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1. —# £ 484k DNA 894 5o P X B JL DNA 8955 3k, Frd 7k €
3} (a) WA RS E DNA, (b) 4B PTiE DNA sRiTH8e M
AL AR L IR BTE DNA B K38 R 3R, Ao (c) RS TR ML ERY
s R 91R B A 5L DNA {24k DNA 4 2 &5 —#F DNA A5 69 4 4.

2. BREBEARANER 1 OFE, R P ArE4SE4K DN 9H & R R K
B A

3. RERABR IR 285, AFPATFRY, 80K
¥ oEmie, RERVRE (a) AX L@ T 45 DNA,

4, REFENERA)ERE—AGFT X, AFATR (b)) XWAR
HIHEEEE G T (a) ¥ DNA ALK K.

5. RBARAZR 4 GF %K, AT EBRBIMHAZINHKY DNA A
Bonst, EFCM R LRI BN,

6. MEARFER S 65k, L FRATFHRDNA K BRGMRA HBHERL
HAAMBAE AR HRPRELE S E08, FHELERARY
HIHRS>KAEKF.

7. BRERAEZR TR, A FPRPHFSAEEK,

8. RERABR T F%, A PEBARZY -0- FEREBEHF
B DNA RAANKBE M Br ot o) EAb B H .

9. RIBIWEHAE—ARAIZ R F %, AL DNA AF4K DNA &
.

10. BREARFEZR 9 HF%k, R PBETHHALEHREGEMIL DNA
dag sk ki DNA A 5 o9 46 b S 4L 4T & LB AR DNA L3RG B
RIREHAERERTRLIARALESEKBILDN h K.

11. BERAER 1068 F %, APt iivitass
R 8% T 4.

12. BRBTEE—RARHMNEBRG TR, LA FRGAMKIL DN FH
Biri& DNA A 5| 2 3% 45 B 5 345 T 3% 85 K 3R 3% 69 3 &K AFT.

13. MRERA)BR 12 5%, LPHRGAMILDNA F &9 Ffik DNA
B3 RSEF 5.

14. RBEAFER 12 8F%, X FREAMILDNA ¥ &) F7i& DNA
FRIRE®E S SHEEKRKFHRART.
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15. MREWEHE—ARANERGF &, L FATE DNA 55 A AT
B F IR0 F — AR L e AR R

16. BRERAZR 15 8F%, EPAEfFRtRARFT.

17. RBENEHE—ARFZ LG FE, L PHamsMo8Z Balsl.

18. MERAER1 £ 16 HE—RAWF %, A PERIMpNHE
ATFRER: F—F, B P Z44DNA;, F=F, R I -5 ss
RiFfF =¥, Hiss KiK.

19. REARFBR 188 F5%, RFE—FTRAKIHRBERA.

200 BREAFAZR ISR 19 HF%, AVPF_FRAZRSI s
11 U8

21. BERAER 18 E204—FhF%k, A+E=J#A%s
HREEEA.

22. RENHE—ARHERG T, A PHSPREILEE G DNA
G s & T ’

23. REWEGE—ARAZBRGFT &, X PHS P EIL DNA 3
¥,

24. ARERFNER 23 89F5%, AP ARSHESRA (PCR)
AT 3.

25. MERHMNER 24 895%, APPCRATEZIHEIHSFEIL
DNA 894 &, AT HASHRATEBR M.

26. RFPWTHLE—ARABRGF K, L PR GMIL DNA #
T EWML.

27. RERFIER 26 95k, LA PEddmkEhagk,

28. REFTEBLE—ARANBRG Tk, APETRE (c) W, #
K4~ % DNA,

29. BERFER 25 £ 27 FE—FFk, AL EE
3, DNA B KRB F AT LT BT BB EZHBILKRAOG >
DNA.

30. RERFER 29T E, PR | HBF MR
it.

31. ARERAZR 25 X 26 95 %, AFREAXRRFRG I BT
B Ps)LDNA, BB A I —FF E4LR DN RAF LB EX.

3
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32. ARERAER 31 5%k, PRI BP ek 18,
21, 13, X R Y HFH—F A5,

33. RERFNZR 258 F%, SRATHEHESEARRA.

34, BERAIZRIIGFE, AFRRAZLERTR, BARAFF
HAK, RABEREALRERGLAR.

35. —HAESARLERAEHNSTEZIEILDNA GRXHE, AL
AN ECLSNaRXABH S PRIXDNA 6§ T L, —FraRH4 DNA &
BN B, Ffo—FFi€ TR T DNA K3k K B eG4 F+H DNA A5
ATIE| .

36. MBEAHZRISHEAMNE, cit—F oo —FRFHEE, ©
48] DNA VAME /£ DNA k= A R AR A5 8, A BEAKE THRY DNA
KB bR % % B 4.

37. RERAIZR M4 R ISHEMNE, Cit—F .4 T4 DNA
R AR E SN AT T

38. REMFER 34 £ 37 HE—AHEANE, vH—Fas—
Xy AL T
39. RERAZRKIBHEAMNE, s —V oo FH T CHMHNM
R

40. RERFAEZR 34 £ 39 HE—RAHEANE, CoLSH—F
# EARRLGBATZI .

41. —FrE K Edoil XA HR 6 A 44K DNA 9 & 22 ML
DNA & 7 k.

42, —FrE R bW X ATHE G AESTA DNA 9H &P R R
DNA &5iX 7] £ .
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AT S 2 AL DNA 69350 ik

AERAFER—FHEE LRI NERSEGFAFELFLEZBIL
DNA t9 5k, XA FEEXTHBILDNA RETUAT, >4
B .

PEEERRAIRTILYGEBR AR, AN (constitutional)
REEREREAREBBE-AN=ZARERFHEARKAERY 50% %
t, ETAXEEAHRATRERY 5%, FIEV 0.5%HEXILEAR
585 hA/ I ARERBXGARBFEAFT.

FEARFFTURKT EOR LA LY. XERFFHRABRAY
bEF AR 46 BEREARKBHEE, A=A (—FHIMKHRE
), B4 (—F2EASKX) RE A4 (REBMGFER) . &
FEAFERMEN AN EEARXRARFTHOLICSFELEAE
H, QB HE. ElafeiEn. EHPERTHTAREEHFT X
RAE, EZFHHATERADREFTHRFFFT.

