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BE%. 5 ,1938 A, 1959 Y TR BB RFEY R, BT EARI K EE 2 BE¥2H
B EHRE R, BIEEANEFRRK EAFAEERK FEREH*SHERRAMEEE
RAKBEFZRRRRELRR P ELPMEELEE FREAEYRERDLESE BRIA TS
REXSBRIIESCAHEERSE, AT AB¥ARLL, B34 . B EH . THELHREARE
ERREEHM . QRRTRBITEBHLE FTET A HEREH LRI, 1993 £k EH 5
I5E BT Hr R TR

RHE: 51956 4F 42,1982 4EEEY FHEARTE ¥ Br B2 5K, 1986 £E L N8 K 4 2 T K22
3,1993 FRAYMFEE L #A0, 199356 H ~1995 3 AARXEEN LR T RFEFRATE
Ky r ks (B +)5) . B 1995 LIS, R E S5 /E 7 BD 25 (Becton Dickinson & Co. ) \FEFEH
i1 > \] ( Motorola ) A= ¥yt Jr #F L 61122 ¥] ( Xeotron Corporation) TAE, FE M A Y AR BIFTHEAR Hr
PR R . LR 1 e N EEE AN B REHMNEBEA, BE S ML &g
it AL, 2003 £ 5 AFE, LB ER I EF AR T FIEP 5 R M E%
Bt EARBIRE B/RETIWRFEGRESTRAFEHBULT - BHHRAERMM, BT,
HaE - 5 - SR E TR MR REYEAREBRAR  TEFEKFLEH,

&8R4, 1962 A A 1985 AR TEARBTERE B B R, 1997 FAERREERREREL
FA0L,1997 429 A ~1999 £ 9 AMGIRIEER KA DA B )5 I145,2001 4 6 A ~2003 4 3
HEEHREEFGETIRSE ., BMERREILRFEaR2 5 TRAREE AR HL4ER
i/ R e e RN, ZEE L SHERBARNF T HMAEY ¥ MR EE BB R HE TE, BFR
WXTEE NI RE R BEEAARSIN ERFE 60 5, HRHS 5 HREE 10 /. LEHLZH
MBI ARR BB R R EWANTREER. TRHREXARBAESTAMI, BEK R KRB #E
SEREETE I, BRITE ARERSMEHETBE— I,

& B 40,1955 A, 1994 AR AR AR KT B AF BE IR AR 24,1997 AREM R E AL K2R 1+
27,1997 4E9 F ~ 1999 4 12 A EMREERRI K 2GR A B 5 i sh b4 ,2000 1 A ~
2003 4F | AT X EERS KA S 0 FAEBEE RN LSU B2 i 45 . BUER/REER K2
Y S0 FAEMFEMER EE B LA, FEELH 199 FLE—ENEOOE
B A 5 FOLEI SO AR IR R R E BT R . EREENIN SIS L £ 30 BRTR
W3 1999 KB RILERE L —FX 2001 FRERHAFRRFEAME —FX, AFFH
RKEHRB#EE BENTAHBETHEIMFAESAT D BETE AR ¥ERSTE BRI E 4T
BEmEH BEOEHETHAERMIESE LD,
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5372 Wr (molecular diagnosis) 1) DNA RNA S F BT 02 Witk il i ds Ak
TR N BN O A ) B 07 BRFEBURIA R B, M ABORES BBm i A R g 7
B, BEEARERNATYMEZRNA(FEERA) RN ERE, > FEeH¥E8 T i#—
FHITEEMER . T TENFESANEENE S ELRESWC LIRS T H a5 Bl R
BWIITERE, 7 TS W FERA 1 BT TS B2 WA 7 2 00 | g BR8P LA B R s TG
M, IERFEHEBRMAKIER . EERENI LG RS B3 TFEH PO,

STEWERAMUEERZZSH P REEREN, MEAEGY Y BBEE B H ¥R HAMARR
PR AAEENEMH, EE—TRBRE RTR BB L E MM R, BA
ST AMEAR GZAAMOENR, B-HLUOR, 2 LAGTREEN B
B

