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an P S E NG )L DNA 73k, Tk 774884 (a) AT
RFE AR BS DNA, (b) fif i —HEg#% firid DNA #E4T
IR SN U)K B 2 B B —Fh DNA 4> 1 [0 R o X 35,
(e ) BOVE R BTk A R I 45 SR (W i )L DNA h
{R B8 T B4 DNA k2> i) — 5 DNA 751 1 £ 45
—H %%, )L DNA fJHT W, 0 ke i) 4 ¢ 4k
/DNA 8, FR2AEEwmiaIL 21 =AM AEEA
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1, —H AR DN GHE T EZIILDNA SF ik, RF%e
3 (a) WA L% DNA, AMRAINERADRAR, FRKEE
BT RR L, (b) 428 BAL31 B8RS by BEI4 P& DNA 34T
BRI H AR LR AT DNA 69 K% KR, o (c) BeREHFTR Y
Ao 3L A2 64 25 R 4R B 4 6 U 3% 45 DNA b 3K, 36 JU 3% 2 DNA 3 3% {25 4K DNA
82 —F DNA B 9 A £,

2. REAAER 1LGF &, HFATREFK DNA &4 b B o ik
A A&,

3. RERAER 1K 28F%, AP EAnFFRy, FAREHA
Ry HoaM, REB TR (1) A B o5& DNA,

4, M\BAZR 1 GFH%, APEBEKRLY -0-FEEBEEF
BR DNA 3, & AR BER B 4L 80 Z AN KA BR. |

5. RERARR 1HFH, AYBILDNANRFADNALSE,

6. MERAZRSHF 3%, P BEEHLERGARILDN §
838k DNA 5] 3R LR R B BTk DNA LAME B Z
PR EEF T RENTAE LRSS ERILDN A K.

7. REFERAER 6 8 F %, RV RBAFHRETALANIAOLEM
REFA.
8. MBAAIZRK16FE, X PHRGAMILDNA AT DNA A
5| R 3% B 5.

9. REAFIERK 165k, X PHRY AR DNA b & FTR DNA A
FREMB S SR EAHSEFHIFL,

10. RBBAVZR 1 655, H b ATE DNA A3 A Prid - 7 4%
F 8 F—ARineg R4tk ml.

11, RERAIZR 10 85, P RrEiFin % iR,

12, REFEBAER 1 89F %, R PR P RIL DNA Y 3,

13, R\EAER 12 ¥Fik, XTRARLSGBEXKE (PCR)
#ATY .

14, REAFRRL 18 FTEH, APEVR (¢) 29, BREXIS
% DNA,
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15, —FEFRLEIAEFBTERIEIL DNA KRN E, TR
R & @S Mdn ik X B AR P SEECDNA 6 = &, BAL31 @Ik,
Fa—FF ) T AR REIUR A KB 654 M DNA A 7 65 3d% 51
.

16, RELFIZR IS HENE, CH—V L2 —HRAMLE, ©
%) DNA vA4& 4 DNA b & 4 R AR 8y 28 448 5, IR 4K 3E F PR 47 DNA
B B by %% B AL

17. BEBRAER ISHEANE, CH—TFLLETRPINAAER
R E SR 4 R AR N

18. REFERMEER 15 £ 17T HE—RAHENE, cH—F 64—
A2y F A 6 SR R4
19, BERFERL 8 HENE, SH—F o2 FHhE QBN
R E.
20. BERFAER 15 £ 17 QE—AHRANE, €S58 —F
¥ EARR I BAFILE .
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R ARAE B K2 B )L DNA #935 B o7 sk

AEPFER —FEFH R XAEHFSGTRES T EZBIL
DNA #977 k. MEAFFFEEZGHEIL DNA RETUAR T, #ld= =4
B

EERARREARRTILGEAB A K. A%E (constitutional)
FERBEREEREBIRE N ARERTAALEILEL 50% 1A
t, ETHARBESTHATENRXY 5%, BHEV 0.5%ESILER
SN Fa| RARB R LGERE L EKRRT.

REARARFTUARKEEAREA LY. REAFTHAEA@OAR
PIEEE AR 46 FREARKIVHERE, QKR (—FHIHLE
W), AR (—FREKREE) FZEK (EEFOIGRER) . &
FERBABREE RN FERRBEFFTNLECESTHENE
H, QEBGHIL. BlafeiEAN., SHEEARTIHT AU FT X
A, EXFHFATRABADRETRF T .

FHE MR ERETHGETHEREAT AL EFHETHRES
AP, AF A THHNAERGFRREARARFHERYLLR S,
FERT, TAXE TR o/ KR/ R HEFETILE.

BEABFTHA N ERELENRFTILGRERARTALEERES
AEAR K 21 4K, LR ETHRAKRLY 1/650F FILER 21 =4KE
REGEIE, AREZRZRIVHUTERMNEHGLFTLRE., EHFEE
AXRBEERERZE 21 ZRBERESEH R EREAERR LS.

NEFBRAT 21 Z4K B KA R84 B8 F 18 38 do ok & 4 fo4k 51
BARAZEHEERIBIT. MRZFRIELESR2-3 RAER BN @
ekt AmRR R T HENE, a L EREGRECREAIFEL
EARB T ARLEEEANLER,

ARG A REAREN 2 SR EREAEILENERL
R ESAFFFH. AR FTESYEMEEFRE KA P 21 =4
INEHERR S, AP A FU LR SERA T THREENRES WY
10% ., EMRAFEANERELZTMEARETEAEZARLRT
BREA 21 ZARLEN B, REREFTEOEIHTBRLBRE BN E
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A AL F, BRI MRFAFRKETRREGRK, CEEK
LR AE A Fop— 25 T4 3F B AZAR S )L T 45 AR R 3E e

FIR i — S EREL, EF 355, FAAIREN O #ME
(BREBMFEF/RFBRFRAR) AAFHATHRILARERAER TR EKRS
. BATRE LGSR ERRB TS 7 T RF KRR R
HBEIN. ROEBRESNTFEARRGREN AL Emie. @
BIEHRKRAE 1-3 8, SEKkELEHARI SR L XKGXFEE
B

TRFG I RFGFAFEERLTHRACKE (1) RARBERGF
ARAEFRGHEILE (NH) @B RARILEK (FISH) , f= (2) DNA
LW, AN E B ERMESY DNA, Bidsl R OmBMEXRE (PCR)
¥ ¥, FHEL Q-PCREARMN FEARKFAMII BT Z.

