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1. —F 5 R AR X I AR A 6483 €4k A= DNA # AR 6 4 it
Mty 75 ik, E ik 3R BARIZ AR AR oY ta AL F AR BATA BRI
5 HAAREEZEFEARNG KB R KR, KB O AEA TN it 42 64
R T RAG A TIER R EAKF (22 KA T84k DNA +#) DNA &
3,
2. BRESAZR 1 7%, LPEmEBII Ay, X4
W[ 4E AL 0 F AR Fo BT iR DNA 489 f i e i B s i A74% BR 9140
10 JH4b.
3. RFERFIRK2 7k, AP ELLTFIEh sl LHXR
Triton X 100 XA, 4% FFiEAZ L 4814 13 P74 B,
4. RBEAFIRR 7%, BbaemsFRy, AR
BETFTFEREAR(TE TEE, 31X FTE, Bl Ein,
15 5. REBAA—RAIMERFNERG T &, L PERFESRG TR
DNA 53| #3445 7.
6. ARBAE—RATERFNEZRG T3, B FRAPTEF T4 F M
FBATICIRAT, M I PTiE DNA &7,
7. RIEARF)RKR 6 )7 %k, A ATRATIEH R K AATITH.
20 8. MFAE—RAERF|ZRG Tk, L PBITAX WML LH
%, BERNEI MmN R mEAE T 5B h k.,
9. RFERANER 1T FE—F 7%, EPRARERESL N
Z(FISH) %% &4 €4k F= DNA 64 I j6 4n feiz .
10. ARBAE—RATEARA|ZRK G ok, L ATk BE % BAL3IL,
25 11, ARFEARFZR 1-12 PE—REGF %, LPEATERNETR
BB, AFE—FTBREIRES, F_F5R3-5 s K&,
FZF ik ss R,
12. REFERAEZR 11 6953k, AV RAGZIHBRETRTES—
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B,
13, ARERAIZR 11 R 12 895 %, £+ KA kB I #H47
Pk 5 —F 3R,
14. HEARFELK 11-13 PE—RGF %, ¥ RAZSHEREE
5 HATATA S =R,
15. BABE—TATEARFEZRG T %, AT HERY L EER
F= DNA & FF j6 tm JOAZ $E4T 7 511587 .
16. ARBARFRR 15 895k, HPATRLEribn 3 ERA
17. ARFEAFER 15 & 16 8975 %, ﬁ*kk%ﬁkﬁ$5”ﬁ
10 K5 F ZBAFTIRAT BB IATAT RSN, PTRARAT R4 A 4 AR F
M8 A SR EART B DNA 457149,
18. HBAFER 17 7%, LFHR_BIREFTH RAATIT
4.
19. ARIEAA)ZRK 17 X 18 695, L+ RKRAMBRAAFLHIEK
15 4FR T PTIERE RS EART B A= DNA £ 7, Brid — BAR4HF H 5 Frid4n
BARAT R B K AL 3004 S bARTE A, b S A 0 BT i BT e A
B R, FRERS F EART Bk DNA &2 3 ATA R, K25, FArim
KKK EA PR ZBIRET YRR, AR A RART LS
TR R —fmpets, 122 %5 T RE#EART K DNA 57).
20 20. ARBAFER 17-19 FE—RGH %, EFAFE ZHIF4H 2
FEAKRLS, 21, 13, XK Y HFHe,
21. BERFIER 1720 PR F ik, LR B4R
—H RS T R EART BAF M,
22. RFERAEK 1-15 FIE—RG 7k, k7 ETH T4
25 ARSI,
23. REBBANERK 2285 %, AP RERLRTR. TRNF
FREVAR B B S I% 5 6 e A
24, ARAERA)ER 15, 22 & 23 695k, H P REEARAER YT
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Ji6 e B BB AR
25, —F AR RO R AEHERA @8 % EARF DNA #9555 4
TR AR R, AN & LI RB LR ERKH T RGN BBk
ABR TAERAE e EARK R TR Y A A4 71 DNA A7) 694710IE
5 4t
26. BBAFIER 25 A&, £ F AFEAT R4 R K RATILIE
4t.
27. ARFERAER 25 K 26 9RAE, ©iE O BAFTIFST
J& % B BT 64K /DNA JR £ .
10 28. ARIEAA| K 27 64X F &, P Tk — BAFIRIRAT 2 % AR
1THRAT.
29, — N E RO R AEHERA €4 % EkFe DNA #9555
JeAZ ey 7 ik, CER L4 RE B LXK £ LHABIFTE,
30. —FPE R AR RIAEA RN 4% E4kf DNA #9825 4m
15 JeMEERE, CEAR LKL W LA,
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& R W 7 %

