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R EEAREAAMAREFI AT REFEE, AP KRBT B FH# L ¥R
GIRABFHAS, TIRTIENEFFF R EFRB L G H A, & gt E F3%
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HRRREYREHN—FEESERX. AR ERF P HAM AR HE
KRNTTAAREY—H, BF—TRE. KB, BE., TEMAETHEE, REZX -
BREZEENEE, R, FETEWEREASEEZEMR (DNA) Fr#EE(EB RS L
MgmHEX — B F ROk ERE. BEEREEMIBEPRNX—REMEMERRZEIE
FFHE R B 30 0 R AR RS IR AR (AL B RN T DR L A0 . AR, HEMER
(g A AEE ) MGH RS (MEREE), W TR IE® QBT EREESL M
PR ISR R E AR T MBI AL, BUE R TR B T 1
e BATRER M RTEE, MSBUEMESNINTE, BE¥ EFRRZNER. EARBBR
A —BR M AR R RS, BERRFEMERARNA—, BRE-FRRTE, KRN
A R R B R R R R A AT AR E R . AR R 2 8] B TR R &
SEK, ENTRERFENS RIS BER, WERMFELREBERR, MARMRLR
BUARE, R AEMEERRERR, MALUAK, RTE—-FEOEDE, BRAH
HIFE M 5 A 5 BER, (BT MR ER, EHXFER—RRKNZBHRS BHE
R—#E, WMFFEEERRE, RMERMRTERUSHEERRECE; WX FH—8iw, &17%H
MBEARRUSIRREBUE, ERERAHMERM/SOMERERILFE.

EFBREFREARALNEDFRREETFRASRRMEBRRBFEN. St
i, fE—MSIAY¥R, BEREFREE 1956 EALRMRGEBHBERELIR, AT
HAERBEERE,

—. B RE

1865 4F, Mendel BfEMI BN RN A, BRFFARE EWBER, g8 &
HETR RS, BaX—EARH, hiFrBd THAREERORE, HEEEHFE
BHHEANGAR; B, A THRNBREAENFEURBRETHOARE AT AR, F
Mendel = AL RRE N HB IS S ENER, LZE “BE8E" Bid—HBRIGHN.

1882 4, Flemming ZE AXKKIMBEAM PR T RAKKHFE, MBS, AL RABK
NRMB OSBRI, XEE AR, [ Weismann FAHHBRGETEREREY R
B, 1900 45, Mendel EEBEFH KM, Sutton 1 Boveri AT 1903 FIEX{BH T %
Mg, IAWAREYRFETREE L, X—HILS Morgan $¥ AR EM 5XH 5
r, BE-HFEMNERSE—HFENREEEERRERMAR TIEE, kel 7RE
A IS, Mendel 1 Morgan FAMTAE, [EBEEEMTEAFER. B, KBEN—-T]



RN BN B EBY

FOERSCIR RS . MTLARRIEIREE ROV RRE, QIS SIS, BT P, W BB Al
FRE M MBI NEMARNBER. ERSEREE FRIHTEE .

BRI G REISH Y TR YR T REA L, REkEER DNA NEHRBE LAY
FRHIAL . BRTE DNA BBEWRMELRREH Griffith 1 Avery 5T 1928 4EF1 1944 EFH 218
A AT 138 I O T Y FORELRE R Bl R KUK B A (L IR I E B R DINA BB LR B it o XUk 1
FAb e &l MEOERREXMMELIhEE, NHIFHREYHERE DNA MAEEEF
M Ja 89— RIVAFR TAERESATER DNA 89494, DNA B#StEYR; 84 DNATH A
RNARIAEY+, ks RNA %%, RNA RBEEWFE. 1953 48, Wartson M Crick 7 DNA
RSRBES IR B, LI KBRS RIEEBARE. AR E A YRR IE (5817
7EF DNA RBEEIF 2 o, BEBD Y — B B4 8 5% IEEM DNA 5%, DNA B A/T i
G/CHF, HNERHNPREZERBHR. ARNERMHEE 46 Kk (o8 23
BrE 24 P ElK), B-PEEARF R DNAGE., AKBFEAXEHALH 3% 10%p, it
FEASA~10ANMEE, 8- MEERE - AFRAPAE G- ER, B5EH
FIZHEEMLIE L EHE TR — B E K (gene family) . X 8553 U1 5 B AL THE 6 89
AW —EASREELAH 70%, HA B TEERY ., EEFFININGEY R ER, a
FESREERENAE, ROAKMNEIURROENBEERE X, BEFRVSVEBRES
(tandem repeats) FIH{E B & (interspersed repeats), HEEEHE Y TE DNA (satellite DNA)
OB T B R LR, RO DNA EHLISMY DNA #F, SEEREY 5 EH
HE) 10%, XAk T E DNA (microsatellite DNA), /M E DNA (minisatellite DNA )
MK T2 DNA (macrosatellite DNA), M TEEEEH/MF 1kb, BERNEEFEIAH CA,
GA, NAA, NAAA (NREEEEFR) %, CAHEWESE 10~60 %k, TEREEHAPAY
F30~40 kb TR —KBXHNER, MXHEFTNORKBEARDES ZE5H, HEBRER
HESTTMEEY LEEREAH, NPEEERAE 1-30kb 2H, BEERFINRER
WDBEERERK, BEERKBEARTNEE2EN, KIEEETAEREARMES, i@y
FETROEKNELRTWEKX, SEEFA5REARN 20%, I8 E—E DNA $F
E—PHEN, BEXRATAREIRSBHEENDNAFY, HEEERERTEA R
MANTAEBBEEEMKBEES. GHEEEETE /T S00bp, RELK Y ALEE.
Alu BE K% 300 bp, SHBHIERUIE Alu BOBELIN &S, EAREFEMAT, 4 6% DNA
BT ALWEERS, ZEERFFIAFETALNRMAHSRKEHERAS, REBREREHE
#0.5~5kb, W1 Kpn EEFIE,