PRGN P EARTHGBFEEERE HREFHETREE
AFNHE, EF I THRHARRER2EARFHERAYLARRS,
SHARE, TAXRBFPRTHR/ZERP/ AT HIERGEFILE.

EAB T AN EELENRFLGRERAF TR ERSES
AEAR R GG 21 =4k, LR BTHRAKRY 1/650 % FILER 21 =4 E
KA, ARERRSZ RV ERMNEHLATLR. E2EFER
AARREEXR 21 S BERESENRKEREA AR EAN.

LEFaBAF 21 Z4KFE K 5244865038 F 18 1T do 3k @, 4 o dk S
BRAEAZEGEEAITRAT. MRRFIRTR2-3IRAERGNE
BRESEmMBRARG T HNE, Gk EREEEMNITAES
EARRFHREL LA EK.

A BERN EELANEN N ZAERESELTHERL
REESAGESFRS. AREFETHEMBFFREKE T2 =4
LEHARESG, A PAASFUALHRSGFRAT THRAINRFHY
10%, IFRAFEAERBLETPBEAREFTEALZALRT
BREA 21 AW Ed. ILBFEFTROESVF A LRSS L
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R EFRE LB E, BHORRINAERFLTRAGRAE, CARK
52 A AE Ao At — 2k T 44 JE B AZARBE L b 4 A 3 3

R — FiERE, EF 355, FTRAMREAGARE
(BREBRHFo/REFRFHR) AAFRTBRIBRRER TR EAY
M. BRERFLNHEERR T TG 75T AL KFE SR ERZE
HERIH. XOEIMRETNMLEARBRE T LS A BR. @
BREFRXHE1-3A, SHGKRELEHNRIERLEXAYXFER
ML,

THBHERRGFNREALTHBEARACHE (1) kARBRGF
AKESG#HILE (M) memRER4EHEZ (FISH) , 4 (2) DNA
B, RASEHFARHERGDNA, Bitpl R o84 X R A (PCR)
¥, FAE Q-PCRERAFALEAKAMIHEE.

AFRERERENLSHYRXAFTHEFGRAK, A FKH
B, THREXREFAHGIHRAEIBRFHIAXF - AREXTARRR
A, BEMALEMNARTFRFALGREARTORELSE, FAFL
@321, 13, 18 ket 2 EARFEREARGFEARFT.

At dT, EEERTHAR,. ALBRFfTEERATAH
EREARREFTE, BAY1-1.5%GRARE AL, BRAL
ERPREERABRIFAARMEFTERTAET TSN EA K F
.

BERAGEREIGFTEARERFFEFGHELETLLRKIFS
Wik mie, BIiLmikikEiasty, HELKH 1/10000 3 1/1 F7.
Bl BN rkaiEtARE. HELE, KREFhakRE
B, mIEmIES iR (MACS) , ARk ) #frgkmii ik &%, 24 M0
HREBEE, PLAKSEFZLREMISEKR (FACS) . R,
AR PSR B LR bR Y. Hot, XERRAPHFS
RENFRFHERBEY.

R ARE B kAR, AL R haFemd KEGBIL
DNA (Lo et al.,Lancet 1997, 350, 485-487,W098/39474) . &.it—
¥ B X AP A6 )L DNA, i@ itk 4w PCR R RATRSIN T WX B, Tl
BRI FRANEE, AHBACHEATFT—2HATELY
EARN R AT RILE S B, Al hic R G Re L w048

6
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A FRILDNAHFHEET KRR,

FHORFEA L FHAGEILERET Bl 21 ARG BIILE
EARELERAhE/ o PN EFHASHHBILDNF X, %5
Bk kTR, FEARFRAL AL RERNGERFRE, THhAN
Yot B LBRE R, FRERRRTBILARAKTEEHAHKE (5
# W Pertl and Bianchi Semin Perinatol 23,5.393-402,1999;
Bianchi Eur J Obstet Gynecol Reprod Biol 92,1,103-82000) .

e, BIEAILEFHE DNA 14 (HleFRILE Y FE4%K
Frgl ) RTEAIL DNA HETAE AR R ILE EARJERERL
Rk HESE. ROREEGE, HSARBELAEF RS
Wi UdE R fE kR S, Bk kB EFMIL DNA G £3], AAZ
BILREFEFTRAEEREATGRE, ZEAXERFENHTRF
FFXPHE 1. A8 1la $, BILEF, AHNMERE FREEFEE
B. £F—A (M2) BB —A (M) XHFBA B EHRRTAILDNA
(F) & DNA, B AN E5RFRXARR (F-Pat) 9ILFLELRY
= —H .

AB 10, BILA 21 =&, EHFASAFLEEAAM M2 L
HE—HRF, mE—FEARXARAR (F-Pat) . 58 (a) IFEFH
AARK, SOMEFELAAM M ZRGERER. AB 1c ¥, M
JUA 21 =4k, AFAESRABM LABERLF, m E—HFNRXRARE
(F-Pat) . 5@ la FiFEFHAMKL, LT FEEE M = M2
ZRGERLER. REEB 1d ¥, BILA 21 =4, 2B FALER
#& P-Pat. XFRRRFAFLELERM A M2 ZHHXALERF, XK
ERXAGERME, IFGERBERRE, HELKRMNHTTHY,
¥ KA TF 6 5 01 L S BF o5 ik, 48 R AR o R K, B AR b AT 21 = 4R( &K
AEAT oAb dE 44K ) &4 Z AT 4B .

B i E B4 7 kA A AR DNA M &, ek R XA EH
S K T B6)LDNA, QIEAAVEGZ AL k.

N R EE DNA AR TRERRBGBETHSH, RE
FRAMFEAVAFTIHTES. DN AHBRAATRKEEREES
WEXH, XEREHFARBRIE, RETMLUANEE. IHHAE
LHAARLFH AR T.
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i AL Gkt skl 2 F A4 DNA & 5 TTAGGCG, REAK
SBRWmGHEKETNRERAREATRAEIGLRARL. RE
MRS, FREETIKREGEAMKELAE 4-200Kb DNA,

TREARZKAFREREEIMEREEAIHLTREGK
M B4t (PNA,DAKO Ltd) #X R EARR EREANFHREK
B, SBEHEREAEAEN N BRBEZIATRALEMR R EEBERLTY
£R. R, ELC2RAEYN, MERAEFRNE KRB KERAEE
4.