5 AL R BTt R T AR AR (G 3% B B AR K ) ARG Az A
EBEEWR (3= DNA B EERF k. REHFF T LT QTR
BAEMRR T FR5 %P,

FERRRAAELRFERNNGRERRKD, MR EERER SR
B EANAHR SR FH AKAEY 50%A L, FH% 5T AKX
10 B =BT 5%, F 98, 0.5%F A ILEF MM ERFE.
FREARFFTTHRAKED LOREM LY, 28 FF, BFikap
SR F 46 NEF ASREERKB LA T, QR B(Z A%
ER). BRM(EANEERTSRBEENS —BFER). HiEE
WHTE . BEF TR RO LER T 5RO M RN EHHEH
15 QLIEFTARG) Fin . EEEAadEN,
RERLEMBEHTHRIELX, EXRHFALT, FHEEL
MRRFEEFTRESHE. SMHEERFTHEBZAE R
B AT R (RAEAB R SR B AL BB, SHEEEREETE
THIEFHEH XN, EXHFALT, LLFEMFEREF/REHD.
20 E—RFBAFRE, OBEFTH LR CEERE I AL,
ARG ETFABRTHRFTLEEKRFFAL Down KE4%
AR ZARK 21, RLBBEZHRRYGH 1/650 A ILEEA H4
AXREARE ENBEH L FREN 21 =4k Down K L4, #1
FEERF 21 =4k Down K44 EW A R ELPR £ 7],

25 STILEAAAL 21 Z4k Down K 424E 6935 b7 — AR 8 i 4R 9
BibRACEIEL, RERTEERNI. F@mpEHAIRLTE 23
B, AE@ERARYSETHRER G mM, MELEEKRKREE
RVABEATEL ERBF ERARIATENL T A,

=4
xE

/
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—#&k 21 =4K Down K424 49 )L ¢9°E — B8 3 AR E &9 16 SR R e
B& 5K eFA X, Bk, —RAHRH 4K 21 LEHAE
MR SR K o, R 45 FHRZ[FHET, NEeHKF
# 10%. B AIAE 5 A F T el =4kt 21 JLEW ke s,
5 Tk i B AR P QL AE L ATE ARG R AAFAE A B RS L AT R B K
B, BAH Y ETIERFRARGZE, £EH Down K L24-E A
YRR CRERERGIEILY, ZEESEH I,
R ENFRCEFTH 35 5 FEUARE G R AT H Kb
S AR —RERATR R B (REER LA Fo/RE BT ] R),
10 VARE BE )L RO R AT e EARGAT, XBRE T, BRE IR
RAFESS, AL R Mg e, B E B0 —FF 84 2t AT
PR, R MR E X AME R IRAE 6 k.
RET R 4o, EREBE, TAS RPN EESER, 40
BAINZ—ETHEIXI—FHE. XTHFA “EEFLB” S
15 JUFIE, 4o E ey 21 =4k Down K. 224-7%, 24ET4LM, X—%
WA 2 INFm,
Down K EZ&FEFfX L L CHEBMEELERERARRBF L
JE, WwRKTFRAFEARE S SERROTERE, B ETH
JUEHARSE 43 o, AN S B A o P BE S tm B KR 38 & (AL Pertl #=
20 Bianchi Semin Perinatol 23, 5, 393-402, 1999: Bianchi Eur J Obstet
Gynecol Reprod Biol 92, 1, 103-8, 2000),
RAKA G R FAN ARG, REHR LT L EARIFA LR
AR (FISH)* £ g5t k, s GRS B T4k, st A2 b & 698 fs
JEHATT 5 %% /) A K& TH (S Hahn %, Mol Hum Repr 4, 6,
25 515-521, 1998, +##).
FRARIRZT EANE B FR TR ROA—ZNE
Wemfefetast v MG, B AT &A@ & ik 8454 F 3
K. BELSBLE. BARERAEIBAR Bk, 22, &
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AR 40 JOAR SR AR B ARAT 4 3B 64 FE 6 g JR (JU Al-Mufti % Amer J Med Genet
85, 1, 66-75, 1999). & ARXATT B AR NIEATIRARE A ELEF
K, 422 F) X e B R AT = AT R RS W R G £ B RAECL
Hulten, The Lancet, 357, 963-4, 2001),

5 AR Rl fasn kit p B 2 F EARRI09E E DNA /#7), £82%
e, FRARFZALAEZHENET AR, AAEREELS
BRI FTLAE DNA 24|, Z#ERELEENBEIETY, Tk
ARRAMEF L4, AL AAXIFHFEERLFEH @A (R De
Lange, Science 279, 334-335, 1998),

10 FIA AR GRS 40F 6 DNA TE 4. kA
MR F e TR TR R EART IR E| 58P £, HREBEAK
FHGTE, mAEEEKEHNTMEITLH 2-30Kb ¢4 DNA,

R N5 IR Foxd sh ALIRAT J K69 B EARAT B AT
R R H E ARG F M %4 K E (Poon %, Cytometry 36, 267-278,

15 1999). XIEFR R AL R EARRALES T A GAF @ IAZZ AT 48
BE—ETH, REdi, od LATR, st kEMIREREE
K. A A, FERS IO T &% EARe s KB B e A LK,
A A K (L De Pauw %, Cytometry 32, 3, 163-1690), H b, %
PRERemie Bk mie B £ Kok, BENLEKRLFEZY

20 #3442 DNA & £ 4 7| (Friedrich %, Pediatr Res 49, 2, 256-6, 2001).

