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245 S N R R YU R BRI E? HEILP AR BRI R AR AMEEEFTF
BRI N7 X LeBE FWRBEAR SRR K, WAEER L EH R RTEE.

BE258t %% (medical genetics) R SREFMEBEN —TA%¥ER, Rt
MIRFEEZETRMA, RARESRN—IHOE. EEBErmR ALRR SBERX
R, FEPTIBER (genetic disease) HIEMHLH] ., LBAE ., SWr. JWITMBE%E, 5
EE BRI — N RETRHERE, BRAFTBRERPEER, ARHARBRERR
fiCH TTRR

11 BEEFEEEANEZEE

HRPE B AL K A1 2R 88 R 3 % 50 B 2 AE A K/, AT 5 4 R 3l = Fp A oL
O BEEEREREMANER; @ HFRERXEEIEANER; © HRERRS5HER
REBEHEZ, HENPT S WEIFEAR R & AHE .

FEE BR2E R, MR ARNAEECETHRBORBER, LUT L7 M EdEMmE
ErRfEREENENE: © RESFEHA 2400 TN, A20 75 ~25 FHREREE
( congenital malformation) =g A4=EkFE (birth defect) ZEJLEH THRERRERAN; @ B4
ANBEPA 20% ~25% ) NEBA EFPitfL0; @ B IMET (mental retardation, MR) 7EF
EABPHERAERAR2.2% , HPBEREEFIRENETHEERE; @ AR5
TEEE., BB, BWREER, 0T BERNEE; © BIERZEBREWRT RGN, WIF
EHBIEWIK, BT ARBTFEE N AT S ~6 NatkaFER, EEIBURE
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i, F2HRMICHR RGN T Z N R F R . MR AR B R RRILE, #rie
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1.2 BREBfeymse

TR (Mendel G) F 1865 4E R FH (HPHL LK) —CIER KLY B R
AEMERAS TR, YMIERIEFRAWER, HE 1900 FZIEXEEHAAE,
HP RGN TR — E R E/d, XABE T isfEFr%Ea . Landsteiner K F 1900
ERIT ABO MB RS, AN EEBRIEN ., Bernstein F F 1924 4E4ER] ABO Il B & 5% —
40 R BB AE MR . 1902 4E, Garrod AE X fR A& JRAE (alkaptonuria) #EATHEZE, M
ZR R F MR B R BAR, BRI T RRMAREROEES, A X R RS
5, 1903 4, Farabee 843 (BE) MEMHMAR, XRALBHEBRENE G WF
BRALHT 2 BALHEREAT & HAE/R S o

1908 4, Hardy GH Fl Weinberg W 435858 T AR A EEF R 210, $2i T4
[Ff45E, FKR Hardy-Weinberg ER BB G FATEH, BOE T RHAE L7 A HEAY

1909 4%, Nilsson-Ehle H Xt EEMARMMAEIE T HE MR, £ T 2R F#EE, A
SRR B AL SR R R R IR . DA BRSO R B s A 2 i R R

ANEA B & R FT LGB 3 3) 1923 4EEE B4 Garrod AE AR X PR MR RR FRAE O BT
55, BT “—ARBEFIGE -FRHZEL" W, BEYNNRZRZXE, BT
1941 4F Beadle GW #1 Tatum EL (BT L T “— D IEHE —MEE" #9783, fn&E ALAE
2= R . Jaok “— N EE - $BEBCh “— P EE-FEZKT g, 25
NARATRIE (FNERZAEERE) . EREME CEZUE -1 BiRR T EBIEERRE) |
Tay-Sachs 5 (ZEEECHEHREERIG) . ZFERATUE (FRHAREERNG) SFistfemm s
BREEHEE . 55— J7 1, Pauling L F 1949 4E X Stk 40 f 23 M AE B F WML E H (HbS)
HATHRIK AT, #HEIRHIkSI R E RS FEWBUENE, £ T2 (molecular dis-
ease) M. 1956 4, Ingram VA ) TAEUESE T HbS MUZREEH B 455 6 AR AR
RS NMERR, ZJ5 XAELR GRS B 451 B HEK A 6 fL% ST & A4 BN AL i B 4 B 8.
FLFE G 4 AT AE AE N B L1 R R R B R R EM R B REM N —25Fi, &
1% i 28 U S A — 200y R RS, AR RS RN E ARG, 45
EUER Y BUR R R BRI A AL

