHM: & 5 0Y 77 1512 W 58 AR 8 22, Jir DL 45
S E B R 2 NIPT # I 5 . % i) R ik #
100 %%, = HTZ Wi 2 ik 5 95 %0 LA .

HWNIPT H¢jji) o NITP-plus K 0w I R
JEEL RIS W R B . NIPS 58 b i A 1Y)
HAREmma E ) ZziF 2. o et 13,18,21-
SREE AR ILRN GG . A% Ge i I 5 0 A+ AR
3BT 110 e €5 R 55 0 A RIS AR R L X 8 A R it K
MELZ LG AR HT 2 BE —F e ZAh" k8. A
& 7E NIPT — £ 0 A5 i B 5E T+ 38 VD55 227 jip i2 i
BRI T+ o LA 5 M A% G5 1) 48 i 35 1% 24 1 R 43 P %
10K 10Mb, Jo i B ik NIPS G A5 i) e 4 (A i ke 2k
T A5 8. BT LA IR B AT DR R 8 43 Hr +

c EFREK - 7

Y £ R UL (CNV-Seq) ™5 3 “ 4% B 40 H7 + 3
PRES 7 14 7™ T2 R =X 58 i NTPT 45 SR 1 ) 2™
R I2 T, H b A5 5 1 e £ PR ARG T 4 AR 7T LUK 1 e £
VRSP-185 5 B B R R F B 1) e o Ok B 2% A 2 i
FEH R 8 CNV-Seq W] T2 Wi i/ i B i 6 2k
A0 A [ B8R 0 R 114y 285 SR T L R Sk T I
B v T Y A A (12 U AR 1

NIPT {3 1% % i ZEmam . 72 =N .t T4
BRI A G RN 32 2 e TRl A wl B
55 =5 R AL T LAAE BT 39 1] K AR A% 12 A 0 35
HE, o T 05| 3 2 20 03 5% NIPT HR17 08 4 , 90
T NIPT $ R X DS i #F “99. 99 Y07 i1 &5 A ) 2%
F AR By AL B W BRI E T NIPT £
(0 Gyt 32 R PH P S AP A . TR A A A A
AT NIPT Kt B9 DS 25 5 RURS IS o R 4R 268 47
AMEFE RIS W I B R A AR . H R Fh B4
PYSRT I AEAE T BRI s 351, 42 & NIPT AR
i AR IO FH 1) i 482 5 v b /K-

5 NG

1% G2 14 I3 7 77 i 0 2 405 9K 2 B TN B s
He fe Y R IR ZR 5 AE B 45 T B o AH T 45 Ky i 2 )
FE4 AR R JRAL R T NIPT $ AR )12 i 4 (14 1 B
HET™ o Ay G o 1A R 0 R 2R T A 2R S IE 1 R
HETI BSR4 T AT BE L R B 2 5 A% 27 fie J 2 1 I IR
N AR Z —. B E HOR TP M 4% T B, NIPT
A Sy — 27 T 0 A IR 95 I 24 25 0 i I R KAk A
PRI 55

S % X M

[ 1] Malone FD, Canick JA, Ball RH, et al. First-trimester or
second-trimester screening, or both, for Down’s syndrome
[J]. N Engl J Med, 2005,353: 2001-2011.

[ 2] Nicolaides KH. Screening for fetal aneuploidies at 11 to 13
weeks[J]. PrenatDiagn, 2011, 31. 7-15.

3] Sjud 5 Pk, Farish. &b E e C @]
AR AR 2 75,2012, 47(11) ; 801-803.

L4 Jme, Boif, £ R G A 1 R T 45 A A I ¥ 2 O 75 1 28 0%
B LT, bR, 2010,3:254-256.

(5] ARMETE.BRE TR, . 400K W1 IG5 A AE 0 A 5 M



8 -« FREWK - CHE AL WA GETFRD ) 2019 4655 11 %75 2
R et K AT Fam )] AR =R 22 &, 2014, sive prenatal screening for expanded chromosome disease syn-
5:325-330. dromes[ J]. Genetics in Medicine, 2019, 4 1-9.

[ 6] Lo YM, Corbetta N, Chamberlain PF, et al. Presence of fe- [10] Committee Opinion Summary No. 640; Cell-free DNA
tal DNA in maternal plasma and serum[]]. Lancet, 1997, screening for fetal aneuploidy[ J]. Obstet Gynecol, 2015, 126
350(9076) ; 485-487. (3): 691-692

[ 7] Zhang H, Gao Y, Jiang F, et al. Non-invasive prenatal tes- C11] REGIF . 250 BRALEE %, RM il & ks x B E S
ting for trisomies 21, 18 and 13: clinical experience from K DA EF T L] e EE 4R E. 2018, 21
1469 958 pregnancies[ J]. Ultrasound ObstetGynecol, 2015, (9): 632-638
45(5) :530-538. (120 VRHE, BRI 2= 00, 46 J0QU 1 7 iy 25 R4S D0 A 975 A5 6 g 1) T2

[ 8] Aihua Yin, Chun-fang Peng, Xin Zhao, et al. Noninvasive L)L A R 25,2017, 52(1) :53-56.
detection of fetal subchromosomal abnormalities by semicon-
ductor sequencing of maternal plasma DNA [J]. PNAS, (Y f H 85 .2019-05-22)
2015, 112(47) : 14670-14675. Gk L A

[ 9] Liang D, Cram DS, Tan H, et al. Clinical utility of noninva-

- RIS -

MR ER Y RIEETERE

KEE
(A FE— NRER E¥mERD

B U I iR L R 2

KRBT 2019 455 H 6 Hyg T ifE

o AS TILURE LR AE R IR 2 PRTR
=
SREENRL M A R R b R A A — N R B R s A B R
R AR TV I BT O A B R LA A O A R A

ZRE - AREREZEER
RS SR EIRRERFR PO
ER PR RSP AR

Eﬁﬂ‘uﬁﬂﬁih HEJ%
T E, = A T 2 R X, 73X S, A 5 AR
TR LA = B A 6] o D b v 3 B 000 6% B YA WF 5 D s g B e

] by B 7 A 0 R P 38 Ml R DR A I e AR R R A 8 T [ 2 O A O R D P DR A o O A i
H”, 90456 E bR b C A 19 22 3047 5C Hb 3% 0 A 0 I PR 45 5 o 30 A9 b 3% 0 A TARE SR AL =75, o IR 2 i
RGN R T HHE,

DOl 10.13470/j. cnki. cjpd. 2019. 02. 017



	封面a
	产前19N2 ML
	产前19N2
	封面b

