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21 4], B)LEZES R E T —E8 M REGEE IR &k, B
ghbr B HIG  LSNIUE 2 A A, BRI 25 B-hCG
PAPP-A LIS TR ZRA TR ATV o 3K 7 VAN B R R 45 B T R ARG, 1 R 4
FH2 90%, SHA[iLZHIA RS 13 EATAnE s . horkET 2003 4F
6 HERAEFRESIHX ik, I AL —uh 207 KT 4 —4 1
AT, RILXT VLA N T FIRE AR R AT 2%, IR R IR N 21T
W EIB-hCG J& PAPP-A MG K- SP9 5 A8z, Boh H a#
i 2 LA B AR B . BRAT A S e R A A2 A i Ak R [ T
BHT, 2 NZE, D N PERR T R RS

5% O [ 3 4L AR IR )L BE 2% 3 4 4 (Fetal Medicine Foundation,
FMF)FJ# Kypros Nicolaides M5 AE, #ACEA MMM ZEAE [11-14
SRR | BRI, A HL A SR I Ak RO R AV DA
Gy B E U PR G LB BRI . AT 2 L B /N Y
Ty, AR AT DLEE R A H N SE . FRATPRF SRR NG J LIS 2% 3 4
SR E, DEAERRI 7 2O 14

BT RADFAEBE L5, SO ARG R4, Wi s I
e BAVIYOEBEF SR, A PR A5 DL

RUHEL  XITRHE
TSR R LB 241
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fai i

1866 4F, Langdon Down&KIL 21 —A4E (trisomy 21) J#E A —Lk
ILFFAE: SR Z Sk SO JR L T T 0. BT 1990 4EAX,

WP 21 = ARREN & B PR 5 XML, S EiR LSS 3 A4
HARI A FIEW 2 (nuchal translucency, N T) H4J%, H Al #f 5
MEAFH . 02 11137 R S R A3 (K i  LNT 5 BE b A2 10 40
HIF, RO THRE 21 =ARETR A vE . AU A R E
T 5%, B4 5% 8T AMZPERN, (S rT DR HY 75% ) =44
SEOR . A FRIOON 11-137CJ& i RE ML 5 B ok B B4 M IR %% (B
human chorionic gonadotropin, B-hCG ) X 4T % ¥F Il 3% & H -A
(pregnancy associated plasma protein A, PAPP-A) &, kR
WRLH R AT IA 85-90%. BEAL, 7E 2001 LSS A BLEA 21
SARIERIRE LT, A 65-70% T 11-13"CJE 4 T R Be M 22 ) B .

WA R WoR, IR RS A A 0 7 SRk AR A I 5E 2345 07 A
FRR T R G N 2 95%.

BUNTERERR T AT TR 21 ZACRER XS SE, IRl B ik 5 3L
EYOR R, 2R AR R . -3 AR e
b, EEIEFENG LA HERTE RN e 2 IR YRS .

SEIMEMH BRI R I —FE, a2t A7 11-137 F 44110
BRI, A2 32 A e IR, i FLA 1l 5 SR b 028 1o 7 A% 1
o MHLESFRG ST T —EUE BRI, DU SEE bR E
FAKAE . AR A BEMCH e A B4, B A e A LAk
PR OR RAFHAIR, (ERESRAUA 11-14 Joi A e 1S



IR G AR R B2 W

1866 4F, Langdon Down &KIN 21 —AARES R # 1) K7 ki = ik K ik
JEL, gy Hoafn ot S IR IR UMb iy 4 . AR, AN
BRI ARAR, AT 3 N H KR L5 R]X LRFAE
I

21 = RIER LA, 2 75% iR L I 2 0E B )2 (nuchal
translucency, NT) £ HILHJE, 1 65-70%K1 i J LI Sy I JG 23 R
wmR (B RE2 .

QiR R H IS WT
AR LT
FIREST R

H AT TR AL ST T A 1 = i 2 ) R 0™ AU (3K I
WHgtH, 3L 4,606 LR B & (SERT- 25-34 %) {E47 14-
20 JAHRIL > Mo 52 I 2 R B 75 A 7 (Tabor et al 1986) o
P R R 2 ARG LR R R B F i 1% OF9 s
SRR 2R S 2R LR A £ 5 ik B 98 18 A 19 A 5k
BEALAT 5 N IE ] 003 8 s 2 ) (10-14 J5) , AT EE KB IR el
WA R, IR LUR R F A 2% Eh I PN IR R R e
1.6%.

REHFF

BEHLBTSTUER], fE42 11-14 MEATEIEABIGE, L KR S
ISR YR BEAT R AT ] . BT A BE B BRI LR
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R, HATA I 52w A A [ S NREARAER
Ly, FERRE R 5 RBIRE O gie4e) 1RSSR AT g2 AH R
i

B 1: e LFT HFLRE TRk (4 University of Amsterdam
Dr Eva Pajkrt Z24£4 4. )

KI2: 21 =R 12 2 ATRE, o NT I /7 R Z A o
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Al g, FE 10 JA AT REAT R B HCEE, 50 LB AT R ) AR B
(transverse limb reduction) - &t/ A 5 Skid /N JEAH R o
e, SREERELAE 11 57l dtr, B2 mh 2l & gk A

= =
DAl

UNE4EaZ ]

o LR EASTR KIS, T ZA AR EIREEAT .

o TERIIGEURBEAT GBI (U™ S, 5 7E IS gkt
AT 2 RIAR T o

o BT RIANAE 15 I RTHEAT .