Morgan TH K HAA4 MBI R L T BRI EE, JFF 1926 &% (HEL), XAl
ISR AR EF 09 TF iR . 1952 SFAREE R, KB A FEX 1 £ 7 1 B 4 e e iR pR A
BERER, FFWEBARMMEH G EEER 46 5%, HRFLEE, 1956 F, HH MM
Levan A JIESE AZERIIA I (IR RCH 46 5%, PR ARAMLRE /PR, AILLUS,
NS 415 LR & R, MRk E R T AR AR IERE 251, B E XL SR,
1959 4, Lejune J KMAEKXKBREHR TFTHRP LT —K CHR 2 SREMK, B21 =
{&; R4, Ford CE & Bl Turner % -& 1iF 8 % M 4L A 4K 4H B R XO; Jacob PA NI % Bj
Klinefelter £5-&1E M8 & R Y R B XXY . 1960 4255 — YK [ b 40 i 18 45 22 £ 03U 2
TAKRAARA 2 KPR (Denver system) , 20 #4360 4E(RKF] 70 40K, &)
BT ANRREKBFRARMALRAERE S FBHEAR, FARMRBRELOTRE
MEA, BT A ME S . 70 R0 FAEY FB AR S 40 M8 1L 22 M 45 A B 1R
f7%3Z (in situ hybridization, ISH) $ZAR, 7y 6 & M 5e 2 (4 S /0N 65 A g A8 B e o |-

2



18 %1% % & 5

FIFEPR S, P24 T 20 FAIMus e . AU st &2 For T A LR 2 R B &
BRGEREZXHEELKH TR —, ERKZH . Faiisk . M@ EsRE s e
N

1953 4E, Watson JD FI Crick FHC % ¥l DNA SUZJEL5 M, XhrdE o Fis eIt
fh, 1958 4F, Crick FHC 42 T H.03:0, AH DNA R{LEEE #l, mEHBEFE LN
DNA f£3#4%5 RNA, BR|E A, 1967 45, Holley RW. Nirenberg MW Fl Khorana HG 1%
T eMWBEEN, JFRME—RIFAEREM H B, 11970 FRE R R, POk
WIFEAT T 3@ S, 20 tiE4E 70 4R4%, BREIPE N UIREAY(E FIERF 5T & B K AEAS X DNA i
AR RIBRAE, 1978 45, Y W Kan (fRIBEEL) SEBE T X8R 40 M 73 L 5E F) 26 (K 2 W, 80
FERHBHM R AR (PCR) HAREAEIASNSEHL DNA 20 F R B2 W, AT f — Lk
P 1) DNA 2 W7 A e R A L AR o

1977 4%, Sanger F #2117 FIBUB A% H BRYE#E4T DNA I 5 20 42 90 4EACH) H B
P9 B sl FF Ee AR K DNA W4 A B sh Ak FF e, fdins A 8351 e 3 89 20 B Lk AT BE
AZEHEF AT (human genome project, HGP) J& 90 4EARH) T 4 i 42 BRI [ A4 4 T BF 52
AZERHMBEARETE, THRGE T P AZEHEFH 2 DNA 3.2 x 10° bp #9751,
BT 1999 FEMANSEER AT RIHL , 2004 4 10 A 21 H, Nature Z2EA M 7 AL ENR
HTERITH, bras B A SHE PR 4H T30 454 JE R 20 2 1 58 iR gk A e 225 R 4 B o i 2 R 4
AR

L3 ARIEHARI

1990 4FJ3 B AR A TR, HAF5 HAne B AA A ZG8 4 (5 B R &
K, MR LTRSS B R A b A N S BR 1) 25 B R R A B0 3 R B R
SyIEFE, B & FRAIR B IS WRIAYT ik, T HE SR AR ARl A B 2 U G &
J&. HCP WAL S RE AR FAMSHERE, BsfkE ., YEESFEFE, @i
J¥ BB A\ 2L 4 DNA 3.2 x 10° bp f/F 51 (3X /2 1990—2004 4E HGP 5y 5L H 40 2 1 &
LS ), e “HIE - WFT AR S E AR, S AEHEEA,

