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PRARERMAHT RN HED THRE T RENKE. BET, CBOANRKBEHRR L 8 000 2
MOEECH T EAR RS EE, HOBORERGR N SEMH FRE, ZRABTFENLE=E
HEA I BRI <

REEXEEHR T SEREXREE I L BRILER. RIOGEXFBME
FER AT, BT RN ERFE S B LREES S, AHE SN BERK
R RIS [H, J3 R 2R B2 I X0 SR ARE T B EF A

ABHRE T FZ by 4o BRI U B 2 B B 2 58 4% 2 0P = 9 SO &R, 7] i
BIEARBEROBETSM T HIANENES . BEG TR PR RERFEERK M E
BEMHETHF - E.FF.FREBAEF IR . ET=ZETHNE-ZH="NE+NH
B b EFBEMNZEMRE T8 -5, BRPWHRERN P AEITHES THENE. BN
BRET=8FRMBEN EREEENHRRENRE T8N LUK K 5T I 5 075 9
ETHLEEFHEAFRAFEXRNERTEMES THE T+ —EMH+ 25,

B g TR FE B TR AL X f, B P RO AL RO RS .

MTFHEMARE SR, RBZATEFER. WA S BI04 3 A B RA  wHE
BREFERBEERZL FXEATE NTTEFRMERFREFEFTREER.

fHm#
2006 % 12 B



= &

il
e ) E%ﬁ%%%ﬁi
:!FJ‘

B B BIHES oeeeeereereenes .

PG ELPHIRAE oo errerereennesenenns

FNE HERBRE -

F— BERNBENEABENRRITE -

BT BEARRBETR -

B B E R ERAMREEE oo
BN AR ER R EE LB oo

BHRY BRERKROEREREMAT -
FHE SHKEER - TR
B ARZHEEEA -

B LRRIK DNA R GER --ooceererremmereee

BARE ER#EMER -
B ZERBERFR-

B BREEBEREE RSB oo
. . . v (117D

- (12D
«e- (121)

CAURINE 2 355h gL E A S
FtE RB&KRF- e
BT Re@ikEAE--

BB R B EERNMEIRE e

FRAERG ST TIEER oo vooeov e nrnreseneenersrt et snete et te e e aes et e re e e

v (D

- (D

e (2)
. PN ¢ 1))

DO ) 7
s (15)
s (20)
. (24)
- (27
e (27)
S N €1
ceenens (38)
e NN 7))
seee (52)
ceer (54)
ceen (TT)
cereene (79)
ceer (83)
- (88)
c (88)
- (94)
-+ (100)
-+ (100)
= (102)

(5)

(10)

(34)

“n

(114)



HERE AEBERHELE S FBIESE e rnre i e e (162)
A BRI IR e e eee oo e v e e she s e e s e s e e s (182)
B AR I o eeevee e e e e (196)
B MR SR E R RREE LA e eeeere e sereee s (199)
AN I A A AR e e e eer e ee s et e e (210)

B — B BRI vveer e eeeresne s e e s s e (213)
BN BEEERIBIRE oo ereeer e eesemr s e (217)

BB AKEEAIFRL-rrr e e e e (220)
o ARBEEAFMAREFG IR veeerere e (220)
B, HGP BIITEE R BFFTHRAYTE S ceoerevrreremerer e (220)
B AREFHATIAIEBERA e e (221)
By AKEEAFRAI T ERGERE oo (224)
BRY O AREFAMENH S ERBACERR oervemrerreeenen (230)
B A5 BRAERTHGIET o eoe e orere e ms s s (232)
B A HRAEREIIIG ST e veeeremeeereeem s es e s e (244)
BN RS R TR R e e ree e e e s (25])



WS M A ARBEBEFI e
et rart et riens . (261)
- (264)

B
]
B=ET
L3t
BEY
B
BLH

NEZ R

FSESLIE- 3 R
i%ﬁ%i%ﬁ

- (272)

ZE-2SRIRE

E%FE%E%@#

BN B AT RFER - vveveememeeemenemnes
X 53 LI RTICRIOUProrepveny

(261)

(264)

(274

- (275)
- (278)
- (279
. (292)
e (305)



