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21 REFREZHFEAZATALRL LB AL AR
1% E % (personalized / individualized medicine), X —4§ &R £ T &
FREFHEFRBRMAFAHFOELN. HFIIXRFEFREHF
ANEFABFRFFFTEAL RELZORRERABERT —LEF
BHFHFTOATRERETFEARFLE, AHERRAMNEF
KB 0 R R,

EFEAF-ARALRAREAAAAARALERRAZE
F, SR ALEL AL ERAE, AR EFFEF (-omics) AR #
REE A EEFEARFEA LB RS EA T Z 4, X REL
EFAHFHMPFPHARBHFRT PROPIEK, BEMNRGHALAI], K
FAEAB Ao ERFELARAFZ AR RYEH  HHEER
BriX — AR AT R AMEAZOLER KB H ARG KA

B 1978 £ R, AN B R EFELF AR XARGEA S,
—ENRAFEAHCHE - AMREHNAINBICEAH R T R oA
B, ABEL,—RFM,4 F. Vogel ## A. Motulski #9( A £ HE ¥
%), F. Collins ¥#9(EFHE F ), L H 4% 4(Gene [ —VI),{An
Introduction to Genetics Analysis), A & {Molecular Cell Biology /
Molecular Biology of the Cell )&, KA AT & R & 2 B A 44 X 4
BEMA B ROTEEELKKKRK, F—F @, BX LB, KX
HRAH G — B PHRE R, I—FREFE TREGHHHLHE,
REEATELEZRPYT , KREGHEE FEIBE LK  ANHOTH
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LEREFRASRTATRFORMAS, RAEHECEF PN
AAFMARS R R AT B0 F 0. RAEEASRALHEEE L
B EABN BB EEFRA EEARGABETRER,
#—F HAAEFRREFARFORE A B A 20,
TETH,
AR,

i
2005 %8 A 15 B
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1966 % James Thompson # Margaret Thompson £ & % — #& (Genetics in
Medicine VT T P Bl . “EEF 2B AN A EFO R ABAE S A £
EPAREFHAART . HEAEL Y AME”. $#RE,6E &7 &K%
B+E, FEGSEIABALEPHHERPERTR  AB T EHERGLR S K
WHEREBEFARBEHRBY. AR MERAREHERELEFEAENS
HHANBFABRESARBAGET ZBL, ARG T B KRB AE IR T
AT ARBEDRARY AR LN EXEAFHARFH A, L0
EARERERARIHEER,

HTFEAXAFHAGEAR AR FADFHARAGRER Y, EFHEEF
HENEEZAEAFENENELR, NEFHAFHELRARRA ARG ES I H
FRAERAARBEFREEFEAARERREARARXANRY  HNEFRL S
ABERNEROTEH AR ETORAABTEPEALRTR. B AHMZHRR
AREFREHEFEFOEZXBTEHPLEN, N RBELEGRAPARE FH 4
FHEAAR.,

ABEHBRERIIESTEAF, OHEARAALEAR A ARFEKR . LLAR
FEABR . ZEREABR AP TEAAAR HERA HHEAH. AR
B UARBEARGTY AR ETETY  AMAERFEHFORMER A
AoiRfe AXBEGRAN  FEFAALEFESEFARORNAERA LA S
AEFZ P, HELHRSBA, DKXKBLHF N, itk Fe kB A H6 0
R PLE, AV RARHPL I WNEBFEE . REXFAE.AFR
HEREHB(EFERFRRFFIHRG)—F,

SmABRENNERRARKFLE K. FIETREAARNAHFT R
R ANAEFTAGR—ALS . ABRRMETRETHRMHAR, L XFEFHR
BEBRAEXE DAL AIBRETFFALFOLHE BRMUEPR I/ ET
XEHC o, :FAEEFLEATETHETRAFAT LS, EFRE. FEMAF
EhmARRARBERS, A, N FH A FECEM,
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EFEAFR-NMAAREGFA  ARFANEFRRARE 210kt
HTHE AN ABKFHR, A BELAERR AR, RBEF LR AR
MO AR IR FFPALEL REREF RS THFEFRREFEHL S

& M
2005 5 8 A FTHM
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2 I

-1 BREBEERREEL

4% (heredity) BRI A W BRI EH R — K EF B EM 7 X, BB S Y R 808
BE.ESEREUEAN—FESERIE. APk —rEdEdsE, ™ES Ml
AL R AR B B 4, TR IE; 55— HHDOGES B SR E YR M EL, SNR A5
Wi, A RBEYRARE, =L MEBIHE S — & R (variation) , il TE A S M4 Mttt
R A B S R B AR 5 B8 {52 (genetics) IRBF R X R A [G], #4525 0] 43 R 8k
Y B MY BEE. Y BREE R ALKIMR %Y (human genetics), &2 it % % (medical
genetics) B — TR AR BEME R SRBAER LR, BBl 1E 0 AN KB40 —
M N RBEFESEEN—T1EX¥EF .