ATRERERTH LB A HATRBEGRRK, 8 FRH
T, THREAELAFBINZATEEGEARE RAREFHTURRE T
K. BlERMALECMAHRTFRFILAGREART T GRES N, Bk
@45 21, 13, 18 Z4kFei 3 EARIE ARG R ERFF .

4T, HeEREF AR, REBBH fost T8 F kKR4
HHAABEE TR, SXY1-1.5%HARSREMA L, Bkl £
ZRUAREEZRREAN A QR T EFTHR TN ER KNG F

BRI A G W E ik MR FFRF G RE T LR AIFS
AR miE, Bl EAaxt Y, ELH 1/10000 8 1/1 F7.
BRIl B rEkaiEtRiRik. BELD, RAFABRE
B, BB EmRS XA (MACS) , A ) #AT4 R BT, £ @R

HERBENSE, TLAKIBEREAREFBRSEK (FACS) . A,
AR AR AT K s ILmie %, B9, XTEBRRATHFS
AR Ay E LAY,

RUAARE AR R A &, AR R R A F A AR AT K 49 AL
DNA (Lo et al.,Lancet 1997, 350, 485-487,W098/39474) . &it—
W R XA S IL DNA, fEi8 it i# 4w PCR ¥ RBATIRIN T B2 5, Tk
BRI FHAFFIER., EHRRCHEERN T —LFATELT Y $
GRS FHE T M AT LR S8, il R G ReGHL =48

5
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FFR5)U DNA # 3 MR & 6 B 4e L,

FINCR TR LT HREILERMET] B4 21 24K FEIL R
ERFFEREARDF/ bR P EFTHELI; SHBILDNAF X, 59
Wk TR, FoEARTREEE R REROGEIRITEE, TR
Wimtg R )L E Rt e . S E AR BT RBRILBIKTEESZARRE (&
XN Pertl and Bianchi Semin Perinatol 23,5.393-402,1999;
Bianchi Eur J Obstet Gynecol Reprod Biol 92,1,103-82000) .

S LW, BEFEILK S DNA 314 (Bl B REILEY Y 3 44
M M) B REIL DNA L& T AE H AW S )L EARIEBAEARE
3 mbgdedk by o & ik, R REZHR, HARABAIAHAFTHD
B JLIE R4S R Y. B miX s Fk kB2 5L DNA 89 £ 3], UHE
BILAEEFAAFERATBRI S, XERXLERXRFLGHTFRF
FrXhgE 1. AB la ¥, BILEF, AHANERE FHARELL
B. £dF—/ (M2) B —A (M1) K EBLA FS 264 R -TF B ILDNA
(F) & DNA, € R D ERFRXARAKE (F-Pat) &GIILFLLAE Y
W —Ff,

AEB 1b ¥, BILA 21 =4k, EE-ANBERFLEEABEA ML M2 £
AH—#HMN F, mE—#ENXKER (F-Pat) . 5B (a) FrecEFH
A, XABEEFEEAAM M2 X EOELER. A8 1c®, B
LA 21 =4, EEARFLEAAM LEABERNF, mE—F RN RXKEE
(F-Pat) . 58 la AfFEFHEAAL, X7 FLELH M F= M2
ZRMEREF, REALAB 1d ¥, BBILA 21 =4, 2FBFEALLAR
M F-Pat, IARERFRFAERE M Fo M2 G KAEF, XA
FEAEXB G RAME, IHGERBAERE, FLRXENHATHRY,
5 TN TF 0 IR A S AT gy ik, AR R B AR o i SR B S AR S AT 21 ZAR( K
FEAT FAl 3F B AZAR ) 4 7 BT 1.

B 3bib 40 E F37 5 kA £ 4F4K DNA 94E %, #defn ik X A B A
oo B6 )L DNA, @3ERAI M Z R4 W3 5 k.

i lBRES DNA Bl TR EARRBHRETHEH, UE
FREAMFERKGATEIRETES . DNA S H B AARE A AR TEL
MRAM. RAEHFRBOLSE, BEEFLANEE. EHER
BHIAA REFHE BT, :
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P AR P EARY R 4 R A6 DNA B E H TTAGCC. BAME
FR I mtE R KETNRERARERATARE G LBAL. RE
ARG FiE, FRREEFLREGEHKETHAA 4-200Kb DNA,

TR FHRRF R HME Z oW RETARH LTRFHK
B4 (PNA,DAKO Ltd) XM FERRMEFEARFT FHBEK
B, XA EFEAN WAL Z A TG ENMRE GRS R R
EF. R, EWwCLEREY, MLRLEFROBKBERKEARS
YE4a,

bR b, fBIlmie P AN ERGRERE N L4 L
K, RRAWHEK, HRXZTRESILERLEFRGBRER L
Kegsak, PHE—RERELFT ZHH NHF 49554 DNA £ Z(Butler ot
al.,Cancer Genetics and Cytogenetics 105,138-144,1998; Kreji
and Koch, Chromosoma 107,198-203,1998) .

¥ iE A LA X —HFAET AR B A F AR A=A )L DNA 9Kk, 43
B ALFIR DNA 94, HhhR (RN 0F) RAEH
& 7 49 DNA,

B AR IE AL WA, R/AR T —F f£ 450 4K DNA 694 & & 252 Ji5 )L DNA
ik, MEFZEO4 (a) MNFTEAHRET LS F DNA, (b) 28 —Fr8s
x AT DNA SATAZ BRI il A AR K32 Pk DNA W9 RSB R 3KR, #= (c)
A ATk it 42 4 R 49 B6 )L DNA 4% 9 {a -4k DNA 4k ) &5 DNA
Fr 5 6 A A

B (a) Fo (b) TRIBEFDRF HAT. Blde, G H6% DNA A
fesh &, REHBIR (b) HATEEN. Rd, EhHE, HhT
AEEAmICT AT, SFHiBdHE4e PR AT EHBHRHLY
DNA, sbEAFTH I, (c) 89047

24K DNA 8§95 & o B A i R A SE A S . R4 A B4R fo & 4F
AT R, BRAHAYN “hRHMR” HEREaEsh, AbWiE
R G o 7 R R

B— MR REERTET, BANFRLR S B @m0, &
RS BE (a) AFRIKDNA, ReREGEWNFAETE (b) Hits
FRZE AT, XA DNA ¥ 36T, AR GRF YV SHHEA A,
s R # A W F #) ke Findlay et al Mol Pathol 51(3),164-

7



01815354. 2 o Es/19|

167,1998,Klein et al Proc Natl Acad Sci USA 96(8), 4494-
4499,1999.