BRAEWE SRR IR T EWFE—REM S EK) BRE , KR GE, Bt/
B URBERLPZE IS KREPREE . HEZBRHR, M RE S SRR —
EEREERNEREN,

FeREEALS
200749 A2 H
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BT FAEYF AR LR SHEOR AR ST BB IR TR = A4 T R 2 Mo, X R
FREENH SR TERNOENER, 2 FEYEERSEERBAERKESRNES, =ET
(Telre—REMSIRK) ., 2RNTRELWHEEAEYMERRE RELEE MY
R MY E MBS, — R, X ST B 202 LURE Y A (A5 & 99 SR 4 9 22 2 (phe-
notype ) B B Y, T8 13 4 T2 W a] LA RS 2 & e R i 2 R B (genotype ) R HL %
B, BEE ASEREATRAGEERE (BARH) IFRIBLH, 5 FeREBa T#H— 4
MsEE R, MAREFXNER, FXBE LD LEEEH T AR N,
FEBOR BT HUR BRI SR WE T (R BROR L B PP A LA B B T 26 SBUR, 1B R # MoK
HKHER . ATLAZAS ML . S Fio B BA U R E SR I FB, g3t B2 M R B
P E KR

E A H AR OSSR IE M B4 R 2 T EWF RN EA TR SHAR R
e PR , # S ST FUIE S, BB R R ATE B E B AT &, UERHRE Y F2H¥E N
K ; QG RAES TLWrE 30 BB R A h 28K L, 53 FEWiF K R Y
[FIRE B X, AR 2 (25 SRR ME 2 S AEE RBER; ORBEH R DAS
SUh R R E R EZ BT BN E KW AR, MR EREARB RN A A AR
fi, AR 2 RO T AN B FE 0T AR TR B AR L MERR B4 TS WA A i Y 3R
W BB R EARAR,

ARG ZR, E RN RS TR EISER, A5 E, 2R ERA EH A% 8
R B BIR BESEMR RIR L WS TREE, B RN AL TN ERER i+
B, 000 T W R A EA I E - F W R H &R o F R AR BR S F43
AR BBRY HEEAR DNA WFEAR BEEEREZSEUEAR EPE R BEORAEER
MAEYE BEED TR RAER: B =RA A0 T2 WrHI N A, 2 514 28 B2 BB Y
YW BB EEIR R 4T 2WT BB AR 89 4 T2 S U R R B S TR T
BWITETR 2 AT 5 P R 7 TS AL B ST R BN A o s Wi BB S T f 18
Wi A R B IR R L 3R AR, &Rt E,

(G FieWre—2u SR E [ RAR B RMRE MR, X EXKERITEIIN
D BEE CERENNES, RALE i EEALMARRE YR I G ED A TR LUAER
AR, “HEBMERH, BEE AWER"E—IIREAT—UIFY, MRAZHEHR
ANBRRAR,

1 TYEFEAKFITIR, B R Z 2 b7 s e, BUEHITIE [E . RAOBERFILES I, b
T ESR, Hh EMTE 2R RS R BT BT R 1 E LSRRy 8 AR
Y53 F 2 Wi A7 iR A0 LA B TR
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BN AFTFRRID coeeeeeeeeeeeenennes (31)  SEXE ESTFBEEE - (72)
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FEAR e (102) =% PCRIEARMEEAR ... (141)
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H—1 DNAWUFHARRBMER - (159)  HEY SHAWEEER e
574 DNA MUJF MG oo (159)  HAT ASH LN BE
B DNAMBEEER AR - (162) e
SHEUOT HoAtR A& DNA My R4 F+IE EEREAFHER oo
................................. (166) B BHRUAETE R AR
WHY DNA FERA --eveeees (168) e
BN DNA WP ARBIBLA - (171) B EREAPIRMERS
4= PHTERSSEURA - (173) FEBRREFE AR crveerevenrerrnnse
Y34 SNPs (M2 M - ovoeoeeeos (173)  H=W AYRSEHEARSEAR
e ] BERTE K AT A <eeeeeee- (173) BEE e
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& 246 5 27 ( medical laboratory sciences) 42
=T REZE L . BERBNGH %, BER
E¥ 5uREENBRER, bR IGIRE#1E2
W R FI S R TR B S O i A SE MR
HTEXREEFTHITHRRE TEHELEE
ST R, T LA AR H SE 38 12 Wi 2% (laboratory diag-
nostics ) BY Iiff KA 56 12 i 2 ( clinical laboratory di-
agnostics) , BT TAEYENRERE, E¥
Rrg IR E Wi A F Ko