DNABMIEEHIIEE, MASGERHERATRAESEARNESR, HESEAK
FRKIhRER @ mRNA EKBH . EEEAT, 45 80% HHE S7EREE s R E K
PR, WRSRERNERINO BYARFER, HL 0% HWEHEERAENHERPHY
ARBZUMEHARB#BTEELARBARTEADENTE, X B2HUFTHRHE
(housekeeping gene), KBEFMRBIAHARFEAZTESEN OPHEL,

FEARERHAD, BEHK/PHERA, HHRERD, WHESELEN 1.4 kb, HY
51 40EER; MAMERBER, WH#THENERRFR (DMD) BEKIL 240 7 M RE
Xt (2400 kb), 4F53000 ZTEEM. HEEEHART 10~40 kb 28], 485 200~400 1
HEM,

— N REEEERE TN EELARE 2 : BIEEF (promoter), SFEF (exon),



w—F iz 3

ME T (intron). BT TRE 5 55, B RNA ZRBAEZRYTEFHESX, B
THILANREX, EHEEH A LEMWIMLFET B TATA (X0 TATA &) HM/g—1
CAAT (XM CAAT &), ZFFIT4 452 EF., RNA WERAEEZ ML, HE8E—
TERHRERMS . BRI - EEE D22 L G5, HRXTEBE, 253 mRNA
iR (B S i G™ 18, 3° /il AR RNA 38 (RNA splicing) ) T & B L B4 #9 mRNA.
7 mRNA B, KEH IR R 500 X B89 R T R A7 7E T REAEY mRNA i, X
FPIET 3 B P B RO S A72E T AR B mRNA = 503843 0 3 & 7 WE#% 5% X5 T 8
mRNA TR EFT S BT, M mRNA REHRERNB T4, 7B mRNA
T, WBEARMOIT D URIBEK (coding region), LEMEFERL AUG Fh, BRI FH
UAA, UAGE UGA 853, BIHEI 5 MMERBBAN 5 EH/BEK (5 untranslated
region 8 5" UTR) B3| R /FF] (leader), Witk ik B3 3 BA9IE B4 37 FERGX
(3'untranslated region 3 3’ UTR) BBHFEF (tailer). 5M2FHINE T3 RAE DNA 3
R —-EMRRE, RWEBMIRYMLE. HETFESL GT (5" HEAROIE) FEh, Ll AG
(3" RO R, PHIERFEE NI FUENSFERE (intronless gene), JBEhF.
SPRFUARS B F /A& TR DNA FFIRSAE, 280 mRNA BIFER. e,
BAERRNGED, TR AR NSRRI, HmSBuRER.
=, iBfER

AREABERAE S, S8 Koo, ESHEZE LR MER SR,
B, HIM . AP I AR I AT T — R R B R S G — XFES RN
S BAEG — 5 BT TRAEYR S, H RN TR, BEYRIER R FER i
A, BN T IE R R RriE st BT S R, REALIAENEYFER (BESHE
) BS@EEIEE, BRALEH BB ERRE T E R TR RNOSE TS R
o EER, BERFREEHRAENFRNET 5%, B9 IS th 75 R K,
—EREFREHFNEIEEANSEREN TRERROEMRETS R, HEHA B SRR A
B, MBIREANERE 4 SREMREEN LRSS,

BGRRIER Y RSB RR | K/, B0, fER Rt RECAT 2 g e 50K 055
(chromosomal disorder) , B85 %% (single gene disorder) , B F5k £ & A5 (multifactorial disorder),
LR (mitochondrial disorder ) F42 40 18 %55 ( somatic cell genetic disorder), W2 1-1.