o RBIFEANAE 11 FHTZEAT

o NZPEIRAA I h 32 18 4 I 25 AT 2 B N A EAT

FEARIELHT
R MR HIH L

et 2 30 4FE), KEWEFEC) T o 3 B30 2 10 il P 1)
GILAIM, KE—FHEAEANR RS W k. R, &
10°- 107 MZ AN LA — AN A LA o 355 1k 375 4k 40 1 23 2 3%
(magnetic activated cell sorting, MACS) & & Y i 4k 4l 43 21k
(fluorescence activated cell sorting, FACS) Z5FiA, W mEMErf ok
EOCHURIG TG LA B i e ebnic b, G ) LA M i bl 3 m] ik 4
£ 1/10-100. Hitnt, X HEAAA L LU AL G40 g% 2 3 b
(cytogenetic analysis) o A1, 3%l F) H s (04465 2 DNATREE )L
EHICJEAT 44487 (fluorescent in situ hybridization, FISH) , A4/
AW S BE L AEAS T iR JIG )L 40 M A7 5 I =I5 4% (three-signal
nuclei) , MR AT SE ) = AA%E o

BT EORBVBRE,  BEOUSG ) LA ARG I6 AT RERE FH 17 i e (R 52
PSP, SRR BEAE AR NP B2 Wr . AR1, XA U
P I i AR, HPT AL 2, BREE, R4ilG LA
AT R didt, - B & o A sk R GE LME [0 7 Hr K i
FEARSE [ EOA R LGSR, i i 2 Y 3 KA AR it 2
MRS T
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ALl 7 1907 B /L DNA

T W B AE 9T T A DR B i i P R B G )L DNA Ceell-free
fetal DNA) , LUK SEIFE R PCR 7 5 I UE 4R S Ak BRI i
JL DNA. 7% 21 “ARUERTIE G )L DNA & &, Huri a4
TG REYE: YRR S S BT, SR S YAk e
WATLYRTIC T WBS G )L DNA BB N 21 = AARERf A i 5 — AN BREA
MiEARIL, WA RIS,

FEANRIL W

o LI Z I G LAR ML, R REBIE A A e (A 57 I
BEPPAli, IERAEAEAAE MR R Z B

o K 21 ZARGEYR A IR )L DNA &8, HErE T E
FRIES «

QR R W KRR

16 21 “ARIER = HId A b, [ A BHPELEEE | (screen positive rate)
5 T NZHMRZ ] (invasive testing rate) ] ZE s AN 24018
(), Bk KR 43 s A I S BH P ) 88 Lo AR s 452 AR K. [ 97
EFHPELR ] I8R5 [FHPEZ ] (false positive rate)FHil, K hix it
A, AR HIG ) LAR 2 1R 1)

PAZHO IR i A

21 =ARAER) AN AL 1970 A AT, THRIGE @R T 21 =
MOE 5 i 2 A AT OGNE b o H SR s AT — 5 B3R XU
FIN_EWBOT S 508, IR A A3k A5 = iz Wbl . A
b, SRR R HO AR 40 B IR AR . S s o o
WA R A [z ) W, [wfe ) ZHEEs A AR 35
B A, XA TEfe ] 405 P 20K 5%.

TRAE R 30 45, WIHTEMR T IR A . RS [
fel MFREEN 135 bl k] s R RSE, X TIH R

4 F 1] 14 FBHEEE



FKEIT I REZICE . (Bl T2AEFERAERZ RO RERERAE D
BTb, XIS A A PP LR T A 15% L o ORI [y
FIPELLR ] ol [ ARPERRZE | Wk 5%, XT3 ERET
B 7 . BTy 38 X B LA A I A R )
5%, WANRENKPIIGEAFEE R 35 & FiE 38 &, X4
TR 21 ARAEER A 21 —ARGEURTY 30%.

mp g i 7 AR AL ST

1980 FEAR G IR T — BT I A7 VE, AR T AR,

I T Z g b 2 A6 LA S AE A BRAE T SN . #2416
J, 21 ZARGEARIBHILE F R 2 E (a-fetoprotein, AFP) . Jif 5 HfE
— % (unconjugated estriol, uE3) & S UiF 25 B4H B M2 PE IR iR
(total and free- human chorionic gonadotropin, hCG) KM% A
(inhibin-A) )54, SIEWEIRA AW ER . FH I Ba i
Wdhis, nTUURAESE [mfe] 4. X A st S 4
R, AEifi AR RN 5%, BERS U 50-70%0) 21
ZMERR

H A E i RIE A S I

BT 1990 A, BEEFERESIEE T 11-13" G ) UNT S B il & 4 i
FER AT L. IR, AEMARTEL R &N 5%, XI5
TEBERE R L) T5%I1) 21 —AKHG .

B J5 0 i N T BRI UF 25 B-hCG M Uk g PE I 28 25 (1-A (pregnancy
associated plasma protein A, PAPP-A) ZEAI 2, &I = 5 £
AEiR A 85-90%1 21 — A&, BbAh, A 2R vk R
&, A S5 R AT AR AE A S 30 Zr e A fR i, A ulEUx
KrPPLi2 BT (one-stop clinics for assessment of risk, OSCAR) #4531
fr (B3 .
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Ly

AP

sk ) <m—

LRSS

B 3: FEKZEIRB L, 452478 11-13° g7
FEZ NG INT JESER B, R4 115 7 0 2 p-hCG KPAPP-A
K FFE A T BIGi  BL— 20 JE (77 (one-
stop clinics for assessment of risk, OSCAR). Zi/4 F 4, 2447
] RTE A BT AT IR FF RS R R MT TTA TN
1] 7 GOSCAR Ji] — K HIHR 2y 7T

AN, 7E 2001 fEEEE LRI 60-70%) 21 =AAJRK £ (nasal
bone, NB) JGiEAE 11-13"J& (FB A 1 82 5. 4125 45 51 R,
TR IR IR BE S A B 20 TR P 13 S s ARk 8 A 07 A R T R &
ik 95% (1) .

et B IR R R

REA A AT MG AR S 16 LI KU o o BR0AS RUIS: B30 2 4 S
K (patient-specific risk) 1575, J&4EH S 8HT WK (a
priori risk) Ll —LEARIL AR EL (likelihood ratio) o Hij ¢ KUKIEL
PR S 2R, s AR ARLER B T BT 0 stz b i I 45 )
WA BT ERILTA X% LA TR, 1ML
WL Y% i izl EfE, MR XBREL Y.
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A Le AERPTIEF D S% IS, LU 27400 2 21 = fAE 942 ]
FHILEE . A7 HITFE T, i 2 L A RN i 74
A, IG5 2 W i BT Y0 L AR RGN I it