AFIHFALIR, THRA XIS AL R 5ERERHER (R
RAMFHR)F B EQERFEIS WO/ S LT HREDR, L
£ & 3§ &4KkF DNA,

B st AL A SR — AT 6 o (€36 7 3K 3K 200) 3% T AR R

25 RNAERs etz . R EAF DNA 5%, 25 % Q@i ATH
ML R R BB BRI A E S R E R A B R &, &
J& (DA MIE 4 P i it A2 45 RAR G 6 B F6 tm A% DNA F {2 R4 4k
F &Rk mfe4z DNA ¥ &) DNA &7,
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FRRE, KEPLBEISFIK DNA A EE KAWL AL
A, SEREEERT QRIS mE EERTES. EF BT,
MR R A IR mietk A ey 4 &4k DNA, A Aidfed, 44
HHATFEGIA R ERYEE R BHITHML, REH#IT—K

5 B IE) 69 S AL BR B 4K, AT R BT BV BT A BHkss 4 DNA 5
7.,

RSP IE AL, IR R EARERG L ks DNA, RE£
R Bldextstdi DNA B 4 769470484, Mz DNA, Axf+
UL F T iR 4RAT R xRS DNA £ %,

10 EFERERA B RK(QIELEF/ R R RD)HFF. AL
TR AR “mRHER Qs h, aFEXnY, BiTAFAERKRP
5B BAZ mpe.

Bh R AR EAARAT, EXAEALT, B, HFi
BB NE W Y. AZRZAY, FlloTRTHAE, Wi

15 f JPBERE . 23X Triton X 100, 4% mfeiz L& b 47,

EFHTHRY, BIAFERR, RABZF &, oFidREKR(T
BUFEE, DX TE, ¥Ardmied £EKRBE, A FHH7.

4 F B (b)F A 64 F 5] RATICE EARE, KkE R EE#k(E
SRR IGAL) ) R EARATIT, B RARIFIARIE ARG A T AW AR

20 AT EAEMEFELT, #HTHELFEARS DNA #9580 a6
ERMEA “AFIRZM” A6 40d6 TR,

ERFARB G RATEY, HHREHEKT 46 DNA Astiz
DNA F 5 (2ot 42 7 51 B A 45 M 69 A BATILIRAT R R, &bk,
FIFT AR (L H A RAAT W)W L0 BIRAT AR, KRB MR

25 FHRY, X—FTRAHRAT, FllohbmbSkl Lk, XEF
SR ARSI T S AEAR G 0AL P o B kIR RS A (T AR B AT
iT).

AT AL BR KA 69 1E 5 69 B8 6,48 BAL31., ARIE B Aeds 4]
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fit A2, kR ALH DNA # 2 KRB 8, #Fmbd, T =
NOB Iy R ATIHAL, AP AEF—ME, i DNA & IR, £
oM, M 3-5 ss RE, EF = Ff‘ﬁi, HAik ss R, TARF
FoB ZMENELNBEEOIEZ IR, F _NERYELINEECE
5 IhbnAs B B 111,
K FRAET YA R 58 F G40 F DNA ehFikfofiz it miie
BETEEMN, wBERE. EFRAK. BREFAZITEEEZ S
#4F, JFHX S EARE R E e A 4 i) m R,
YA TRE $ EARRBRZ A W64 DNA S EE 4B TR
10 X %ﬁw **‘l’%@ﬁ‘%%‘iﬁi A LELRL BA” R
BA, BASHEFFEMTHRERDERERLIFGLE R,
W?%Wéﬂ%&@
i —F R BAREE £ 469 7 ik RIFAFEARF R R L R AR R F &
MNERFERG B RE L REZE. 2 FE TR LA wie R H
15 Kot B, ik DNA A7) R0 R42 2 Z(FISH)#AT, KA 4
5 &3tk DNA F4TH4 4649 FISH, THIFERLBHERBER
R, B BMEESA, RASHAR SR (CCGH)&S 5,
[ HATIR AL 5 T
& AT A F) B S B F ] K (cordocentesis) & ofn ik A A Ao ik i
20 Frfn A K, VARIFBARFIE G4 RAE R b A BAR 3 G kA b ke
DNA F3| K EEFEFHHINEERME L&, —ERARLPF LR,
E’P ST AfBE AE DNA. 2t &R K 4 JOAZ BEAT 72 AT 45°WF, vA %% 24 €.4K/DNA
% (4= Down K %2442 . Edward K 4244 # Klinefelter K 4245 )49
ﬁ&ﬁ%‘%ﬁ CAE & (FmAE LG ).
25 FI, RAXLPFTETRERBEEEL, LERAXFHRHELRTY
Jem e RE BN, AT =Mk 58 AR 3 FERERG S
B, QLIEHIRIFEE AR TR, BT =R G & %75
OV
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REARFFHTMEEGERTE, THRIKAESE RS K
RO RAT AR AT, ZIATET HEHAR T8 DNA R EHT,
s DNA #9422 EARRITH RRBAHAH., Bk, R TFEREY
CARA 694, B E4RK DNA Fiz —BIR4HG4 M), I aedRAEA XA

5 JLEgAE &, ARIEEAR T B 696 RE, #oRiZ —RIR4HaT R 4K 18,
21 R 13 Fo/H X R Y FEARLF4HFFH, FRAA AN,

EIM X/Y. 13, 18 A= 21 &4 FISH 38448477400 B 7] 778 i
R GBEREY FARKBERG L ERSHAEZA)A TG A F 7 T8
2 70%. HRH R e Fash(B it 4o XA R Oooth EM P ERFF

