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[FES%ES] R7IS.S [ XHkiREB] A

oo fhoms 2 e (IR B L 45 1 W AR 5 s 1%
YIS AP 5 1R B 3B A PEER R, B AT A9 BE 9T K F M
PRI EHEIRYTY, B2t v EE, RE
KAABEFRE A2 TR FER AL FIE
TREZBL S, BT 55 3% O 35 7K 40 MO A0 286 40 R 1 2L 4y
EAE T E D8R 99.4% ~99.8% Fl 97.5% ~
99.6% ), WOAE RIS W SR AR BE
BB A, FROLERERLE &, BEK
AR, TEHITTM W FEA RS, &
RUAAAT 6 R PR BOR R B S, © AN RBIE B IG IR M 7
e (1) BIEEB. BREH A —ERE, F1E
SEARD, REEKSBAE, REERESER, B
EIARAE <5 Mb B A G K SRR, (2) i i [a]
K, —ffh14~22d, (3) A[FEYHEE 25 AR
e (4) THEH LT Y M5 % 5 B2 I X 45 R A
iy, ELER ETEMBI R, FHik, ™2
TRESITRE., EHOFTRAULFEFHNF K,
ZRMERET 13, 18, 21 LR 6 KRR AR
WEAROEKTER 65% ~80%, HHARREE
A5 LB 85% ~95% o S+ JLAFE K 40 7 40 i 38t 1% %
BARETRAHERE, CRIETWAEL ~4 d ARER
0 A A 53 A PR B Sl B A A U B R (rapid
aneuploidy detection, RAD), ZA W %& Fl RAD # R K
ZRIB T IR Z=23Z (fluorescence in situ hybridiza-
tion, FISH) £ AFMLIMASNE & EEHENL (polymerase
chain reaction, PCR) NEMMB S FEWHE A, Wt
Feegigkrh OB &P R RAD HEARMMA . R
BRAE LA % T I AR L P H 0 8 T R R AT 235
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AR SR AL 32 A BB R A

20 42 80 UG H, BIE T HURTEAR K T
AR ARG TR A EE, ek, M
INBRR ANV WAR BB BTS2 W, DL FISH Sy BE il
ARSI T B AR, —THERHAA
[F) 4R B T A7 A4 B9 B SR, 40 51 9 R AL A g B R
(primed in situ labeling, PRINS) . H, % £ K 4 2432
( comparative genomic hybridization, CGH) , Y& 4t 4
KRB, i CGH %85 55 — 77 | 2 MR 4% FISH
DPERBIRE, K B AR P 1K % R 2] DNA
FUPICIR 143 (DNA fiber-FISH) o B4 43 LA
H LAY FISH AH 5B ARTE PR 7 1 12 87 H B9 B

18] 5 5% St JR i Zx 32

1992 4F Kinger 45"/ 1 Y B M P B 52 T 5 140 304
FISH X A 35 3% 1) 37K 8] 3 40 B 2 17 9 8 4% 1A Tl
(BP[EIA FISH) , Z52R 4045 I R 4548 % 24 ~ 48 h, 20
42 90 424X )5 1] DNA £ 4 A FISH 48 4E 25 TR ML A
#EAL, G0 Aneu Vysion Z {8 DNA fREHAF &, FIMH S
FhOR R B 1 JEOE IR B R BRI 13, 18, 21, X A
YREEYFE, —KEWALEZE 16 h, Shaffer
% %E 1998 42 % 2006 4F % [E | 8 E 4 8 A &K
FHIE) ] FISH AR #E47 RHE A RAD 46 I 59 BF 52 #1238
BFT T, G5R BN BBOR X R R AR A R
H96.4% ~100% , ¥ FE 99.8% ~100% , 1V 5%
EAEMHARBRMEMEE, RE 1994 4% 2009 F£K
RN ZEAR AT RIS W IR S0 20 75, A TUAE
AT ZARGIE, FHRABURE, RRELSH
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RIS A 35 100% , WM 96.4% ~100% ,
WAHEHE ARG A2 B 2R, W AT R
RIZWT . [ FISH R EEAF . (1) Hik
RALET AR R RIS E B, HEeTH
RO DBMARKEN R EH. (2) kg5 R
('maternal cell contamination, MCC) , R3I%FEF 7K 40 iy
MCC #J {5 [8] 8§ FISH #; W = {& B fR FH ¥ 3 & X
7.5% ., HELHEARBNA XX XY 55, F—3
F ERIH ML A — B B SEA P A ki 5 AR
(3) FISH KMARHEGEE, HE WM REEA F KK
BEMMEAG . &I PR AT A I S K 540 A
ik, HEIA#E LSRR ICHE AR (primed
in situ labeling, PRINS) §E75 3| F1 FISH AH 5] B9 45 53,
Uk S FISH —3('°), T A PT & mt R E &, — X
Tl~2h, fRickFEER, TBRAAKE DT &
FISH $7 AR B F RAD 42l . {H PRINS AR XA i
BEORHE R M HA 5 PRINS AT o 1 K o] 1 4 65
A3 H B84 e R L 4108 22 8 131 B3P 43 A, B2 KRR
ARTBEEDE R, Hilm KBORBASA fFiF4; RAOF
B I AR & LA R 8 [R] B s 0 221> B 4 DL H A
SE BRI T PRINS il PR A