4+ Fi2 Wiz# (molecular diagnostics) &—[ T4
FHERZBER, U T A YRSy
B, FI A E D F E AR BB R AE R
B BSMNREE YIRS F (&35 DNA \RNA F1
A MRS TFRRNFE EHRFRAFAEK
R4l AR B TR BT B 2 W IR ST M T 4R
HEEMPRKE., ER—TTRERR HI W
MHARRMFR UERBE2Z(LRZ2E¥)
B — I EE RS 2 F R

— S THEHFHREM L

1. EREHFNTEMER

AAEXT , LREXREEZH TEPE
EFHEEH, SAEREEENERSHKE, 7
—BEIREHPEERERERNENL, EEH
FLRZRBEEZH THEFHEENE, NiSH
P FEM AT H— MR — LR W
(laboratory diagnostics) , LW ZWIF FE iz
Ry FMAEYFELRE ARy 8,8
EE GRFRN AEE s LR S F B,
Xt 58 2 B VR ARV -0 L HE T A DA B 2H 4R 4
MERAFTRLE, LIRS R TIERE .
R AL R E F R MG R, LRSH¥E R
B EENEIS AR MG IKEERS, 7HHE
BT LA R F R KA R
W I PR A A 2 R K R S R 2 A T Ok 4k
B LR A I e, W BB AT R F &R 8
LW NS HT TR FBUS W, i Sk
B BRIt E ARG, MEEMERR CHE
K, G #EARMEL BB IZHA, L

K2 W ERANERK T R RAEL, BT

H i B AN T4 BT, (6 S 2 W2 55 i R 2 18] B
KEFEREY, AHEARCLBEALUME.
P | A ST HE SRR BRI F B

it

R R 2E B AR FTK -, B X 5w 27
¥ HEASAME.

2. XRICHFNER

B T 3L 12 W 2 7F 2 Al BS 2 il PR BR %
FYEA@EBEE, LR ERUERKLH L,
MAERERIT PO AR TIBELREMN
BE A EZEEEXEEMNIEM, A
RS BT IF e, LRERBRIEREEE
MIE M R BTLAM 20 th42 90 A= L3k, @ 4h
KR £ R FH “ Laboratory Medicine” 1E by 2= 2 5}
H2 FR , B= B o B 46 36 Bl A 7 4y 24 0 “ Depart-
ment of Laboratory Medicine” , [ B | 3% 2 M iR
RALZEHR EBrin KL 2B A 4 (IFCC) B
1F & & 4 % “ International Federation of Clinical
Chemistry and Laboratory Medicine ” , 3% 8 4= &
“Clinical Chemistry” #43% i1 T —~ 8] ] 4 “ Inter-
national Journal of Laboratory Medicine and Molec-

ular Diagnostics” ,

T E Xt “ laboratory medicine” iR Z Y H
FI, AARFEEAFN ERRF " R LHE
B HEREZEEENRE. BRANANNESL
HEEERE EHHEGE BN KBRS HE
AR R M 2R R T B 25 N E R 22 R
THEREREFHRFLRE, ATE LB H
BXEIEEREFHEER , HIRAMNAE&RER
HE—DMEARER, B RX AR U 2R &
FEREEE—E, REEPH D, T&
REYZKHAFHAEERE¥ENERER AR,
4% FRAE 4 T J21E 5 “ medical technology” , B
AREREXFACEREAFH BRERESE"Z
R EFERWPHREZKKME B TE 2000
FRLER PERBE¥2E", SE¥EHEEKN
GRIEA R RMBE RN BEEZRE " Z R
EX¥ERE",

