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By B R

F£1T EFREEFNHARTE

BE 335 £ 2% (medical genetics) BE%¥ 51
MG G —T 1A% ¥R, B R ER AR
R R L RIEMFIFSBERRMRR, [t
BRAITERIR 12 W, T B AR IT I BHE F  E RTR
B, LGS A B IR F .

B 23 AR 2 LA AR 3B 1 2 Eeml , TR 5 2
RS T AR BB LY E B 5 I TR E
R, B ERPFRIEBRAMY X, e A AR
L5y R B T2 B B R S i R 2R
SGEEER . BEREENEESERNAE.

1. REE &% (cytogenetics) MPEIKRY
SEMIANAT R 7 DR R B A SR AL ML B L e
BN A EIE AR OERBERR  RAERR,
REVNK R GSERBAIRTR. BEIARS 100 &
F AR Y AR R H LA MER 10 000 £FF R H
R, FEEFTARMAENF 408G 220 X e
AR 4T 450 R HBUEHE BR 2R,

2. 9 FiEfE % (molecular genetics) FHL
RAFHEYEEA, NEEFEBEH R RKK.
TS AP RER S FKFERRAS , FatgT
IR O F RS T B NG YT T s TR B

3. 44k 15 15 2 (biochemical genetics) i
FAEY AR T7 B, AT AE ) 3 A BRI P R
2R B BT AEE 6 AE A R LA B AR RO LA
ZMAk, XM AATNIR S 4 F 9% (molecular
disease) F138t 1% £ 1L 181 55 (genetic metabolic dis-
ease) B R A ML R H X ARMIfEE .

4. BE{KiSEfE 2 (population genetics) ST
NP R A 50 R AR IR . RIS RATIR
2 (genetic epidemiology) £ X —# R W EEM
B, BRI R R R R R R B e T
ABUREEMBREEMER, DIEHR%5RE
EANBER AT

5. &% i % % (immunogenetics) B34
FEDUR B A 0 D 1 45 G 28 18 M ) R A A5 45
il s LA K BB SR 4 4% B , D4l S st i AR
A R R PR R T B . TR aX — 4503 G B
SR AR ERAFIERLERAAER
BHESEX.

6. Z54ix 1k (pharmacogenetics) 41k
BN —0 X, EPRAWAE RS2
SR Y S LA 22 57 B 38R BR 0 , R R R AR
FAZ5 5 AL R R B AR E .

7. PEIRIESE (cancer genetics)  BFST iR
KERBRBEERER. BHEEHEMNEEE.
KBS a4k i A8 4k R B B 5 9 5 B AR
H, AR B BPE S , AUA BY T I BA g 9

CRIRALE S T ELX b 98 B LS098 T BB R T

RAHR I .

8. {41 B i £ 2 (somatic cell genetics)
BT ARG M, 4R ) R AR B 3 B A 4 AT a8t A
ZPIE, B EE E A A MR R E
BHRAEU RERGITHRETEEMNHR
FE.

9. 17435152 (genetics of behavior) #F4Y
AT RIS G5B AR IER KR E Mt
SATRAEE T OB R R & 4 B Be 7
fii, HFRBIRATENRETANELE FHE
FHE T JLE R AT AT Z A BN IE G

10. % 8 iR{E % (developmental genetics)
MREETLE S, DEEEARER . RIEER
fER R RENFE. b, MBELFAER
EIEH BN R AT RIEENEELE.

11. 3E5HE £ 2 (radiation genetics) FIE
5T B B AR 5 X A 2t A2 B3R . X — ST
FhTH R & Fh B B AR S 3R S W IR L
REHIT &M BN B EEFHEFREE

E2T EFBEEFH
RRRENREED

RFBERBEZ BB & A S Hip-

pocrates IR Z 8T, 8 AfTE 20N D) 5865

WA RETEREE &8 . K4 1 500 4B/, LR #
SRR X 5 I B B B S R A B
FLEGELRE » VLB AT 2405 2 Xt 1M A B3 15 S A
AT —EINR, 18 i dnt, % E A Moreande
Maupertuis X} 28 M BRI 1T T RREZE, 18
HX PR HRA AR RE .

1865 4, Mendel &R T fth B9 B & 24 38 5L 1

1

----------



 HIBSC, BR TR R R E A MR . H B 1900 4

i TAEA B E B R, X5 i B AL 2 1
BEAE . XA B B SIS R BB R, A Y
BATABARMEY , FERESTFALY
W%, B EFRIEF R R TER.

FER AR 5k e 2 B T AT SC IR A 9T Y 3
&9, 1899 4, Garrod &R T A K B IR 1B
3C, B Ja SO BB AR A7 B SR PR AE A1 A
PRIEFEAT T WA RIBFF, 3+ F 1908 FF i iR T
CHERPEABBREE ) — 15, 9125 M B T 33 S50 1)
BE T KRV . Garrod B 5T BLSR AR #F
T ANEEBL2E R = A MR R , BT LAt sk A
ARG 2B TR

1908 &, Hardy 1 Weinberg 7E#F3E T A2
A B R A R AR AL LR S, JE R4 T 8%
B B X AR B AL 2 AR AR R

1909 4E, Nilsson-Ehle H X} %t & Mok 15 /%
fETEZRR , A NEE MR B LM EZA
AR I EER R T 2 HFH% .

1924 &, Bernstein [EBH T ABO Ifi B )38 /%
M, IR A R 2 —HE SRS,
MTTBLRE T S st (5 # W 58 O ZE A

1949 4, Pauling ZERFFY T SR 40 M 3% 1f 28
HIMAEBGHRE T 5 FROHEE, b & Bk
PR MU B 1 58 3 A9 I 212 43 F HbS # H ik
JRARFIE® AWML A HbA, 3 Hik biZ
WIIRAERMAEADT FTEHRENER. 3
1956 4F, Ingram [ B T Gtk 40 Jd 43 1L 28 & ) 57
WIMLLE R HbS 5IE% i M1 & H HbA it
B —ANEEBRI 25, B HbS i HbA 43+
H R ERBBEARPARNGE R, XHEME RS
TR IR T SL 0 UEHE .