A aE, BILMmETEA R EAGRERKER S RHFEL
¥, KBRAMEEK. BRXERERILEEILE ARG @RLIA L
Kbk, PfE— R EARRA E5HH N B E %k DNA £ X (Butler et
al.,Cancer Genetics and Cytogenetics 105,138-144,1998; Kreji
and Koch, Chromosoma 107,198-203,1998) .

Wi A X — AT A SR Bk AA5)L DNA W9k, &%
RENEASTAR DNA AR, bRk (G XR0ik) AAEH
& ¥ 4§ DNA,

B AR iE A K 9, AR T —FP £ 484k DNA 694 & F 2 16 )L DNA
Wk, FdFkas (a) AFEHESTH S DNA, (b) RA—F8§
2 P& DNA EATAK BRS040 0K A AR £ 37 FTiE DNA &9 KR K 3K, #= (c)
B M A H B S 4Lit A28 R 69 B5)L DNA 4R @ {284k DNA £ &5 DNA
B3 A4,

FB (a) Fo (b) TRABAETRA AT, ¥, HLE DNA N
BEHE, REEBYIE (b) HATHKL. R, HHaHF, AT
AHEAMmB YA, BB Hde PCR FHOFTELSHHHLY
DNA, b ERATF®’E (c) ¥447.

A4k DNA AR SR R R AEH K. Kk A B4R
S AT k. KA “Ha%RHRE HhREashn, bR
7% 49 o 7 R K.

E—HENNREZETRY, FANBALX SR, F&
bR THE (a) AMFRIRDNA, R REGEHFLETR (b) Hdf
FRZERAT. L DNA FHGHTF, ERRRFS EHREH A,
2t £ & WL F 4l &= Findlay et al Mol Pathol 51(3),164-

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

R THRAEEIFEGHRY, AP REXARFEBA T He50H
SRR, Pl K. BEFFRKERSAAT DV GF4K DNA, X288
JUDNA REAE., RAAXEHL, HoBFhhRFTR, FELEHP
A Q-PCR F oM £ ARG RARK. BAXFT EFEAHNIHY
¥ &% MU DNA 65§ T RA A .

TR F kM E DNA. KA RAEKDNA KRS F Y
B, XM FEGH—AVFRERFBHEL (agaroseplug) ,#HET
Heiskanen et al.,Biotechniques 17,5,928-929; 9320933, 1994.

A—#HTHFEY, AFE (b)) ¥ RATE (2) ¥ DNA A
M By R A B IHERIMH LT DNA h RéG R K& (L
FTxhegE 2) . [Kd, ARETEZIAH, KRR XSEGER
b & AERATHRIMDE A, HEAELSITETH S 4 69 DNA @47 PCR &
¥#. ]

E—FRREGEATEY, EEABSMNAZN, KPP DNA
BB ss R e R Hacikdo Balll BB, X &R
£XkBT DNA RMERMHFEYGHULELSALAN, ABEEAA.
Wik Fe kBT DNA AR E M KBS THRY KUK, ERRAFMAR
LEAERBER (LTX¥FHHEI) .

EYUWR, ATFHA DNA K B MRE MEEEHATE ARA
#34k (adaptor) R HFRS R/ LNGH. RERPTUE
HESGERAGEETR,. EHHEBETULY -0-FE - Bk
43 B8 DNA (Mukai et al.Nucleic Acid Research Symposium Series
19,1998) K @2ANKFR B LAMNEH FBR.

A5 () b A2 3] 69 55U DNA F 4R B 493& & 49 DNA /- 5 2 3%
¥ 55 B4 Tk KRR 6 $ 64 4T, FERAUBR BHETF

(subtelomeric sequence) , A ZxT4FF % EREBFGHFF.

FB& (c) PHARNTRBELIEMCERKER. Rih—FHEL
FHRFTETY, A BHAYS B AL DNA, TABLERIY
— RN FTEOEERA LD TG B RERFHTL. B E
XBEEREBIL DNA £ BA —A LG4 R & F fok QA AR A

9
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(PMPS) Sk FitATa A4 & EBHEIFC (FlwLE4) .

EREWAFTHEASET, 2FANHBAERHFRL. TR
HBBAAREKFZXRFRE. BRRKIFTAYEE “51%” EEKER
ARTRAKT HERAQERT I HOFF, THRTREIATSHEY
5.

— B BXFFX2HE, Tkrr DNA R ESH. =RXEL, TAE
St e MBATY . BAMHFXEFOLOT HGIL DNA E X4 F
WEARIHM AL FETRAEA S ZER. TARKNRATEZLES
¥, Bl A EA Q-PCR Fik, HlBIEAEMEZEL DNA RAR
(Applied Biosystems DNA sequencers) # Genescan %4, # 5
=MAF (Pyrosequencing) fojiuiX A4 @ IEM M 5] (Microarrays)
ik, XBEFEFTHHFIRAACLLEERL ALY,

EXATE, REXAEABILITA DNA SETEARINERMAEH
EATARDNA HSFEZIRILDNA WA, AFR (b) d£d, 4
HARBEHBX, RAREAHKR B DNA 44k, REEWRRPZE
A B R RRa N £ 6 bl

HETHSPEITA R EARGRE RS AREE T ¥ 2B L.
BRI BT A RATR BRI R REIEE Y TR G DNA £
7.

Jo R B B4R, —3 A5 DNA K AR —2k 3% 45 DNA (B
3a) . REEA B4t Hskts DNA 5531 eh, BELR 586U DNA &
R BAFILT| A R X A DNA,

R 0 o7 1A 4k 4 O AL AR R 4K DNA FT b R A 3%k DNA /7 51
(B 3b) . AXHAHEALT, BAHAERGBILRENELENEK, —2
&4 70 DNA SR G AU DNA R ERMGMELLE, FEBARRET
AR R, 4otk B 3K DNA & 5| Sy 5t B ok A A ARicdh. AXBHALT,
1B Re 54k DNA .

HE R, B FEA GG B A e & AR H G T RAFTHAF
5.

HFER (c) THRRGAFI AR EKRIFOr, S TRMAELERE
BAMPEAIFL, BAXBRIFLHAE S TFEASNSEPAAGT
Bk 38

10
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FihefT, B&IL DNA 925 2 T A A X & 69 DNA &9 =914 B g
my R,

ARG THRERGERFEF, ARER/RBRERFFF
Bk DNA B 5| 6945 ot 2 —47i¢ (first labelled) &) DNA 3] hstsl
WEH BT ALY DNA #A7H 3. RALEF —35 A THRARLH R Z
& AARILHARIL, FRBRATHESHEL.