BE R, AMfIEEEMELRPRE L2 LI, 710 E R Z 8] 77 76 #0159 8 14 B
B, BLAERALTER, LB, FHEBTERANSTBERRBALHME. fX
IS 5RBXERMWBRBIRE, TLLEBE 1750 48, XAt Maupertuis BRI B T R oo B 1
ARRMEGEG RIS, 18 tHAK 19 tH49),0t0 Ml Hay K F 7 M A B E XK P&
Bif% % KBRS . 1857 4F , Bemiss i i Xt 45 Xtk B3 840 7 , & BLIE % B AC &1 6 K
BRI RER,

E%BEEERN—TM %R, BT Mendel 2R BE¥R T EEMBIMARE
M. BEEAMLL 1956 4 AR YL &K% i B 8 5K B E G %5 WA ad 5, B
EB¥BIEFNEIHMERY . i H F B0 Mendel 4 LR % 2 U5 M 4 LA R 4 1L B 1%
¥ REREE BREBEFMARBREFVET . EEFTEY R EKSE KM EF M
FFEYEE,

— .Mendel 2 82 i1E %

19 22K R Tk Eay gy K&, RIS TRV MERLVHHEL XE . XBH
MR EYHRTERHEBBLURIT. AR T KRMNER . AR B RHMLRHHETT .
AT EYBERNRZSH LA B EHKE. REEE Darwin R\RPHBELE L)
SECBEAIR T R B L 3R H T2 AR B BB A 1B B AR W A Y 25 B AR LA BORL 82 DY F- Y
EAFE BLORBERRFEE LB EHNR, BARBEYERTREERE. SEH
LREEH, KM EZEF ERFIFAFLE B Darwin BREEIT A KB EEBRN TR, LA
PR s HESHER .

1865 4F i F| # X Mendel ZEE R — RIIMBA TR X LEG AN BEHR R — 3



2 E ¥ & # #

“BIERTF (actor)IRER , 7T LI B4 # (dominant) , L °] UL Bt 4 (recessive) , {E4: 7
RYHCFIE BT, AT 8% B B 40 8, 4 Sl AR A BEF P T A B #9845 IR 7 e el LA
HEHAS HARITRTF ARRETHERFHIEERMEA4HASHR RN, B FHHRE
K Sy ARE R Bk BL . 1 A0 “1R & 18 1% " (blending inhereditance ) — 25 ) i# 1% 2% i
XA 435547 »Mendel IR AFBA TR EY.

BRGEHIN AR QS s N A A AE YIS BER T R B T A
K, 1882 4F 48 E M 2% XK Flemming B B WE BH 242 2R B M Y € 4K (chromosome)
W J& 40 M A 2273 3R (mitosis) T B 5 ¢ (meiosis ) i Bl A . F 19 42K . Roux.de
Vries Fl Weismann 87 7 e (k4 #45 Fl k F Bt E F (determinant ) (Y B |

1900 4£ , 8 [® Correns . fif 2 de Vries H B i F| Tschermak =i % # 4r P42 5t K it 4
WHAX T ELRFRHY LB S Mendel R LR L R . Mendel ¥ EHRBUE
AR,

HEMALS R BEIHE . ZRARURRCAETINTEEHEA AMTER
Mendel #EE FHRITASEHEARBE T RNZEIBRPHREET IEET. BRE D
BIEEFREB S A, Y 1k 8 & 216 iy 1 8 57 (Sutton 1 Boveri, 1903), F A, %" %
H” (gene) FF 1R X Mendel FABIX #9385 B T, B & (genotype ) #1 3 B & (phenotype )
& KR (Johannsen, 1903) , B8 R4 1 £ 2 Bt Fn e BLHE R BL 2 0 K 2 FF K .