20 4 40 #E R, Griffith 1 Avery FHfii &
PERRPE AL UER T DNA B E 9 i, 1953
4F ,Watson 1 Crick #F5% T DNA 4 F 454,
2T DNA B SURBERLRL, i ATIAIR T 315
YR A R AR & A iR 2E LR

1952 4, #%3E 5 Hughes 37 T KB 403
Bl A ER, o b R A O e kB e T
Fal, 1956 4E, A 2% ( Tiio Joe Hin )# Levan
BHIR AT WA 40 i i Je ik B H b 46 &, 45
HE N M2 ST . 1959 4R, M4k &
R BRI K 21-=4k (Lejeune %) . Klinefelter
LZEEAE N 47, XXY (Jacob Hl Strong) . Turner 4
BAER 45, X G QAR AR , I H BE T Yt fk
% (chromosome disease) FUHE2: .

1970 48, FF B T 4o 6 AR B 53 19 37 40 38—
BAHEAR . BEARDUE AT RE S 5K i 1o
SE B SR YL A, T EL AT A R 1 G £ 4 B G

PR LSRR , X T AR B R E AR E R
MR X . 1986 4, 5 R 24 3E (FISH) i ST,
85 200 B a8 A% 2 RAT T B B L A 7 1) 3 ok 4 Yt
o2 50 FE 46, W LU B0 #1807
B, U1 T Y e Ry e XOHT R AT kv R T IA IR
XA & DNA P34 FThae.

20 42 70 4R AR LASR 43 F 38 15 27 K5 38 1% 0
PR HEm T — DR B . — KB m
BRI#R 7K A5 LA R, A AT R s 28 b A
B, A T EE KRBT, A B EIER 3
BUwR AR AR B, A BB X B e 2T B A R Bl
V6. TN, FE R 815 2 (reverse genetics) &
BT T, M — A R E SR HET T
DNA #riciE 8517, DNA FRic 2 HiE L x4
HEBURERE . kB BEL Duchenne JLE
FA B (Duchenne muscular dystrophy, DMD) f
WU F= A B & A (dystrophin) % B #1314 44k
(cystic fibrosis, CF) #4 ¥ I  ¥5 & [H (transmem-
brane regulator) 3 X 4§, 2 F B B AR B 7 Bk i
SZAI (N PCR 4 AR\ RFLP 43 47) ffi A 2 5 R 21
DNA SRR K R385, X B E 2 W )
ZHRERE T R, T4 DNA £ AR 59 N
A Lt A S8 459 B RIIG T (gene therapy) #2
HETRA R T E, 20 42 90 4£40%00, 2
FrEEA T I PRI I8 B BE, B R B &0 B (adeno-
sine deaminase, ADA) it = 5| ¥ 1) ™ 5 Bk & &
fik & SiE ( severe combined immunodeficiency,
SCID) F1 e B 1 [X P -k = 5| A2 9 i A2 % B, 3
BRIYEYT 19 I R 1K 568 B 75 B 91 28 I3 IF R .
N 5k PR RN T 2 BN A & B L s S A4 B S A
KEAUGLEEMEEEE T Ak,

1990 4, A 253 H 41 31 R (human genome
project, HGP) ¥4 — 3 [ B H VE Y K 1R 250 9 42
Ho TR AE 15 4F (1990~ 2005 4E) ) it ] Py
SR DNA W P , 7] Bef i s A 2 35k PR 4 fr i 81
GREED MY HEE ., AREFEAHTREEYE
S BT B A R s EEN R A
ERG L B A\ KB % & X — 1R A 5L .
2000 4F 6 A 26 H , 3¢ E & G5 e KI5 AN 3E = o A
MEREMAREFARFS TA4EE KA,
200142 A 15 H,% . %, H . % . P AEHE
PRAEEF W 7B AR & 2 TARIE A KRR
4 94 %075 FEME H 90 2 #2004 4E 10
A 21 H, Nature Z% 5850 T N3 B 4H B9 58 B
FF3l. 2006 4 5 H 18 H, &, X R E K&
NatureZi& FRE T ARE S L@k R
W, X Pk f AR Rz B RN
B JE W SR — :