RiTRALEZXFW R, L FRLAMGTEA T L4604
o R B W HHT, Bl F K, BEF R RSV 69 EK DNA, K2 B8
JUDNA R, RmALXEFEL, HBREFREERFTE, FHLEH4
B Q-PCR F oA A E R RABEN. ARG EEHNZXHEY
M5B ML DNA M TR RA A .

ARG T kA % DNA. AR A K DNA R BB &
BN, I FEFG AT R MG 4E4 (agarose plug) , #&ETF
Heiskanen et al.,Biotechniques 17,5,928-929; 9320933, 1994,

E—HEEFZET, EFE (b)) ZWHRAHFE (a) 8 DNA A
PG By R B XA AR IMH1E53 T DNA | B R KR (UL
TXF&E 2) . [Kd, FREETEZXH, FANZRLRSE GBI
6 & HERATHBRINNA, FELAESH I~ 4 6 DNA 847 PCR &
#, ]

AR BGRESTETY, EBBRIMHILZF, RHP DNA
b B skAEFCM AR Haki%4e Balldl BRI b, XBEE%
FRRT DNA R RReGHh B EL R LY, REEEAR.
kAR BT DNA AR KR Hh B TRY RHOH. R ZHHR
SRAELEBER (LTXFHE3) .

EH A, ATHR DNA R &G FR &M Ee T 8t 47 4p B AR 2 4o
#a4R (adaptor ) R EHRSREL AL LG8, RERPTIAE
HHE I EBEARGEERTI., THGEERTUARZY ~0-FE -k
#% % B DNA (Mukai et al.Nucleic Acid Research Symposium Series
19,1998) K@ 2AARBARBE N LA EHR TR,

AL F B (c) AR 2] 44 A6 JL DNA 4R B 4935 & ¢4 DNA 55 5] 2 55
#i 5) BAL T n ks R IRIE % 09 F EARATIE, FFERMER EREF T
(subtelomeric sequence) , #FH| B34 F 4 ARG F 7).

T (c) ¥R TAERIEM R K LN, Rk ik
FaFEY, BAES BERLS EFskIE)IUDNA, TTAELE ZIHY
RN T EOCERAERERG I WA BERF KA. IHE
XEEREHRIL DNA 2 BA AN BERNEFAET QRGRER L

8
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(PMPS) R FRATHANBEWADHEIFT (Fle LB 4) .

BERERTHEQRET, 2FAFIDRACEHGEL. 5 FA
FBRBAAR R HFRXRFE, BRAIAFANGLE “2| 47 oKL
ART AT R EQHEETI W F 5], T8 68 LA HAF 2h 65 &8
9.

—EAREMN G XL, TAst DNA R BS54, WwREE, TU%
A CMBATY 3. BZA 5 XEBHLGY R IL DNA £ 14 &
MABRIH AL S BTARA T ZEA., TR KETFEZEH
#r, BlEem R A KA Q-PCR Fik, #ldoiBidm A A %A% DNA 25K
(Applied Biosystems DNA sequencers) #= Genescan B, #5
WP (Pyrosequencing ) FediqtuiX 464 6,35 84 14 7 (Microarrays)
Wk, ZLEFEPHHSAALECEETRALH Y.

BEFATF, REAVERAIEILAEIR DNA s T A M S0 £ 74 %
TR DNA b K2 H6JUDNA 9 2ol A5 (b) da2d, #
BARBHX, RMLEHEA BN DNA HOE, REAEWERY2E
MR Bt K 3% R 3R 8 A 6 M3 4.

FETHS T GITA F ERG SRR AR T 4 43514,
A BRI AT oA AT R B KuE M A 3 20 BTA 8 B4R 8 5 DNA 5
7,

2RI A S R AR, — B8 )L DNA J R AR 8 — 2k 5245 DNA ()
3a) o RIGALR Bldext 5| doik 4 DNA K Fdk e, B2 550 DNA 2
R A HAFIT T A ) X A% DNA,

PR 0 VT VA4 B T A A B F- R B4R DNA BTAT B B 64 5545 DNA & 5
(B 3b) . EXHFALT, AAZKGBILELFEAERHER, —i
REARSIH DNA R RGAMILDNA B BeiAafle s, FEAEMET
ARG, Bldetk % DNA 89 5] 57 B ob Al AR e s . X ML T,
R E L5 E4K DNA e %,

ik 3, B F A 5] R e AR 0 T AR S W A
it

BYR (c) TR FF| R E EARFLH, STHRELLTRE
ZIMEEHRITIL, BAREARUAL G TES TS A AGT
BE M 3
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T4 AT, AL DNA #4952 7T vAR A VE 5 2 ¢4 DNA &) = 314 87 84
#14 FEK,

A ANFR G TG EGERTEY, ARbF/REHER T F
Frik DNA F 3| 894 W % — 4738 (first labelled) #9 DNA 3] 4pxd3
GRS A DNA BA7F . RRAEF — I WA THRFEHHNZ
KAARLHAIFIL, FRIR AT HHERYRL.

HATE BN A E L 6By @35 Bal3l, T eA4RA AR 1L
DNA 4§52 KR 498, vABBRETIHF GG, B4R, k=¥
i EHAT, £, F—F, % 3 24P DNA (extension DNA) ;
F=F, BR3P -5 ss BER; F=F, Hbss RIR, TAFE—HF
FEZFHNELNBOREIHRE, FTE =¥, cENBOLEER
57H}J%III.,

TR wBERE . B RG. BEABF RS4RI
FEERAF R 5 FARFBEILDNA, B BT Mt B FRE T H B4R
B ek B H T,

YA DNA KX 3% DNA FRE AR BT RANER, 4
TR BRA” BBRG, RAALERFFEFTX. THAIIHES
A&t T 5 DNA GG B SN st AL g R S XA L R oA .