1910 4, Z E B LI K%K Morgan M@ 24 MFARMHAT T ABHLR. K
{UIESE T Mendel 95> B4R A0 B 40 & 42, T H & B Mendel RIZMBMEEF — XERH
KR BBRHEFIER K LA . AT RE S AR R 3 B 78 8 304 Zat, 3% Mendel 19 B
HASR BHAGHARRWE F N TR - REELMRRAXRERKS> R P —RiE
gh R RMEEE A, B FREBED R RIE R @& A A A BT R4, 8O3
ERGA LR A T, XERBREFEMELHE. Mendel #4> B 2 (law of segregation),
B B 44 # (aw of independent assortment) 5 Morgan % 81 55 #t #t (law of linkage and
crossover ) AR M T REFWZKEAER I BEN LR KB, ERFEN
Mendel 2 Ji# %% (Mendelism) , MM, 38 % 2 D56 PR 3 £ O BR0 S SEBE 87 IR A B 4 @
REHETOE BUBRAESH IR ENERR ., BE¥BE¥ERE Mendel 2 LRE ¥
MERM EEFRIMERERN.

—BEREAFEHEL

H A Garrod TLEE R A 24 1k 8 £ 2 (biochemical genetics) Z 4L, B7E 20 42 ¥,
Garrod JEH T % Kt L ##% (inborn errors of metabolism) ) #&; . Garrod & %& %} R B K
FREE (alkaptonuria) #AT AT , R B ILRIR A 0] BE R % Mendel Bt st & i R AE3 19 . 3 [t
¥ B B 98 FR JE (pentosuria) , H4k 75 (albinism) #1 B¢ 2 B BR 5E (cystinuria) 8 & 5% 7 4 0]
RELAME LAY Mendel 4% X it45 . 1952 4F Carl #1 Cori & BLSEJE R BUAE | & (glycogen
storage disease type 1 )FR H B BT %% b%-6-B% B &5 (glucose-6-phosphatase ,G6Pase) §t = .
—4EJ5, Jervis 1 B R VI IR iE (phenylketonuria , PKU) g 3 15 & B ¥2 /L B# (phenylalanine
hydroxylase )R Z Fr 51 #8 . B, Garrod (52 X I8 7 488 2 2 A= 4L /K 2 48 LLIE M .
Garrod HE 3 () Bt 18 1% 9 PR F8 M8 PR AE  DUVE BRAE M I LR %5 . )5 R 7E £ L 1 DNA 4> F K




B LA .

ﬁﬁﬁiﬂ{?%(immunogepetics)B‘J@_\“‘Z{ﬁmW\iﬁiﬁﬁﬂ 20 #4247,1901 £ Landsteiner [
B ANKH) ABO M BY J2 Ko ik . ik, Bernstein T 20 EFHR B SN SN EHMBIZ. 1927
4 ,Landsteiner 5 Levine §/E, X KB T AH MN Mm% , KA ,Rh % & H & Rh 1 B
a5 L7 i s BLAL & B A

¥ 1K 38 1% % (population genetics) B 8 32 A 57 % )3 F 3 B $ % K Hardy I EE 4
Weinberg, fifiJ7E 1908 EE AR R T A X EEM BT AMEBN L . H o hEEELH
Hardy-Weinberg £ . ifii Fisher .Haldane 1 Wright RiZm i =i 3F A K E ¥ Bk B E 2
T 2R STAR I % &, o b Wright B2  # (random genetic drift) 3 i #8186 A,
Haldane 55 — 52 BLXF € 5 0 I &< 5% 9 BB 3% 984 47, T Fisher M JF @148 4 7 Rh 0
BEM R REERNEFRIT.

RE 7 1882 4F Flemming 3R 2 M A f 8 40 2 - SR 2R 51 J2 €544, 1923 £ Painter 0
B AR XY R EEGLH, 1949 4 Barr £ X R /A, (B850 A E 2 MM
% (cytogenetics ) BRI HE A= B (8] , {7348 B % R 7E 20 42 50 SER LS . B 46 B % (Hsu TO %
50 FRBIL MM B L BEAR BB, ROk EREBIHALS WE, BH,1956
EHF U (Tiio JHYF Levan M HBRE XMW AMEBHER CBARKILIE ERAR. KRBT
ARBREEBER 46 ZHRE  E—KREREA T ALHRM L ES. FE Ford f
Hamerton RAMLIA T3, FIAASAAL BB S W GEE AL REIEKY 2n=16, &
ARBBERERBEARHE=ZF ANEBE AN =L akE.21 SRk =k —
Down ZZ&1E X Yk 84k —— Turner L & 1F 1 XXY # §e & {& = & — Klinefelter &2
BIEEBHERKE A XS IR 40 M A % 0 RARiC L ah— MR ek IR %
RBEFBEFATERT EHQISIE, BN — 1ML %8 AT IE 1882 £ AKE —
KMEINECHREE . EREET Y 80 MEX,