ANEEFH TR XA ARG TG 2F &



I Z VR4 21 M AR Y B 22l 22 Sk — 38t %
2y ERFBEFER 21 HERN KRR,
B, B2 & R IE 3k [ 2 B 4 B # AR
P 25 B 2 B2 2 1 30 B I DR BR 2 B 5T 5 DA G5 4
HA, Thee RN ME S REAKF LNRER;
AL BRI AN SR8 A B AR F /KO L5550 5 g R
REEH RIS BT IR R RS S Y E
HE HAREFRHAFAZMNEUEST.
BARNREE A TR FER T A EEF 3
BT BRI S ERPAANT HHINEE, 2
I RIE5 1 43 B B 2R 5% 17 D BB AL X 40 2% (func-
tional genomics) , ZHREZERE A W5, FEGIE
EARA BRI EEEA KRR
4. EEAE R EEAMIT I EEASE.
WA A RAET R, B EESE R N,
WL HRTERE . HRARERANERT. T
 BTAREER, BEEANFEA R R
BT A S AEA 2% i B o R AL i AR AR
S, R AL B R AR — BB AT
R SIS R T A R ARt ok . 7E
ThReE R B R, A% 5 B B A 2 B 5 5 19 38
7N N I s 2 TR 3 A 0 A 2 IR T A D A5 M
BIEARBMT &M, AFKHEEA DNA K5
% KRN RIS FH] . X LIEHBFI 5
TAMAYER L, MR 21 a8 ARG ESEH
2 WA Z T XoF ) [R) R
FRE B bR A 28 2L 5 41 ) Bk A AR ) A 8 4t
B4 DNA SERFFN B atr, ARERARA 2
Ti~2.5 AANHBEERMER, 5 AXEE
HEFIW 1L 1% ~1. 4%, EBARERAR
~ (3~10) X 10° ™ B H R 22 75 % (single nucleo-
tide polymorphism, SNP), 21 {40 E L%
R E S R S E M E iR R g . A
B R EANBMEERMARERZZ MM EIEA.
SNP BB E Ze M M E R 2 Al
tri&. ZEFEZRBFAMELEOY RRERA
FIPRAEENLE , X R 21 140 BE 28 15 22 L B
AR, . _
it ERERIEIEN ML RRE
L, REEYFR B I F L B R R IR
;. HARBRARERENTES TR, BB
S ANRTES T M R AR EASARE EAY
REGMEN S FHTRARNTIG HEE A
BIRREHI R, RERBFN  RENER,
I EHET B RS 65T . EEEA
(chip) FRFR 1 F¥ (microarray) #F A Il FR 12 A i,
AT LA BHEAT 432 Wt , T BT DL 2 4
AEEHEBREER, MR REEAN S %E
T, 8 PRESAE AT LIRIB A AR 2551, 31

B

L..-3

EANNFEFBNETTI7 585 e PR EE A2 38 7T LUR 95 45
AN A 2 2 5 3 W 2 38 TR O 20 19 0 XL
R Aot B A T SR B LR R B BT AR S5 A
FRERPBIRE. FEEE 2R BRI S
REER YRR , BT 40 S 2 B A 1064
iR Y 2B = R RS A TR 4R M B R YR T
K0T BB RN i PRBER (9 W LT s . RATDE B X
FBEUETREMIPFERITRFO AT A
3l Ry BRI AR TR, B — KRN
BEEEANH 4,

E3IN BERRERR
A EPEWER

B FP AP IE NRTE N ER IR AR
T AR R B TR 3RS B ) T e e A i . M
MR EACE T SR E T & B A7 B B AL 254
P (R » B2 At AR 25 M5 T AR O =X
5 R B SER R AT AL 2510 Y B pa s 8
RO AT FT X R P A T AR . AR
FIAN, YR BB KA R IR ITHS 2
BIEMIRSLREERGR. WAL KR
BHYASBURE R BN, X e AR
EHLIAIT B0 N 7 AR R e RN I 22 B
RR, 58 FRZHYUER = ERE R, 280K
WHRE . SRR, IR R RERRN L
A R PEE REMER . RREERR
PR s A I R SRS N R BT 5 LA 4K 8 8
RRRMIF S RERAELR L4 D TRERNK
/N, T LAFEER 4 R L2

(D sEediRERE R, B AP E 5
HREEM. WRAEREE BRI, i
B A TR RIR 4, X 5 B I R A 58 2 )
BT SRAR (¥ 2 B s AR R e fadhk :

(2) BAHBRIEERRE, BF—EHHEiE
PIA A o 31 a0 24 U3 o o o0 0 2 S Bk
R () BEILZ TH RS, FEEAHR. &
SR EABUREE I GOPD Bs, HE R T
BRAR PSS AL R 25 ) A AR e 2 DL S A
ZHE MBI o

Q) BMEHRMAEXN RREEAEM. &
XL BAEEAR ZHEE, BRI
BENLRS BEEREAR. REER , S B Z 0

HRREFRABR DR R, B B RIS Bt

EBTRIERIRI/PRIBER, R, #E
BRIZ R 20 i R RK TR B R e v R o
Ao BB, JERUFINS B | B2 iy RS M 43 BUAE | 44
RUBR IR S BB N 7520 ~80% , HIHEE R
& 20%0~25 %6 HIE Al s T AL 55 | 56 Kotk 0o

..........



..........

I ) 382 1% 38 30 %6 ~40 20, IR R K T Ak 1) £

FBK, 5 60%~70%.,

(4 BLHABERRRERRK, SBERE
FATR, BIasMGE. BE AR, X A5
WMEMBE DB SBERTE X,

B4 BIEEEOREVRHERNER
—. B MR R A

1RGP IR (genetic disease) 2 454 Ji ok
TR BB . AL W T A SR B T R AT
HEFEAH M, AT & A AR AR AR

WAHRIE F BA = HARE .

(D) BIEYRBE i B LR E A B IE Y
FRHI U , BORBAER & A Y R LR . 8L
o ek 7 97 A0 A H B TR 2838 AL (o AR A
WA 40 B i Hh 2Rk DNA ik 2z,

(2) BABME . B H MG Y R T ) B
0 A2 33 25 1 40 M. » T X a8 44 40 o8 76 40 i 2 [
HA A2 336 SCRTH R 18] i 2 A0AE 48 FAR I BL R
B, FE— S K R Al LB Bl fe0s i AR T
— A% (EAR R BALRR R 2R R AT W8
X —BE, :