BB BB FZ GG —F 5 XK FRAREILASHE ST A
PR ERRBRERENEAREL, XTRBLE@ORA RO+
Hxf sk DNA o4 Al R A R4s 2% (FISH) ZA&R. EXAHEAEA
WA IR AT 4 A T3k DNA 34t 34T FISH, AL EARRENE
ASuF T A B R . SBAEAFF R F T A S BB G Kt
r, Bl Ak M AR A F KX (Comparative Genomic
Hybridisation) (CGH) 3%k##24.

G VAL R kB BB T R R 6 R IU G S R A S e M B R AF
Hp-F R, BOZRFXTHERFILALH T EAL EKRT
By 3% AL DNA 7 70 KE 9 B 7 E R 69 L A K42 &

MEEAR DNA 25 TR I8 3% 45 4732 & B0 By 3R F A 22 5 BT 1) 2544 T A )
KRG RAE, EXFELT, TAEAG RS2 XL (PCR)
xf DNA 4 o) RSFAAF P RATY ¥, ARSUAREFREERFL
ABEAREIL DNA F4RE, bR EAEGBEE ST T 2%

10
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¥ DNA B3] Rk R X KA &

ik b L sp K ATIT LS, Hlde ) FHEFEH (STR) RMALE. Ak
B&, CMTUALZRTAREE SHAFL, BAHENA TR ZHEHM
BRS04 i AL B e A1 69 9 K B Fe B B 28 s B HE E A )L DNA,

Riade RZSHEEHRA T ZALE T AL S SHEL BRI
W, 2l TREARAFRFUZAOETRETIAFALHHH TR
D21S11,D2181412,S21S1411 #= D21S1414, XA FER FE IFNAR L B
THEENYT BEX, EXERKAMTREBHAFLF (stutter
band) ARG EN K ELAFLHAR. ZAFRHOEpTFOLIESL
BEBREZAEM (SNPs), EAAXRARATRAERERG, FHELB AR
NG B ALK I,

EXMELT, BIUFRHRETUAMBEHE, Hliit il
TAQMAN™ #9532 & PCR Zik. RA H LA DNA B 5 £ 6 )LAn B4R Z 18]
HEXRRN, AZETRAEBILCKAK TS AR, #AFAAL
BAE S HATE LB LR L, @FEIERAEIK, fldw 21 =K EKGAIEY
AL, FEAFEERBEMAEIL DNA K EHAFATENTER
..

AR L EFFRRXEGEZEAFCHE AL EF AR EAKR
e R EARBR M DNA Ol P AT HREZR GG . SHNBREMTA
By EAREZAMEE, MARTEANFEKRRENIFLY.

R REFEY DNA Bl AR L TR 264K E, 5%
EARK - dAE DNA, BAAANARBELLE XL E,

B, AL Tk B R 6,2 k4 6 B ARG 7 DNA 89 ARie 4,
FARLHASE, BAERLFHELIRBHR LR, TR
(interstitial) DNA B E&g4atk, ©REZHAMRGEBERINilIL.
LT EX ARG E TR ER AR A,

=, 35Tk EEENR/DN FLHHEABFIRRAFZENZ
FEARKEFE (Hlw=4K) , CAFZEMNZRPEG IR ERLEH
TH, Pl R-PE S, RFE AT A E RN H —F B ARTH
MEEERE A —F B EAF A T4k, XBRETHHLEKRGE
77 H4e. Aoh, R F UG RERT R BEIF FXEZTALE
Z, XE@EFINGFFILRER, Hlhefe)LEFA 12p (iso 12p) , &K

11
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F/4 18p(iso 18p), —HAE P EHBILGF KX, ETHERSE
T H SLAR HL B S 8 AR A £

T E ARG BB A S A T BN & GARARie 50, 4
w15 3@ EL, BAXOIEHANFIINN T 15p 384k DNA F 3. XH
MmN EL AN THRILLAFTRLEN, Anbai 15 TE4
47 DNAL 45T q AR aARicd 5 i )L biE 3 & F iR 4 48
%, XTUALEFY.

WA ELRFERNTFNBILS G B s, FERBILLTE
BRMKEHEERFFTRRELFEAL., AT E, 2L
F I 3%k DNA ARl F AR M 69 ARA 4 F Gk 7 2 AR 35t L E
oA B R AR A g Ry (PR BeAkfeEE. G ELE
RRHRERAL W B A RXEFF - ANHRELEFTE TR GF T8
kFEEH.

— SR RK AR FEEZ, B5)L DNA T8 F w4, 4
Yo e B AEAR . B R LGAJE. Bdward ZABERAERBEALLT
F4aJE (Klinefelter 4244E) W95 GRS T W HER B E e IL
e R ARG EES

EHGE, ESHATHE DNA, HliefE BN & ik, B4k, 1%
A e A DR B AT T By 3 DNA, o R Hh A sb a4 ] —
Aramaiildy, ARARAAMRAY, BRIL DNA K A # M B Fedfic,
B R FTA AR R 69 EE4K DNA el fbid A2 o ek R 42,

WRJE T AL ) S 4k 3 Ao QAR IR ALk R IR T A K PTiE DNA
&, EALFRY > BHEAEFLEE, BRI LETARKE DNA
(B8 4),

—H3 5%, TOAEI BT EHERN DNA WEGF TR TH LS
E AR 2 DNA 4B R 69 AR AR 32 5] S 7 38 B ik DNA, JE 4 5 2 4 B6 )Lk B
DNA TR X — 3| ¥ B BAER X PEILNE L. REFBKFZ YL HE
8, mRE 5| hrr L EKR 18, 21 R 13, RXKRY L EARER, XT
RRAR., XEFERGEERKA T (FEEKR) ZRFELY.