£1-1 BERNHATIMERE
AR A R R R RERRKRE 2 3oy % N
By fa kg 1.8/1 000 2/1 000 3.8/1 000
KRR 3.6/1 000 16.4/1 000 20/1 000
ZERERK 46.4/1 000 6001 000 646.4/1 000
2 BTt £ 75 ) —_ 240/1 000 240/1 000

1) B R AR R AR 00 5 S i,

2) BERRREER R R RN,

3) BERRRPHERGE, NEECKESAEERET EEFANETE, BRI, R AR
— AT

4 FESOREARERMEGAT, ARLTEOBEYES T REHEEE NS R,
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1. R&4HH

FABEP R R RS, BRSREZIEBMBREYRMNSERK, @ a7 1w
HAPE, BREAMEZELENER, SUROAERFEEEAANREEHE . BREMIEKE
S BB AKRELSS, KSHEORAEKHRAGAFRBERNENET. HEL
AR ENEER (AEARBERKERE) 48 5%~ 7% EEREEAGIT, K
HE LR REIRERER 7. 2%, HERLE, XNXRRREEKRERREHRD -5
Sro AT, ERERFETHEBDRAKRENRERIL 2% ~42%, ERFEH™ A
h, REERENEEEER, ATRAKREFIBRINEAZEL, RERRITEOKR
EHAEREETERRWATPRRT ., MNES AT Z0HREZ R AETE /N
w AR E, W45, XMEERASEMERN 1%, H98%K 45, X I FEH™ .
TR E AR, 10%MBFM 25NN TEARAGERE. BTN, BREELH
R — R
2. RAHAR

m*&%&ﬂ$¢§®%%§,ﬂﬁ%@Wﬁﬁ§.i%ﬁﬁﬁ%*i%ﬁﬂﬁﬁ%ﬁ
WAL AR, MIERREMMA T IRPTRENER, RERRORREREERK. A
B REIR R, TERTAE JLERBRAT Bk, tnBCRh AR MM RAEBUE; ARTEJLEAR, W0
WA EERRE; AUNREEREAZEARALE K, WNERFEMRELE . RBUHK
W EARMART, REFNBNAREERANER, WM THREREMIEM, RITR
4T AR AR AL PR USRI IL 30% ; MM ATS, BEAEARERBREHS
%ﬁ;m%%Aﬁbmbkwmmwm@mﬁﬁ?ﬁﬁ%ﬂﬁﬁﬂﬁ%ﬁ@Aﬁﬁﬁgoﬁ
S E SRS . MEEMN (founder effect) BIEFEBEM (genetic drift) HX. BT
6], BEREAERAKTHRE, SoERRBRENEREREES. BitE, WREX-%
HMRESLE BPBOESN, MEEEXRNMAENE —HEGLR, B4, EEEY
28 (SEBEATEERKEHWINEE) Mol RES RABFESMN S H T SB0EK LT RBIR K
FRIBER . BAKREHRFHSAETHEEERAPHEREK, H—FW, hTHRE
HEEA BRI FERL e, SE—REARRA R EER R —ZERE AR
DRETIIERARAHF U LN ARNRER NECERETERDAEAE
( xerodermapigmentosum group D protein, XPD) E/5HFARRAIIGEMX, BTV
B E MR R IRE . ARIX B R L AR ShRET 5 | & A FMRK . MRELWEH
MR EE RS I EECERETEM; MR MR RN B % i
(trichothiodystrophy) . B4F, ARIZEHRKEERFIRR—RBER, MEPLFEUNAR
HEETAIREREMEER, Mo EEH/ DMRBMIEFRANBREEE LA 8 FLL
Fo XRAF M E BT R K0 F — 2 B SU% % A B R R 1E & £ 7 & M (genetic
heterogeneity) o
3. 54B»

HTFEZEEABRHUERSRIILZHERNEHIAEER, ERNEEARARINEERE
&, BERE¥NREAYNAEEL. BRiATESERRIMW TR ERESH L.
R ER S ST M e I R s, (XS R YA R A RBRE, SEHER
ALY TRERLHMRR ., i TERERERERS, MABERNBERKR, Wik
ERUT R UM AR R EEREEHRATTRANEERE, ZHACVE, KEFENK
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HH 20 RMERMERBE T ERNK, HPWERHEAEERMER A0,
R ERIG LR A TR S AE AR SR NB X & . W, R E 0 2
BRATAARAE . ZRMEREML . BIRIR . SRS, SEABRERBHAL, EERMER 4 AR
HE AR, R RR S LT RS ILTE, BSR4 5 R mIE -
EX, M REANERN KL b, RN REXEHE LERT, A% URFy
B, BIR— R AR R LS RIR R . R P T LR 2 P
AT F cystatin B AOBE R I8 i 2 &
4. KERFR