T EEFTFE L N BT F I AT 29 38207 I 28 K7 2 8

SRIETH
MA 30
MA il 15-18 JAlBESE L& A= A0k 50-70
MAJI 11-13°f&Ji JLNT 70-80
MA B 11-13 J& i3 JLNT & £ 5 1l 7 % 25 B-hCG & 85-90
PAPP-A
MAJN 11-13°F i )LNT & i )LNB 90
MAM 11-13"J8 i JLNT & NB K £} 35 I 375 3 B p-hCG 95
JPAPP-A

(MA: ZL7FERS: NT: HHEWE: NB: L4 hCG: HUTHIEIEIRHE:
PAPP-A: ZF4R1# MR FT-A

BEEATINGR S #0A] AUS e LLZ X B SR L, i P A1)
A W) 2 AT — T B U (A, Wit 2B HE (Snijders 5
Nicolaides 1996) . IXANFTT (sequential) i &b, [ AN
AR TE] BARAAL . 50, AT —Le4298 2] 2 A S ge vk 18y ik o
AR . B HEAT OSCAR, J3# 510 A i fir 5 20 IR AR RE i 7
2940 12 Al ER— SRV T, PAPUE R R R A

5 o

FFRIEE

o FENMALCHAT A GRS R LIRS .

o T RERHT B LT A il S 22 F T RE o

o MANIEFERE RIS IITHEL, 2R AT B Re LL— 284RiL 1
VAR LT A5 H s ABLAR PR B PR 27 T AT 1 s e ik
R

o RUGHATINGE, K s SR EUZI MR LE, Aok
BT RS AELAE 0 — I i i U o
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FHOER RS

LRI OAR T8 I XS AR 2 BE 2 4R BT (| 4) o eAh, BT
PO RS H IR ) LIS N AET SR IEH IR LR, TR XS 2 Bt 5 2 5
T (&5 .

I,
[ 10
5 Trisomy 21
fi
14
(%) KXY XYY
Trisomy 18
0.1 4 Trisomy 13
«  45X0
0.01 4
0.001
_________________________ Triploidy
0.0001 t t t t |
20 25 30 35 40 44
AR (2)

K 4: ZFIRE T NI FITFRENT KR

KXY IXNY

Trisomy 21

K 5: GG ZFIRE ST HINE NI T . FEFLIIICE
HIXTS210 JTITHI A B2 1
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AT, 21 ZAREERI) A I AR R S AR {H (maternal age -specific
risk) HIfhTh, #BERE T —2eh g A (Hecht 5 Hook
1994) , JBI = HIZWHE AR SRR . f2ix 15 4F, BT
TEANFESEGRI B TA RIS T2, et SRS E R,
Vo LR LR A U AR e N A R KR S UK /. (maternal age and
gestational age-specific risk) (Snijders %% 1995, 1999) . &L Lb4
21 AR AR L v S0 = B s o ) B W 28 U R B SO TR RS
B, ] DA AN ] 2 0 e S 4 () S AR, R TSR
FE 12 JA A 40 BRI 21 =ARBR IS N BARIET RLN 30%, 1fifE
16 J& 45 40 JA 18] WL 20%.

FAN 7k, IR a] B FAG ST LS G o S I RS B 13 S AAE
18 ZARAERY RS BE A4 AR/ BT, B2 R I AbAIAE 12 &
40 JIE N HRET R IZ) 80% (£ 2) o BN KL 1E (Turner
syndrome) AL HFAL0E X GL ki kg |8 ik 45X ik
G52 2 %N A e = ARE, 5 RER TR, EMRAERT
12 JAWE R 1715004 20 JEBF A 1/30004 40 JEE A 1/4000. ZiH4E
W e PE ROk e (47, XXX, 47,XXY & 47,XYY) B BE%
W, B NAET IR O IR Ls, Mo kAR (42N
1/500) Az fE N 2451k (polypoidy) ML) 2%[HIEHG,
H TR, EHEZLPAEET. WRAERE 12 & 20
Ja4r 5129k 1/2000 & 1/250 000,

FEER R AR STE REATE RIXER R

o AARE K KUK B2 I AR RS T

o FFNRLEGES 2 A5 AR I RS A2 Z2 I A8 5

o URURWIMRE, JLfopi i 1 RO

o 21 ZARREAE 12 i (£E3HAT NT EREIFARD & 40 BRI
JLFET= LK 30%, 1MAE 16 B (FESEHTrh ZiRHA Mg 4
AEIRRINE ) 4 40 J& 1R Z K 20%.

o 18 Ak, 13 AR KFFNIRLEAIELE 12 A% 40 JEHFIfR L
ET R L0 80%

1, FLETSE R th ph 3 112 9
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DATERG LGt A i S 4R 52

MR 21 ZARGEURAI I L, HUR IR 21 =R R G, BT
I [ 6 S [R) 2 i Lo A R - 0.75% . B, — 44 A 21
SARBANY 35 S, TEMAEE 12 JEIE RS E B 1/249 (0.40%)
wma 1/87 (1.15%) 5 1A RN 25 B4, KBS i ik
) 1/946 (0.106%) LTF4 1/117 (0.856%) .

SEOARS EFRIPLE], AR T S AREAE IR ER R,
NGy (DT 5%) FSEARIMK G K (parental mosaicism) AL
DRIRA , 520 1E 5 R G Ry B R, T A 2 R KU KR . 75
RZHERS Gl 95%) , SRR SEEr BEA BT BT
W s, BRI QAR e v, B, AR I SR A
FE, SRR GRS T REIIALE

LESFERER

o TEWMAE SMEMG LI T L erh, IS4 R B
BT XS = 0.75%.

o SR H YL AR R

Jif ) LEE I =

EIEFEET, BJ)LNT JEERZ2E CGEK, crown-rump length)
e EANFHCEE B T FE RS NT JERE(E, #BAR—
AR L, A 2 e DL G 08 R 27 JR)AH O (R e AU, DA
T —ASHI RS . NT 8RJE, SR LLBOR, 3 U (R DA it i
e A, NT JEREEERAN, AR LN, 18 USRS R i ik
ik (K6 .