(3) Se KM BAERR A S Kk 48 B R
B — M E B AR S E 2 B A , L — 25K
— HH A B0 2R B L M R AR IR A

TEN B AL I O, 1 73 A T 796

(1) AL AN L5 5 Tk 05 45 el ke o < 5
KM (congenital disease) ZF8 A H A= J5 B
RIHRAIBRR . 51 5 K B9 i 5 B 7T gk
RIBER, WA RERIEBANEE. FElEH
R IR MBRAE B A S5 BN AT 3], e R &
o BRI RE R 5 (Bt A — S 5 R 2 AR 8 A e R
FITE, QRS 7 TR YL 5 | A i e 5 R
WLAYEIRMBIES., R, 685 ERRKE
B R BB , AT AR . 0 3s A /N g
PEILTE R JEAE B2 A i R B TE O, — B 35
BURA BRI BRRG R R AW, 7T
R BT PR B BT B, T LA B T 196

Wb, B R T, Bl E R L
HETIEM G 10% 24, TEEFE hf=R
RIS AR 5 10%, MARESNE (EIEBE S
P8 R 3L W FD B9 4015 80%

(2) WA L5 SR 50 I LA X 51 - 5% 1t
PEPI (familial disease) J&45 FEFh 2 B H e B
HIE BT, BIFE— N REE A 1L — R 5 R
BB BRI R BTN IE R A S kAR T BOR
EH LB LATT AR KRR EM. R, BT

FEREIFF N R AE A TR — K EE AR R R, AT
FERREZNE . B0, i TR 51E R
BRI REAR T BTSRRI B 2 SR MR 0% , (B
AREANE BB . 75—, Wh R
T IR0 2 B A P e ) 8 I 08 A
RIESL, BHCRME, AR L E AN B RRE
o WA S EAL 5 RBERRT 2 AR PR A R 5
A LA R R AR B, b T
ARVEFFRIAT , IBORSEA B H 1535 1
PG s — L8 A 2 AR A0 D A 388 12 00 IR A e 2 T
SR Bl A N\ 7EH 52 v B4R S AT LA A
T3 » LT B ok 240 A S 40 A 25 A 4 B ) YA
BRI LA KA BUE (B EARRBE A T —R. X
LA LT o VSR B 3345 955 ) MR 2 T

MR 81 00 JOR 0 45 ¥ A o B ek 28 B AR ), AT
BBAZRR R 5 2.

1. BEERF BHTFROAEERE-XRER
A= SR 78 JIT UK 9 995 Bk O B PR (single gene
disease) , HHI, Eﬂiﬂ%ﬁ%[ﬁﬁ}ﬁ 6 000 Ff
DAL, BECIR 5 B B A F R L, R
BOREFE R TRk BiR R X ks Y
Feafk b, 2 WA R Rk , B PR S 0 4
o HE R A B AL Y A R R A R
X ZE8 BB AL X SRR Y 8
WAL

2. ZEFER (polygenic disease) £ Lt
F DR 5 2R 8 PR 3 3 )4 FH T B 5 , B TR
B4, PR R ZePE B (complex disease) , iX
KPR — L H WIR AR BT , BT &%
R—E T 1/1 000, LREKARKEEEN
B, EBA BRI BB R BB 848 )5 .

3. REEER LBEBHS DNA, 2
5&3?%5@&%3@@5"‘3@%1’5%& s FRERL A
PH . XSk At (R 2878 fr S B B » BRER
LA 15 9% (mitochondrial genetic disease) , iX
PP E L B S R — 0% .

4. # B K% (chromosome disease) B Yy
AR RS T H IR — KRR, BT
ORI K BN EEH , B L EH 24
HINR PR EE B AE o B3R 38 40 4 30K 4 e €0 42k 45 g Wy A
Sh s B — AR R E%. BRTE MM
FOARRAE 300 2R, A4 )L Y o 1% B &
H ARy 1%, FEIEYRSL 3 M A WA E R,
PRI AR Y —2F,

5. WURBEIEETR IR0 N B 1Y Rk A
PP A2 4 99 R Ay 4 4 it 388 4% 6 (somatic cell



genetic disease) , X 2t %95 — A 1) 5 AR A%
12, {5 6 40 B o> 3 7, BT P A B R RE
Yy RO B A . B0, 45 iR ) 2 s
B By s 20 2R 40 B o A e e A i R R 0
AR AL , R R TR 40 A e e . B4, 3
A 58 R W T, R A 4 B A0

E5T IRBIERBEEEMNSA

B3R &, EVF ZH% B & s (5 R 5
BERNREER , B8 AT 5176 T8
RS AR IR R . BRI Y 8
TR HERHYE? % AR AT — 2y e,

1. BERBEZX S — AR, RAME.
TR AN AR T 2, X AR
TE— A REFIRE & A BE (I H B 4T,
R SRR KR SRR R R L, R
BERBHYERERT—BAR, M HERELR
RIUK—BER (X R, F&) K F %%
JB GHAC B N F & AU B R, — R ER
RFZHGER (R R G HER ), =% ¢
JRRTF— M N HE , ) 2 BA 4% 4 7 6 2R B %0
KA AT LLAKIZIR A BAE R . R T HEBR R —
GBI 5L 14 3 [ A= 356 B8 6T 2995 B B ) » RTK It
SRR S5AEMEFEBIN LA LR, Wi B 85 5
Tl B 05 I 5 S R e v TR M4 2R .