HATH BRI N E L GBI Balll, TIRAREEAMINL
DNA # X K985, AR ETIRMNGHELLE, BA Kk, HAoE&k=Y
Eitfedtsr, £, F—F, LB 3 AP DNA (extension DNA) ;
E=F, WY -5 ss K&K F=F, Hiss R, ERAF—F
E-PHB B iEfobms, TV, SENBeLER
ShinBe 111,

TEiEBRE. BHERE. BEFRTH NG Z4AERHET
$ 0B R A ER 5Bk A 5L DNA, B BT ik B AR M Tl o B4
R ZHE8EFET.

#HRFE DNA K% Z 3% DNA A ER K EXRANER, ¥4
L “BORE” A%, AU REAKFRFIX. TREISHAS
&M THE DNA BRI AHEREAIF XY HRE.

BARIZBAGEWY S —FFXRRFEAFBILARHS T HEA
kAR s kEMEAARL., XTUBEIAMBRARG T
Atk DNA 540 & R4 X (FISH) Rk, AXABEER
S M4 45 A T6 3k 45 DNA 354+ 47 FISH, SAFEARRHE
ABTRHEMERS, 57 GRNETRARLTS MBS KT
7, Bl A& B X B 4 & X (Comparative Genomic
Hybridisation) (CGH) 3k##AAF.

IADYEENETI S s a3 EX ) YN E 22 Y P n Aug T,
WS hES, BYAEFLTEEARBLASHES T HEAAREAT
Bk DNA BRI KEMHEFERFOABERE L.

WA DNA £ Bk A 4708 B0 B RE o R EW R £H4 TR
EMFyRAZ. AXFHHALT, TRAEAHARGBEXKE (PCR)
2t DNA e BapkatricpRATT ¥, ARSEAREFALELRFLE
ABRAIL DNA F4EEE., RERER/AAEGEHAFTH T ESR

11
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B DNAFF ERERHELREE.

Rk o) Bk BTV L, Pl FEFH (STR) RBEE, A
B&, EMTURERTARES SHA4RE, BAHENA TR
BRI K AL E B8 KR A 5 AR B B F Fe i JU DNA,

RO RESVERZRATENLTH TUARZ S SH LBk
#. 2l FTREARFRFHEISEDEERETEEFLHNH TR
D21S11,D21S1412, 52151411 #= D21S1414. RAZFER EH IFNAR +. B
THREGT HRX, BXEKARTRELDHAZTLEF (stutter
band) MR ENIWEEAFLHAR. SE5FLhGitmsFaisdt
BERSAH (SNPs), BAAXRBATAERELREG, HHLE WK
A E ELKE I,

AXHHELT, BILERRHRETAMBEAZ, Hiwitfitd
TAQMAN™ 852 & PCR Fk. RA LS ¥ A DNA AR AR ILABKZ N &
BEXRFN, bFETRAEBILRAYFHNLHTYAN. RAZ4AL
RAF o AT R WA LR AL, @3RI, Fldo 21 ZKEREAIEN
AR FHLE, EE2AREKRBFMEAEIL DNA EFRHTTEHZER
Z .

E-HRALXXAFFERRXEGERBAFCHEELEZF MR EA
bR G DNA £ P ATRUEM 930 5. S REMTA
BY LIRS AREE, RARRE - ANMREARRGRLY.

BHWZAEFEY DN FieRB L TR 64haE, €23
ERK A DNA. BABARBAB XL E.

Th, ETFmERL{ELSBR G E44AK 74 DNA 47D,
FRAEFAIE, BEHAERBHR IR FARLLR, FiH
(interstitial) DNA FREdg4ath, EREZRA RSB RIMnNHI.
LT EX ARG EFTEOHANIMRNAA.

B, 35 ER/DN FBHREARRAAFZERNZ
2EAEITHFE (Flw=K), LAHARZERNZ R LHGLEAREH
T8, Pl REH G4, RPH AT ABERN G —F R EIFTH
MNEFTERNH—F EshiricHN Bk, XBRkTHRHEER
T H4x. A%, Rt FRGFEAFTEEIFFXEETRE
. Ty aiEFshgirie ek, FlBILFEAR 12p (iso 12p) , &

12
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¥4 18p(iso 18p), — A MEFEWHILGHAAX, XTRIFHSE
F AR LB S R R AR .

THREZRAGERINES A TR R EKRIFRBGTH, H
P 1SHEREL, BAHAXCEHAFIINE 15p 3545 DNA £ 5. XH#H
KR BANEZOGHTHRILATAALEY, Roba 15 FHEA
7K DNA. 45T q B o 9iricEBILKAEHE T LLEAN
X, XTARTEH.

Wit BRFR T AWML B Espktrindh, FHMBILLT
MANKSHFEEARFTREALRF AR, RARS 5, $BLK
A Tkt DNA it R EER R KRR G R EAFF AR R HFELE
HBEE R AT EIEHG (FH)) $ex L. WFELE
2R B EOAS B B A XF T HE—AREBR T H BRI sk
KAEL.

—BF A RE PG FEEL, BIL DNA TIR# A F &40, 4
o T iH I REKR. BREASAE. Bdwvard ZAEREAMEFALT
4% (Klinefelter 4x44E) W EAGT R AF AR EIL
e R IE SR A

EHER, EoHWo S DNA, it AaH & 5k, Bk, &
At R EEHERT B H4RT T Y 3 DNA, e RALLESLEEA —
Fraxkag|dh, LA RALA®E, BFASIL DNA K B a & foirit,
WIRZFTA AR E 694k DNA A5 4bid 2 & Cak k4%,

RETAER Bt Efe X QARG MABAERIK T HERATE DNA
FE., EALFRP S EMEALEE, il BEE T A I DNA
(B8 4).

—8 0%, TAEI BT EHERAN DNA &4 TAKATHEIE
&4k X, DNA %7 K gk A73e. 5] A 7 36 ATk DNA. EACE & Y 6 )LR R &
DNA AR —7] BB RBA XBILGIZE. BB ZHLEHE
8, mREFE IR E& 18, 21 X 13, XXRY R EAKF, XT
AR, X ERGREAKDFE (FEEEEK) ZRTRLY.