SHRE, i FYBEEMLESTHROHAS  BIEFETFHRBERRRE Y F LR
THRHBEAFEETERR. 8% Muller #l Stadler SR ZAERBA T KPP ERTIESEHE
A HEE 1940 FLUS ,Beadle SHAIBAM AL CHAE  RATR T AL SRS HE 2 X
RRBRENERELEHFBRHOBREREFOLES TR, RELSEY L LT AN H
VXRRBH/A . 1944 &, Avery McLeod #1 McCarty BB T Jifi 4 XUBR B 5% 1k i 12 o 404 it
{%{%‘EE‘Jﬁ?%ﬂ;ﬁﬁ@iﬁ&@(deoxyriborzucleic acid,DNA), 1953 %€ Crick il Watson £
i DNA DURBESHWERE, Zl, ABRFHREEANREENS FERMAMIIERAY, RE2TF
fEMAERBER BB, BEREFOHEATRERRHH,

EEFRREFHER

(=g eh¥

W& Nowell F 1960 4F & BLH ¥ M ¥ % (phytohemagglutinin) Xt &b & i ¥ B 40 i ) )
WMORER, RPRERANSEMFNEKRD NAM, 6 &6 kS M0 T E, BILTE
B B4 64 %0 Bk B BR L S ) L 6K 2L 4 B 5% AT R AR . T AP DA MR R —— BROK AL B
(colchicine) B R H, E Al LABGH R KIS KB A F Y5 2A . Y I8 E BRI E Mg RES
EWERMESHE, F AL AKE RS (karyotyping) BB KBS 7. B @k R




4 E ¥ & # #

GAMEfE R g R B,

1970 4 ,Caspersson % 8 <7 o I [X (quinacrine)%é%%j’ﬁ_ﬁ_?ﬁ(banding)&)ﬁ. I
R T AR AR, B, B (Glemsa) Y 0 B4 FI R BHF B RS R 7 (BT
FANBREEET LR E B HFEARMN A §EMIE 75 Down 85 1EFI IR E (4
TR7E N e AT B 5 IR B, R B 42 & 7Y Ak BEOK T BH B 1 40 R e 60 (A5 M 5 A6 1) I
A RETRKENHEESMAMEG. KhAH 8 SRk AEAME. 5 SR RLEN
fiE \Pallister-Killian £%-& ik # Jacobson £5-& fiE . [H] 6 38 % B 7 25 P o 980 435 02 % o e . 4K B 4%
Sy 0, (K £E H B S S R B R S04, Ferguson-Smith (1973 4£ ) 3% 5 £1 40 Mo 86 P 5% R0 3 o2 7
F2p25,

20 Mg BEL ¥ T e 67 50 A0 B2 rb A 8 4 B 0K @ 43 9 3 (high resolution banding) $0 AR S 4:
F 1976 4 ZBARF B E T Y AN 5 BEEE S . 0 Wilms 585 5020 0 16 55 40 B 00 75— %
SEARSE Hh B S R R BRR B E L B R I AT S R o K B B R A5 B ¥ R IR AN ) i
Langer-Giedion £E & {iF . Prader-Willi 54 1F . DiGeorge 254 fiF #l Beckwith Wicdemann £5
I, WRENMARGSPRRAEDRFRERG , ERENSHSRO B OEKRE W,