F LR 2MFHREL R, TR E
BARBEE  AFELRSW¥E T —MEH
BAFR, M EEH#H AR EEEEER%S
MEEMAN, FEERREPREARAAIERNEE
M

3. MR ZLHERNEZRE

LKL Wi P s8R A\ TE B PR AT B 0
/NTEHFTA B IR T FF 46 , 2 25 R R B
HERGEHZENSHELEE, HEAM

c1 .



A Z oS- EHIH 5k

SR I AT L Y 4 L 2 A A (LA R AR/ R T
i Yk e ) 20 22 50 AR R I A ke
R4 BT (60 B N4 B S 2 WA 70 SRAUR

BELWE A, A2 EERM L F SRR
LA S5 B9 3 & ( phenotype ) 248 M AR 8, L 5L 2
P, KB LU, 5% R I2 B £ BARYE S S B
{RAE FN4S FhE Bh A A, T I YR 2F R FE 2
2 gt AT EYHERES, L
MR ARG AL AR FEE
HERS TR ERE N RERFIWERR, I XBT
RS HT, AT, EREE FEHEAEESR
B SR R | 4 40 AR TE SR A R AL A U B B
AR ARG B A A 2 BT SR B R FEAH 2 — BB
], B E MR E RN PR B,
TR LRk fE g KA b I T IE IR T
WIF B, ME, Z2£MEENER, ERZHF
MTFTREHEIIFRER, Fl, X2 W%k
ABEWE s R X g s BB 2 W R BRI IR
Ko AMT—HTEMEERD—FEAR, LK~
B A BT AR HIER BT R EABEZ
W, SEE W, M T RBATEEMBUREE,
AFER S JK T IS AR AR R, AT
AR A7 B AR A Bk B B EAT AR o

SFEYFE R ERBEANBEE AR
LFREEBLUEH, S TAYEERMEARK
JRRLRL TR R — T2 ISR RN, R
H: K2 W ( gene diagnosis) , 3 i 3 X 5 W AT LA
B A o B & 7 JEL Ak i L B U ( genotype ) o
HE LW BB RREANRENR B TRE
2 W X I 4 RN (LR A R, B
AR T A,

R AL EL K 4H R i 78 RS B AT
R 950, 2 R 2 W g 2] T 8F — 25 B 58 B A
B, HESW BT I B O R X s A R R
R TP R B R e M R | B BB R R
975 L 1R fr) S IR A i 25 PG I 45 2 A U, 5F B
B B T PR R S BB G R, R
TR 5 5 VAR U A 0 [ A 0, LA R T R R
7% P S R

F Tk PR 2 5k 18 e AL o R0 R R 38 £ 2 Y B
KR, ALK L WK I AR 4 F 5% T DNA
Z 4, R RNA FIE AR, Bk, R (I H
LW (DNA 43047) W ZEA T R X L H5T
27 (molecular diagnosis) , Bl 135 DNA .RNA |
FR ST, ke g YA 2 19 R A T T
STLWRSES TR E S BER Ao
FIR&EY .