10 (4o 5 42) 3 4 F 6 ok L AN, K& CB AR B b b B8 L4 My
FHEHIN), AR BT D] 99%A L. L5351 642 T4 A 3 R E)
KA RF AR KR4,

ik iE — BIRAT B A T LHAFieY, 4@ bizied. AL
FEOHANRBERATREY, ETROTF, KAMBRRKIRITHK

15 4 Z BT RS DNA 73], Frid —8Ba5R4TF A 5 T B354t R
EEALR G R AR, X RIS ZBFLH T R,
K AEfs DNA, B2 /5, LBPHFATERe RAKKE A ATid KK
Ak K, FUERAFEATHRARTLAHN FARMG @R, F
EARH DNA F, X TRAEHBEREHA LA E LR R EZN,

20 ERAEFZEY, LRIRBEAFRYE T ENLEARFTARH
B EAR DNA F3 ¥ RTRIZ6EE L. X AFehEAast F &5
B3R EARR BT LT, ATbHE E e DNA 4Fied) A K L
{5 F 6,80 Fobk o ARG k4% DNA Y Baski e AR B, XA E
RRJH—ATERE,

25 JI R 0 5% 4 3 5% A5 e G AR/DNA AR M) RARAE F 2 4 &4k
(FeZ4kt)3 B &, FRETxE LMt BG R HEMGEE
HREHGe R H HI1)EE, BRBFEERFTT R HLETRE, ~F4
AR A —FR 4 ot e GAK Bk SR AL A A 5 —FF

10
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MR EARE R R BT CH GRS, B, Ledast
L8 0 R EARE T T ik R KM FIERA. EMaEEER
W Fa/ RSB SR F REA X G4FHARIL L EAR, HofERS iso 12p.
iso 18p 3 isodic 15, VAR =4 5 £ 7K IA K& 4 Fr4F 3] 4710,

5 BT IE K kA S AT ARSI T BT B 49 % 8 DNA Aritdh, THRAX
MHHFEUNERERFHBIEBELTEROGRERTF., ZEFF O
vA THLER & Down K424-J8. Klinefelter K %2424 Edward K 4224~
.

BAREP—RAFTETY, BRESFAREASHE R B RA(L150
10 RRbFRS), REBILFMNF %, 4o Lymphoprep(Sigma) 5,
Percoll(Amersham Pharmacia) 3, ME+ 405 BESE Y Linwmip.
RERAMAEEAK, o B EFIF XA A b I BERS . 2 32 Triton
X%, ¥miozEE e E,
ETHHFEFY, ALFTMHEAK, wBEFFERER(THE TE,
15 3DRFE, B imEe kL.,
REKZROEEA TRHEARKA L, 59085
BAL 31)—#&2&F — B E, i E R E R, (28 Tk
FERgsmAz DNA,
®) BT 4 0 F e N 3R K ATIL ) IRAT, S R ORARIRARAT. Z4K
20 St TR @R T R EARG BB AR L, 2FRE5%E143%
fh B ARmpes e R EHA.
%o R 2| 3T BIK N HATAER, R EA KA, Mk
OB RER K, KA, TARUK L AR @I 7%k, KEK
MR o B B R IERS .
25 BERGERTEF, 2BE, B ZHAREAFCHIRAFIAZ
Frifmpe s . 1456 R RAFRHITAT LT A T RNAREH, o R F
d R AAF IR (KHE), LiZERtaitty DNA 2T 578 —483E
oA, AT R RARF Ao 89 KA BRBAE R Fo - B I B BTN

11
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wow A ZE8/201

10

15

20

25

.
— & F A KA edE DAPL. k4. FITC. Cy3. Cy5. ¥
FrBA Fe At Fafl 50, i A4,

ALK F —F5 @ R —FF 5 Bk ot X, 1A A K A AR S e
. F &S DNA XA &, ZRXA & a3s—F48k 10 DNA K
X By S bk BR B VA B —HF ) T AW AE e AR Ko R B % 44 4%
& DNA F 7| 69 47i0484t, do sk BARiciR4t.

BRAMNET LS —REF LA LBTEF R E HET 657
KM du. EHMMHE, AN EET @4 BAFLIE4, REH
RAAFITRST, FIRATT R T L ERR B9 E 2 DNA 55 LA 4%
FHE, B AR BT R 69 R E AR R,

BT iR aX 57 &3 @2 M4 B #| (4e Percoll &, Lymphoprep)#fa/sk,
IR T FF (e B P BERS . 2 H & Triton X100)F=/3 ) F s 45 4%
#1940 4% B B (4e BAL 31),

REEIBOR: S EIOAERY IS LR HAITTEHY
AR ZH & BT BT BT 4 F 69 (L Hulten, The Lancet, 357, 963-4, 2001).
AL AR R B A R F ik,

A&, LMIFEEL: xFRF FISH FéfE5, T8 %R
KA H LB A (AL 3 A EAFIL) A LA B4 B 5 Fo e AR B W55,
X — & RATR A AT B 4oty . FISH K& 2 B 374 B ilid 694 5%

REEEFENR, Wl ECHREHAG—4, Bk FISH-FISH
FEAZME, Rik, LEEECHARMEE., FTASEREE
GRLEERT ], SERAERR, —EKY 6 I, FERFETETH
LR, ERATHAA Gt BB, 3 SBBESH A HILARE
HER, AYBATASL LAEEHERE T,