BEAKPA—NRANREGERTEF, AR LEHES, 4l
AR R T H e 5% DNA, FI | MBI s A B, REEHI|EHAK
b B4R B #de Balldl A BRSNnBeE H RS KAt 2 74

12
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HACERSE A, Bk —2k B5)LSE A DNA, & (A5)L) ¥ DNA F &
g Bt — I LA T A8 T4 R & A F AL 8 S AR AT R VR AT 938 4 T
My Fatk E Fo K IRETF (PMPS) LS5 W (B 4) .

REHRrBHYA3#%E (B5)L) DNA H B 4 PCR 85 ik 538, 1&
B #EARK AW W . RET AL 40 Q-PCR & & 565 % # 4T 047,
4 4e1 B} DNA ) F4XLA= Genescan 34 (Applied Biosystems) , %
B PCR & B 5.

G5, BARKAN T ETHRFNHEEL, BHNEAXFRER T
f6)LDNA R EHKZTHZE, TREFSNHE/LEf—EFERENS
WP AR, LOEE AR TRGBERILE, RUFEZRUAEAE
KA OHRERGAE

WREARKA S —F @, A A AR DNA 694F 5 & % & JU DNA &
AR &, &AM E&6045M4 DNA 694 P 55 DNA 9 T B, —AfF 4
% 46 DNA K% K R 69 BRI B, Fe—FF 40 M4% T DNA K% K R4
# FH DNA 5 3 694K 47323 4 .

RAETALE—FRES R —FERALERFTEAEEZNANKA
o, KRR, RAMET A —F @A FRB HEE, © dpE] DNA 2A{E & DNA
EEE AN EBRG SIS, ARE TRY DNA KREY WL LB
H ARG E AR

REAETFMZHTHFX, OTURECSEYELGS | Diii L4
W E AN A T Ak F AR BT,

A TROGANERS CE—FRES LA B, Hld
—H ARG R AL Y, LW —F R ERRKRI,

AABL LA F AL R EABERBERLR, HL+:

A1 BFAMEARMEIRIRA DNA 49 Cenescan AT 89 Ebix 3
#l, (a) FRRILZEFH, (b). (c)f (d) FRILE 21 =4k, X
R ELFEFE.

B2 AEMH A #E 4 Baldl 2F DNA K R &GMM i, L B
BRIyl REFKRAEF (M) P57 IBILEZ (F) &
YR AFERZAEILDNA, R s BB A=, R MA F & AT
R R NI

A3 AERBLALAFERLRKLE E/# G RO EEARS DNA A

13
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BB EBINMIEL, UBRERENE, BRERTANG M B F
7] (B 3a)F=MEXAFRICET (B 3b), BLABEBRKREF ERET,
Fe 347 DNA 3%, Bldw Q-PCR L B AH KX EMN F FEK, XHY
ZGBAHFMREF FROES; 78 4 AEABRLALA LK%
¥ AT HEATRE )L DNA & R 44,

5 3680 1

BRI

DNA 323X

BB 5ml FAR R, BEANBAREF, L —AXE4S EDTA, &
BAE S 30008 T &, 55 A Fa R4 EDTA 893K F F oSl M
Fo o FANT FRXE. £ 30008 FHTHRRFLRfohiF B SHHLE
HRIER BT FKE .

RIBFEFGHEAE, RAK A Qagen 4 QlAamp R XA &M M
# Fo do 7 AE S P JIR DNA,

P2

FR ] b B JH A0 A SR A SE B AR I A 4 5

1 PR A7 A 0 FR ) M B W A6 77 48 7 i Not 1 49 B 3l AL 42 B &9 DNA,

PR3

i3 DNA R ok BAREY DNA B BRGEE R T H B L nfst)
B4 (#lde Bal 31)

X—F kP AL Bal 31 MBREER% R P& DNA #% (Mukai
S.,Shibahara S.,Morisawa H.Nucleic Acids Research Symposium
Series no. 19,1998) . BREE I A Top & 2°-0-F R BB FTR -
DNA #AZERBREANHEIHEX —F LA EFHAE /20
‘AR BR B RAER . Bk, H33) DNA B B E#) Notl 45,5 3% AL 0K
—3n 4L,

DNA o E AR VA R R Ao E ¥ R A 15CTHF TR,

R4

Bl ih4e Bal 31 #9488 Sh iy B K A0 3% 3 4G DNA 424% o if 4K

30CTF 20 4Fat Ml G4k % DNAE A 1 %45 Bal 31 A B -
frskk ( 1kb) . BiEA N EDTA LR E A S50uM. LR E (B 3).
A LEFSLRE DNA, M Bal 31 REHM T (KR GKE NaCl, 43N E

14
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At BARACKE o | BB BN EF. EREFMN T ATHBERRBESFT
K, f—REILEE DNA A ARE (B 3a) . XAFXANF
fRFafib )L DNA K BB R % .

KK LR E TR ERFTF T H1258 DNA 57 (B
3b), X 4,9 Q-PCR /& fi5)U DNA &4 Fa M 5 52 Fo AR I 4 4R 69314

RS

1% A & M) AL SE B AT AT A5 )L DNA G B stk

Wit e 65CAndl DNA 10 247, EERTEZDNA K BAft ik
36k DNA 14, WmAEMENRNI Y, BERATETAY. R
JEJ 0.5x SSC 7k FA L MABBE (SA-PMP) . ImAiB K& DNA
hBfEHERGBET S, ETETHE 10 24, AHES
(magnetic stand) FHEKE AW E 1T HeE 44 SA-PMPs, k3
EE&, 0. 1xSSCaEFi 4k, BFTAEFFFRFFEFRLY
SA-PMP s sb sk & fate (J6IL) K K.

TR 6

A AR M S SA7iE 4 Q-PCR

1% he A6 H MR Verna et al., The Lancet 352,9-12,1998
R W) A5 T ik 5 AT E PCR.

5% 7645 2

FTXFH&ER 1HLATRARLAG 7 kBTG RAR.