BEE T FEMFEDBAROHR, 5 FRIEELERFHSEHNMBBIE SRR,
1977 5, N DNA SRR, R BEEH WA FRH 4 MBI, 1981 44 1f Harper,
Saunders ,Morton 1 Ferguson-Smith 2§ A %% 7 . 5§14 5] 47 £ #1002 DNA B4 3 (0 4k
{\3% 38 (in-situ hybridization) £ AR IF A7 F - 8 58 09 fE Y G b b i BT $B58 FE U N T B 1984
% .Lebo REFFE T R EEEASAB AR, 1985 4 Ward 5 Landegent R # 4 X%
Y E AR TR £ R Y6 R AL 2% 3 (Hluorescent in-situ hybridization FISH) 35 A 4 4% . 4 14 Jri
MEZEBHNERET. MA EREEAR Croce 1 Leder £ B T Burkitt #E @441 8 4}
Refafk ) MYC EEE (oncogene),Rowley Heisterkamp Fl Grosveld % % 8 1 M ¥4 ¥
MM R R 9 SR A LA ABL BEEN AL T 40 1 40 M8 A% ¢ 098 08 . i Tk 5
BT B0 AR A DL B G 22

(Z)tktm Mg 4%

U4 A5 22 TR R0 T 20 42 60 AR BEH AKH — DA AR - - Hela MM R i ik
MoHBREFEARBEGRBACFEFEE WA TFAXIERBELNHARL N, W
Seegmiller (1967 ) & 57 4 41 5% 3% i2 Wi Lesch-Nyhan £ £ fF (hypoxanthine-guanine-
phosphoribosyl transferase, HGPRT) t§ B4 K .Goldstein Fl Brown (1970 4:) % Bl % %
e e EL B O AR A IR AR R TR DL RGBT B K A el AT
8RR L 25 OB A% 1 G B B B B 5 RS I 45

W6 & A 5% 8 55 — 2 1A 40 B A8 725 19 % €00 1 0 3 DR 8 1 10 BOF 9% AS IR 6 A+ I 984 3 57 9 2
R — b A A B 3 A% o P TR I T L 5 R A S R S e AR L
BAKFE R > TG 2504, 2 Fh By 55 R g )

AR ZREPRREERRNEETFREZ —. @2 T A SIS R
H A , Weiss \Green . Migeon I Miller 7 20 42 60 - RFK M 70 ERW . ZRTH — A%
HAMPOKEN. 1971 F/5, ZH AR T KAt i 4 44K 5 i#% (chromosome mapping) fif
RIE.
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AEFTFREFBEL.ABEHBEBRMRE 1953 4E Crick il Watson 8§ DNA {48 §E 44
My, #EA 20 2 60 FRLUE.BEE DNA —BEBMBE . POBN M, ERIESNIE
THEHERANRBEEERR, 0 FREFDRERNEYBEHPLO¥R.

1970 4¢, Arber 1 Smith ZBLEE4F RAVEF T DNA 558 7 4 69 BR ) v B , 1 25 8% 5% T A
T DNA E# (DNA mapping) FE L, X AK KB TIRB DNA 3 FHEMESN. 3EF
Cohen %2 37 4+ F 7 BEH R (molecular cloning). PR &k P4 1) & (restriction endonuclease)
EEnTREHEAR,F45RMBEITT DNA F B, HEEKII REIRER P T, AKEH
DNA IR AFFHE T . 1975 4 Southern £54 fi FIBR B U1 £ R, B2 BE B 7% DNA K B
Southern #43Z (Southern blot)$ AR, 1975—1977 4E Sanger Lk & Maxam 1 Gilbert [&8} %
F T HMRES T DNA FFIHH4E , A26 38 BHEE#1T DNA 44 8EH . 1977 4E Shine
B ALREHTRES AR, F MW IL K (chorionic sommatomammotropin) & K & 35 5% — 4
B ASEE . BJS . Maniatis ERTHABEH «c MIPHEEHEW HE.

1976 FFHEREL (Kan YW)RH DNA 3 FREHER, EH R FHREZR T o« s ¥
R HEE LW, 1980 £ A BB # B B K B £ & (restriction fragment length
polymorphisms, RFLP) i) DNA 2 Wi #t {8 % # i\ . 38 33 F§ RFLP 44} #7, Huntington
WEEBEMT 4 SREEMEKR. 1985 4 Jeffreys ERMT AKRE " HEEZTH —K
H 7] 2 83 B B & ¥ 5| (variable number of tandem repeats, VNTR), 2 4E J§ Nakamura % %
RT VNTR IR A FREEMTHRE. M1~ 4 M BREMARNEEERPBEEY T
% #% T & (microsatellites DNA) £ 7, § Weber 1 Litt X3, H & S M ATFEREH
MEMMEREENHIE. DNA EERRZEUI T EEE T L0 HEBLURED K.