LN G E NN S )

7121 =)L, 5 60-70% 76 11-13"J k5 vh eyl i g2 51 5
B, R OARIESEBILP A 2%, 5k S8 LREE (flow
velocity waveform from ductus venosus) 5%, 7+ 80% [ 21 =4k
65 5% MG AR IE R IR WS 3]

1, FLETSE R th ph 3 112 11



)RR, 5 9@k s iR L te A, JLe B kil 61w iE R
(exomphalos)  E KJEMEAE (megacystis) M 55 sl ik i & 42 %R
FER L gu AR S iR L i . IXSSB RRRID, S B EE — Mk
FILER L, T AR ST AR AR, T 58T RS AE .

R, 100 4 5.0 mm

FhA 3.5mm
= 3.0 mm

2.5 mm
10 A
(%0)

A priori

§

0.1 -

0.01 -

T 1 1 1 0
20 25 30 35 40

FOFER (F)

i~
@

K 6: #5212 JS, FLTFERFE /L NT JZ/L 21 = 19EH
MBEEHTHF o

FL 2 R 11 365 AR AL PR

EIE R OUT , BRI T )3 25 B-hCG 7K T 2 Bifi 22 Ji R B%
PAPP-A /KT EFb. 75 21 ZARUEGRY, JiEESB-hCG 7K1~ LU I 3 U
Ui, PAPP-A KTNAEAK. 7E3E2 i 5EAB-hCG K PAPP-A /K
Vo AR T —AMRBRLL, P ST RS AR I, DA SROE KU
fii. JEB-hCG KT, PAPP-A HUAK, W) 21 —AKA XU ke
(B

12 F 11 % 14 HEBHEHWE



B (o) B-hCG MEefiee)  PAPP-A

100 4.0 MoM 1 0.25 Mot

3.0 MoM 0.33 MoM

1o 2.0 MoM 0.50 Mo
A pricri A priori

\
N

0.1 0.1

0.01 0.1

20 25 30 35 40 45
R (%) FOGR (%)

20 25 30 35 40 45

H T S 12 FH, BEEMLE DS PNCG (A7) . PAPP-A
CHr) ReZLTHFERSL 21 = AEHI MBI FEF -

IE W J2 R I
FHKIEH . BN KIUE AR

TERZH, ANRIUE BN IR A R REE . 2 R T80, 3
— i [iEW)E | (translucency) —id]. F T Zall, B )E
WEHIR, AHAEDTR NS, SR BUK MK BER . S0
)= (nuchal translucency; NT) #fJE5 21 =4k, Ry [RLREME LI
ER O DR E R KB ELR AR DS, B NT FIEAN
ANEE, A, MR R A R ——im e U S——A ]
BEbRUEA B A%

TEGEGR I S 3, i) LEUE IR e s BK T 4 P K FER
(cystic hygromas) FIF/KA (nuchal edema) . 7EHIL/KIER G
L, A T5%EAREARTR . L) 95%I1) 5 A R E RN R LS
fEe SUKMA ZMEN, Hrhgy =4— e L ER R,
21 T5% M AR E 21 ZARNERL 18 =4R%E . e R HE G )Lt
M4 SR BB T FE . SE R G ACH A I
PRI, R B i e (A iR L2 TS AT REAEE (S5 =
) .
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FIZE H E— & X

o FUIIZE W2 A FRAE R AR FH R A A2 20 F iR LSS IR B T
K.

o NRHGE I FHIBUKA GREEE. S5 R T85s, H—Ef
M DEWE] —id.

o Yeftfk K H AR S NT (B HER &M,

o BT, B EEE SR, HEAEDSHINESY, %
K I BRI

FUZE WA = BT &

ARG NT fIRES), YO T 38308 2 1 I 5 S R b v
Yy, DUIKEAN ) P A Pl il o) — SO R B 4 2R

G EK

EEMILNT EERNHEZN 11 82 13 8 6 Kb, KBEKNA
NF 45 mm, KAKT 84 mm.

R 1 RME R NT MR REE = . MAawa
WA EREE, (5 11 BT TR B R SR B B b . 5
TN RZPEEEEA S 11 TR SRS W e . 50
TiHt e Cacrania) M JGHN L Canencephaly) , HF 11 JE AL
LA EEHVPAN IR LKAk, FOS WA e OEPUAS = S A
TR TLE 10 F M5 2] 76 8 2 10 A, Frflia)L#i<
b i CRp oL %< 3 i s B B0 [l A A7 Chyperechogenic
mass) ) , [FUTAEX BB W A AT SE . Ak, 7E 10
i, HAATE 50% BIG )L T M RIBEE, 2 11 R 80%, 12 A
M AIE 4 100%.

PL 13 J 6 RAEN EIRMIRIG =, 55—, Xa[ L @G ) LR
76 Ry AR 2 B R R R . BB . SRS R LI
SEHSRUKAE 14 2 18 JRI R AERE: 14 BTk, =, /£ 10 &
13 JEESE NT R Ih#E N 98-100%, & 14 JEN, HTHE)LEEE)
A, WA SRS, IR TR E 90%.

14 F 1] 14 FBHEEE



BERNE

FERPEMGIL NT I, B B 5 s R w0 R A&l
Heohte. MEERBUEME 0.1 KB LI A AT
JRIIE L 95% ML NT; JEREFREIT2PHERS . 52
[PEPEEREINESS S B URS

FERE NT I, BOR AT REIR R ik, G R Lk
L b (B 8a) , KA RIEMB S LSS Rz R 0.1
mm. FEFEAT AN OB RERITEED 0K M2 D) e
PRI, X REIRE o ORI b JUBAE AR BRI IA 7, TAIRAY T NT J&
JEo

SRR UGB —FE, R NT NI R LT R
B IFERRLAE HAREIA N AT . B LOTE B g, &5
it 0.6 mm; SR i it U A4 B AR A 0.4 mm.