P®1

A 30 7T 4 B ) B i A

A 345 (Percoll ) AT H & B FER K. ERAAFAEF
R REEOTHEBL T WK d ¥ i JL4 4= Van Wi jke et
al.Clinical Chemistry 46,5,729-731,2000)

AR, EHEAKE TS EET PBS P94 3mld0% . 45%F= 50
%347 =& (Amersham Pharmacia) . 3ml EDTA fz&#= 3ml PBS %
15ml RXZHRXE P R4S (Sarstedt, Roher 15ml &K%, B %%
62553042) . &M #£#2) Snl =5 B4 % (B.Braun, Filter Straw
B35 415020) XN 3nl 40938 THARE. KT KB F it bk
BAERTRIFFEREANMNTRR., AR—IE, 28R 45%F= 50

15
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WITELEHRELIRAR, AHENFLT, HIPERBRELEARE
JeERFE BN SRS A B ALAR .

WF A G XS EAERES I -4 NKE. REREEY
REA18-20T 5008 TEX 3004 (REA BT ) .

Z5E, RERXE, R (M) &, ZAATEHERE. RAREF
REWF — R e Tl E—RARBREE T KHGH 6nl &K,
RIGA S00g THE S 20 040, XASEAFOH. 5 E W @IRIE
J] 6ml PBS zE& LK.

YR 2

R 54T DNA

ZPBVS " B & Fhfmit A2 x 10 @m/50ul’. BFEEHE
FeAE7E& (1.9% NuSieve CTG) A E e &k —4 1 x 10° e,
S50ul EAEFPHFAFAL. REE SOCTA 0.5M EDTA, PH
8.0,1% N-Laurylsarcrosine, 2mg/ml & @8 K K EIFG4E4 24 - 72
JEF (R O/N BETRHROZEAFBTEMNTHENYER) . X—KEH
o, AFABETRYEETE., RELARKY REREREME, £ 50
'C F A PMSE (—#F % & Ba 37 41 7)) B F L T4 RIEEATH G W /78
HHEGE X, RERATBEATMAAELIC.

E:

1. 3ml %A% 2 x 10° ¥ tm e

2. 1 x 10°4m& =1ul DNA

B &4 (1: 1) #£R 0% DNA , ZERRE, B T0%TE %L
BRI D SHFRFERY,

T3

WwREBRGERRLE, IR THR, AAXRLHAETH
Fe A &) DNA %rhdg R — 3. Balll §4b# PCR BB #RE T K
e, FEAFFBBEBOHAREETEEERE, X4 DNA EX
BREXRTAOFEALTELHRE., BAUEBBELE, MAFKESOx L
AU B -GS, A45CTHE 004, MTHEERD -
57 6 48 Bl T % v WL G 04 Bl R L

16
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AT HRBARGEELHA—F Y LGB 4 (cutter ) $9F) DNA,
Bl ho fE A KR B M5 FA G 670kb F= 310kb 4924 Asc I X Not I.
XA E SR BEREEY R, SRREEE IO Z ) & R
M4 VA B PR IX S Bl R b KR A B ] .

e 100ul 1x FR&VHELE AP A 10U B P A5 f5 484, 8 F 2 0,
R R K iE k.

SRR AX B ER PR AR 0 I AN FAR BB AR AR K T A AL BB T L 8
HER, MBS 58 Tind DNA B35 69 R4 A bybe 5 A4y 5
MR, @it Ix £EEF R, SULEBHFAITCTEE 2 it

B4

Bal31 4% B B 5l 455 45 K 3%

G4 &aFE DNA 93 fig4E42 /8 1ml 1x Bal3l KA # P4 30
24F, 50U B (NEBL) A B AKR E 3054, BdRERED T 30CH
B, A0, 30, 60, 90 F= 120 &4 89-EAnF Ja) B IRk 3R AR AR 4R 5T
N 1ml 7k %&) TE, @ Aok b ARG 248 30 24P 343 Bal31.Bal31
£ PR AEBIREZARE. BARXEHREARZEIREZKEY
DNA & Z 09t R A AF R 5K K684 6960 DNA,

TES

i it QF-PCR ¥ 3% % A 4ried

R AR AR KRB L QF-PCR ¥ 3% % K47ie4 (S W4l4e, Verma et
al.,Lancet, 352,9-12,1998 ; Pertl et al.,Amer.J.O0bstet.
Gynecol. 177,4,899-906) .

X22 A7t ( FhkAL s 300kb) AT A XA 7 XF B0
AR, ETURELH ORI R BFL itk 2 AMFiLY. 4
Jo, 14 SREKRLGENGE S S MARIEH D14S1419 F2 D145S1420 45
F e 449 210kb #= 95kb 4,

Fabb] 3: A AKX RN HEIATIEIL 21 Z 48 B K SR AE 0y R4
Y A

52 #4] 3A

17
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1. JEdk o dn & 4 52

EF@miFREFEI S ELENSNLEMNES, BdHK
F R A—Z 12 B Fa iR 12nl ok E3) 2 ANk (EDTA)
RE T

2. AKX %E (nuclear compartment) Fefe ¥ 50 B mid

1R 3 /2B EAE (Triple Density Gradient ) AR iz 4
BRABRERRRAL RO A A MK, & B (Ganshirt et
al.,Diagnostic Cytogenetics, Springer Lab Manual, 1999 R.-D.
Wagner, Fetal Cells in Maternal blood, pp 401-415) PriA 5 %28
o A B

¥ 12m1 EDTA fns&im A 12ml BEBR 242 &3 (PBS) , it F &
B #HATRA. ¥ 6ml & /PBS BRAMABZEWA 1501 GRRXTHR
B, R EHB RN KX MY EHF=F Percoll' (Amersham
Pharmacia) 4578 & B. & 2645 3ml 40%38+T, MLEL 3ml 45%F= 3ml 50
%I, REKBFRE 5008 THES 30 504F. R bR EfKesn
LB IR BT 4 XE T IHBRAE 500g TH - 1054, A PBS bk
IR IF A B A Sul RO K BRABKEE T (400ng/]1 Z 48
K,20mmol/1 — #4582, 1. Tumol/1 + =) A #8844, 10mmol/1 Tris
% 4%, S0mmol/1 &4b47) .