PR EBEEARR

1992 4 Kallioniemi %'7' 7£ FISH %Al I 4] 8 &Y
CGH A, ml s a2 F 4 DNA ikM\E . £R
My, PR xR EMNEERR P HEA
kb, WFAHH CGH, CGH I fRigft =1k, B
TR (R R X 4% BB L 15 B, 4RI
F & ARG LREASE ] CGH AR 47 8 A% 4 P 2 i
HOLEPRTER B L, HEEMRE: (1) 7
Il DNA SRR Z #:4L, Frds DNA B (<1 pg)o
(2) M EE, L4 ~5d, BER % 85 &Im
FEWZEIRM, (3) KWMAER, 1 AN
MEBEANEFNAFIL, FEREE: (1) HeERle
WL R AR X F IE % 2 B 4P 38 B 221k, A
RS ) P87 A A X At 4 D0 B A A B e B 1K
AR, B EARM AR, B B 4 R A,
LGN 75 A —Fh O B AR 2 A4, i A R
FISH, T ESHTE. (2) MBREMTPEHRLE2 Mb
ek, XY HEE 73 PEARLE 10 ~20 Mb 24, Tk
WHEMNABRXWFI, (3) BRI RE R,
(4) Yt kikB e CGH BB HtT ot L2 A 3h

b, ERGHFERMMBEERLEEGRPOIAK,
BRI R X35

#PEZI-CGH HA

%% -CGH (micro-array CGH, aCGH) FAZ¥E
R b 53 CGH AR, A A & AH R L A9 4 5]
DNA P32 3c 88, WIRMEAT I R ik R H 5 A
2 35 [ 201 oy L R A £ R S = TR e B
aCGH FEAAG M B (KA -7 ) BE 1 MR T 385 B9 43
PR, B LR AT LR ER B (4 BAC) |
cDNAs, PCR ¥ REH TR, HH BAC MSEZH
RERMAR 2. HEEMAZE: (1) BITERE
7, RN B N BE O 15 Gt 7 A6 T B B4 1 AR A
%Ko (2) fEmEIAL, 24 h HATERAGEE R, (3) W
RIG A 20% ~30% IF % 40 M AL A i #5 0 5028
. aCGH AI#E &R AK P H it 2 5, Hip
ERBEESRERAE, HEAFAERR: (1) Nagk
W5 DUROR & A AR AL i R S 3, 7 RE A H o
HEHLZAMB R GOREASHER, Sz
ZEEE, (2) MBTEREAS R, N3 —
Hilf KRR I T K 19 £ H ¥ N H 5 (copy number
variation, CNV), {¥¥MERNFHEZBERNA S
RARMARZR, (3) HABS, —K aCGH Kl 2%
MA—BhETIt. (4) IrifEARK, RS
DNA it K 250 ng £ 2 png, AW RKRHLEFH
P R Y aCCH AR AR AT LUIRAMEA B AR,
MELEEBHRY AR (multiple displacement amplifica-
tion, MDA)