2. RiESHTiE  RiEHT (pedigree analy-
sis) IR AL 41 BT B9 B FH O vk . 3 TE WD 2
\— 55 T BB R AL 5 , X B8 3 S R B i &
WTE OLBEAT T A2, 2R B, iR IR RIS E
BEAT AT , A AT LG B R ) 1842 2K 70
T QNSRS LA B DR 0 388 A% 400 A, T LL A
RBE —GUR R M R IR R — BB 0 R R, 2
& Edward A3 f=vp, WA AKX FRKAE L5
PR #3815 LAt

3. WEFE DEFABR . —Fh B gp
A= (monozygotic twins, MZ) , J& 32X i 7E 5 —
WEIR T , BT 40 A% 2 FF, & R B B—A4
WRRG . BT RS R BR Sk BR — 328 B0, BT LA
(DT TF) 3845 B R A AL AR AE AR R . 55— Rb AR
RN R (dizygotic twins, DZ) , 2 W4 Bf F
S5 SHEF G & B R TR , O L
FER A8 % TR AE AR — M [ L — A, (A s AR
oL SE st b AR B B XA LB XA e o R A
) —3 M (concordance) , 7] MG HHE B £ B A
RAGEEAE . AN, BEN XU (R R — M B T
XUGRAUAE , U 26 B S P i 5 3805 26 ISR 7
BEFANBE, R S 8EEZ R

HEXRR., BREARBERNRITEERB X
AN, — AT R —BUR (R )k Fm .
BIR—BUR (Vo) =[RS AE %o 8/ W A
F (CBRIP BRI X 45 < 100 %
BN , K 4> HAE MZ R0 — B Ry
80%,DZ BRI —BR K 13% , B 1tk , 7T LhIA

ARG G BLAE B9 B A A AL L. BB MZ

M DZ &R —BORILF AR, B AL 58
EREXRRE/AN, £ 11527 —HERKH
BWR—BE,

RIR—BHE(N%)
" K
LGN A XLIIRUAE
 ERBAE 89 7
KP4 BUAE 80 13
Y 74 28
Wi RS 84 37
R RRR 72 15
+ iR 50 14
Rz 95 87

4. MiREFRILE MKEEERE, SO
FETH AR B A RE A . 45 A ik R
WEARTR] . A [ b R B R L 2R B8 K €5 | T 5 5
& BB SNE | B4 S SN S PR R R
22 5, 70 M AU 41 SUH 25 P 40 B (HLA) 2%
AU i 75 Y | [R) TR 4 A 2 R BT R AR A R

PRLIt » 2 SRR B 6 AR ) b e o ) 20 2 L 1l

RFI . RIS A IR BEE S, N
L2 RS 5 8 A U1 . il n v A i
WA A R AE R SR AL, £ P E AR R
5% B4 B0 R R 9 SR L 24 M 3 A 7 34
o AR R [FIF I A= 6 B MO TR BRI | S 2 14
PRfr 2T M8 A2 e B R 25 07 T 4% R A ] i

FE VA2 N [ PR 00 36 B 2 9 195 B Bk IO P s

BRIX IR R A

5. RIRAER T MHHERBIEIRELF
FRERER, MRABEMREREHEZ, 7
LUK B “Pr P R 5t H 5 — R 3R 45 (4H 40) 3
TR AR 29T . XFBFSY 7 i XFR N T
I RARIE (subclinical marker) HF5Y., A0SR BH fF
WL BIBRR L 5 32 Bt A, I AT IR S i
WA BEER . B, B0 RA 2w
I » 1o I B RE S 4 4 22—, B 0 SR bk 7 L
LML S S 0 S 4 A 0 B T LA A K
DR R Z AR,



6. HEBEMERTASR  PriffEREMOR RS PR
F A AR . G R IE — KR & H PRl A —
B R B AL P B MR BB H B, DU B %
WSR2, MR A PR RE B BURT LR B T3
PRl % 8 (linkage) , BV /™ 32 &1 JRE 7[RI #E — Ak e £
& b s AT LS By T 268K (association) , B 5 it
& b TE R MR AE ML ARG R HE B . 5] 4, 466 [
TE 21 40 i 386 22 5E % UL T Rh 1 78 A 35, 304905
PR R A L R R T B, BT & B T 1p32, )5
HEAN T 1p35, HLA R4 K B27 R ;T
6p21. 3 fY H L PRl P 58 B B IR, 7E IE B A P i
RAUh 100 (A 7638 ELVEA A 4 B 3 rh i i 5k
90% ,3X M HLA-B27 538 H MM & 2 8%
X, BNas BV S AR R B & AR A B R . A R,
B R 38 A AT HE A G Amic » Bt v 45
R SR EEEERER, B TRECIEH N

S S —

WA, BATE T SBERRA X, RiEd
T2 DNA Z 8 PRiE Rl — 265005 5 2
B REK,

7. WMERE T EBER AR ERR
BB LEPR ] , MO AR B KR AL T LAAE
ABFENI AL R R B F B . (E R TR R T A5
SWRAUTESH  REEIR A T A, AR 2
I3, 5 5 J e S PR /N B B2 N T 1) 42
ARSI R, KR+ T X —F B,

8. REBEFH XL KM A RE
NEBAEZNEE FRYPRER=NEAL, &
i e o R 2 RS, TT LA AR B AR AE Y
iR A .

(BLA )



it 4 % 2 JE il )

20 R Wy R S M AN T RE B A B s , it A%
AR FIXBIAE Ay LGRS A0 F A A 3 3k 3
BikF . 1Y) A A T A A% o I 3844 20
FRFLIC R I8 12 ) IR A 40 L £ 33 R 2 3 0 0
Ho FEA VA AE Y AR B bR 2
PATHAMNS B E R B REMER., L TR
1422 38 A A S22 e PR A B, T2 o 380 £
REGEEYITR . FHIL, T 0400 P9 % YR o 45
HFITIRE , XIS B85 578 R S 2k %
HEM,

BT RERSREHK

G446, J5 (chromatin) 5 4 & {4 ( chromosome)
2[R — 9y [ 7 4 ) 399 70 23 24 3 1) R [/ 2 B IR
o Yt 5 48 A1 309 40 A% 1 BB 0 1 e ) 2
BRYR, i DNAAHER. FA B[/ LB
RNA 25 1% , 2 [6] 3 40 4% ) SR A AE T 2

et AR5 40 Mo 7 A 22 43 B S0 B 40 2 5
FEH, o Y 60 0 3 45 17 A B R 45 4 , 2 DNA
REILE B R . B Y R A F T i
R BB A RIA , 50 240 B0 e (6 K ) T84
Y1 -2 43 B