SRR R TR, (B SRR MR AR S ., b T2
BEORFH A LT ERAE, T F &6 MERIEER (10 NER), BEEE, BT
RILRA BB HERR . FTLL, SRR ™R BEME R0, W0 SR 2 IR 2R A5 T 5 | 2 9 0
WERB A FERE, EXARTEILE NG, BIREE P EE 10 M EA ML K
DNA, btk DNA B— MAAF, KK 16 569 bp, KR4S 12S. 16S rRNA 1 22 F
tRNA Sh, SRk DNA B %55 5 50 13 D ERkEE, BN KSR E SR E SR
o BABBMUB SN EREVHR. EEW ] ~NHRE TFEHEBE, S840V HATP S
REE . BRE G I 28 MR R A ) S RREEM R Ah , B 4 NE S S H SR AR
R 2k, MAEMBE SV B ATP & EH 16 ZEZRKED, MBEESD 14
%, ERBIREER gD 2 &, LR A R TR K S BRI DI BE T P4 %% . Lober s
A PR 2895 (Leber hereditary optic neuropathy ) J&—Fb &t 8YF 24 | ToE T A
REBUHAPRE L. AWTREILESRR, BOWBES T RRK, KEHE 20~ 30 %
WG RAER , BERERE, HOERKBIE DNA PN EHNRBHASHAR . & F
ER—TEP, BILAAMGRER, Hekbiom sl R R IR SR 2 iy f B A R %
5, BRERELKE DNA MBE 5FE #4801k DNA BB L AE X, BBREREE £
ERRNFR, MERBRENESEN. B4 hTREGEEGRTRE LERERD S 1042
AL, BMEMMERERBIES, FHEHORTA R, MR B sriss)
—ERILH], A BRI ThAE, B AE|RRIG KRR, v LAZR R A5 193X ~— BRIE W 514k
HRRMBR LR IR AL

SRR KRS S AR e R A R BE X, BTFHERES. L AL
BRI . B RE LA R P 53 6 AR S £ 4 o 0 A B Yo R B A AR AT K, dekprik
Wi, XEBEELHZE. THNIE, CHRTHBRIERE 60 f,
5. htmpE 4

e PR BB 9% (cumulative disorder), 2 p7 T 40 M 4 80 2 2 B BB
MV e XA IR W B AE . FEAE & A 1A R B By T2 R 50 25 T S B4 I 4 G 4 i e
o KETRBAERBURMEN, A S%OMBI2FEREE, XTERG T2 i
ARZER-ITZLBEHEE, YE—ARFANEEFRI T ZOEERT, A RMmLY
KER S, KSR EHENRES N EERT S M, WHBERTH &
MR —MEBREEERENRE, MERERAERE TSR PEE S — KI5t
WAl =R, BOXFP A AR R T MEEE BB EREER, RARY %2 4 ¥ %
%, HHAERMBAEZERE N, FIRERE], KBEBR TR o m kR, HiE |
BIALBREARR (BRCAL) BEHE, WEH 50 H0F, RAESMABRBIIRE N 50%, 70 &5}



6 & & # £ ¥ # &

AU ik 80% o [HIAT BRCAL BB+ & 3 & OB S A XUB R 3 &, B 50 27 i o S aee
Mk HR23%; 70 BEF, REMEMEL 3%, B, BRCAl R ERHERBEHRAE
FIRTFIRB R RN, SIEBENEREEEREETH ZHER S, B EmH &N
( tumor suppressor gene) . MaIEH (oncogene) 1 DNA 2R HEHE (DNA repair gene). B T4
KBRS EBENREREMEMEREELRPRERN, BXAREE RJRRTH KA b
AR, B A IR A XU HEE R A3 KT, BBAESh, B R RiifEimiikEA
AT B8 TR 40 B 3 5 R I TE B .
6. EFEHFHMARE

ANEBERERM ALK —FHRER, REEMBHNAR, BREEEEEMNIFE
AT RENEER, NREMEREENERERIF, BRABEENHSRFHEXKERN
BB, T2 X5 0 & A4 A 208 BB 2% 5 9 B0 &% IR VB A Ry T i ik G r s |
B, IRZVEEEMNFREEENRE (NEHRERSUBEERTIENBLE), 085
EFEEFE QORMERSRIPEMHEEMN DNA BEERNRLIEMBLE) 8088
YRR RE S R E R EAG AT EEES, ETX—IAIR, A4 80 £/~
— AT RBEBIRANIENESER . EYEFMITENRRRRGRE T -5 60 £
“& B0 A CAFEEEAT R (Human Genome Project), X—itRIKBEM, T
WEARERATP KA S H~10 AN RHEEALK 24 Fp ek LO0E, PEEMRAEKE
R EEEE, HHEBE N AREFEEKY 30 2 FRAOBREFH . X—iT0 B8 1990 &4
EHELAKE, REFBRIEFHEBWR T EMENEL, —KMERETERRNITE “SUnit
A" ke, MHX—ERAEEEAKIM. 01990 4, TEREM EBRMBERL 3 7.
1993 4635 13 F, T 1995 4Fik 60 RFP, A LATUSAZER K 5~ 10 AT HE A (B REETT
BKMAREZEXREFENRNTELS. ZERSHHOER, LE5I1H - EIEFKIT
R, EPEEMSERFERE R BRARERATUTE, ZRMERMNERILEBD
R EEE N ANRORBRRSY . ERSEEX—BIRLEF— Y5 YT FET
war .

FEE L.