RBHLFABFLAEMFTOE T, #Fmibith KLH,

B 1 A 7~&ERAEFRFAERE S EAR/DNA & 4 E 6555 £ 3)
VA B S 64 BT H 1L AR

12
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B 2 ATEBHARARLAGERFIEI I REE T %,
KL A (a)3% #24% 50 FISH R4 (b) 3 €48 Y 45511 FISH R4t it A74
CIRE T
B 3 A7 E B R AL 4B o BE B IR OB ik
5 KR (a)i# 4% 14 FISH 484t F=(b) % &4k 21 #5731 FISH R4t #4T
HT Y 2k R

FEA4] 1
MRS dn A o S KRR (SRR TR @) T 2 B T B,
10 AEAFEEA 1/10 F= 1/100 £ 1/1000 ARAE 4 &4 R B Lo fs) 64 IE A6
FamAmfe ) RERT, AFARNERRESLE K.
KREKRBRBETELIPAIE T UEL mI/ mIeE YIRS
WAER, EAB . $l&BMASI S, MEREH#THBINMI DNA
M. KRB im s B sk aiRAt. B & EREF IR &
15 RIABAT R A RARLAT

1) wmpesls
% F EDTA & &9 10ml #7188 % 5 10ml B84 3k 42 4 % (PBS)
B, K54 10ml Lymphoprep (Nycomed Pharma AS, Oslo, Norway)
20 EF50ml £, REBBAETMH I E—E 10ml 4B Hf iz,
vA 2000 rpm iR E, HATERE B 30 o4F. RERIMEHZ
RE, RAKEHRERE@REG-Sml), HBddo THERem
BE. 25, ¥4 B hemitm PBS #8 F% 44K 214 2] 20ml,
RS A 2000 rpm ik &, HiXskmie® s 15 o4, FELFER, ¥@
25 FLIRIEEFET Sml PBS ¥,
A 2000 rpm iR B, 45 F M ZARK 21 R FERBERB S 15 4
., Do FELEFR, Bl dRET SmlPBS ¥,

2) AR RA R

13
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S R B Aot dm B e B R B 0 AR A6 R4 B A AR AR
$ 10ml ¢y, RIS RA @R s 1/10. 1/100 F= 1/1000 4k
B SHRATEEZA.

5 3) mAR/ A AL 4 B b iE A AE A
Fa P BEAS (5 u g/ml & LB 4RI R ) e N\ B M E fm e Fo £ KAE
AEGRARP, £ 4CT, HXmpigd 2 24F. sen 2.5ml
RSO IE B, R/ VA 2000 tpm ik B, K sk Ak 4 15 94T,
B AH 1%F o ik %% & (BSA)H PBS 3% 2 K.

10
4) BHH 45| S A B E
¥ 200u] wRREBRETFENERA L, HEFR. REHK
mp A NE RIS Bty 200 0] 2% FREE R, KE 10 4. HE
¥ Pk B3k A A PBS ok, Bl —A7 LEALK,
15

5) BBl K AL
B #AR(A0C-50C) b, WB A £ 2 I oF. EHREBHK 50
ul iy, A 1-5#%4i4j Bal 31 B (New England Bio labs)i# 478
HAk, WHEER ET 37CH#ME 10 547, £ETF, @it 2xSSC
20 VAT ABIM A, SLEBMRR N, REWHHE A BT 27| L8
Bk, =ARTHEE.

6) s&¥:64 PAN FISH
FRAB 414 B 44 o554 DNA K] £ (Dako, Glostrup, Denmark)# 4%
25 R, AT 838 R £ Tris-4 0% 3 5% (TBS). 3.7%F Bf=Ha 2
BRP kA, RERBRAFAL—RFTERK, 24T, %
Hakh LA 10 ul FITC Arieéhifst, REE2L—RKBEKH.
E8CT, FXEBEHAEET 30, RELATETRALRT 30 5
A, WA RE R BLTR R TSR, BET—R7) TEMK, #

14
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KB H TR TH, REA &3 DAPI ¢y Vectashield (Vector
Laboratories, Peterborough, UK)i# /7 E £ &, MERERHBE. &
3.

5 7) % Vysis ERAZ MR XA E, HEEAKR 21, 18. X Y

4FA A IERAT R R
BT R RIL A FARERT 2 547, WERIH LB ELEHA.

REFE A BLAK, T, RALRERLRE, E#8EH ELHFT
AR X&, B2 A 73C T 70%F BLf: 30% 2xSSC # 5 404%,

10 #3 DNA T4, @3 RXE 1 Fien 10 ul CEP 18/X/Y H4H844,
B ¥R E& 2 Fhe 10 w1 LSI 13721 #4184 (Vysis, US), ¥ E A
AR FAERE., ARBRIRKEEZRR FH, FREH BT
PAGRAREF, E3TCERAFRE 16 I fRitR., BEE2HH,
BBk B A T3CT 0.4xSSC/0.3%NP-40 iz P 2hik 2 048, RE#H

15 BIS BEFFTET 2xSSC/0.1%NP-40 5w 1 4047, S x4aFBE,
3% 10 u1 DAPI II £ & #)(Vysis, USmAB|prik de R B R, EEEA
T 3.

8) BAAEA K

20 RA 100 42404789 Zeiss 4@ BT R ABME ML HK A . AE
LR BMMAE S, RAFH SmartCapture 3kAH(Vysis, US)44 CCD
BARPKIFE . B AR ERR ) L3R AL AT, AR