W AR AR AR, G L BIR S = BAE 75 45 B rp 8 o — SR
(B 8a) , DL FEIE o i ARG LA E 2R 3 i
T RN A S R, BRI A Sl g K/ R R A 1
i, AR LHE R

IV AE K2 Pk 55 SME ¥ R 2H 232 TA) BE S e i (1 W by R (I
8e) o AR RUMBAERE SC NT J& L) FHAE Ze—— i bn RN N3
FSARUK L, i N TRCEAE RIS, B P R R RO S
SER RN, NEEZ T K, IRl IKE T PTG R
KEAE AE 5-10% IAZEH, I LSS Bt BlSE, 4 NT K&
JES R vy o AEIXLERGOUN, T BN NT B AN
FEVHSL BRI, O DM EUE ISR (& 8D .

PR 7 IREA S WO B PR B AR BR324
SEYRAIYI A s L A5, 6 NT B 2 I PR AR 5C B 50

7E 95% MIANZEH, iU NT SRS B B MIEEH (IR 72N T

0.5 mm.,
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K 8: 12 HZIGIAIRE . ik T iR E T RAFH
WL PRI K (@) i1 TR TH L b R LA, il
H I — 5 TG TT R HE W KL E & 1
NT. & (b) 77, FELIRAANE, PFEMEDHZE NT. K (c)
PRI B ETRE, 7 (1D I b . A (@)
G, WESENT HRASZ/E s T G . dr T gopr i
[, WS RFi LR R NT, 2 LU 2 191
1EHE e M
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LIEFHEZ hZEFERE

)L NT IEH JE RSB (B2 #in, P re o & 22
TRl JER, I e R A . FE—TIIN 96,127 #4EAM)
W, ARG 45 mm N, WAz A 95th AL E s il 1.2
2.1 mm; MAELEKN 84 mm B, MHNMEFEN 1.9 X 2.7 mm
(Snijders et al 1998) .

ETH B Je ARSI, R e KU VAT, 2B 1Dk 2 A e A
Zi ARSI BERS, SR LE AR SR M 75 HE Ko T ABASR EL 1) A
M TR I NT JE S5 3 0 [R] SR8 K 1 7003 o A7 28 1% i 22 2
B, L Delta-NT AAE (474 mm) o B, FEG LA SLEEK M
NT BE 58 45mm M 2mm, HTZEREK N 45mm B ES NT
AL EGE 1.2mm, i Delta-NT 24 2- 1.2 =0.8mm (& 9-11) .

H I NT J5 J 4 5 25 I, Delta-NT B8 $2 £t ok i (0 995 & 45 5 XU
(Spencer et al 2003a) o AHJ, 208 N HIAE ML AR A0 T 25 (1) TR B A%
#0751 (multiple of the median, MoM) {EILEATE ], R4 FFIX
AT = AR AR 5 EIEE AR, NTHH
fH £ 20 M logyy (NT MoM) FHAEF &40 A 255 = taiEin =
(standard derviation) ZxBfiPRZ BIFAR; 55— 21 —ARAEYRAINT
MoMH v £ 5 A1 55 1 Gl g () A7 £ il e bl gl o A2 11 JEAd A R
fEAEEL, 2wl T I = RE XU, 75 13 RS Al T XU

8.0
70
6.0
5.0
E 4.0
3.0

20

1.0

0.0

35 45 55 65 75 85

LB (nm)

A 9: 74326 121 =GR EHTNT 21, pnse TRz
IERTE T (95th & 5th ZrMr#e) # 1.
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%
(%) 20+
15
104
54
04 = I | I [NESENRRERRRERRE
A 1 2 3 4 5 6
Delta-NT (mm)
/210  Delta-NT ﬂf/jff//[él/ s [ 326 721 = /’1‘?{,‘ (HZ5) fro
oo

NT JEReci i | (B2 i3

{5l 60
# 50
tk

(%) -

40

20

-0.5

0.5 1
Delta-NT (min)

15

2.5

[#/11 : Delta-NT &2 fH=0 021 = [R5~ -
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FIZE I E— &

o N 11-137/8. Jif)LKEK A 45-84 mmitf7E4T

o WIS ILHIE R RUNH K, FFLERR L H R KRN B
NT.

o NMAHKMGMEEK, MG BRIk A L.
KA Tehs R s LR B 45 R 0.1 mm.

o NAE SRS SME RS AL 4 T B S e 10 32 B M o

o /NOMIIHER LB IR S SR

o bR UNEE 2 S NT P 1) FAE 2o —— bt SO R T3
BRRRUK L, T NRCE AR AR, HE R A T R AR
AW ERE .

o EFINIS, NEEZ T K, JFiCTE BT BB

T B HTE I 2 B 5 I B b Tk <€

PR BTG U ZR, SO NT SR EZARERII I, 2 RAFIRIAR
PRI SE A BeAh, TR TR RS, AR Ry
HPPHH NT B EKAERIHLE] .