ERAEP—ARNLASZTATEYT, ANBEERREFZ, FldA
Bk fe R P mie B DNA, ARSI RA K, RERHEI LK
L. #EMHEA#E Balll HEBI BB FTRABKYHEIUA TS

13
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MR R, [RE — R ILR A DNA, 434 (BEJL) Y DNA H B
69— 4540 T 2A B 4% ) A A0 4G SR AR AT R E IR AT e sk 2 )
otk FEFe MM (PMPS) 9B E S (B 4) .

REKSFBWA%E (BI)L)DNA H &R ikdo PCR G F ik ¥, 4
RAFERGEFET 4. RS T AR 4 Q-PCR & A5 E #7547,
4 dm4® | DNA R 5L A= Genescan 3k# (Applied Biosystems) , &
i PCR X &= R 5.

Ht, MAREAYGFTETERHHELE, KRG XEEFERT
JEJUDNA REBFNRE, TRAEFHHZ/SHf—LFERANS
BPAR. ek TFRAGBERILE, AHFERABEAE
AEHAZXRERGAR .

R\ERLKA R —F &, R STK DNA W94 & X2 B )L DNA &
EAE, HAEXMNECLMADINA YHESFHLEDNA G TR, —Hgk
4 DNA K38 KRB n8s, Fe—FP A R42-T DNA K Kb
% 7+ M DNA -7 9345251 4.

AMETULL—HREZH#—F LA LR FTHERGERMNIE
S, HAR, AAETe#—F 04 FRE M, & DNA A4 4 DNA
EFEE—ARREAHESEE, ARETHRY DN HEWH R LTS
v RIA SRR Y

RAEFRERITHFX, L TRELEHEFRGT R LE
HEAAG R B fest ek AR,

F AT ey XN ER S LE—F R £ 2 H QG BAFRS B, Hld
— AR H R ARCHT S, CHB—FRERRA.

REARRAHFSTHAARIABRBELLNA, X+

A 1 BFMAMNEK A RIREE DNA 49 Genescan 44789 BBk 5%
#l, (a) PRILREEFH, (b). ()& (d) PHILA 21 =4, X
SR EXFEkTA.

B 2 A B M4 Bal3l & DNA § B&9H BRIk, X+ A
BdHsEBaEk: REBEFT (M) $REFFIEILES (F) ¥
SHBuAAERAMILDNA, R E B, R MAF XIF2
B 5 RRT .

A3 AEABRAREAFESRLAREEEFT R EZL DNA A
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BHEABBIMNA; RBRERBNE, BLLXRAANY M 2E54
5| (B 3a)foM&kIFisES (B 3b) . BTHRFHREF ERET,
AEHAT DNA 5 3%, Hidw Q-PCR I B AFHEXENF RE&K, XHY
RAURAFMAF RENES; 8 4 DABRLARALHELGR
B A AT HE L DNA g mEshib,

Lk 1

FR1

DNA 2 5

A Sml Bk, BABAAREF, AP —AKEAEDTA. &
RAFERLE 30008 THS, 2RMAF R EDTA HRET P I SRE oY
oo FHEANTHRE. £ 30008 FH THAK LR fobd HoHfiL
FREBITAHRE.

REMNEFHGRAE, RAKH Qiagen 49 QlAamp Mk XA SN b
R Ao 5 H & F SREL DNA,

PT®2

PR 45 b 5 00 0 A SR A3k 38 SR B 43 B

AR A7 6 PRI ML B IK 4L 5 R ) e Not1 69853l L3RI DNA,

B3

ik DNA 448 fok 42k 44K 3> DNA B B 698 RSB S B &
H4 (HldeBal 31)

X—FkPAEA Bal 31 B EEEE R L& DNA $:% (Mukai
S.,Shibahara S.,Morisawa H.Nucleic Acids Research Symposium
Series no. 19,1998) . RE# I & Tbp #) 2-0-FEHEBHE F MR -
DNA kAo BABREXAREIRX—~FELEAB L ALENH4arAMR
W RESHEAR. Bh, #£43] DNA R K L& Notl 45 58 AHF A
—3% W4,

DNA foib A AR L B HHE AR E 1ISTHFTTA.

b2 X

Al ih4e Bal 31 6940 8RS0 BE W 4b 35 3 69 DNA ARAR Foik B4k

30CTF 20 24bed M G4k % DNA4E A 1 %43 Bal 31 T4 % —HA
f98k %k ( 1kb) . BidAm N\ EDTA R4 REL S0nM. PoE R B (B 3) .
JA TBESUIE DNA, M Bal 31 R P EMKRFHRE NaCl, 4xtHEARE
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it BRARE S/ AR BENR R F. EREFT TR FERBERFF
FHOH, —)LRE DNA 525K E (B 3a) . XAFENE
A5 JLDNA KRR % .

RKGHEEERSETFREARTFHI W56 DNA 55 (B
3b), XHAH Q-PCR Z B H5)L DNA ¢4 Fa X % Fodn 57 3 &4k 4933k,

RS

4R & S &40 45 #4347 86 JU DNA #4 A 4k 40

Wit 65Chudk DNA 10 5°4F, ABRFHRX DNA h R HE
sk DNA 5140, mAABHEANT W, RERETBTAN. R
JGR 0.5x SSC #ik# EAEMABMA (SA-PMP) . mAE X4 DNA
hBAFLAHEAGRES S, AERTHT 10 54. 2ARE
(magnetic stand) HE S A HELT B L SA-PMPs, ik
EHE. MO 1xSSCHhEBMAE Ik, BdALTE FRTHERBFRLY
SA-PMP B sl s okt (B6)L) h K.

F®RE

Rk EAKNEH S 54T 8 Q-PCR

1% de R M&G B Verma et al., The Lancet 352,9-12,1998
iR 0y A7 R 5 ik F# AT ¥ PCR,

F6 4] 2

FXFHFEB 1A TRARL AT HHAT5HGRAL.

P®1

ERTHETHELRHES

F3H5T (Percoll ) HE P4 SRS F IR 0. ERAKAEN
KRG ARG ATHEELE & f R 400 uH 3= Van Vi jke et
al.Clinical Chemistry 46,5,729-731,2000)

Bk, AHANXEPHEETF PBS $ 84 3mld40%. 45%F= 50
% 37 5% (Amersham Pharmacia) . 3ml EDTA s # 3ml PBS &
15m] REZLHXETPRAS (Sarstedt, Roher 15ml K%, BEF
62553042) , &M% Sml =5 B E (B.Braun,Filter Straw
BRXS 415020) EA Iml 40%3aTHAKE. WP EFRRF T okK
EAREFRFHAGREAATER. RAR—IE, 258 45%% 50

16
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WATEZMRELEAR., AHHHFERLT, BIERBHELARE
JEER I ELobs o i S0 % P ELAR B .