BRI FH .
K FITC B8, Frobxtsgsdsi Ai#tATH 4. 144 England Finder
25 (Graticules Ltd, Kent, UK)ie. 5k FaFa M aa e ég42 B . #R/5 A Orange

JE R (Vysis, US), st RE& 1 fo 2 LeympbtnBam, ARt &k
Y A 21 #ATE R Foit 2L,
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i FITC ERW K ABRBAE KRR AL L @meE T A wlE
5, mALC@EEYEARIVFRAGES. BRXERERS T
0 JELAL YA 3T L T BT ) & Fe 5 AT 69 B Bb o A 4B FEAZ 0 iR B 1 T
B, B, EEERGREAK, FRAEEZYGRAAT,
5 RZ4mdt, REES@MBHEBANER, FRARXEMNGELE. (B 2A
F= 3A),
%, £/ Orange 7 & (Vysis, US), 447 FriE A8 F] &9 4m iL B,
VAT RERE B ZARM 21 4%, BEBRAAFTA—AY £EAFZA
AR 21155, SELERESH(1/10, 1/100, 1/1000 F kiR
10 FERE B R AR)H &3k 1000 N aRAZ AT 94T, ST BIKA B3
189 YE5, SHARR2HFER2EF5.
K REA b4 R (BPARIA A RIEIS mie) bk mietiFe Y 155
G IEA 973%8—5 b, Y RhMGLEEREHE T F Mtk
JE G an e B (95-100) e 2 B AT 45 R —2. (B 2B).
15 ZINEA R M (BPBCOA A RAE R ) s et Fa = AP R &
K21 55 8 REA MRS —BHE., EZEXEF, Z{4E£ 83-90%
Z ), {2 R X R L RAEFHEE ARG FRKERT FHL
e R—, FEAAHFEHFHLRGTEZIA. (B 3B).

20 10) 384
iX gk ok R & B8R K A sk fe 4 GRS S MAR4T 9 R E FISH 447,
VAR Z 5 — BT 18) it 42 ) 63 A BT U 1k, T AL EEBE A R A0 0
Z A #AT X 4.
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F ) 2
st BERS 47, XY+21 Down K 45005 64 & #15tr
1. SRk Fodn A%

E;‘;‘fvﬁ Ethical Approval from the Local Ethical Committee 44 [F] &
5 B 4e P 5, WBITHART R MIEIRE 16 B 9IRS a4 d 12ml, A
2| 2 N =R LEL(EDTA)E .
(i &: ERFAGIARAT RAES T, HEAAT ) S,
XEFOHRTTRER XSS @IE, HibZ PTREG, |

10 2. Rt miRt g &
A& 32 (Ganshirt %, Diagnostic Cytogenetics, Springer Lab Manual,

1999 R. -D. Wagner, Fetal Cells In Maternal Blood, pp401-415) ¥ %88 &%
MiAe B F ik, KA ZFEAERATE o do 3 REF 4% 4 L 9
5.

is % 12ml % EDTA faiitn A 3| 12ml 5584 342 7 5% (PBS) ¥, f8)3%
KE RS, FARBRE N 6ml % 0i%/PBS Bo-im A | 4 A~ 15ml X
LHET. RAERZHBHKRBIGEE, 3\ =& Percoll* (Amersham
Pharmacia)., F#47A\ F & 3ml 40%#) Percoll, # % 3ml 45%%)
Percoll, %/ 3ml 50%¢%4 Percoll, $KEvA 500g £, ¥z RBREE

20 30 o4F, BB ARE, $BEZAENRE Y, BE 500g BET
%08 10 54, WiZ@mRiRiE £ PBS ¥ ibik, REHRIE Rt 34|
HRAEAITERR, A3 FELRER.

3. BB EFE T

25 FEZHRERE TARLHBMELARAE KA L, KEBEF
B, REEERREEF, ﬁ%ﬁ%%&%&?kﬁkwfﬁﬁMﬂ
PBS, 0.5g MgCl,, 1.3ml F&)idit— % 5] .8 (70%, 95%, 100%)HL

7J<9 im_:r_};':o
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4. HLBR S Hu b 1k
kA 1(% S BB S E, A 3 %454 Bal 31 B5t 4786
HA,

5 5. RAe%A. Y A0 21 5448 4347 FISH

¥ 05ul ek LHEKH5FUIFILHIR4H(Appligene Oncor). 1
ul LST e 64K 21 848484+ (Vysis Ltd.)F= 1 ul CEPIID K354+
(Vysis Ltd.)5 7.5 u1 #) Hybrisol VI(Oncor Appligene)—#2if4~, 4%
FABRKAGAE. K 10l A REGYWE TOH A emin 2

10 WMEBK K £, REAE TSCTHMm#BAR L, HZ8EA TR 5 54,
AR R ER, £ 37T CRALH T R RTR,

REBATRRE A, WHEBEHA K 43CTF 50%F B+ sk 15
24F, £ 37CTF 2xSSC ¥k 8 o4, REETEBETH IxPBT +.
BEEBRIFA Lhe b 30 pl ARk AR GRER T ZFLIK, £ 37