(1) #EE

LR (genetic map) NFRAEYIE (linkage map) , B2 LAEA #IE LM M4
PRCA “BEERT, LLstfEBE R O EBE A BN A B, B #BE B LA EE ( centimorgan,
cM) FR, 1% WEHRET | M, BiEFRICATE ABO MAMRIE, BREERFBRKEZS
P4 (restriction fragment length polymorphism, RFLP) #ric. AJAF Bt & VNTR (variable
number of tandem repeat) Fric, fAISEHRECEE (short tandem repeat, STR) . Fric FlEEEHF
R (single nucleotide polymorphism, SNP) #ric%s,

(2) YHE

PyERE (physical map) & LL—Bt O HI T BRJT 5 DNA FBt, BRA 5 AR 7 5
(sequence tagged site, STS) 35 “{i#r”, LA bp, kb il Mb 4 N K BERI LR K, STS K
etk EEABISE . W PCR R DLFS|, HHER—SEERE —Mik, W
BEYEEN N EENFTRLEH STS Xt F51 89 DNA #) 58 F B % 32 A B 5 & 1
“HBESR (contg)”,



(3) A

Vﬂ@(%wmwmw)WﬁA%32xw%m%Wﬂ@m,ME i 2 ) L ] A T
38 5 RS o 52 R o

2004 4 10 A 21 H, Nature 2450 T ARERARZRTFH, brkE ALEFA T
o) 225 ¥ TR 401 2 1 52 ORI R AV JE R 28 B h RS R 4 24 Bt . ThRB R BRI 40 2 1 R 46 A2
HFEH SRR, EEEAY, T RN, YRRAY . RRERAEMES
R 4H 2555 TH

Rtz HGP S5 R R4 2F 52 AN ThRE R R A 2F ik &, HGP Xt A5 2 A 5T
B2, BB ARMEZG T EREAEENENL, FEREFLUUT 5TH:

(1) HGP X A5k FIBF 5 ) STk

NEFRH LR B AR FNAFEM MY EXLTENFE R, X FHRER
Wi, R “EMTEEET M “EAMERTET MeEE, ST FEmBERERK. g
4l MFLARIE 5 — At R B R BUREE R R B, ik B i i B R i2 W B R IR
JrBaE T 2R, O IMERAE . M. BRI . MEAREMAER (SRR . o
SE) . H B REMRREZERER R HirR R AR RN ES,

(2) HGP X E#FEIRISW . 1657 FITBT A 5Tk

XS FTER FEA AR ISW . EEIRTT ME T REAMIRMIGT . ETERAGEN
PR . B S R AR . KB ARFAEE A AMAEE T %, Bai, ERFLE
N T “EREBBE” RS, BIAERACESH. 2. BIgRE, HEoHNERER
e SHERHILR

(3) HGP X4 #H: R K 5Tk

HGP X R TRZGYH A . SRR &, DRI, . AR TRGH#
S EAEEMT,

(4) HGP XF 25 Tl i SRk

HGP {2 T 25 ¥ I E . 29901t MEMLRZPIaTr e,

BEE BRI HARE, THESFiHife¥ . HCP MAR, ANRINGERFA ¥, KK
R A MG Y R R A 2 R AR R E S, T2 AR i & R X5 s 12 W A%
GERRAE . REARFNRG B B2 W 18 28 OB R 2L R 1) I PR R BB B2 A “ A2l k&
UK “TES" BI26GR, SO EXTERR M B BEIERCA P RE, £ Fi2BitiAR E, K
MERER R EARTERAEKK SR ZNAH, JFE “TlES" FE23NH,
EPIRENGTT b, BERT Y. BEERTT A MELRRITT TR ATRER KR A B 7 1),
SR B 24t % 22 RO BT R B & R AN M S ER B2 | #h S R T BN
P a8,

1.4 BERmIORS K

1.4.1 BEEFROBESIRTR

22 BB AR 1 A T A M RS2 RGBS W R AE B0 . S5 R BB b & A O 4k
—ER T XA FAUER R B TR . [ERRBIEROBESE Y K, R4RBEY R
AR I 25 T AR MO BSR40 D B A T 77 AR R A, U T Sk R A UL B A O T