3. R & 4T % DNA

fo A 2 x 10 mpe/50nl 4 EFAEPBVS F . BF 2508
Mgk (1.9% NuSieve GTG) mA @& FH—4 1x10 @, 50ul
P EAEFHAHEZ., KRG/ 50CTFA 0.5M EDTA, PH 8.0, 1% N-
Laurylsarcrosine, 2mg/ml & &8 K &L HEITA54E4 24 - 72 . R B
KA, S0CTAPMSF (—#HZa8BnHA) FBITAE
AREEFMRG O RTELEHEG 5K,

4. 3% 35 Wt A5 BR Bl 0 35 AR

RRALIRIEMEAL, mAFEH S0x KA %A 1U B - M54, HA
ASCTTHE 6094, FIEHEAL 100ul 1x FRAIEF &+ Fo 100 Bg—
APH, BEH 20N, REAKER.

KRB 1x E88E TR, SU LB, FEIICTEE 2
OB R R K,

18
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5.Bal3l H BB K 1k 45 K 3%

A &5 F % DNA 43 ig 44 /2 1nl 1 x Bal3l LAk P P4 30
m>4F, SU B (NEBL) 2K E R L 30 o4F. B3 REREHE 30CTFH
R R, A0, 30, 60, 90 F= 120 £-4F G4/~ ] & Bk A2 FF A 1ul
ke TE, Bk EAKERAE 30 454753 Balll,

6.8 iF QF-PCR ¥ 3% % A 4xie¥

@M AR D21S1411 F= D21S1446 B4 5| hts7—H 3 E 5%
K% PCR @ & ( A W 4] 4 Pertl et al 1997 Am.J.Obstet.
Gynecol. 177, 899-906) . H—ANAr & 51 B ) K RIRAARIT (57 K& )
B GEA WA= 47 PCR 4. EmmEEE, #4724 NI 95
C 48 4F, 60C 484 72°C 1 4-4F, REJE T2C TFHAM 15 54F.

1. 5%

BELEARABRERE Y EMRREBEER T, FHEFH
Genescan 672 2R M A A % % % % ( Applied Biosystems )
(Warrington) 373 DNA R A Eo#. REY ¥ ~HR T, REALEG
KEEEEIGEGRTECMNGRARBE. o4 (2) Ak HEK
SR A S P AR E A A A DNA, (b) BEIH LGk A B —K A miad DNA,
Fo (c) BgiftEk A BRI R AL T WLty DNA (BUHLE &4
pEIL@mie ) .

8. 4 X

(a) %k B FAR A # o sbk B 20 B DNA ¢ PCR =469 B ok B B 741
FLEA-F1 4 D21S1411 F= D21S1446 F 84— AH BA K DA 0%,
sSTFEFXH PRI —2RTHRAY.

(b) sk B AR 3B HE ok .40 I DNA &9 PCR Z 4 sk B, £ 2U
Bal31 A BESM B 10 20 5476, BT RESEAR0% D21S1446 #912
FHek, RMAEHARILH D21S1411 M5B LB AmA K HEGE
7 .

R T XL By 52 T RAVES B4R A5 )L DNA 9B R R4
.

(c) kAR ey DNA 90k B, A5 (b)) —H¥E
P T BEAT BN B B % ARICH D21S1411 RAFMTEIME 5, (2R 3547
T4y D21S1446 A 3 LE Wiz &,
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REERRETHABE DNA FH L 2BHER (R AERFf
JUDNA) . % =, #5474 D21S1411 DNA /5 3| RiE Wi é9 15 S &
A EARFa i )L DNA R AE51A2. 5 =, RANVEBTEIBARITHY D21S1446
EZANFWAES (AF AN TEGEE, Tk SRR
S e DNA MRk B LB WS E R R ) A AELe, SFER
T REILA 21 = 4K,

9. %%

A 523641 BLEA 8 W B Ak A A T 3h s DNA A 5 Z 6 #HAT A ke
RAEJa b DNA AT, A TRFHITH 21 TR EARGH A T HE b 2 M
L2l Z R EREGAIE, IRE, ERTACRELIAZRTHR
—RHNKF. Ao, REAAFHUATRY.

% 36 %1 3B

1. R o dn 2 4 &

EFP@mmFRE K SREELZRANECEIAS, BT HK
FRMA—F 12 AHHRF a4k 120l fiik£35) 2 AMRIBER (EDTA)
REF.

2. AR F (nuclear compartment) Fodr ¥ 4 F il

18 3 1EFEME (Triple Density Gradient ) ME4k g4
ARABRERERRALRGAE M, %% (Ganshirt et
al.,Diagnostic Cytogenetics, Springer Lab Manual, 1999 R.-D.
Wagner, Fetal Cells in Maternal blood, pp 401-415) Bk £ 4%
o RAG B

¥ 12ml EDTA foigm A 12ml BEBR 34 A% (PBS) , ifiid48) B X
T HATRA, ¥ 6ml dik/PBS RAMHHBREWA 150l BHERXTHE K
T. BRAEEHBEBENI KA @ NEK=E Percoll" (Amersham
Pharmacia) 4§ /KE. & 448 3ml 40%24°, FLE 3ml 45%F= 3ul 50
NI . RERHEFRE 5008 THS 3004, Rt ¥ BEFodk e 2p
oA BT R E FH B AL 500g FE 10 940, /A PBS suik
ML HBE A Sul BOB K EBRAMITETF (400ng/1 B4 B
K,20mmol/1 — AL 774582, 1. Tumol/1 + =t A FLEE4H, 10mmol/1 Tris
%A%, S0mmol/1 EAL47) .