15 CTHRHIF S 54, BJE, W REHA A IxPBT F2&k 3 K, Bk 2
a5F, ®A K, A DAPI £ %.

B A R o H
RA 40 1240y Zeiss @ BH KRB MEF LB KA. AL
20 LR ENNE S, RAFA SmartCapture B F KT A LA %
%.(Vysis/Applied Imaging)#§ CCD BARMFE A B £ i AM LB £,
s34t 1000 A gmiesz it AT mE . K%K, 4= 995/1000(99.5%),
R e#mp(FMES, CMNBIARARRTEKRGA. A FITC. kit
BRbERESR, 4 5 AmpaHRE L, X 51000 @it
25 TR AR EREETRK Y 5, HRKAZAHZRTF S HE
MeH mieAZ. 2R, HiX 5 NMmARE a4 A EiE SR, AP
BRI 48 LA Down K 424 4R 47, XY+21,

18
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Bk sk i
fifit Percoll #EE EhXIAHMEAmIiLS, BTRAFRMR

ot Tel/Y/21 x4 63842 5 R A FE5T Y Ao 64K 21 455314,
# 47 FISH # %, .

5 LA RN ARIERT R AT RS, VARSI EEILIH AL S
Bt ARG ek LW Y21 RTFEImEE, TEREREAR
GHLA AR, XA B AT G ATRFIHARRZTEA 21 Z4K
Down K426~ .

10 L] 3
B EfstiEs 47. XX, +21 Down K 4544 &) = A2 81
1. JEdkFofn F5

E%E}fi Ethical Approval from the Local Ethical Committee # ] &

B4 B 5, BT R AERD 16 AR EEPRA 12ml, #e
15 AF| 2 Ao LB (EDTAYE

2. RIS &
AR 38 (Ganshirt %, Diagnostic Cytogenetics, Springer Lab Manual,
1999 R. -D. Wagner, Fetal Cells In Maternal Blood, pp401-415) 9 4{.8A &
20 B EHFk, RAZEESERITEOORABEBFTEBIRY
%
¥4 12ml i% EDTA sz he N 2| 12ml B58% 2 42 % (PBS) ¥, 44
RKE BA, AFRE I 6ml iZ di&/PBS RAMAmAE] 4 A 15ml KK
LHE S, RAER EH BN K@mIEE, M =& Percoll® (Amersham
25 Pharmacia), FF %X T & 3ml 40%#%y Percoll, 3% 3ml 45%#9
Percoll, # /5 3ml 50%#%4 Percoll. $KEvL 500g & &, ¥z RAERE
30 4F. B b RE, HBEATNREY, BE 500g BET
B0 10 44, Fiz il £ PBS b kg, RAEARE@ESE FH
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EFEMAE R AT ARK, A3 FE . LRE L.

3. B H B EFER
BB mERERE FTAKKLYIMELREKA L, HETF
5 B, REAKZALELAT, BRZBRRERTEEL 10 £47(50ml
PBS, 0.5g MgCl,, 1.3ml ¥ &),i&it— & 7| T8 (70%, 95%, 100%)AL

7&7 '_;‘E-/’:Ll%*%o

4. BRI ek
10 BgAs (5 5 B)PHAMFE, A 3 Baeh Bal 31 Bt 478
.

5. XA Ak, X/Y. 13, 18 #= 21 #8414 6-#t 47 FISH
0.5 plbss A 304 &3 AR 69 4R4H(Appligene Oncor) 5 0.5
15 ul A4 EA7ie ey StarFISH A 4K 9% 424841 (Cambio)iR 4. RE
Figsp A RS mA® 10 p1 MultiVysion™ PGT(Vysis Ltd) ¥, %%
FATRSMETEOR TR SR EMBEA L, REA T5CTH
Mmds b, FEBIEA TR 5 o4, ARKREREH, £ 37CEA
R T
20 RE#FREREFR. WEKH A 43CT S0%F B+ ik 15
54F, £ 37°CTF 2xSSC ##& 8 o04r, ABEETERTH IxPBT +.
¥ 30 ul BURA-# R E H E4 M XA (Oncor Appligene)n 3| i% 3% A
L, E3TCTFHREFS 54, &E, HiE# 3 h &£ IxPBT 3% 3 K,
R 2 9%, A TIR, A DAPL A %.

25
6. E A RO9AT
KA 40 434h4%eY Zeiss @) AT R ABMAE R LB . AE
Ley R BMNES, XABA SmartCapture B £ IKF A LS 4
%,(Vysis/Applied Imaging)#y CCD RBAaM KT E £ - A4 £ B %.
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st 3k3t 1000 A 2m ez #ATRE . K%, 3w 995/1000(99.5%),

QAR E(ENES, AT 2R TR, B FITC.
g, REKAARERS, TER S ANWREFRAR, &%

5/1000 #nfe Az O.4F#A1E 5, B RAMUAT A LR TG BICH,
5 iX 3 4 BOAL T VA ) Jo il B R AR 13 AN 5. FE4K 2]
AN EAE T, FEAR X 9FAKAT T ABIT A T § 4R 18 s =A
B1E5, 128A Y REARGEES. IHEBRAZEBEAER