L PCR A EMBMHEXHE AR

X EE PCR

36 E B PCR ( quantitative fluorescence polymer-
ase chain reaction, QF-PCR) & H gii#iii8 &% £ i) RAD
BR, HIFHE K # bR 4 DNA R 56519
PCR J5ik, ¥ #%r5F STR 75, H™ il 56k
U=y A RN V& B SRS R Rl R (W= la
Bl J 15 ) e T B T 9% B0 B Shaffer %1 %t
1998 4% 2006 4E 16 & KAEEA K QF-PCR X & # 17
LRa o, it 41946 1] (f453FIK 36 826 fi], 4,
£ 3074 Bl JFam 133 B) , R IZEBORK I H AR
B AR BURMERN 99.3% . E N QF-PCR 7 4R 7
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BIZ W A 5T # AL TR B R B Be, 2000 4F 2 2009
G L IR AR /A A B A ) S 8 5 AR B R AR
410 &%, BN RZERERTE" , HEERK
e (1) ERE&E, —MA24~36h, (2) HA
DNA | ¢ {%, QF-PCR frif 2t &, KM EFHh Y
10 BRTC, (3) FARKFZRAME, BLBRER, 96
FLH DNA J Fp X & R 29 7T 58 5% 1000 f5il,  (4) BEH:
W S8 M A 15% By HiR & BRER, P BF I 75 B4 )
PAMUE ER S B % . AT QF-PCR X = (ki &
B PR AR I BUBE B, IR R LR Ltk
EREEME AR E RN AR, BER SR
WRiEH, BA W XE Y A5 E AR,
SEEERKRBSRIT 1S
ZHEEERBRIRE P (multiplex ligation de-
pendent probe amplification, MLPA) i R F| ¢ & .
BN PCR ¥4, PCR =Y 8tk )5 AT M E B
Uk, BERASTERKSEERES, EEHR, A
BRESERKMEA DNA # I EAR L, BHRRRS
2 W S [ e 65 A ) 50 B 1 B0 % 4k D R [ 2% 38 R 4
BE B B, 3T PCR 9™ 858 3 Fh b 4] B 725 4k
ATHOK o Van %) 37 B P 58 B 2B AR X 4000 4
FORFEAR AT IR RAT (AR I, H 45 518 FISH,
MR AT BEAT LA, R MLPA X R £ (kA
B R S5 R EE A 100% , T Bk R & Bl— Lk
A EMPEAELSEHRE, W mosXXY/XY, mosX/
XY %, HEBRMA: (1) IRHEARD, SRR
R K% 20 ng DNA 5 10 ng RNA, g [ 51 57 By
I 1 /100 ~1 /1000, (2) REER, FHFRES,
RIS BB BUE, (3) BEES,
AR B A BT AR AR A (AL F AR 3 0k
B, SR —RER RN R 2 TR BUE B R
(4) EEMER, B—-1THREMNZERREMN 3% ~
8%, (5) HAEFME, CLBBRRHE ML &RIE
TERTRE AT S, AR T N A SR KEBE
(6) P, Wi, 3 h TR B ALH 96 AN I A
ans K DNA 4RHC, KB B4R TNF 2 d, H
JabRYE: (1) RNEEATRAMMARA RN, #17
SRR AT R EKFEARNEA TR, (2)
AR THNERKELZFI L5 (STR) K
BIRRFEHAL%E . [HRERARK KR, MLPA IR
KB T 5232, I MLPA B A 1% P 51 5 R 7T il F
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6 00 2 R £ P L 0 SR B R B A

# = PCR

1999 4E Vogelstein 2510 8 th ¥4 5 PCR ( digital
PCR) $iAR, HIFEHZH DNA BRF R ERBER <
LB/ RBARR, WA R 5 R A RBAR 0 TP 3
H5EMW, BitE B MR BERHAXT SRR, WE
& & i ) BEAMing £ R FIH R 207 PCR £2AR, A%
A _ET# PCR SR 4 7E — > R i —5kits i
EHEAT, M T AR B0 R o Christima 211
ML PR BT PCR £ AR X 24 il £7K . 16 Fl 4 E 40
M AT B R B AR AR, R 5BEX I, BR
BEARTTE 6 h (AL AR A s BT A R R
W, NFL~2ml FEK, 1~2mg 5 F, BHHRHE,
R, REL FFENA . ATRBAM FISH, QF-
PCR —FEANRE AL TN Y (0 (RS540 R %, WP 5 L
WAL, HREARE, —HHEEF PCR WAL
H1400 £50, HEMEMSTFROASRY KUK
RGBT S 5 R0, MREF PCR BHH M
RAD £ ARHAEBAT Ko