X LA AT 2856 (K P AR T I, # LR 2 1 v I SR I S A
) VMR R OIS B RE s, XHABATI S, MR S AU I
WHESRERE NT RS, R0, B NT LU R T ER LSS
RGeS, JRbiges SR . WHELT 80 &I X 100
RAERZR ] 5, IEE R BER . e w1 i &= ST BL
FFEARE AT RS S R A S (B el i Joeied s I 1 R 2 2 ik

/N

—SUREGYBOR, FREPHE S A NT B, S A b /
B IR R ER A AN T BRI, TRAT B U0 i 25 1 35 2R I AR Al 7 4% T
Ui o D [y 0 2855 MAA G ) L= 2% 55 4x 25 (Fetal Medicine Foundation,
FMF) 28 CUior — B85 e St e iR, DUMEIE ks NT §ii
IR N . BIHE (D FIgiRE. Q) W BEE Y H g
FIFIERRE NT S48 S & (3) A RFReLIPd, e
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#i 6.0,

M 50,
#

(a)

g 4.0

2 301

(tnun)
2.0

1.04

0.0 . : : : . . . n
45 50 55 60 65 70 75 80 85
SEEHK (mm)

# 4.0 -
i
% 3.0 .
] . c
}E' 2.0- 2 II. I.. e °

o e, SRR

1.0 1

0.0 g —— T T —
45 50 55 60 65 70 75 80 85
SLEBE (i)

M40,
5

%301,
L]

Bool -
{man}

(c)

1.0

0.0 T r T : . ; ; .
45 50 55 60 65 70 75 80 85
LB (nm)

A 12: JJLNT 2RI M. K @) Pt RAE A (b))
G N, T (c) HIE SN i o
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R L NT S=EER AT (B 12D, Sl (5 B I 45 i 75 4% Il ke
Ao

TR A R —E I K b ok S

o FREIMKE YIS, Aot NT BEFRHERTIIEMN, R
U 1l W R 75 PR S DR

o FHEIRIMIEDS, 25 E W A% 4 R AR S0P SR
PAIESS

o HRIEET (1D BIRUR. (2D WHHUSE IR IE i &=
NT S22 4655 M (3) AEREIVEH,

o FREEI) A TRERE TPPAE IR )L NT BRI A, K&
e YN AS VIR B 3iiE 4 3 2o

SIE I Z B R Btk 7 R

fE 1992 AEM—IRFFT R, WETT AR AT SR B IR LB G ) LA 2
MTaT, SCEEETHRIL NT B, W70, EREE R EOARTHE
)L, HONT B EIL% (Nicolaides et al 1992) . IXAMHESE
MELE G R BT T P A58 THESE. /IF T 17 TF5T ekl R
3L 1,690 4 NT Fw 9 E AL, QR EA R ERN 29%
(Nicolaides 2004) . {HHFAEBF P AOER AT 27, K
KA NT S i XANE (1 2mm 28 10mm) RIS [ RFS ) )
Pt RAEFZR LR (H 11%% 88% %) .

BT 1990 EACHH, BOwt st DI T =R By R
SRR, RJL NT B AIS)E. B, 78 21 =R e ER e
WS R ILT, NT HBUEE. 5=, =MAER R, v LLEE R
RS A S SR B AT BERES e LR LE T B4 1, T iX MBS
EEI R TG )L NT 5 255 A [5] Sk A8 fR FOU o v 7 380 A i 22 A 2
(Delta-NT; Nicolaides et al 1994, Pandya et al 1995) .

PaAdivh, AEZERT- 10 28 Z MR A NI, F5EL 1/300 RS
EAEH 21 =RBa 00 & K S, WEBIPER T 5%, Rl Ry
80%.
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FEW R— I ERE R R XK

o RRERIMRS, FEIERDHFHER S A AAOCTT B, 3fe
LUNT HBISR EEvH 54T HE

o NT HIBUSALL, BXHRTHAIL NT JE A2 5AH R S8 i T iE
H S K i 2275 FE (Delta-NT) o

HSRE R R 2 SEAT

g, — Sy i vk B bR o 70 &R NT 1E 5 U0 & 10 S8 4T
(Nicolaides 2004) , ¥R A T e GIL NT G FHE. 3
A3 WS FH A FE 2 4R 88 S G )L Delta-NT 55 (K KBS 8, 4E A 7 A
FHPEZA I o XU E SR I R o8, mEMRJIL NT 1
SR 99%. Hk, BT 2R ABFER S AAE, MRAT
ANFEIGIL NT 3RS AE A e SR, WF50 T AR 2 18] G mT i G bt 2R
PR R A R W R Beda, EAAEIT 200,000 #4700, £
FEE 900 A~ 21 =G G, FEHERD 5%, fRL
NT n i Bk 75% 13 21 =R K& H g™ E YR 75 16 )L
M EBHTE R 1% B, Kt Z4 60% (Nicolaides 2004) .

fE—IH FMF Bl HErs KRR A sl R4S 9EE 22 AN Al
306 2 EAEREMFEGEN . JE 100311 BRAMAE L% T
A, BETHR)L NT K&K (Snijders et al 1998)

FeF 2Ry . 228 K Delta-NT $H5 T # R 5 K. (E 96,127
ARV, LRI 326 A 21 =AK0G K 325 MHIE QAR R
G)L (R 3) o TRAERTZARER A ECh 12 B GERL: 10-14 FD

ZAPATAERS Sy 31 % . #5LL 1/300 B L F Sk 075 28 B R s S, )
BFATERA 8%, 21 —AKNGRI 2K 82%, L& et i A
HA T18%.

=)= )

e 2RI AR O REA T Qe MR R A (R AL, A AT S A
TS W, A R ORGSR, FPRIL QIR (B AT
RRIRIER A, RO A S e PR DL S VU 1€ 2 A AR AL I e (1
NG . 29 30%I 21 =ARIASAE 12 R HRSET . 4%, X
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x 3: BB ILEFZREES I ZE P . NT BT
95th A7, K 21 =M E 75265 T 1300 H94E4%5
H( A B HEFZLTFH /L NT LK 4477 (Snijders et al

1998) .
fift ) Li% 2 %L NT >95th {4 fidh  KUBE{E>1/300
iEH | 95476 | 4209 (4.4%) | 7,907 (8.3%) |
21 =4k 326 234 (71.2%) 258 (82.2%)
18 =4k 119 89 (74.8%) 97 (81.5%)
13 =4k 46 33 (71.7%) 37 (80.4%)
o B2 54 47 (87.0%) 48 (88.9%)
AR 32 19 (59.4%) 20 (62.5%)
o 64 41 (64.1%) 51 (79.7%)
ST 96,127 4,767 (5.0%) 8,428 (8.8%)