(1) Adolph, Kenneth W.Human molecular genetics. Academic Press, 1996

(2] Shaw, Duncan J.Molecular genetics of human inherited disease.] Wiley & Sons, 1995
{3} Wong, Dominic WS. The ABCs of gene cloning.Chapman & Hall, 1997

(4) XEERAEMRES. AXERAERSHF. B ERREHEARLRME, 199
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BT RSEMBRESHE) g

]

REAGRHEHREHREETBRRBRFR ISR EER,

REEZHABARBHOESRYR, EXFANEREK, ARARBEFTRHTENRRYLE
fafk, 7£ 1956 FLIRT, B FALRREERKERFERE, SBEARA LA TENFTER.
1956 FERBEABENGER, ARPEEKERN 46 K. HAKT 1960 £ . 1963 4
TERZ . 1966 FEZMBA BT ZRKAXMARBREFEFESW, HEHFHBER T EES
ik, FETEPREKZR. B2, BT RS ENRRYE, 7£ 1970 ELRTH -+ 4N,
MR EGEE T + MR AR . B Caspersson 5F 1970 F R FRE K AR R EGAR
WA, UR191 FEREBFHFE SR, HERTAARREEEEHS 5 M5E G 8T
20 000k %, BEMKKESIE 100 21, HPBREHEEMOESTLEaEREEN, SHET
MERAEREILFRPOKREHVILRIHE, BRxhirs, 585 REE LA—B A B W
HERY, REAKRESHTIEE S0%, SFHZEK 8%, LFiEILETER 6%, 5
AT 5%~ 10%0, o —MEABERY 5%0; TE—MAREH, FEHMEL.9% (HPA4E 15%
HE IR, A PEEALE 0.5% . A FESERSIEXEEBT R, BPHS L H TR
HREVRAER, AABRRIHE B I#EE MTEABTLAKEEREWILERE A
50% ~100% , 5 FE AR EM KM, HiIL, 78 70 448,83 ¥k S RIRIUIS LI % 400, i
TREIILREEI TR ENSHEABURELE B, 1981 F£ARMKBEFEEMEER
SRBINRYAME 5B 550~ 850 &4 N BI“ISCN (1981)”, & E ALK AARK
IR HEAB AR, ETHTREENERE, CHATIED T80T = P8
TR, T RS 3 AR/ N A R 5 2 8 BE R AR BB R SX N R BB E 5 s
FTHEREREONE, —HBEFEFIAN HARBREE SRR AKESPRAR 5k
ZE (FISH)ERMESHS FHRRBEE, EFAT - IHRARROEERFEN, AL
FeAhEE. ARMEEEBEFEE, AMFRBLEAAKREFLEMBENENSNE
Wr, UESADRENESRNR,

—. REEHEN

MG R RAY REREAZBEER(DNA) A F, —&REERE—1 DNA 4T, 3
4~ DNA 5+ FRRFZ AN SEHERE, SRAEETRENHBESD(A). SEKX(G). Kk
BE (C). MBREERE(T)IIFBEHMRITAR, FAEHWEEHEREZE, A5 T, G 5C
HEARHEERR,

e fa, (K i) S AR 435 4 85 (v R B /M (nucleosome), B EBUMER HEEH (H2A H2B  H3



8 E ¢ & /# ¥ ¥ &

& H4 BHASFARATRE, HAMNTRL.75EH DNA (& 140 BT, B/ MA
B L 60 PMREEXT (bp) #Y DNA XUEAE SAE A HI LR ks, SR M/MESER--
B ES OCIERE, DU YRR, F—S BN SRR mssERE LRSS i |
hWM*%%@%%O*%%é%ﬂ%&ﬁ%ﬁ%ﬁﬂ%éﬁﬁ%DMHM%%@%WM&
LAZE 22 % AEER BT 20 AR -

Z. REfnER

NRHES Tt 4 A&T87 EEMET, BREBMEMF, EENRINERRING Gl
OF, BFEFERSH. MeEERBIL. B, TUBEEXSHRERFELLARRHR T
BN FHA TR,

TSRS . EARBSRAN T, ARMEFBS RSN, RAKRBEPRE
tafksl, HEHASNINERR, 258K, BHAREKANORAENSBEEEN, &l
MHF T UL DNA R FRAEGFETHAREN, EX¥BEMETENEMNEOHR, AH 1R
T T AN BIRIER S WA TAMB N . EAS N, ERESRRIETEP LY
BT AR 46 ek, HHRKE ., BAHTHR, Aok 74233, dTRXEM
ik —-KE AL, —&BARY, MHEES. i AR, RRFERREOE. &
3tk A 22 WMBLMRINREERFIEREEK, REH1-225; —XBLEH
BT ek, THENFEESE, M T6~8 Sk E, el X Ed; BHRN
—&R X, B—&521 EX/MEIE, AN Y RAK,