20
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3. MBS B 4k

A 30CF2id 20 54Putia) &4k % DNA 42 1 %45 Bal3l WA =4
¥ A E WAk (>1kb) . i@ idAm A EDTA F 4R E SOnM A &Ik B3,

H e xT Ak C AL 6 DNA S ATER N LA R E LR DNA F oA
FUBG JLAeER4k DNA P& QR EAW ., IHFAEEFNI DAL T
21q22.3 %5 D21S1446 #= D21S1411 (D21S1411 45-F D21S1446 i35 )
VA B 3% % DNA B 7 TTAGGG #9345,

R R 4-E AR Fe s JUAZ 5 8 R AR 5o A &0 18 3% ks A BH AR o iR A 5
Hemit (G EFIRmAe) DNA &94R3c4h D21S1446. BT HE 4 F= 5
WA QHITIIN. REAXEELHRESMATA Balldl AR
Euodvimie (Fhmiet g R0 EILMmIae Red ) #ATEIEA,

4. % & PCR

Mot g MR K (A W # & Pertl et al.,1997
Am. J. Obstet. Gynecol.177,899-906 ) 4% A D21S1411 F= D21S1446 &
Sl AT Z FRAPCRWZ. H— AW @5 A RARFHTI (S 38)
AR A A AT PCR ) . R R G, HAT2AANAFREIST 48
£, 60C 48 ##4= 72°C 1 44F, WG T2°C T 3E4F 15 54F,

5. 4 ¢

BFAEPARFERERE 6 TEHRERAHBKRER Y, FEH
Genescan 672 3k A S A A ¥ % 4% ( Applied Biosystems )
(Warrington) 373 DNA WA E4#H. MIIEFTH R, RELAS
KEELAEBGEGARTECNGRARE. #4754 (2) A8 LRAH
Tk B A Se P AR E AR DNA, (b) BEEuEk g B —E A m i
DNA, #= (c) Bgilifbiak A BRSO R RS T @ity DNA (FH4
T EMIILEmIR) .

6. X

(a) sk A FH4R i AE Bk B4 A0 DNA ¢4 PCR 2469 w5k B 8 748
B #A-5) % D21S1411 F= D21S1446 g8 —AH BA KD AF o5%,
STFEF AP —2RZTBAY.

(b) sk A B4R dn R AE Sk E 40 0 DNA 49 PCR Z 4 eg sk B, £ F 20
Bal3l A BRSMnBEEF AL 20 476, R FREHIFLH D21S1446 443
ok, RimAEHAFICH D21S1411 45 E RB) HAE S,
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KR X B R T RATE A AR A fE)L DNA W B 2 R 4
U

(c) kaFADR T miety DNA 9 kE, £5 (b)) —#H#¥%E
T AT G BT 3% ARICH D21S1411 RAFA WI935, [2iE 3% 47
04 D21S1446 A 3 LFMIE 5.

WL R R T HLmA DNA 55 224 MR (R AR A 15
JUDNA) . % =, iEL3%47i04 D21S1411 DNA & 5] RiF Wi 6912 Sk e
AFARABE L DNA B RE G, F =, KA1EBTEHITiE4 D215S1446
HEAFWEST (AP M TELE, ZLE5 AR BHRMEH
Ak B mie DNA bk B F LA AR ERRE ) ARG, LB
TREILA 21 = 4K,

“é\ é:‘l:

Ny v

A 52 761 590 8 S K AL A AL DNA 3 5 26 AT BHK A
O 4 DNA 404, A TR ALK 21 5 3 Gk e 50 B SF B B2 B
21 ZA4R B REEAAE, AR RAEHIT, DNA BMA2 MK, S E B A
TR RN AR R RAT S W AT R A 34—, DATIRE,
BRTEORN BHALBREHR —RARS;, FLEARKAFHLELT

&b
Re WY o
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a)
IR
M1 M 2+F F-Pat
215 Fe G ARAF T B A DNAFRIGH) 69 B E T KB
b)
5 AR T I
1 |
M I+F M 2+F F-Pat
215 e & R4 Bk % A M DNAFRIT 4D 84 BB St KB
c)
5% AR

1 M1 M 2+F FPat
215 B ARG St % A M DNAR IR 4 At K

23
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d)
FRRR

M1 M2 F-Pat
215 e RS B % A M DNARRIE S AR A 3T KR

2) BAL 31 BAL 31

—— «—

e s AN AN AN PRI
i SN NS N TTAGGG  swke

T AT

\\
N '\ 2 N A N\,
/l\ /I\ /\ I\ /\ s
’ LN
e —————. 4

3

I3

b)

N
N

—
lﬁ,:’r%il /s ‘\// \\// \\// ‘\' TTAGGG jr%;%i
,: M
mx
&

e B

E{
S
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a)
BAL 31

<

AN AN AN ERINES
EEERE HEN }——70_, NN NS N TTAGGG 34

kAR

7, N 7, Al N iy N »
Y \ \ \ \ \ \ \ ol 1a
g‘ / 4 / ’ ’ ’ / ’ PRI
: 3 \ \ \ \ \ \ \ \ 3 v
I%ﬂ% 'T/i‘ F—-L/ 194 iV N N/ N, S v/ \, TTAGGG Sty 7%—1-

b)

ANANANYA b g
LR EN SN NS NS N TTAGGG kL

K HATITY
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LS

~ N N\ N

33 - ® N NS NS N TTAGGG
EERE TS Vo

5 k& - AL DNATR AT 2% 2L

N AN Y
’ /I\

ge ® NN NN TTAGGG
R }" AATCCC-B

I Hokk & Ao £ PMPs

AN ANEAN //\
s 3 . s \\//, \\// \/ \\‘ TTAGGG
R }~ AATCCC-B

B4,

. . . . TTAGGG #
F AR }_ @ NN\ AATCCCB PMP 1%

—

/
\ V)
/

\,  TTAGGG

B
AATCCC-B PMP x

(ElA48)

(7K A8)
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g1
B fePercol L4 B F 4] &t i 4 o

st 2 i, e g 3 DNA

/ FH2 BB IDNAK &

Haga s

A8 G RBAERES,

v
TLIEDNA, HEATE] 5 B4-6

)& 37 g HEAe

G B FE AL
&G, FAPMSFR &%
8,2 kA

HI3 4R @ B -F A8
AE B H ACUANIF G B =) UL DNA

W B4 FlFdeAcs 1(670kb) & Not I
(310kb) 849V JLinE) 4478 DNA. &340
Bal31:4 4oy X BEES B2 M H R
HIEIK, R E I 6 )LDNAE K E |
A IR, X — TR R E B

v i
4w 9 438 ks : / e
40 I8, 69 % A / Fa R ARIT 4

WH6 B L PCRY 3G AR Fe s AT

L MAFITA: X22 5 3 ~300kb
14q D1451419, 363 ~210kb
DS1451420, 3E % ~95kb
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