R 12 3 AR R A 5 R B B R BT =R

PATE] ] FISH #1 QF-PCR % 3 /9 RAD £ AR K H &
HERAYE . PR, R ) A S L ST Z B
2004 4E¥ [ E 7 #: | 2% 51 2 (UK National Screening
Committee, UKNSC) #E7 P im ¢, I 7% 0 2 FH % JF
HBBNERILFWBZHZEE (nuchal translucen-
cy, NT) IEE®KZETTERELEESME (Down's syn-
drome, DS) PRSI A R RZBL 4, T8
FREXT B AR A% 1K 5 % 19 FISH 5 PCR &t i2 I,
EHER AT E ZBIRIN . X—TROAHESE
FIRZEARRE X RAD In KRB 24, FEE
H7E RAD R B AZ AL 2047 . A0fe] 26 4% RAD HAR LA
Fo RAD #0455 09 P-4 o 7E L PR #447 UKNSC J5 %
W, BARFRA T ETS WO B B T A ET R 52 Y A
\HEZ T RAD, (HIFEA R A RAD fE A2 H T
B SEAESRA X mh sr RAD il PR A% RE Bk = KBk
AR RTBEERT 5T, 20 | 2 A R mE X 43, K
ZINA ML RAD fER=RI 2T, IWiZM Y@k
SELOIEE, BEAKS0% ", WHERIE S
FHEA R BN, [ — LA T DUB 1k 2R )
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K A B LE A5 0. 14% B @ik 5
R IERFI, T H FISH 1 QF-PCR & — & 19 1& FH
e REAYE, A R KB R4 M5 e S R BB A
MM TS, BRI &b, BHAK
FERIZ Wi 3R 2 RAD BR5 B BT o {H SEBr B A o
PR O 3 [ B 0 A B 5, e B 7 R 2
ZEBNA S BE, BRI R1 12 W38 1E 5 B B 5
FMRAKR A E e, DS TR A R K, BERE. KA
Z—NVHEG A HHE; B KB H & E
BARKARIAZ — R PG M E (L450%), B
R (420%) . Bk, DS R, Wk =5
LWIBE U F 6, QF-PCR JRi2 MR/, 4
0.1% ~0.2% , HIFRZHE I RE X% § ok
EH T0% o474 BB WA, Speevak %21 %t BT
B REAHEAT QF-PCR T AL e 1 % it LU AR 047 4% R 4
Br, B Y R 5) A 354 505 50 B B AN TE BB
RUGEN, BETRE5R-BRSTTRILE, %4
BE BB RS H N 97.6% F1 87.6% , Sparkes
222 (] P A3 T B A SE SR, AN Ak B #B G L
S NT# 3.5 mm & BEICEZ — R R @ik
50 AR HEBRTESN, FB4 QF-PCR 7 58 £ B B 43
B, HiIF2HRE 6 0E Ik IR E X KB 8 XK
%k 2>, 1000 & EKKEFIFE 1 HlsFE D,
ok, RLARYE AN [ =R 46 AE X 3E 2 Ak R 3E AT S 4L
FERTSHT, X AR R A R A R A AR

SR ZE 4 RAD F=Ri 12 Wi 7 & i R i AL R, A
HHEANNHEBZENHE R ZRMENZAMEITHETAE
3 RAD 540k BB R BB 782 o Brinie 2 %
T2 113 ZFEZFKF=RZHZE (a2 ki
MEFEE hmEBMERMLERERE) 77 ZEH
(F=RHE ., BEEIF, K%IF) 5 RAD (i MPLA
hE) MBEMRW T RHATRERE, HPhaE
3FRM TR FE A HBRERKN DS, 46t
B4 d; 7% B A EACR F WL 5 FraE AR A S
W, mEEE4d; FEC HEEER S, Bk
MLy ikRH, REnE N 21 d, Z2EEEN
FAEKEFEREME2 X, REERER, Z2AM
B BE SRR REER, THERRZA,
b I%F RAD FiZ B ) se B TC B B 251, 43% )2
HEBFEF R B, 50% W2 EEFETE C, 1 78% )
EMEFESTFEB, BRAZAMENRNEFEEHE

M5, RS IRIURERY KW EA . A%,
WA W F MR AP I ER R S El
I i 2 P ¥ i) 2 i AR AR B B 5 i 2 1 G B R ok
BERRTA R, BB ) B R 58 43 % 248 4>
ARVl R 22 AR RIS W R R B, HE
WA NEFE. BT RAD IARA SRR, D
Pri a5 R i, BLARYE A R RAD $AR B 45 55047,
FF 56 5 B 2 o AR 1 W e 56 3 o 4G T 4 4 4 ) 0 B
VU RZR

H IR 2 B 5 R IEAL T4 28 % B, RAD Il
IRBLFA M AL TRLE BB, REFE—LAR, BHE
R EER B AL TR A A T
RAD iR, B4R 2o O L E M E N
BV, KL 58 B 4 ML i 1% R 5 RAD R4 &7k
K. MAC=RIL W07 &, #HAT REEAFTHE TR 52 &
STEMVIRRZKSE, H15 RAD SORTEHI 2 B+
e BE AR SE R EPER
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