BEFEEIMFTANE—RNEAEREE I -4A4RE. REKAEY
REA18-20T 500g THRI054 (RERAF W) .

ZRE, BREiRE, Rk (W) B, ZATEHRE. £ KRR
REOFR—HBQH R TARE—RABREET FXHF 6nl &i4&.
REFE 500g THES 20 04, XABRAESH. B2 8 @MBERE
J 6ml PBS #i&JLA.

FR2

R & 2T DNA ;

JPBVS v A S fmm 'L 2 x 10°@mMK/50pl’. HEFHE
JE¥EE® (1.9% NuSieve GTG) A EZMEBER—4 1 x 10 &R,
50ul S REBFEHAAFRAZL. KELE S0CFA 0.5M EDTA, PH
8.0,1% N-Laurylsarcrosine, 2mg/ml & & &5 K &L I8 4 24 - 72
DN RE O/NBEFTHOZRAAHFTRAMNTHYER) . X—LEH
e, AFLAETRYBTE. REAKRT RERBER, £ 50
CF A PMSF (—#r & & B 1 0) B F oL T & KEEATA G ey 4T84
Bk ass K. REnERBEEFMALELTC.

p:

1. 3ml %422 x 10° 3k smhe

2. 1 x 10°4m =1ul DNA

AE: f47 (1: 1) BRAL DNA , TEHRE, A 10%28 %%
AR F B RFAKRYP.

F®R3

i B R BB 0 i AR

WwRERENHERRLE, WIBTHE, BHAXRETHATE
fe 4842 &4 DNA %rhaddE—H 3. Balldl J§4bf PCR R EAR KL L3R
YR, FEAAFBRBOY IR TEM B, X4 DN EX
HRERT O ATELRE., BURBER, MAFARSIxE
FikAe 1U B - IRAEHERE, A ASTTHE 60040, RTHERSP -
BRI YAME R A.
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AT HEARGERLHR —F S LG EH (cutter) 0% DNA,
Bl EA KL B BALFERE 670kb Fo 310kb 98] 4 Asc I &K Not I.
XEEAESEREREEGKR, LARERBEFAFILHZN G R4
A & A B PR AX Sk B R R b R A B #) .

A2 100p] 1x R4S ARk A 100 B5-F 8735 iR E4e , B 2 ) 0,
KRG R KESK.

SRRFARBEEY LAMI EA T REREX T ERERE N 1LY
BREL, EMLFELLER Fd DNA H SRR 824G H
M, @il Ix LA R, SUERBFAIICTRE 2 b
kit ERAK,

F®RA4

Bal31 4B Bl 1k 3k 4 K 3k

€454 FF DNA #3584 A& 1nl 1x Bal3l A& -8 30
44F, SOUBE (NEBL) A EAK L 30404, BT XERALST 30CH
YRR, £ 0, 30, 60, 90 F= 120 H-4FdgH AR il S B H s A M4
o 1ol k244 TR, i@ £ ok E A RFEBAE 30 9-4F%4% Bal3l.Bal3l
/£ PCR EHTREZLRE. BARENAEAZERTERKEN
DNA & 26440 B A L K 44 £ K 69354249 I6 )L DNA,

T®S

it QF-PCR ¥ 3% % 5452 %

1% i A B KB QF-PCR 5 ¥ % Adricdy (K44, Verma et
al.,Lancet, 352,9-12,1998 ; Pertl et al.,Amer.J.0Obstet.
Gynecol. 177, 4,899-906) .

X22 A7iedh ( BpAR 2 300kb) ATl B XA F XT3
Wied, 2 TARELSH G B B tmi s SHiFEh. #
do, 14 SR EARLHGAAGE S S M4 D1451419 f= D1451420 4
F 3B 3% #5.25 210kb Fe 95kb £,

Fakp 3 EAEKRANFERTEIU 2] =K EREESIEN LA
o 7B

LB 3A
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1. JE 3k fo do % A S0

AP @R Tk A R2ER LG ERESE, Bid#HKk
FHA—F 12 AR FELHR 120] aRKED) 2 AR5 (EDTA)
REP.

2. A# X % (nuclear compartment) Fodr ¥ &5 & smiG

M 3 AEEEMAE (Triple Density Cradient ) MB4k ik
ERABEEFRALXGAB ML, & B (Ganshirt et
al.,Diagnostic Cytogenetics, Springer Lab Manual, 1999 R.-D.
Wagner, Fetal Cells in Maternal blood, pp 401-415) Fri& 7 £ &
5. |

3 12ml EDTA fodxiu A 12ml B¥dk 3% 4% (PBS) , it FiX
& #ATRA. ¥ 6nl & /PBS RAHBREREWIA 1501 YRETHK
TR EHBEABEHX KX B EHR =E Percoll’ (Amersham
Pharmacia) 4§ A K E. B 548 3ml 40%34°, M/E 2 3ml 45%F= 3ml 50
%HT. REREFRE 5008 TESI004. Rib g Efokein
Mo 445 Bl T4 RE P A KRAE S00g TEH S 10 240, A PBS stik
MR B RS Sl BB K FRGMEET T (400ng/1 XG5
K, 20mmol/1 — s 38, 1. Tumol/1 + =S X A4, 10mmol/1 Tris
$34%, 50mmol/1 RALEF) .

3. R Z 4T F DNA

f el 2 x 10°8mpe/50ul EHEEEPBVS &+ . HFERM
$E% (1.9% NuSieve GTG) mAfmie&F &R —4 1x10 Mmie. 50ul
SERBBFHAFEZL. REAL SOCTFH 0.5M EDTA,PH 8.0,1% N-
Laurylsarcrosine, 2mg/ml & & 88 K & #Ix g i 24 - 72 . RE
ARG HEM, S50CTFAPMSF (—FHEQSBHHHN) PBETUL
ARFEEMAGHATHLEG RO K.