*fl(deletion), ZF7 =74 (partial trisomies) . #4747 (unbalanced
translocations ) . £ E (ETE#F £ (sex chromosome aneuploidies )

ARG AR AP AE T T RO AT, b 2R P 26
fediis, JRPRALZE 16 AL T IO T MBET R 2 20%,

BATIIE N 05 AP A 508 EFIZ T 21 =4k S ke gR 1%
AN, 2D REpR A2 GER SRIM,  FRATAT DAL T O
AN 21 ZAARBRI AR . X ] I P Sz b AR A ) SR ) L
BH, ST AR A0 A LR AT r 21 =4k
AR . MR — I FMF W 5E 1 %OEM G (Snijders et al 1998)
LTI A A B AR MRS WA A R b b ) U R, 21 AR
AR RET IR 78-82%. LI FY )& FE A RS A i )L NT
HITHAEST, IR RSB ek 1/300 I, RPBHMER A 8%, # i
H 82%)

FHB I B—21 =AER B R3S

o I N 200,000 444410 G 900 4~ 21 = 4A&JRIH
AIREVERF ST, 6L NT g I 75%A 21 =0 &
HemmE ek R 6L, TR R 5%.

o NT GEFT NI =44, HA—ESLETENILT,

o NEZUH] NT fitr #8210 21 =14K8G, R /NS E
HARU
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P NT B Th®R

HERHb Y NT [0, BHOE MG, e I IE sy & 14
BT AR . X =T, ] R NT HISIHLE 5 1A A PR
FT ol Al WS 2 TR IR 22 S AR 40 e HUER AR G AL SR R L
NT B, Mt 4 B R BTEAT1T8) (Nicolaides 2004) o FE/A
PRI, RIhEE NT A REEEEE 99%, 1 7AE 2T 70 A
M 75%0 AN, LEAAPERER A, 76.8% M 21 —4KMG K 4.2% 1H)G
EARIER IR LT NT S5, e Emtoet, XS m 75
7 38.4% ;. 5.0%.

FEMSLERELMERITFT A, FIIR 2 Il e HEAE NG M 2 A AT . R
HBA R R B E NT BARPE R A G B f 5. e 2
T, PR EIIZHE R, ANEAGE I 5 K e
AT F4, MO TR R 66% KA R Th B3R )L NT
(Roberts et al 1995) . fE5—HH5H, 54% B JLREK N T
33 mm; FFSTESR SR =08 N EIEG )L NT, 25 F 42%
AN EARL) (Kornman et al 1996) . W5t — L B TiX
Yo AT B BFITA 47,053 DNERZOLES 6-16 JHRIHEATH
fi (Wald et al 2003a) , S5 KM, B TZAEAEE . FEETA
RERTh RS . BTSSR T — A T sk, S86H 23% 14
FEVAT I REK) NT J5 5 508

Crossley et al (2002) $&fit 7 MLSNERE I /e NVEBFSTIR) 22 5 (1 1F
—BUEE . EIXIUF BB, 75 17,229 24200, H 73%I1
MNEIIFAHG L NT. fEIRF B, Zidss o Ay, 78 2,000
AT, SRR ILNT [ 51K 99.8%.

FE A = Fe B L A A 5

SARSEE R S RHA LIS 2 R G ) LIRS A i AR O, A
HGE A 7 2B-hCG. F 2= (unconjugated estriol, uE3) #1fI
% A S PAPP-A. FETH ZIA 2 108 UL 25 B-hCGL IR
HA uE3 KR A ARSI A, WEEAEER 5%
i, U 50-75% 1) 21 =ARGEAEGR . H A DL A AR s 45 45 LI Vi
BIB-hCG J PAPP-A, FI{EARBAMERE N 5% IR 60% I =ARELT
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URo SR, AARTRArrh — AN AT, & LGB A AT 2,
3 S R 2 AR 2 10%.

TEAS FHREAR IS A AT A i, i 5 AR A b (P 7K 2 75l v B
&, & XHPEMEEO: (multiple of the median, MoM) , #ft J& 4t
LB T I LT P o e 4 B AR R AR [F) 2 R I P AR 2, 7
Mlogio (MoM) Kik. 21 =4k KIEH MR log,e (MoM) )2 1E
Wi (Gaussian) HA AR, Hea] HBUER Ll R 48 2 10 47 58 A 5 I 3 X
5, LIS 0 R e XU o

FZHHGILNT BB E M G5 A IR

A 12 R, 21 ARG REE IS W2 B-hCG & R YL o ik
EH B LIEESE i (47 2 MoM) , 1l PAPP-A AL (47 0.5
MoM) . IEHIGILE 21 =AKRNG 2 0] i BEAAK I3 U7 25 B-hCG 1) 2=
5, SMiZE R, 11 PAPP-A BN WA . 78S R 5
RW, N2 B RIRRIC AT BEZE 1284k, DA EA TS BEE AR TR [ O%
Fo LU R PR 2 e UG

HTARAE 21 ARG EARIE R IEgRY, )L NT SEHAIMmE
W EIB-hCG Bk PAPP-A ¥ WA HE, P ELEIF NT SiXpy
ANEAbRIE, DRAELE AR L — B M 03 & (Spencer et al
1999) o B NIUHEHFFUIESL T 485 05 & AT AU . 3540
N 38,804 44244, AFE 182 AN 21 ZARBAHI & IE 8 Bon,  ZEAR I
PEZ Sy 5%, 21 ZAREERIR H %8 86.3% (Nicolaides 2004)

BHAIM I B B-hCG M PAPP-A 7 18 M 13 =ARIFHR PR, 761k
Pt AR AN, BHARIME I 25 B-hCG KV IEH , 1i PAPP-A
MRAG o FERURE 52 R T R I = s MARE Y, BEAR ML E 25 B-hCG K
FFt, 1 PAPP-A MERBE R . XUMESE RS (1) = 4% e ) 5 BRAA I
WFEB-hCG J PAPP-A 247 LFHAHIC. FIHBAIL NT A BHAIME
PAPP-A A 25B-hCG 1EN 2, RIAETABHMER N 1%0), & b
IRYLAAR T 90% K.