—. RE T F AR

1.DNA R 3u 66 5 i 3 B 40 US4y, th 2 8
Tef5 BIBEH # , Bt 1515 BB Z M e DNA 1%
HRFF . XtF8 PRk, 298 A
DNA iy & 8218 2 19, 0k — A4S B30 A= 5 41
M E) DNA FEFIZE 3. 2 X 10° AN IR X » #
BT NEG ML 2 H~2.5 FARBEEFK
RO

2. AEB RMELEHRENETEEAFR
I3 B ARG R A A R A5 TE H T B DR TR
H,AI4r% H JH, AV H, BH, #1 H, H 2, 765X
TRABZ A, H AR B/, A F R F 4
SR SE, YR B R WIE A % . HAbpy
FAEIEAL b 8 B AR S, B R AL U4 5
'@’jtﬁ% H, f1 H45E’ﬂﬁi‘.ﬁ$'ﬁ%§§u H, A,
H,B, H: fl H ¥ R A ML BIK S 5455 4 6
FIS5H o

HEE A LTI E G, 0 2 B4k . B
PRALFNF B4 45 . AR KT LU o VB 7B
HE LB, AR HEREEER TN
H .

3. FHER RB—ABMUEEAR. SR
ZER BEREMRMEE LR, i my., JEa
HEA LR ERRPA L, F XU BB L vkoAT LS
2] 500 ZF AR5, 4> T8 K 15~100kDa,

R TR A TP IR A SV e, ZE A 20
JAHRRE S B, — M Th BB 1% BR 4 47 (4 e £ Ik vh
FHEASREANEROAS S, AL E
IRHE AR EZ M RS S, 55
SRR A A 6, EHE AT LI me 1k,
R R RIR A HEIRY,

4. RNA e &4 /08 RNA, 4 &
BUEK, X2 RNA B 4 5 o IF 3 4 4 5
RHF ORI A S,

= RERSTEM

5 5 Y 45 44 2 3 Y 8 5 14 4k 2% 41 4 )
BUHEI R RIS, B 52 DNA 54 E 5 >
[E] ) & R FIF 52 . Kornberg 28 (1974) 4 4 Yy
0 T F14 TG ) AR Aot R0 oL B L, A 4L o /N
(nucleosome) & # i, 4t 4 B ik A% &5 ) B ff
(B 2-1D), HFFABINMEESZHS, EFRE
25 10nm Y HRBOR 4T 4, B2 Yo f0 R i 3 4
g5,

B/ B FFP A R R 25 200 45 3 i
ZE4 B DNA 4, He H,A\H,B.H, % H,%&
2 Mo F AR — A\ R0 TR, 1% 00 SR 1
ERE—A i A BRI, B2 10nm, U2
Jie DNA 43 F 26 76 )\ AR Sh T, 25 1. 75 JBl (&
140~160 ™o B %) J5 B IF 3 AN A\ B4k 2 3= 40
LR —A/\BAK 1. 75 . X AR — A
i (BT BRAK )\ SR AR 3 R — BB . BN A\ Bk >
B —Bt 2y 50~60 Mg xf K BF 9 DNA, 4
%4 DNA(linker DNA), 1 H, A% 5\
SRAKHIH B, T S 007 F 2 8 DNA % eb . igE—
AR, /MBS BORL 54 1 40 F H, 3% 28
IR 20 B — 1 52 8 B /M

..........



----------

HEEL

=V FEeERHER

TE 35 240 A e B B €5 57 T AR 9 3 40 T iR e
AR BE DA K D BERAS B AR, 43R Y8 i Ceu-
chromatin) 1.5 44 {4, fii Cheterochromatin) B 5 .

s @@

YO IR BE AR BEAR, ST 4E HAZ 10nm, B
TR R AR » S BICBE K, B o b e T L3 59
WHRORSH RSP EELZFIH DNA, A
A SRAT WS T 8 30 40 B A ) e SRR AL

iSisase

FROFIR AR ERR, F2RERS,
HYER 25nm £ 4, P OB, 20 B
WRE, A SZ MY A AR
. S g n S5 Ok B3 AZ O T BR A Y R,
DNA & il #: 8 , & A HEE DNA F5, R 347
s, FYLa R X5 R 854 5 Y 46 iR (constitu-
tive heterochromatin) F1 3 #4: 55 4 {4, i (faculta-
tive heterochromatin) B #f,

. ZMREBER RERAFEHEERL
AL ERF AN P AR TR AR, — B
FEER ) DNA 551, A 5% %00, % 0 F 3
ORI B 2RI IX Sk X IR AR A B Y e fa ik

KEmsg 2/3 X B,

2. REREER EESEHARRE—E
KB BB R Y0 T AR e AR TR B, e PU B B
SRR FEMRGEI R R 2 T, TR R
IHEE ; 24 FANRCIRAS I, X RBHE A8 R % e 65
WA R, SRR PpOAREDRESS
Y o JF R R A5 B TE B 1B A A% DNA (1% J8 T
4, Bl 5, i X Y e Rk 2 —Fh It 5
Jufh Ji