4



i, BAh, BRI BB AT NE MR, CHARBRER T

BERESANERE U TILE: © Bk siemst, siemBaEaESEH
Kk, @ RREAE —ERBELRM. @ EHRREHEBELR Y, A—XREFNFERTHE—
EMERE, MERAABIERERBERBEARER 172, # 5 EEREMES &5 &R
MK E R 1/4,

BAERSEREER, UKBRERSFEEERA —ENXR, BEHAREFRAN.
AATEEIN A B IER — e RN, BRMERR —E &R EH, XEMRN. kX
BRI R B R ER . SRR ATRERI R, HF LR A
RERMR, MER T —ERERA LR, RGBS EHERER, B TERANK
BYEBREH, BRREREFEA2~60 %, BTFEREMHE, BEAREREERT . K
Z, FEERMEERRBIEH, N —SERERERARBRER, ERMAHIFERZNIE
FH F=AE BB, AR B R 2 A 5 R M e R B A 8%

A ANEBEE R ARG F FER U R —FiRE, BR B EREME KGN,
EIFARRITA WS R ERA Z e, —SH PR R B AL R R R R AR e
EERHEREREE ERETRBAN. RZ, BL8EKEPRE B R s AR5 &4
AR 7= A2 i B A S ) 9B A 8%, i an e Lo e i X FF PR AR ek ) & s A
IR IR

1.4.2 BEEREHSE

WG AT 40 R LU LR

(1) Beafkp

efa i TR EEE B REHRE SENER. XN EREERS S g
BERESEIERKE,

(2) BEHRE

TEARM A P B ER BT FAAER (BB Ak RSN ) . BERFRIE
HR R Fe—X R, XX EE P — DB RERE TN SBEER, HA%E
R HIERAE, N EReakBHRE (AD) ., ¥§akBitmiE (AR), X &
BB (XD) ., X EgiRMERE (XR) MY E8LRES,

(3) ZEHR

Z BRI B P XS RS DA b Bk B R A B R R AL R VR R BT 8O R, R W, £
KR o

(4) SRk IEH

DO ER BB R S 1 LY, Z8UBOL T O &, RINEERE,

(5) R4 pusfERs

Mo AR A ML S AR T S R R B, —REAEE |, B E S %, WBEmE. &
s . BB R ERS .

(B8 E. 24A4)



FAE19 a2, AfTEHAREI4 MR A WA BB A S50 5 Th AR L. 1 B iR B Wl 22
MM A TIFZMMEANSEH, AR, ok, Rbik, RREERSE, BRI TIFZH
MERIEX, MARKTRE . FLIR. BEIRE, Wi, B T BENERRER
B R AE/RE B E AR ER, 20 e, EEPUEMBIG O L, H MR 8T
R4 TACH ML . DNA SURBELSHA A48 o B R B A A B4R it T 2 BRI RE . 1F
Y, DNA {24 T M A YA R BRI . PRI B R S5 A BB I T At
) B 20 17K B AR S5 A A DD BEBERE T A

2.1 45

M3 (cell division) AR LAUERKMGESL R, MRS FEES B L HH
MBI, B2, RIG T 5F SEARRMAREE BN M, ARBESU
Hahn, MoERRXFRAYAEIEFE (cell proliferation )
20 B 1 T R A0 A A T B I AR —, B
MGtk (RIZYE DNA) 5 I F40 52 h
BAEN, A R O S B .

2.1.1 “HpafEHA

I —IRF 253 NGB T — KA 255
WAL, FROVAMEAR (cell cycle),
— YR A RE A B B R (inter-
phase) F140 M 4> 24 # ( mitotic phase, M), H F
DNA & BURTERBASE B, B [a] B S 432 3 Aad
1. DNA & AHTH (gap 1 phase, G,). DNA &%
# (synthesis phase, S) #il DNA & /5 # (gap 2
phase, G,) (FH2-1),

ARIEY . ARIHAR, LERIEEE AR
B, dMURMIAR R AR, —BORBE, Bk H2-1 SRERTEE
LRI 90% ~95% , 4354 i ML) 5% ~ (SIRRII%EE. 2008)
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