FTRMBERAALEE., TRAKMEFRMEZEMBEE, ERARMELTRIE
b, 46 KA EERERE — K, MEHEHSHITEHNTHM, FFUFHRERR S
46 ik, TEHARMBB R BESH) P, S o bka A E s E &, 7 [ R 5 Gk
RAEE MR 55, RAEEH - KM AREZSRTHEK, ATEBRXEH
23 S EEHE FEI T, BB IS UK E 46 K (23 XF), MIMARSE T HAEFRMME
ik E E . B aAFME R aREETFRZEAMEERFREOBITRERK, —FK
BRI, —&KRBEEF, LEN X Pk LIl, @l ILESI ST, K
MY REENBEEL LT, LFH X RadkRENEEER. fit ALAH 10 7TERH,
SR R ik F— B RIS TIRER) DNA BB, Fl—&REEk FRERBEEXARE
ATESRE, AJ 23 ik, ERENHE S, EdRERakRNSENERERE
K E S, WA 22 B 8 388 608 R R AE TELER T, FURBANLLS & W AT 72 oY
223 % 23E1 70 368 744 177 664 AR A F. ULRESMBEENTE. BHEAR. &
B T HR AR R AR E T ZIE Z BT AR X T 2 71 B it R
i

=, ARKBEMNTIE

U RT— KA R BT — K B, OB — 1 JI T 52 4 o ot A O 4 i 1
B, EIRR IR (cell cycle) . FEAMIARIT, REKUARMNIBE LI EEREMEK
L B FRSEAEAEBER; FETH 28 REBB MO, MERE T RA
HIM S #1(DNA & R BFBA M M 3B (F 8BS, DNA AT RRIEL, AT
1% B TR PhAR R k. Bk, AERAEF kNS B RRL TR 2 07




Eoit REARAERFTEE (1) Y

RSO B AR R, R 2 -1 RS IT AR A, AR AR AR R AR
¥

M., fEEHE

et PRS2SR A ORTE REVR A RE . OB AR EMEHMEERAL. ArH

WE LA BIF RGNS R; EEREROKKRMEMEENY. TERRABGAR
WA R HRRRRE, FTEOR GRFE R E RO B A e 2 MR Y.

IECEE AT L CLl

X A Y IS T
[ l 1 i i | l |
e e Wk ER L LIk L Rk
o mk S HE @ %k W B
b b bid FiA bR A Ak b
| 1 ] | T ] I T
(o BIIE ) (Reshi) CHEAMIEBES 7
L (hokiiRRm) |
(B
()
— (IR
BB EREA BHRE KRR
T r 1 111 T 7P 1771711
GC QRT NGk B I & %
T A R
MR A A A 4 R OR oM OB
Wi by b b b7 B BT R B X B OB I
: RERHE
Pl i
YO %
B R R
Exm R
7 &
A

B 2-1 REEKERHENEAEERT

(— ) 20 7 R 30 0 R TR B0 B B S R R Y A R

ARSI R 44 MRS HF AR, AR EAAREENE— AR, BE
BETHBROLENE, EI0ENEYYERE G B (DNA & HEH) . S B (DNA & &
1) . G, HI(DNA & BUSH) A MR, G/ P U5 K 438D, EETHBALNR
I, B AR, A HmRE . BT
1. AE5R

7 G, HFR S PR E MBI AR G AR, TEK SH. G MM RHA L 1
AR AR AR R . R BB — R R SRE T AR R A URA -
LEuk, SEREHAIRBULOFELR, AR -MREE, HABMRRENE LR,



10 & ¢ 8 £ ¢ 3 &

IR R O AT AR 25 WP R E S 48 FAI, MRV RERRGRME. L&
R WER LY ROGEHRATRERZHAMER; BEFHNRFENU LA EERNE 2B
RO, ERLSIRNGH, ¥HHRREENTS BRI TS T, X
AL FF A AR B Y B (AR E

EALREOTH, b ToREVRBRSBIR, WERARREGETYIE. SAFM
AARRERBN TR X0 PYPAROSEETRHEZ SR, NTERRE
GR R PR PR R B, TS — A5 T B P L A T 7 A BB A

LR 0K A AR R AR R e L T A, R A M AR o U T R BB S R 7

atk

. RESE

BT RGHELGBNESNETIER - MR T RUGELER 2 MR AE L
W, PRIZHT — A FHEREERNECRT . R BHEE, NSRRI A3 & A
TR EARFRBRIERN . IWHES M RAKERES RS, 23R EEE MR . 2
HHDE, FEFEFNSWEHNEAE, XXMTRaELGTFREFREHERENSY,. &
BB RPARTEFROEHRE, BUBZAE G (der); Il A BB 4 A E MM 2
b, BT EBA R BOMIE R A B MR R BR R A T8, W4 T 3 e o B B
atk, T ERMAMEHNY, ERBPEETHNEHE, HEAR G (rec).