MAREFANER, fLREFZHC R
T 20 4 B I PR 12 W RO T L, FE R 1 T
Bl T B9 20 T T 5% B W0 BR AR L B 1R
DA Fe 05 T 25 4, IF & 4R B BUOR B KM E
o ATAZEALRMIN : > FIEW R EA R X
BEXHEN TR, LENEXMERFFEEKX
B,

4. HFICHBARNER

B> F2WiE R ERIIE S0 FAY ¥
HR R EFRT M, TR E R L
BT 34 BB

(1) R RFF B RaE R BAE N IR
HEBRE M AFRBEERL DNA 7
B[R] VR L B B IR VR A . A R R B RT R R A
HBEE AYEILEBEEYRAC, Z2ES
HENERFY &% ST A8 E A DNA
o RNA FEX, ARYE H R IR R 5T ] 434 cDNA
A EE A K E & T RKEHORNA &
4,

(2) LA PCR AR N #AE K DNA 12 W7, %F 5
£ o5 PCR FMSCHT PCR A9 A, A4 AT AR 1)
HIETTE £ £ DNA F1 RNA SRR R &,
PRTT A T 42 B[R 38 4% 9% 40 B mRNA B K
A&,

(3) LAAE#E A (biochip) H A N HRK &
BEEHEMNBNER, AL BEARACHEERN
MR BARSHE HAAEAMEAERESE,
HFETHEREEMERELEIBERETES
FRI Fr B, AL B A AR AL ZREE T 3R B
A BRESSEA MARAT /K
7 BB R Rl A, PR, B A T2 W B
A& RERF B

= A THH A AALR

ST W I B TR A B 2 R R B
BB 2 2 R B A TUR—— R
WA 4 LU T LR R AR LR

L GRS TS8R

BE A AR AR S R A I B BB —
BORTTIAAT RS> A2, R AT LU T B B4R 2
R 7 A0 RS BB B, K 1 2 DR P TR A
(EDBLR B B 208 FAMRPE (IR 5 A
sSyFR L AT E AT RN ERA TR, 5E A
TS WA Tok R B AT LA B R 45
fir A2 %) % BT A 2 B SRR, AT
Sf APCRAS S ER i H BW.



2. KBS FISH

FEH TR LR KR SA SR R
xR RSP EHRREZR,BEEE WA AR
B, R 8 R T S B2 W e T SR T BRh T
T, e EAR G RNER. B, 8
B E P AME R 2GR P iR R A, B2 R R EEAR AT
SH-F2 W, TS AR R AL

3. FEREITAFiSHR

FERTEE 2 B AR AR AT 2T, AT A
A B BILAEE KA MR LTS W, X BI#R 2
W R SRR R R B LT R BT BiRE i , Xt B R
TR R ] BE BB 9% M B L AT SE il s B HE R
FEITEEZ R AR A NS BRI E
IKFRAR LA AR AR E B PCR Bl
AT R R 135 1 VE R R iR LY BS DNA, LU AT
PR W, #EPERHMATH, AREPLH 30% B9 A
ZREMBERAGEE, B R%KZHERER
M CA BEIRYT . Bk, HEE R A2 T KR
BUA SR IE RO FRAR A T 16 7, X 7T BE A BUw &
BRI & AT oA 2 S W, BB I R K
BEP R,

4 FRGHABTR IS LB 0

5 A Bl it 15 212 W1 ( preimplantation genetic
diagnosis, PGD) BB EFHEAR G FEYFH
RARLE A TR A — R F=RTS W E AR , B 2B
Uiy ko) ik 2i- R CIin g TRy =)
Bir=ss| =mE . EHTFAE4EEEILTTHE
NABLZR2HREERSHW KA, EHK
FERBZREIMDHE6 ~8 THHMA IR BRH
Bt B H A 1 ~2 AT E R IS W, Bk E
W BERRAE A B,

= AT Ee R

AR T WA R R K (2
REE2ETHE 3 B B 0R KA
AROLE, B A TR AL o

L AR H LRSS TEHR

HRB S FRE

TSR B AT N e R & BHE Bt 152
Wit 46 5132 W L 5 12 T B Sl ME R ) O3 TR B
BIan, o1 F 12 W Xt e IR B A 4 B o B (L9
/B R) WWESRITT AN A, R E N
Wl o g LRSS A SO B HAE R &8,
ZEBEFILAA RSBt e
bk R/ MR B AR S Y . B R BT
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