4. % B vt A 8RB G i Bk

RRALIZIRAEAE, mAFEH 50x B %A 1U B - FEEE, SFA
ASCTTFRE 60 204, RASMAAE 100l 1x FRA&IZ A Z T Fo 100 B5—
do-Ed, mE 2408, REMARELR.

REBidmA 1x £RBEEAFR, SULER, FEITCTRE 2
PR E K,
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5.Bal31 A BRI 1 3% 45 K 3%

A®/4ATX DNA K3 fEdE42 A 1nl 1 x Bal3l A% F4 30
24F, SUBE (NBBL) s Esk E 30 4. it ER B4 AE 30CFH
¥R E, £ 0, 30, 60, 90 A= 120 54 69 A0 18] E B A2 HF 3N 1ml
KRGHG TE, BT AKX ERKEFERE 30 94753 Balll,

6. i it QF-PCR ¥ 3% % S 4ric

Wi FRB AL D21S1411 F2 D21S1446 t55| 47— FH S & &
K% PCR @ Z (& A # 4 Pertl et al 1997 Am.J.Obstet.
Gynecol. 177,899-906) . &—A# & 51 %A K AMHBIFRR (57 K#%)
AE LA W4T PCR 4. ARMWEMNZE, 4T 24 B 95
T 48 #F, 60C 48 ##= 72C 1 44F, BB T12C FEM 15 44F.

1. 9%

RFLEXBREEME CHERRABBBREE Y, HES
Genescan 672 % H A L A %X % % % ( Applied Biosystems )
(Warrington) 373 DNA AL EoHr. RMET HEEWR T, HRigAS
*EEEFIGEDATHEMOEARE. o4 (2) B R ERK
AR PHREH|ILE DNA, (b) BBk AR —XE MR DNA,
Fo (c) BEHLE R FAH o R4 T @iy DNA (FSEEY
psILsmpe ) .

8. &%

(a) k& 84K oRkAESHE 400 DNA &) PCR e &k B 2748
B @A~ 4 D21S1411 Fa D21S1446 + )& — A& BA- K S AAF s,
FEFRRETX—ERXITBY.

(b) % A B4k %A Sk S 4050 DNA 69 PCR =46k B, £A 20
Bal3l B nBEil 4k 20 5476, B FRIEMAFCH D21S1446 &1z
Tk, RimAiE#izies D21S1411 HEERLIHAKIMFH4E
5.

IR S B AT T RN S B AAREL DNA 9 B W R R4
8.

(c) kBt Pmpbed DNA ¢4k E, £S5 (b)) —H@E&
# T #ATER K G BRI AFi0H D21S1411 RFHF 6445 5, {0k 34 47
ie4p D21S1446 A 3 £AWES.
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KRR FTH AW DNA FRIELL2RER (R KAEE R
JLDNA) . ®=, ifs4Ficd D21S1411 DNA A 7] RiF Mo 43 5B
Sk A S L DNA B RAFIR . F =, RAVIBTRRIFITH D2151446
HZAZWES (RP A TFREE, AT 5 AR AHARLRM
SR M DNA W ek B LA WAL ERF ) ZAEILY, FLE
FTRILA 21 =4k,

9. ¥ &

AL A BN MR ENRE DNA A5 B frf4kh
RS DNA S, ATRFRTH 2 TEEAGHKBFRLELR
L2 =R ERSES . RS, BRTABRFLIEALTBENF
—RAEF. B, ARADHEATHRY. |

5264 3B

1. HE 3k fo o B A &

AE @R EFA KIS REeBERSVACENES, SN
FHM—F 12 BHKRZEHK 120] ol f D) 2 MR (EDTA)
REF.

2. W4 K% (nuclear compartment) Fosn ¥ 5% fmfe

R 3 4AxEEME (Triple Density Gradient ) M4k de & 4
X ABET AR A ML, B (Ganshirt et
al.,Diagnostic Cytogenetics,Springer Lab Manual, 1999 R.-D.
Wagner, Fetal Cells in Maternal blood, pp 401-415) ik &8
.

3% 12m1 EDTA feskiu 12ml B§BR 34 4% (PBS) , BifH I K
2 Armd . 3 6nl fi3% /PBS RAHBEEWA 15nl HRETH K
2 pRALEEMEEBEUIKA @G IEH=E Percoll' (Amershan
Pharmacia) 46 A& E. & 2b4% 3ml 40%34, MJE 3ml 45%F 3ml 50
%3 . REHRBERE 500g THS 004, R EMRTE
BB H st E TFAREFHAKRA S00g TH 10 440, A PBS ik
ARSI 4 Sul ZE B K BEANMEE T (400mg/1 BB
K,20mmol/1 —AL#EE, 1. Tumol/1 + =R X BB 4H, 10mmol/1 Tris
%A%, 50mmol/1 RAL4Y) .
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3. MRS 1L

A I30CTLHi 20 5-4Pad W &Mt DNA A 1 $£45 Bal3l A& %
¥ A E e ek (>1kb) . Bt BDTA AR S50nM eA4R L R B,

BT HE MACH DNA HATEE N A BOR R4 LB DNA Al %
RS )LAa B4R DNA PP E QR E fund ), XA ARFENTIHEMLT
21q22. 3 &5 D21S1446 #= D21S1411 (D21S1411 45 F D21S1446 553% )
A B 3% ¥ DNA /7 5| TTAGGG %4 3] 4.

B E K o4 Fo i )UAZ 5 69 AR A A 1R 3% 8 Am B 4K e A
et (AT ) DNA d947ied D21S1446, BT H 4 F= 5
HAHRT M. REAILETHREFMF TA Balll ATk h
Xodvme (Fhmefod ROBILmILs)Rb% ) HATENKA.

4. & PCR

# i FRE K (KR H 4 Pertl et al., 1997
Am. J. Obstet. Gynecol. 177, 899-906 ) 4%/ D21S1411 = D21S1446 &
1 it AT 5 XA PCRBE. H—AMAI BAKARAFRT(S %)
AREEALFASHPCREH. BENRHRIE, #HAT24ANMEHHIST 48
#, 60C 48 #F2 72T 1 44F, BMJE T2°C F 4y 15 54F.

5. 94

K$FLEEABREERA 6V THRABBBEKR Y, HE
Genescan 672 %4 A A A2 % % % ( Applied Biosystems )
(Warrington) 373 DNA RIS L5, RET ¥ HRT, REBAS -
KB #ELFEINGERRTECMNORARE. #4704 (a) LEERA
FARREELTHRE ML DNA, (b) BHAER AR —AB MR
DNA, #= (c) BEl4uEk f BAEF S E RS F ML DNA (RS
EEHBILEE) .