YERATE R B — 730 46, XX, t(2;5)(q21; 3D ERBUSr RS, B REwER e
VR R RO, ROE R 2 -2), NIRER—M G RET R, BT - 1 MW -2
TE, DR 2HAREN 3L, ELAERISHETF, HPN 1M ERE, 1 ik
MIEFRBAENE, A AES = haH a8, BERAEEM 1 28 g
WEHE, SRR AR, BTERN der (2)F der (5)(F£2-1),

o

l @ 31 ¢ 9
LR N % = [
1l ® I F
5 1 | der(2) °
\F.] Il ,
2 2 = : der(5) der(5)
e 1IN

D
B 2-2 fAERCEERBT RIS M EH &

o |

1t S gl Ay 1)



{

~— =

i

o ROABRATEER (1) |

®2-1 HEBUMTETR"EMN 1S BAVNRFRERSIANRTFESTHEBNS FRY

ks BRI FER SERRFIEERNE TER
AB CB 46, XX 8% XY, —5, +der(5)t (25 5) (g21;q31)
AD CD 46, XX BY XY, -2, +der(2)t(2;5)(q21;931)
AB CD 46, XX 8% XY
AD CB 46, XX 3 XY, —2, -5, +der(2), +der (5), 1(2;5)(c21:731)
AB AD 46, XX 3 XY, —5, +der(2)t(2;5)(q21;g31)
CB CD 46, XX BE XY, —2, +der (5)t(2;5)(q21;q31)
AB AB" 46, XX B XY, +2, -5
cD cpv 46, XXHE XY, -2, +5
cB cs"” 46, XX = XY, —2, =5, +2der (5)t(2;5)(g21;931)
AD  AD” 46, XX B XY, —2, -5, +2der (2)t(2;5)(q21;q31)
AB CB CD 47, XX XY, +der (5)1(2;5)(q21;q31)
AD 45, XX B XY, -2, =5, +der(2)t(2;5)(q21;q31)
CB CDO AD 47, XXE XY, -2, +der(2), +der(5), 1(2;5)(q21;q31)
AB 45, XX 8 XY, -5
CDO AD AB 47, XX E XY, +der (2)1(2;5)(g21;931)
CB 45, XX B XY, -2, —5, +der(5)t(2;5)(q21;q31)
AD AB CB 47, XX B XY, -5, +der(2), +der(5)t(2;5)(q21;g31)
CD 45, XX B XY, —2

1) BPiX 4 FhRIMECT, DHUEE dOB FICH B 2 [ o B35 B o kA 358,

e 2 8 A 3 2 4k i — A 31 F 4 46,
XX, inv (2)(p21¢31), EBE SR E
i F R G Ak B R B XF, T BBl 4 3R
(B 2-3), MREBMNANREL R,
ME—TEAREEPESH2pER,
rec (2)dup p, inv (2)(p21q31), TES—
BHPOET, BISH2qEH, rec(2),
dup q, inv (2)(p21q31), #iL5IE ¥R F
ZE WK 46, XX, rec (2), dup p,
inv (2) (p21 q31) %0 46, XX, rec (2), B
2 -3 /REIAL e BARTE BT W R LK
273 dup q, inv (2)(p21g31) W& F,
TEE 1 MR IR 2pter B 2p21 WES
M 2931 B 2qter BB, 7ESE 2 FERY
B, RM 2931 B 2qter EE MM 2pter
B 2p21 HBRE, T ERKEZHEHN
Y R A EA R, TR R rec(2),

(DIEMERENTRAR B SB R

VR 7 B A5 R

ANEANERE MR R & F R K
TRETENE . AF8H. BRI, BIL
MEBERE&ENE, 816 ENRE

5L -a+mm—O— . 25
p22/ p16 q24/ q32
p21

MT——O—H~
p21 a31_%H p21/\q31

q31
biiksd

/q24
p16\

p22/ \
q32

/p21 | q’oi /

p21

—an+—a—
p22 p16 q24 p22
—.-0—-—0————-—-—““

(Zvit—l—:Tl q /Y, /q32
q31 p21 31

A2-3 FEAuMEAE



12 = % & r6 # # ®

BB BN AR MR, —&, EEFREAMRE FH(AEZHEE 24 /DEH)
EERROERE, SRBB I NMETERTORAK, BIEREHERKAER . =1k
M, RER, Ho=A8, ARESMPRBMHORARIKNEE; ERRPHNNHER
B (HZHE)E 3—4 KR EERRAERE, HREE - TRETAEE FHAE T A
WG EARakmEE. HEaTIMREMNML, R—RBRERREERE, HR
R R R EMRE RKEE RRE, HIPIRELD; BILLER, ER8FAMTREEY
T, JUSHSHEROEARRE, B EESE LI RIFAHE T HMIMIE KR . ih
TEHEESFBCREMERN R L S RREOEA

B, NEE., REKDIEKFE

IEERMAAEERENET. XBAR. AEAE. UEHE, LHNERLHERE R
SH R E T FBARRAEE, BRXElERFENER, FETEHBARESHEER.
REWEE . EARNREE . BRHREY, %, EH4RFLEFRIRAKNREY, BEM
EFEEYYREN, IWERNSRYES, HUAREKTE LRBEER,