F—F & it

F—7 EFEFFRERFEEFHNEESE

BS %38 1% % (medical genetics) B # 5EF¥MEE M — 1% %5, BB fE ¥ FEAE
EZFRPWRA, MEXLERIXAMFEMERRGE. B, B¥iE 20 E— 1A%
BRI AZER. EAERZER, ERBEFN—I. B1E ¥ (genetics) B RLEY
RESMENEENEA ERMTAMNEN - IR 2. BEBREXHAENNTREA.
StAEKBCHREREANAEAIEEE X F,THHMAS RN SR E - FEESRE
FHRERE, Hib, B¥@EEURE TR . — SOk, #fe¥x5R%—HMN
FAREAE A R RAREFA TN ROER, EXMEAAREZFRBRBHR. 6
oA BHREAAREBERALEE BEENABRRENR, MG ERAEYERNGE
BAFIE; T EBIESHENRBREHFAX ILENFENRAKREENEHMBEIER,
TREXEHMEEAREATUEH —EHNER, AN EEMREARAENHBEETNT #.
Hlt, EXMRBEREREEAER S - FE, BEERNRNEXWAMREANIRAE.
E¥EHKHy I EHBFR-MHERENER, BABRERN B RREME& MG R
IR EBEMEN (HEZE LR AFEBENHFBIHEE KB TN ENER QR 2 EEETTE
BHRIBES N FIE RSB, M ARKBHERS . BFREXRAREMAKT BERS ST,
FRARER. Bt BE¥HER A REXTTERE %74 GOm0 , T B X 2% e b 157 22 1
K. = PREQFFRESERAKAME. XFESIEAODMEH. XV EREBENRBEL
BANRILBET.EEBEREA—ERERE, HH 1910 X MEFH — N0 ER ¥R James
HerrickE R K BAEZ EMEFPHEERFESHNAHM. 40 ££J5, Pauling EBH T Gk 40 I
mMAEFNIEANBEXEESEFNAEANEKSEERR, TAEZRILENXFRAIER
MABH, XEREMAFE. 1956 45, Ingram FIHKHEEAEARAEAHXHEREZH TM0
MEHPHT NS EARBEFERBAIME. HE ERTFRKTFHALRTETRE A
AN REESR, MEC T ZE DNA K E#HTEMEH. XE—-FMTEN . ERK EEREEK
e, R B 30 LA BHRTH | MEEHRR B XHFMF LA R RN
B, A DHIF TR EY N AEX FREBRAENY. FNEERY AN EREHR
AFREXT BT BG4 H RN . B, Bl — AR WER, 5HRA K
2LBHE - EHRENES, BORRENESNRD E 3RS AT I8 B — & 5] 7 (i fn 5 L8
o R BRI R R B RS EEAREFNEIC M LA R, Bl
A4 &R R A E S B LER; B AR — 2%t A R — 5 A [ B



© 2 E¥ RS

IR E (A AR BALS . AARABTEMEMER ;B —BRET -TALERBEYN
BILFE BN ERBBEBEILERONERAEZ K, BE W RBAE HERIE R

20 43 50 ER ISR, BEE S 4K B AR . DNA EAH AR .PCR TR B K BA KA, 411
BIEE DFREFHEATRERRNY, BEX5E%4 8, HME R T AKHMB1EE
(human cytogenetics) . A 2§ 4 4k 18 % 2% (human biochemical genetics) ., A 2K 43 F i# {5 2 (human
molecular genetics) , A 58 {5 £ 2% (human population genetics) |, %5 i /& 2 (immunogenetics) .
25 ¥ 18 1% 2% (pharmacogenetics) 38 5t 1 f£ 2 (radiation genetics) |18 £ 3 3 % (genetic toxicology) .
{2 4 i 78 1% 2% (somatic cell genetics) 47 X182 ( behavior genetics) , & F it {& 2~ (developmental
genetics) \ I8 8 5% (cancer genetics) 11 BR 1t f& 2 (clinicalgenetics) & + /> B 22 {5 2 4 %
#5.

BB ¥ 5 ANEBEENPMRMREARZAIE, AKB 5% (human genetics) T A%
HREFEEEERFIFEEDO WBREABRRELYREM,. AMELNHE REAEESE,
MR L, XEFERFATREEFEFNEMES, HIERBEXRK, MEFBREFENEE
HRAREFENMEMBAOREEROBEAERELYRER, CEIHRALRERHRE
EBRSBERENOXR,BELH BB MG RO #REMTBR. TR, B¥iRE
2R THR X — AR R M E S A RR ML RER .

$oF EFBEENHE

— BERHFEHIAIR

18425 19 tHEE BHMEEXMP N — iR ERH. BT ANBYWASRERARS
RRBEA XN —BH %, i, Maupertius F 1752 FR R T — MK AW FAH £ R
BIIR 8 , HAE B R BT i AR R R AR IR

XA PRSI AT B HWREEHES. Joseph Adams(1756—1818) # T1E:

(1) K47 BiERES SRR, FREIGHEERHTEIC.