W, FERegmR

Y e, i 5 G 042 [5] — Fh W) R I A [R) AR 28
TR SR ST e € 5 4nfa 6 28 i et ik 2 4
ARG R, MENMELA NGB FE A S
Fa B RAZ /M I R I, i B e Ttk
o) 7 ) DU % 435 #4578 (multiple coiling model) FH1
Yo A [ 372 B8-S A 45 M AR B (scaffold-radial

loops structure model ),
(—) mgaEs

e e J5 i) DU R S5 A AL AN O, I DNA 413
GG BRARZ T 4 A EEH B BN R .
o DNA 5408 B i/ Me, FEAE A H 1
I F P R/ME I E B BB R 20 10nm Y 1%
MR ERBREEM O Y AR I — R . A
b T A0 L e, e JTRAR A LA R e R 114 R BRIk
BT, YA RMOAEE FEBRET
HAESFE SN EHEN 30nm YA FRT4E. 4
B/ IMA AN AT 43,3 B 30nm f) G 5, i £F 4EWg 7 4n
K 2-2 fis A H, BA Bt 5 DNA 454
B , 30nm FYBRZAE R H, 43 RE T T3
H—FaEt ., EAHER HAFERNHBL T, H
HAR 10nm B9 /M R BR 45 14 1R i 4 4%, 4518 6
A/ME B BSME 30nm, 942 11nm Y ERLR
(solenoid) , HHEEH H, AL T 2 IR B P #E,
RBLEE A EN CRBER, BAERR
AR M. Bak % (1977) N AL
BB IR 1 2 2440 e vh 43 B Y fA, e pb 3
& FEHREE F BB HA 0. 4pm, K 11~60nm i
Jea sk, FR 4 B LR (unit fiber), 7EHLEE T W
B2, P B BT 2R R p MR AR A BRI U AR R
0. dpm B [B fA]IR G544 , R i SR 4R A (super so-
lenoid) , X B YL LA HR 19 =R E5H . X R AR IR
LRAEHE— IR, LA 2~ 10pm [ Yo 0, 5 B
1A, B g (o (AR S ) DU 2R 2544

HRAE VU R 45 M A5 R, A DNA FI) 32 8k 28 5
T AN BRI % -




Kl 2-2

NA FE48 7 £% JE4E 6 fi

D 1% /M
Mﬁﬂ?é&%wﬁéﬁi

DNA 23 PUZR i f e e 45 8 400 £, A
B 45 2k 4 5.4k DNA 4> FF K 5em (5 X 10
pm) , T 40 MUAZ B AR 2 Spm, Je ok B DNA R
45 30T T3 15 BTk R ) DU % 5 R R AR G R R T
DNA 43 ) 48 2R [a) j,

IR

(Z) RBEMOZR-HHAEER

VU254 B A R B AY AR AT T
BRIRAE G AR RE L XELL S A M5 R .

TRUR ER R AR B T 1

RIS | Ak
HREEDNA MRCHUIIIRIH | 2nm 10 1
}
10nm 3Bk ’ 80 6~7
30nmiIg L & 1200 40+
# 60 000 680
i 0.8%0e 1.1x10% 1.2x10"
| )
Voo
30nm E
Bufafk :: (v 98 183F /4ty 1.2x10*
0.84pm

30nm Je 8 R £ A SR AR A
A. TR, 78 Hy BFER; B MU

20 42 80 4EAR LA, — N HT Il —— e A ik
“REFR7BIRY (loop modeD 5|2 T AT EM ., %
BRAENDA R fEYe ek h g — A AR B AR
LHEW , FR N B 4K 32 28 (chromosome scarffold) ,
PAZRYL 0 B ) 3 20 2] 9 S 4R 70 2 240k X I8 A
B . HAR 30nm MR —in 5 TR — K
G546 79— Vil JE] B4 S S FOR AT [ )5 3 25
B RAL  BIAN A TE R E RS SR . XRE
HIBPR SR 2R A FR N RE IR, #EFF B K 7E 520nm 22
Ao RERRUT G A R N A e e i) DU e Y, R
SPiR. B 18 MREMFE R — S W BT B R —
AL, AT . FE— SR e o Bk b, R TR A RS )
TR 535 2 AR T , B2 106 AS(JE 2-3) .,

Bl 2-3 B ikt ST A S h it

..........



..........

B2T AXREeR

X ARG AR S BT S B 19 st e
2T HEF) 1956 4F Tjio M Levan A #i&E T
ARG i b Y R A B E 2 46 k. 1959 48,
Down ZE&1iE . Turner 454 4F &% Klinefelter Z5 &
FIE A e A S 5 14 2k B0 TR T 40 O S8 A5 2 TG
PREEIFARLE A 0 35 B 5% 430380 —fe S 40 338
. 20 2t 70 R ML BL T BRIk g
WHAR , RKHR & T gtk i G b .

—AEXEFERNTBEEHN

T 240 L 184 5 JR) 3 op A4 S [ Bt 30, e £ 4k 0
TSGR Wb ARk, e 20 R PG
RHTE AR B SR A, AT DLFE 62 B T W
88, W T Y 0 R B 9 R I R b 3 68 4 05 1

(R G R N R Sl O RN
(chromatid) , BFR M IH R Y A B4k, BAIK & H
— % DNA BURERE. W&k 6] & 22 b0
(centromere) M #E #:, HEL P X B & EE T
DNA 4 B 57 e £, 5 , 2 (R I 10 N 45 40 , 0
2R X B FR N F 45 JE (primary constriction) .
& LRI AMU R BhkL, J A I 2 A L 7E
oy b SR OB EUIME X, kEE Y
BLE e (AR Jr BEE B A BETE 40 2 5 1 1] Bt %
M ER . B LR Y AR TN 43 R BB 4
BRI EE (@, BE RN ER (p) . 4
TR 1 R 3 43 ) A — R Ak 3 52 R Ry i
(telomere) , Jiphi L& FEFF YL O IATE B LE W
TEPERSERAPE MR . Bl aR Sk a0 Y ok, =k
IR MRS TS BB A, A Yy
kb DNA &4 (TTAGGG) n & H 3, K
& 5~20kb, 043k B BIF 5T #8714 20 g 4 £o, 44
Wb E A DNA 531 K BE 609 45 55 15 40 i 1) 5
MBI LA X,