SFBEFIEY, 2REEARREEK DNA 4 FHR— KB, DNA B FBHRE —
ERFT), XFFIREH T #EEE. RS, DNA ISR, UEBREH N
Bk, MEETFREAMNEMETEREEH,; EREHBEHAM S, L DNA XUEPK—K(E
B5E) iR, IE A AYEE R NS RNA (mRNA), mRNA 5 DNA {UE —f & HBREK
= (BPIREEE U AR T AR EERE T), LB mRNA BHAAMEBHE AR, A
£ FEBMEMBEZ, B mRNA S FHREMHARETR(URBEEFBFIRE TR
ERMOFABIENEK, FMTREAGTE., SHEERMBREFLDTFRE2-2,

*£2-2 EZME XN nRNA ZBERHTF
uuJ| ., ucu GCU GAA|
uuc;ﬂqgﬁ uce GoC . GAG aam
LA UCA GCA UGU}

&y

UG ucG R GOG UGC FHRAR
CUU AGU UAA UGA &5

E 8
ole (ERM AGC UAG B UcG BEm
CUA ccu CAU CGU
CUG oCce c:Ac};’f"'iam OGC
AUU CCA (TR CAA CGA

E paN
AUC i;ﬁiz oG CAG il CGGHﬁgﬁ
AUAJ AAU} o AGA
ACU AACI T AGG
AUG ACC AAA GGU
& ¥1E #

CEREBES | R - G[maﬁ i
GUU w{ ACG GAU‘ Y GGA
GUC UAU GAC| T GGG
GUA )* BEM unc| AR
GUG/

1) mrER A LR RERHTS, TR,

O A it AL o ) ——" )

1 2 24



Eo REBBERTREE (1) i3

HBCEE, AEPZE R R T R T B BRI T a8 M. @R,
HH AR, dkE~ st aiEORNE, RSB GR T aeaREtER. B
DNA %4 TaAr, Bltfs2 FArigm R HERY, BEaRSMINEZ R ES L, BEMHRE
SRAIRE &S MMM, , FELTRMRERRREN, Fim, AXH ™
TS BRI R A, IF % A BT — M R BT, T R AR
MRS E RS T, BETEAMD, KEAR, BEHBRPEMHER, —BEAENFZ
FIAET. AR EEAGEEN, BEE THRPERX, BT4HEFHEREBRRMIE, &Y
R B IR A A M — B RTE 40 AR, ATRAGERXMRFE—R R EEMOEE 7
FHEER. MAEESF(HbA) BB 4 A BREEEN: Bk, BRETE 41 TEE
B, R ERERMNT o SRAk; WA RHE, BRESH 146 MEER, REIKEN
HEEMGT 1L SReakh, SvaRnnaES (HS) MEFANMAEAEAR LA T2
FREWE? ERIE#R AR BEMNEEFHH—HEGE, 6 M EMERMETH R MHRYE
Mg E KNS ER, ST IR EEXMIE FNEERERT AR HR
A ER MO BUK RS ER, BRENR, EMLAEASFH 4 FEKREER 574 2 LR
i, R 2 A MEERMES, B2 AMBKNEERERT 2 MEKNEER. Athazhi
X2 ANEEBMOBMRR? BEREMT 11 SRak FHIE B # mRNA TR DNA o (&
FE) EE T— 1T HEER T B ABHRMNES, B CTT AR T CAT. EEMREFH
mRNA FXE ROBREFB TS 2 MEHERE AZTHRT U, B GAAER I GUA,
AT MLAE AN pRERNE 6 L LN EERERBMER(E2-3),

®2-3 E¥naEAS5SWELLEANLLE
BEEERTT SR SN S DFeererareenes B3enreeeenrnes
HoA B H N - LT Lyeeernrannnnn 72 RLRCTRRTTRES
HoA HIERS T c o GAA  GAA e GAA e GAU e
HoA #yZEH s CTT o CTTereeerees CTTeerreeees CTA---vee
HOS #) & ZE R oo feeiennns Lreeerinnnensons NP [ TR
HoS M+ e QLA GAA e GAA - renes GA--- -+
HoS B3 A e CAT- - CTTreeeeeene CTTeerereeas CTA -+

BT 2 MEEMER T AERNXFRENOES, ERERST, KIEFMNLAER
MERER S, TREESERNBAEX, HbS HEMRAKMMME REREWMEER
b, SELEMERREIR, B %", @RS, EHEME, ZHRAEEK
2. (EHEETR R, MR R RRE, ORI A0 R R Y B AR AR
MEA ARG RN, BRENRL. BHARZL . TR ROHRERREE,
REEEIETR, SN b %R (b A 45 0 5 i BORG WP EE SR, BURE TSR BHL 2, /A ARk
M. SREEZEIRFE, M AEE X RMEEAMN,: RIENEAZNMLAR. WKL
AHBEARSENRE. NRFRENE, "T5EEWERER; WRERCHEAOE. /5
BONESE; MRRRF. M. BE, WrIESA. B, #afith, $%. XM&EFRN,
EREH(DNA ) FEEBWAAROES RAMESER, MAFHFERAXEDR
fRfEER, FEET, BRERMNEARSWERBET, alsROES RN RIIRE
RERE, NTBIRT AMRRBHESIERES, ERT —RIVERIER —BE . U
g, MR, B, OF. K, B, NERODERS, FEE2-4),