(2) RRBREERD, RBENER ERENBEES, BERFORHRETEEH TE

(3) BMIEHRFRA —E HAENRA, ENTUAERFRFR B,

(4) Foegmim REEREERNE N T A SBEORN BN, M5 BERRR, 5
RAGZ BB M .

(5) FKF W EFER ML ITR AT TRIEE R,

(6) I K b [R] 2275 7T A A [l £ 188 % B A

(7) F 1814 4 H AR T (B B B9 5% B (S PR IR ) — 8, R (e B SR T LAk

(8) %P H S B B H AR, IR T H A R, RS RATHRK .

5 4h, 48 B B B C. F. Nasse 7€ 1820 R IE B AR Bl A X~ 81 Ba vk it 1% 19 — 1
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RET MRS IR T —MHEOAKR.
—_ERREREEERNATARKRHAR

1902 4&, in % # (A. E. Garrod, 1858-—1936) X £ T (R BRRIRIE R Z W K . X FLE &K
PRI — 3 XRHEE/RHERABREE - KERATALRNER. MPERBZEREAHN
MEEH, AN CRETIEAZHESHAR, FAREMNBRE IR, WP EERY, B/E
KBS BREREREASHEERFMARRREERERNSBEE., LW AR HATKER S
ERRWAP R EERNT/AENEM. MPENHATERERER.ZRT - TMHHHRHA
W—— AL B ¥, NP EFMOX LR, REER ¥ L - RAHMBITR T
ERMERZRXR, FRET —HAARSR, REUETRIESAMBEEREHRANEY
ezl e BT T ik B BRATIRMEFHER. MEPEHRA, WRAHZRROHEA—
B, BB TH2REBIE., X, “UBESD 20 42 30 FARETH XM AN I, E3HRE
¥HRMESRIOBHLAEKE.

AEKBNRER . AHANEN ZEUOFTEHE. RERMOBEMRBRRH, RELED
MSr 2P BN RBZIE . A EBTERA 2R Z RO R, ATER N ER S ST
FEAEFTR R R . BN B R B MR R A BRSOk, MR A R IR R BT R AR
W RESRRNTIE. TR HBEF EN—TTER, MAEBRZH., 1900 F, HE
IR Z S XA HEH R . 1902 48, W55 FfA 105 /R FFRE A B 5T SR AR it A5 2% . 1904
L, FEWHARAEBEREFMREEZRAINER. 1909 F, ABABREREFHRIZER.
EXFER T, MBELFEERIEEERERNATALRBEEMES, BREEETHAKH
A .

= . BEFEEZFHNE

BB e ¥ R R R UK BRI G SUR e F B4R 5 5 Xt 18455 Y R TR AN 45 18 O AR T Ab
SCROMR . 20 42 50 FRLAR, BE¥REFATRENRE X EERH THARBEE . &
T2 ¥ 54 FREF TR IR AR IGE T HEN.

(—) EFBEFELEEIBRANEZR

1952 48, il WA g TR B H 4 BoR , oT 5 40 M B B 4o € ik 43 #0, (8 TREE . 1956 4F,
ﬁ%‘}‘é%ﬂmﬂ(ﬂqﬂlﬁ(colchicine)!Sﬂll:ﬁﬂﬂﬂiﬁj\ﬁ%lfﬁ'ﬁ,ﬂ,{iﬁ%FF%El}féiﬁ’%,%iﬁﬁxﬂ
A S S, R E A E T ARG B e 5 4k 3k B b 46, B B A F s BK
1959 4F , A4k R BB K4 S 1E K 21 =1k (Lejeune %) ; Klinefelter ZEAER 47, XXY (Jacob
1 Strong) ; Turner ZE&1E X 45, X LR G AR . 1960 4, Nowell 2 i A %) 1 % & (phy-
tohaemagglutinin, PHA) {4 #h % 3% i A MR B 5 40 o 4L T 33k A 22 3¢ . [F] 4F , Moorhead 4§43
o AATFHA, B T AKINE MRS EFRPEATHAE-ELRER, 1970 4,
Caspersson Jo7 Ji 1 M R 0 3% 9% % Yo 40 {45 39 e 65 1 B A R 0 U (B SR . 1978 4F,



<4 EF#REY

Yunishi H R 8555 6 AR HE B FHYUZANSH. EAEELHRN (BB EH K
AR) o XA, X AT 5 R B IA 0T Y 1 E A AR Ak DU BON S 60 A8 5 9 A IR ER R IR AL
Qe AL S X A MEMBTRIFRE T MR E2MH . %R M AR (FISH)
MRS RB TH M AT E . SR EY 50 FREXNEE . AECEHEH
Y1 (micro-dissection) B 5 &, Y T Y (K 4% & X HF AT M 0T B8, HE TN IRE X #F FF & DNA
B B S5 M AT BE , KA BY TAIRB R 5 B Y 4% .