47. XY+18, % # Edward K 424%

10 A Fudd 8
£i8it Percoll AT Fh XFHMEfsmie/s, BT RAFER
&4 Tel/13/18/X/Y/21 st tgsbaa/f 587 -4 13, 18, X, Y #=
F &R 21 15538, #4T FISH AR,
FEAP R BRI EIUERE L RmE R, M
15 BT AER A F Y mIeA%, T %5 % WAL B EARG 4 (3 B TR 4T
Bodh 13/18/X/Y21), KB BHTZIEHBATAXHEURRETE
B Edward K 4465%

%64 4
20 Ji Azt BE g 47, XXY Klinefelter K 4246-JE ¢ = 1281
1. dEdRFo s 4
/éEE;)E/Ti Ethical Approval from the Local Ethical Committee # F‘;] =
BB e it HARE AR AR 16 Bl REESFRaae 12ml,
AF) 2 /,\ Z —Hewd ZEL(EDTA)S

25
2. ERe IR E &
A%3E(Ganshirt %, Diagnostic Cytogenetics, Springer Lab Manual,
1999 R. -D. Wagner, Fetal Cells In Maternal Blood, pp401-415)+ {87 &
A R &5k, KA ZFEHERATE O bR A RERT A @I
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&)

.
4% 12ml i% EDTA fas& oA 2| 12ml 558 3 42 # % (PBS) ¥, 4544
RE RS, AAARENF 6ml % %/PBS BAMmAZ] 4 A 15ml X
LHE . RAEFEZHBNK@IET, =& Percoll* (Amersham
5 Pharmacia)., A #23XX\ TF & 3ml 40%#) Percoll, ##& 3ml 45%44
Percoll, $X/& 3ml 50%¢4 Percoll, R/Evh 500g 2, HizaERSD
30 4F. BHhRE, BBEFZHREY, FAE S00g BET
20w 10 54F, iz @it e PBS ik, KERE @GR TS
FHEAAL ARERAR, A 31 FELRER.
10
3. BIKA B EFE B R
KEZmERARRE TR EMBEAEREKT L, HET
B, REEFAFEET, ﬁ%ﬁ%%&%&?MEamﬁﬂﬁmn
PBS, 0.5g MgCl,, 1.3ml F&),: it — % 5] LA (70%, 95%, 100%)8
15 K, BHETE.

4. AZBInEETH L
AL 15 S B)FHAYF R, A 3 $454) Bal 31 st 786
HAG.

20
5. XA ek 18/X/Y 454140447 FISH
# 9.5 ul Aneuvysion CEP 18/X/Y (Vysis Ltd.)#= 0.5 pl 4%k £
W HH AT AT Oncon)m B HE R L, B LERHA. REETS
CTF& AR b, FiZEE A TH 5 040, ARKERES, £ 37
25 CRRALA F R AT,
REABATRRE Fik. WHREAE 43CTF 50%F Bl d ik 15
547, £ 3TCTF 2xSSC F bk 8 4, REETEE T4 IxPBT ¥,
BZ B A L b 30 ul AFRRAEGRE T EFLIRAR, £ 37
CTHRF S o4, &5, ¥iZ&HEA A IxPBT 3% 3 Kk, &Kk 2
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ShF, mE TR, A—iE 4.6-—FE-2-F & 53 “(DAPIL, Vectashield
Ltd.) 5 %.

6. B RO
5 KA A0 424y Zeiss 3O EHRABMEHREBRRL L. AE
HegRBENAE S, RAFA SmartCapture B RKF A %A 217 £
%.(Vysis/Applied Imaging)#) CCD BABHIRIFE £ - A X B £
x5t 1000 AN et #ATRIZ. KZ 40, 49 995/1000(99.5%),
BABBRES, TNRAARRTRROK. F—F @, 5 1
10 i @/z\ AAEAE TR Y 5, BOARARR TR B,
ST 4 ANTHRAERAN X155, XHAEETHERE
A 47, XXY, B Klinefelter K446 —&. #TH—NaieEH —
AX Fa—AY 125, HOAAREFH 46, XY FHmptz, X 54
AR A EAR 1855
15 AXFELT, THUEH: ZEBEAFE Klinefelter K254
FE—EAER 47, XXY. 2R uEE: BPAREA X £RAKMH T
TALF YR RER @)Y XY FEARS L@ IA 7
—FRIEFS E R —FeAE R 47, XY[1)/47. XXY[4]% Klinefelter #& 4
WY ET MR 5 R, RTH

20
iRk 27y
AZifit Percoll #E g £ h XIS mICE, EITRAFER
G- X/Y/18(Vysis Ltd)zd X, Y Fak &4k 18 erii, F R b £
Wk & UARIL 69354 (Appligene Oncor)i#tAT3# 2 /7 7 1741, M it
25 47 FISH #F %
EEAF R ARERA IR RSY, KA SHRAARA, A
BARSEEAL B B L L Rsp i R AL H R TREIS Wy m e 4% & &Y
X/Y/18, TS FIEREmHE S EARGER. ATFH XXY = XY @
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JoAL B bk B e — B, RATTAM A IZ RS LA R AR R
A& Klinefelter K 4247 .
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X & FISH

-3% % FISH

O O
O )
O A B
o ©

2

2

-$ &4& Y FISH

X & FISH

O
O O

O

-3% % FISH

-# &4k 21 FISH
o® &
O O
A 3
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