1985 4F Mullis %] Fi R S A BB TEFF, B L 7 B 4 B8 K i (polymerase chain
reaction, PCR)${ AR, B ) DNA W] 7E45 B [8] 9 SCER S A 38 . 4R ,Saikis B30 R FH PCR
PR 15 4 B DD B R 58 B T 4R IR 40 B #X I (sickle cell anemia) ) % B i2 7 (gene diagnosis),
& M PCR B DNA X Rk, ¥ MM BER S AL HHERFFBYE K, A%
FTERERZHNEERTSHNORE . BSR4 B35 %5 7 (reverse transcription) K& H i
¥ 3% PCR S AR B A, AR ({7 8 480 50 e ok [ ) 40 B3 X 00 78 R B 5 o 7 L AL 0 2 R i B 5%
MEEFER. AAIBEANAREFRAHRBE ETI/EAR.

A& H 4 i+ ® (Human Genome Project, HGP) £ B f§ % E Sinsheimer. Gilbert .
Dulbecco %%} % Z7E 1985 F &t . HGP | £ — 3B AW 5 R , % 28 5 80 4l 0 5 49 4
MEBXAERE190F HGP EEERN LB TER EMALAMGELEARE M
60 000~70 000 4~ , W & I S B # T 30 {2 BE A DNA 3 458 ERBR%EH
b EERE CEMEEAS, BW 15 F£5%M. 81T HGP FF BB AH A | 51028 69 R 3
B, HLERARAWTIR, P EBEFMMA T A LW L. 2000 EFAREEART THE
EREHEA.200042A 110,25 20 . 04 . 2B . EEMIEXEERFALZESA
WMEPREERRT I ALREEA 4% F 5 LSBT RS ,2003 F£ALXREAT
UER. AR TFTHEESEBREACHIAFERL P T B2 A T REMA %R,

A, ARBEER - FEAVCEABETMAREHERALEY L HEEFBASL
EEREHOTR,UREEBRALBERANRE: S —FE. G20 FHARNOERERE AR,




6 E ¥ & # #

) H B (gene knock-out) f1 & H & A (gene knock-on) % H# H 5 5 (transgenic) R,
LAREBE T 40 B (stem cell) 55 A 304K , 7] 3 1€ [n] B0 AE Y0 A% 49 45 49 F0 D B8 % J 11 Aif 3 .

BTN BEERMAEE R %

—. B ERFOERS

ANEKBREYHRZEMIEB KRB KNS &t % IR (inherited disease, genetic
disorder), RIFR i {57 . ARHIBREY RAEMME KL R LK. ES TKER DNAFRLL
[ B £4 {4k #§ AF (chromosomal aberration)s{, DNA %48 (DNA mutation) i §| &2 () 5% 55 & i#t
9% .

RN BEHRBIREEL TR O5IBRENREYREE XA RN EBMR,
RETFZHEWRENEY. QRERAFHE. ORXIISHNAREHEELFR. &F
RAEZHEIE BB BEC L, BB SR % % & FE XM E R (congenital disease) , Hf
BIILHENCTRRHERE. WALBH RHYREERLESME—Down H41E, 4K 3L
FERARKNEXRBEEHAMGIE. BR.BOREREERBEIHSL, I Duchenne B 1 5
## A B (Duchenne muscular dystrophy ,DMD) % 75 2 4£ # t 315 4R ; Huntington #§ — & 75
VFLUBRM XEBENEM R ELIER. R, EXERROHAHERER. 3
FRIE PR F A E I RIB R TR S| R B /N L SE K k0 BE s » B B {6 P S L 42 TG 5 A A1) 4 B
F%, LA BRIEY R,

HWARERT LRBE, SR T2 R, BT UL & 45 A BUR %R
. it DNA M EIHEARFAHNMEM S AR, MEE. AR5, 7T R R &
MK HEERREHBER, LEBTEEERERWOERASE . HH KUK R 7
— G EMEKA LI AR LB 36 AR, TR BT 15 % 12 W (prenatal genetic
diagnosis) .