(Z) BEXBEESEYUEIRBERBER

A 2R K, 10 % P8RS PR R AR FRAE SF R B VR . At A A R — AR IR 1Y b SR R b, 7T LA
FBURMEIA . X BB R A4 RGP SRR e MBS, HATE IESE /A 200 £ Fk, 20 it
43 50 S RLIR, ALK B BOR MW7 Or B R R 4R 8 T X 58 K M AR 1880 1) TF 9 0 16 DR 32 W
HKF. BN EHTER M RBE PR E R AR EARRE R OOEA DT ER
BEB e vk A A BB TE N FUR A S5 MI 0 o X BR A B A% 2 TE SR TR 5T R L B L A
TR E AT T — Kb

HEMR T HBRRHAORNMLEERBPIF. Pauling % (1949) 7EHF 58 SR 40 i 7 1
BIABEKEER HbS, REEBEARS FHREERTSB—KER, BRI IS TH.
1956 4F, fti B9 [A1 H Ingram ESK HbS B TEHREH PHER A EMELR (B H#% 6 U B TR
FAMABEMROTIE. ACHNRERED RKEES JREQ BELE FERIETRFHT=4E 5
T

FELPRRL A b, BB AEFIT R TIRT R RERNABRE . EREHIRERRITFIRE
FXFTHEAEKRHER. 1953 4F,Bickel i}, AR HIFEILHWERNERBAR, 8BH R0
Bi7 1k AR IR PR AE B K J& , R IR TIRTRCR . WU LAEX P R B B R M BF R LA R 3
B v A S RAEACEDR B A BT R B T SR .

(Z) EFBRAFESFREFLRRANER

20 42 70 SFRUBR Mo TRIEFHBIORNBIFRMER T —DH BB . — Kbl 1eh
HEA D FRKFEBUEB, HRAEEEFAEN . ZEHLZK e UE TERRT FRRE
TEBAR.

Waston #l Crick(1953) % F DNA SUBEZA WM R AR EEF 2 TBEZFNIT M. Aber
M Nathans(1968) Z B A T REIHE N VI, X & DNA EHMEZE T HAE. Sanger(1977)
BT HEUBEZERHTT DNA 5. Mullis(1985) 32 H 7 # FH & & B8 88 I i (polymerase
chain reaction, PCR ) #17 DNA H B B9 fRSb Y58 . X So 3 AR 70 i IR b 9 07 F A% K Hb 4 30
TEX®BE2HER. B, Kan 2(1976.1978) i F§ DNA 2t 8K , i g JL3E7K DNA 4B i
R E A A R B D RRARR MR, EECHEBMEBBERMIERTF
B. HEFARMSMITEMEERZK BB EME L, B 1 ERE T AT B2 B RE R
S, BN EATE R BRERRERAT USRI ER K, HERPELAB N ERNFHMARRNT
Ve, BHIGEARD MM =R FE SR T AR TE— . 27 8 E 250K T W 5
MR T E#E 3 E (proto-oncogene) Fl (BR) fi & M il 2 B (tumor suppressor gene) f) R 38
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R R A R 43 T SR A AT 6 S e R — e 1R 4 S A

20 42 90 SFRY), B HIBIT (gene therapy) #EAIGIREZ K & . T EHBR S R B RKH
MAR B BIERLIEREAG T ASERAITRR . 1999 4, Bk E A ¥ 35 156 I T 40 f 7K F
XA EKA RSB BILET T EEBIT, &3 10 A MR BV TR BRI,
MMEATHEEEX ERERBT.

1990 FEFF A R sh A “ A H 43 R)” (human genome project, HGP) & — T [ Br 1 89 #F
KR, BN ML ANRREEARE. %0 EEF 2004 48 10 A ST, XUHXTERPERE
BMERBEEEERMHESIER.