6. %

(a) % g Bk b ki ke il DNA & PCR Edhth &k B B -748
F B /3] % D21S1411 #= D21S1446 + &4 —AA AA- X D AAF 8%,
stFEF SR PiX—4 R EHH.

(b) & B F4kdo R A sk €. 4m I DNA &9 PCR = éy ok B, A A 20
Bal3ll BRI nBE N4k 20 5406, RFRIERIFTH D21S1446 8443
Tk, RifEiLikiricdh D21S1411 W42 E B HAEF.
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10

15

AR FIX B R AT FRME R B4k MBI DNA 69 B 92 &4t
4.

(c) R Papeey DNA Y skB, £5 (b)) —H8E
BT RATE S BT EAFR D21S1411 RAWIE S, R84
it D21S1446 A 3 FEWAE S,

XWEERRFTH ML DNA FH O TL2HHKR (B WAEERS
JUDNA) . $ =, iEs¥47ia4 D21S1411 DNA A7) RiA Wi 6942 S @B
ABAEFBILDNA B RA G AR, £ =, RMIPBERIFITH D215S1446
HEANFHEST (AP M TELE, GLEEHARATAR RS
AR DNA ¢k B F DB MK ERR ) £MILY, R
THELA 21 =4k,

B4

AEAAHPELBFE R E T RE DNA AR BT84 A
RIS 0 DNA 547, AT REF M 21 SR EARGHBHFEIEZR
L 21 =R EREAAE. AsuEbbly, DNA BEEZEIK, FELEA
THRAEEMNEZRARBTSTH M. L5544 34—, SR,
HRTELZFBINAZTREYRA—RAEN; FELERASHLET
fead.
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a)
BRIBE
|
M1 M 2+F F-Pat
215 $ &A% S 2 S HDNAKR L e ik s K B
b)
KA l n
|
M1+F M2+F F-Pat
215 3§ GRS § A HDNARRIEY B B st K
)
XRBE
|
B 1 M1 M 2+F F-Pat

215 3§ ARG Ftt B S HDNAKRITH BB K E

24



01815354. 2 L L H2/50

d
RAIRE

M1 M2 F-Pat
215 2 64K 45 5 M 5 A HDNAARiE vh sk 3t ¥ B

1(80

a)

BAL 31 BAL 31
— <
N, N, P N, ot ba
it 3% 4 \\// \\/' \\/, \\. TTAGGG L8 53

M
& AR

—

N, N, Al A 2)

N, 2 s /7 4 Fad A sl s
SR S A AN AN AN AW AN AW A *1
i ® NN NN NN NN TTAGGG &
F

N / N,
b N\ N \ TR
T 5% SNSNS NS TTAGGG A

‘.

& RAFITH

3,
\ 4
_———-’

A, N, N, N, ", Al
2, \\',\\',\\/\\,\

™,
“ b ’/ \ y; F S >
L 3 ® NSNS N NN NS NS TTAGGG S

F

H 2
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BAL 31

ik 3K ' ANGNSNSN TTAGGG s

K AATITY \ M

™, ™, / / / .
5 X A NS NSNS NS N\ / K S \ / \ TTAGGG 31#*1
ﬁiﬁ'ﬂi \/ \/ \/ \/ \, N/ \/ \,

b)

I\\ I\\ ,\\ ,\\ "l b
HIER |_ INANSNS N, TTAGGG WA
24 74 74 A

R R AT M

HEAK » ™ o~ A AN M, S O g
. > 7N, 7N 27N TV A NN AN ANYA % *l
]i '——4—/’ \\l, \\/l \\I, \\/’ \\JI \\1, \\/, \\. 'ITAGGG

& 3
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HEAR

N N N
/ AN \

”»N 7
\, \
NS NS NS N\ TTAGGG

4

|

H AR

54 Mk -k ADNAIRAT R X

N N, N N,
. ,/ \\\ /' \\\’1, \\\J, / \\\ 'IT AGGG
el l ~ AATCCC-B

F sk F FaF PMPs

P, o Pl
. / \\\ l, \\\ s \ J \\\ TTAG GG
#41k ,_____1.., SN ) @

—3 |
TTAGGG %

E ,j'%,{;# /z\\\‘,,"\\,','\\/,z\\. AATCCC-B PMP ,ﬂ(
l —

HAAR }____Q_,/'z NN\  TTAGGG
(KA48)

p:23
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W B W %5/501

01815354. 2
Bzl
1 APercol IBAE F 4 & f g AF 5
ofe 5 4a fi0, 7% B o ¥ DNA
/ F82 ek DNAS) L
Higstw
\ 4 A& S RRERERESY,
LE- R S TUMEDNA, #ATE| F 3K 4-6
O BKAEAE 1L A
%4, APMSFR &%
&, skl

|

FR3 oRoeE, BT p - l
A8 B K AL AN 35BS 48 B L DNA
$ 8R4 B i¥dwAcs I(670kb) HNot I
(310kb) &5 L&l HinEIDNA. :E B4
Ba 13134 tb e AKX B 88 T L RAR FHBR
HEAR, e X B A5 JLDNAEKE £
Rk, X—FTHAE LS.

' |

435 Bal3lil4k
s Ba 1313 4Lt s
T K56 \ [ FekiT

6 BFPCRY AT ILH I AT
LW AR X22 S5 % ~300kb
14q D1451419, JE® ~210kb
DS14S1420, JE& ~95kb
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THMBW(EF)

[ i (S RIR) A ()
e (S IR) A (%)

HAT R E (TR AGE)

#RI&ZBAA
4PN

IPCH %5
CPCH %5
REA(F)

£ AR

H At FF 3Tk
EINE 22

BEG®)

—fEESFEDNANRER |, MR PAER M AL ERLDNAK S
%, TR BAESE(@MNFTRER D BEDNA |, (b)fEA — B FTRDNA
TRBIMDECLERE —TIDNASD TR RIH X |, F (o) N 4ERFTR
SHIL IR 4 RV LDNAR R B T S 4EDNAAF B 8 — FDNAF 51 1Y
., —BXTE , FLDNATAT2H , Hlan MR aE/DNARE | 4 = 5"
B2 EFEEMRE)L21 =R IERRAZ4E,
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