A I I — IR SR &, SRR T IR 1 7 ORI &)
B ] (time-resolved-amplified-cryptate-emission) 2 [ BEHIAZHL e
P T EAL | (random access immunoassay analyzer) 4 H .
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ERCHEOR AR IR JG 30 20 Bh SR Lk H R n] PR &
JEGE R e EFBORRI I, SEIL TR AR I B I DL
PLuki xCHEFT (OSCAR) [JEEAL (Bindra et al 2002, Spencer et al
2003b) .

FZHG L NT R o B R il ) 72 - i

L AE R NT i 25 P2 b 2 AR AR, L v UG 20
it AR A I A AR AR . S5 S AR L NT S ZiRE ik
I3 A=A DAR () ATHE PRI TR P48, AEIRPHMER A 5%, 21
SAREIRL R (85-90%) HFER I LEA T A A AT (Nicolaides
2004)

RRR G PR R AT

P —AEEE R AWIG)L NT KERHMAIME PAPP-AL 5 2 1t 59 B-
hCG. uE3 JAHIE A MGG, TEEBPERA 5%E, 21
SARRIR R TTIE 94% (Wald et al 1999) o IX IR B T 2210
PISE MM PE: B — WATS S S5HEE—A B PR Boallit; 28
T WS R, EANIRE R SRR ) LA A IR
Bl BB =L WhATI S [REAE h AT R R A R S22 W R R AR
DRI, B TR AR e I £ 255 S 0T DAAE FHE P AAF v SE I, A LA
B2 IR R N -

— IR R SR 2 21 AR SR A AT I 2 o ST
(SURUSS, Wald et al 2003a) , %8 T & A0 A7 04T F ) R 3
R H ), e 2R )L NT B, HER 230 Ko 230
WA R I35 SR IEFEA . A NVR YT AT v 223 i 35 45 S S Bl
e Hdn it . SR, eI 47,053 ZldLh,
HA 60%5E IR T AR5 . ERXT5E, JEE 101 4~ 21 =
hG, (E I 75 MRS 2RI NT 2%, R
RS B GBS EBIPERN 5%, 93%[ 21 = 4KHR
ATREB R A ARt . AR, XA RYIR AT REIEANER . i, Y
TRFEPEZR N 5%, A A H A AN R AL BRIC VR 0 2 (0 AL H R
1% =K T7% VUK 83%; IX Sk KA K m T [A —1E &1
HTHEMERF TR S0 61% 66% /% 75% (Wald et al 2003b)
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L EA T[S (FASTER BF9Y) , JLgN 33,557 44 H 5L 24
A M rp Ze R se B BE 1 200 . LR 84 4 21 =K% (Malone et al
2004) o HEAhTE, HEBHMERN 5.4%HE, 90%M) 21 = ARG AT H kS
o ATRETERFR B, [FRERSE BB e TR A L NT &
B4 135 %7 B B-hCG K PAPP-A J I HU /3 (Bindra et al 2002,
Spencer et al 2003b)

P, AESATTRATI, 20 PR IR 2 T R ——l P 314 S A
BRI, AR EESR M A BRI ZR,  DLIEGER
T RIS W R A

ST 2 K MLiE A4 TR B

o fEZH 11-13JAMF, 21 =G RESE ML (1357 25 B-hCG/K T
B IEF IR ILREE IE (49 2 MoM) |, 1fTPAPP-A AR

(47 0.5 MoM)

o HTFARTE 21 “ARBGEAMIE R RS, )L NT 5}
RIS 5 B-hCG 1Y, PAPP-A )70 BA&AHS A, BLER 5
ARSI AT DA 3T, DABRAE Lb Bl Pl — 20 58 A 25 03 A o

o 7EHHIE 50,000 44474, BEGHEIT 250 A~ 21 =AKRAG AT
AEMERIR B R, &R0 NT K528 el 2 R4 1 35
EAMERIETR AL, TR B ER N 5%, R0 85-90%H)
21 =AM

o BHAILIEN B B-hCG 2 PAPP-A /K F-AE 18 J¢ 13 =AKUT R
AR, EMEGOARER TR FEY, BRI B-hCG 7K
IEH, 1 PAPP-A MR 70 XUHESZRE M B i = f e,
BEAIME I B-hCG KK BT, 1 PAPP-A NEGL R . XX
WHESZ K5 ) = A5 AARE W) 5 B ML 97 25 B-hCG & PAPP-A W&
BTG, FIHBGIL NT A IFBHAIMLTE PAPP-A it 25B-
hCG fEIfiEE, RIEIRERITERAN 1%, Kl Bt ik R
W 90% AN %
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Eext B2 R b F T A AR

WA T A TV S BRI AR, 4R 2 A AR A
R R A A AT R A . — LS NT G A L2,
IXIGIR A 4 —L8PR NT S HR A S BRI L2 44d, A
B TR TR AT MY S e 2 e R R P . AR
WAL AR A T, 29 70%M2 V5 # &7, RIS Ak th 0 i A1
JE IRER G ARG LA a2 T ™, WA 1 sk $REAT NT i éx
(Mulvey 5 Wallace 20000 o AVSUEGRES Ranf], 0L 2 aniE
HORMG) LSS EAE RS B, &I, W84
AR 2RI L R R A

WEHERHIRKEREE

W E BRI, & Py A R LA A J ) o 3K 0T A J )
LRI LA ERFOIFIATIRNER: . XA RN E, SEF
ZFNAT IR A R R AW . F—. KEE2WiiG) LR, LT
KRR IERE, MR Z S o EE. B, mREA
1, AR 2 A LA AR NAZ PRI, 1 B A 1 - 4 3 A
A, AL NI Rt OMRAIE . R, A AR S R
TR SS, A RORIE N T 424 5 324 (Chasen et al 2001)

Sk giiipr =2
o HRZ B Ay S A R T A rh 2 A TR
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