MRBERAERKPEFMETHRN  FETARIRORELRE, TLHEPHARE
EFEB TR BB REREEERES. B ELI N — K K4 EH (amilial
diseases), YRR E MR BKEIEM AR L R — SR GIIE . I 4% — 8 5% M 8 & i i
8 » W0 ¥ v LR B8 4% & 1E (familial breast cancer syndrome) , t B ilF B3 5 % % & 45 3k @ 15
EROBHABAX. SR AR AEBFIR EEAREMNS EHEEEER LR FiE
o

BRAREYEBRCBTUIBIE AL EHA WA X B, 7 LS 7
HREEEAR - R—-BARNBEEWNE.BRES NI, AXMXRALL B
V. EBPEHE—-INEBEYRREN T, RETAMAR. BH6 LS8 HAR TR
BRREBLSKEFETEE . BN, RIENEFNRREMEXYEFRIRGEM T S 551
ER %% 7 3 of #7 4 LI 2 (newborn screening ) 158 38 Xt 5 38 77 W B L A8 R 4 L R B AL M 1E
I8 BB B G IT T 8, BT LA B 1k a8 A LB AR R E AT E RS R B M E a4t
B,

HEA 20 48 70—80 AR LAE . FEH R 5% (R B 5 2 R 50 T i 5 R gt
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KBS A FEMEFEALS PRI KR Y (w2 A0 5 FH R b B R 8 4 B
kB2 —— FRiC B 8 4k (marker chromosome)$h, XA T 5 £ 8 £ 4+ H XM RH
EEEEA NMREAMRTHRARE . B15 R RE T 7% 254k 40 1 6 4 40 1 2 1557 8%
BIFHESL . R, BEE ZOBLA DNA FF 51 i B 91 , 280 1 2 B8 1% 7 th A 3 2 R 5 o 1 S
Wk BEPERR B LA B T R0 B R 5% B 5 R 8% R L SR DR 15 9 A
B IER AR,

Z R HERAS %

CadF K ¥

MR EEEE M HELFSI RN ®EERB KRNI Y B EHR (chromosome
disorders) , Hh R iF R A $ B B % (number abnormality ) Hi 4 8 {& 4 #j B 2F (structural
aberration) iR, R kR IEREKL B EHAREF LR UEXKE AR THOALE. N
BB RREREZBE . RKEAYEBMBNRERER. EEHEILLAKTEN
REERFO. 6%, BEZRH AR P ROAKBERILSONER. BR.RTHZHEP
HREESHELBR,. SHREAT AL KEMB BHEFZ=HEILPEFEAR X, 21,
18 13 =M X Bk, HERERREKBHNECEKB R EHEKAEHE NI
BB o

EANESME—BIEEIPET 4 Mb (9 DNA K857 5938 InFnfk 5k . b 26 34 6 (ki B
%% (microdeletions ) #11# & & (microduplication) A] LA uf {8 B4 %k 69 DNA #4+, W B %%
R RZERARE E-LE FTEXEBEARNNA YL2KIFEAFHANEHEIRENE R
WL L% B E , B B A B AR R E A TE .

(Z) X B4 5%

BB (single gene disorders) i F YAk £ — M S B AN — S EHARLE.
BB R A58 MO8 Mendel 28085 A f5i , Mol EBAF MR RSB, 1977 £
Cater KB XK G HBHBEHELRAREAROBELRE 1%, HPh K iakgn
BEERPRERR 0. 7%, KRAKBIEBRERO R ERR 0.25%, s ik i S 58
REBRR .05, MEERZHBEAROAB KRR, M EME LN ERBEMALERH
WIRMHE, URENFEEANBRBEG A R EHEER A %S BB S A I (hereditary
nonpolyposis colon cancer syndrome) — K R EH B ESIEMB R . B ENARAR
BREZAW LA HEMEERA%XSMANA—SBA HXHEEREH—BRE.

EEF §:F & X

% & H % (multifactorial disorders) B FE M HEMEHABHREMNHEER. 22X
HR BN FERBHEERAR, —MIARA SONERUEREHLESRABEH. BN
EXEEXTR EHBLUREEHRRESHERLNBEABEERR SAEHENE R
BN 3t % 1o 1) . JL 3K %) 0 (R X (dyslexia) \ 5 & BB ) R & (specific language impairment) f1 % 3}
4iE (attention deficit-hyperactivity disorder)th 5 Z R EABEF X, HR. HA KEH L
AR NREYRSEMEXFEERF RS, SHBEAENRERRZE  AEFETE
MHERY, BEBEESHE BERSERZRAMEXANZHEE . AERRS S HAR
Z I8 ABR A AR S L .