TEA S R K R BB LR e N
L3 W95 BE, BR MR 459K (secondary constriction) ,
AR E e R e ik, 488 B R 4R X (1
PREAAR) & rRNA R Frfe 2 4k, B 5811
A, R A AT R IX A H A X
(nucleolar organizer region,NOR) . 7Ei% X %
0T B, 3 e o B R A BRIE /A, R A B Ak (satel -
lite) o AKHY 5 X o 22k Je otk i 3
A BERFAAE AT BB i T 3o A8 0 5 i 2 R
RififA %5k (B 2-4)

SR <2

4

2 TR —

KE <

/M

B 4% X
185 K Q8T

r
I
2
1
1
: %
1
1
I
1
1
1
1
4
.
|
1
1
|
!
1
)
1
|

Bl 2-4 PR AEKIESRFE

ﬁﬁ%%ﬁ%fﬁﬁﬂ%kﬁﬂA@wﬁﬁ 3
FhRAY : O e 3 22 kL Y4 (44K (metacentric chro-
mosome) , 5 22 i i F YL iR YAl i) 1/2~5/8
Ak, PR SR AR ; @ Hp S 3 22BE B 8,44 (sub-
metacentric chromosome) , & 22 % B B 1R 55
R L TR AR 5/8~7/8 Z Ja] , W e fa 4
Iy RS TR B AN 5 O 3T 3 2 42k e 8
(acrocentric chromosome) , % 22 i & 3F — %%, {of
THE RN 7/8 ~ K4 > 6], 68188
(K 2-5),

I—l—— Puta ik
Skl
KM () —% - g”‘
—— H R —
KHE (@ —
—
ML F A W H G 24 A i 2L
poET CIERTS Rt Ruta

B 25 AFYemif 3 FAm
o0 Aﬁééﬁﬁ%ﬁzzﬂ

— MR v A AR Yt A, FR RN
RN HES BT A6 1% 4 PR s R Ay 2% 78 (kar-
yotype) . 75 W 40 g Y A% B 4T 4L o ik B H
EBFER ST, ERLRER S FEBE TS —
B, R A% RIS H7 (karyotype analysis) .



=l Em

FHEb AR 1960 4 7E 3 B FH# IR (Denver)
HIFRIEE 1 ) E bR 40 s 16 22 &0 B E A
Rk A RS . BIEX—fradkd, A
TRAREEY 46 F Y O R/ NFIE 2R B 4)
4 A.B.C.D.E.F.G 7 14, I\ K B /MK K HE

a0

Fl, AHEK,GHE/N. He, 1~22 5B L

IHH R Y A4K (autosome) ; H4x— Xt H B &«
PRI A 2 5 B 64K (sex chromosome) ,
THERT R X Jufalk, BN —4&% X Qe @ik
—R YREME, XEAEFIACH,Y Rtk
FIA GHGE 2-1,H 2-6),

4R AABRERENRE

A 1~3 1,3 Jyrp e s sopi x B GIE-S]
2 R H Sk 3 ok
B 4~5 wk R4 P -2 A x A5 K5
C 6~12,X g W Hpr e 22 h0 % 9 A5 X4y
D 13~15 e VLR 2ok B 13 f@ I N1
E 16~18 N 16 Kb e 2400 b 16 % I GRS ]
: 17,18 il H Je 35 22 %1
F 19~20 VN GiP S 572 ) % A5 R 5y
21~22,Y B/ L LR 2.28.57% A5 X4
i e VR,
el BTk 4 e 0 R AR A S B4 — 2 e
N\ o A S IAESE 2 BRI, B, AR &
~ Y T \ e AR IR BURAE R/ B 2B B S 515
\,/ N e, T X 2L PR AT 405 1 2 b 2 R AR X 435
N\ '\ e g RIS T 6, 5 52 ) — 6 5 A W25 , 4153
= NG By 132 852 RN B B2 SR R A, SR e
AN Q 1 4 TS 5 R S M R O 5 15 B o i 2 1)
: N Y SENLT

=11 i
B e T

11 12

T Y I 83— 38 —ad
13 14 15 16 17 18
rx— g M—y ‘ )
19 20 21 22 XY
B 2-6 AKIERIEBHZECEH)

BRI AR PSR N2, 55— A e e
RSB B RS RE R ARNAR, BE>
[, "B . IE % M B AR . 46, XX,
EH BRI R K46, XY, HEIEEER b,
e RS BT AR AR R, X e B R E T A G 4
KANFE LR E FRAME, Hh—&kBR
TrHINEF — ok BRI F, R b R R e 6,
A& (homologous) ; T A [l % e €8, i 4 75k Sy 3 [/

(Z) RBEBHFHEAR

1968 4, Hfi # 40 i {2 5% Caspersson 2 Jij
FHPE It 42 %L & T ¥ 1Y B (quinacrine mustard,
QMD AE3H B €8 {4 /5 , 755 6 B3 8 T 7T W42 5
B A A B R HH— 4k 4k 55 28 A B R )
HIESL, Bp gL R ()4 (band) , BEJS X HBL T 1
LR Rk B AR, BHRERTEARKY
24 YLK BN & B 4 5 B0 B0, BR o A
(banding pattern) .

1.QE# (Q banding) RIEIZBIM, FE
FruEny AL B kG  EE N B T AT B B
e tafk o i T2 FISE BE R R IR 0, Bp e £
wH Q.

2.G 2% (G banding) ¥ 38 k74 F
Bk JBR 2 1 W LA 2h A W 4b BB , PR Giemsa
Qe e, efk LS Q#AMHA MM,
FEEE BT , 7T 0L 6] B4 80, R G 4