O REEFBEFHNARE

REMEFREFREBREREREENEFBRERREXRK. RWHANELR
P fh S H MR AR SRR A MR E NS IAE. EEME,
TF 1982 4FFF 4 BT I 37 9 BE 2 B 5 S BT 2 L Bl T B 2 B AE B MR B2 %5 45 A 4k R
GG SERIMT 1984 4FJRAIT. 1986 4F R T PEEEBIE¥ & EH T E¥BREFE
REMHERRE LB, EHEM 20 F9, BXREFVIROTIE FENTEHER
BHEBE FIRRLILE REEFREERET -RIERRR. EFER REMERR
SEEALBERBRE EEERFERNECN LRI ERG T —RIVRBEEHER. b
. i T HERLOE T AR 1 B VB RS- R M 2 I BB 45 & 1iE L A-1 YA 8 (b BB AE |
FHEHE L BWEILE A N ESEROBEURE R RSO T 2 BB R R R Lk R
EHEABREREER T AREEATI"INHOUFES 2 5HHAAXLERNHA“"HapMap”
EFAETE,RBT 1060E%5

F=T EEHERR

— JEEHERREMEI

TR A& M %% (hereditary disease ,inherited disease B, genetic disease) B PR (E R, B8 B
Fify R CGERE R 64) K4 R (ERHBE) T3 RAER. B EL TRZEZ -ENT
X3 P {538 (vertical transmission) ,

BEYFRBRTFETAGNARABEMREESHEEHARS S A R 20
REBERAME, HBERAMEESFRBEBREY R GRERE B, AR (B REE
BOAEE. BN ERAEARKBREFEL HEBIXEFEETER RFLBRAR
ik RIS B E MR G SRR . KR BERBORERRENLRE. H i, 8% %
— AU TR .



1. EHEE

WAL HTIEA M 4% 5 2R B9 AR Z IR H — B /Y &0 B B, — AN 2iE 16 31 6 1 4% 2% R A9 K, 151
e R BBE, XEBERXITHMERN EEREZ—. FEBRER.SHEE
HRENBBREERARERES , BBRERIARBAREE. I AHEERERESE
FERRL,RERPREG; —BELAKRERERESREBEN: ARG KRRESR
FEAHNETFFRBRATUBMEAREELEMABERA . B, RN B EER
HARBERK. HAL ,RE—-XNRXARE—-IEF  RINBIAVEELEBEN. YR, XK
PEZR IR (familial disease) IF AERRBEHH . FIERBEEERR, BEE—NKEFHIRFTAS
PLE R BB F]—F R, B AR R s HETEL Wl B R A IR — K EN AR R A & F
AT R AR R R e B 45 (R 3R B 5 R R R B R R RO R A0 R RV B B RS B %
KE%.

MR REEELBEMARK AR, BEBNEHMHOERRP, AZKE AR (human
prion diseases) W& —Fp BE i 4 X AR MM EKR . BwE (prion) RUE —FFEA LY AE D
WEORKE, MEERE-MEESREARERNEZSBE/RBEERT. BRANSBRER.
A BB B (kuru 95 B R EE R RE MR E R — MBS R R EH A ROESRRK
ik, PrPYUIRA G HER,.IEHART RB EF RN PrPCETIREEK. XFHFEAR
SFR—REWHELBEMNYILEBNEAR,PrPYlL PIPPRAEHZH BINEEW. X
HRTEBAGRASFRMEARMNERITEBHTMSIEBNAANERARBE, RAFHMIY
RBEAL . RABEEHTER.

2. BiEEN X 5% EH (onset age)

BRI LT EMER. AEEHEFENEARE, , MERESIE EXRET LR AL
SIS AEEZLM AR, WEIJLBREHAR  BRILBE I ERES AREJLETHRER,
MEAEKEIERAR SV HEAES; PFHERNAFLREEN. . SFRFHESIE
£ EEPA LRV EHBNEEE BEENERARE  BFEHETFYPRMRBOH RE
R B 5 18 L R 15 P 2 B8 %% (Huntington chorea) ; FEAER ZBE R/ A HE R /DRBH
s e iR R R HE R 1% % 5 55 K M 55 % (congenital disease) R F . SLRMER
BHEANAEAGRABKRNER. WRFTERIANESERRE, WIRRIEXXEE (con-
genital anomaly) , ﬁ%zﬁ%fﬁﬁ&ﬂdﬁléﬁﬂﬂ%iﬂ,Eﬁtﬁ%ﬁﬁ’a%Eﬁﬁiﬁt%iﬁf?ﬁ,
(HAL 7 — 8 5 R SR R T 5 P RB A, RS AR 5 Ay JE L6 S RO B . 2595
BB E, R, A5 AR R FI R FR BT LURRER . 10 E R M 5% (prima-
ry hematochromatosis) J&— 2R I BE RS 5% , (R EREH 15 ¢ U LA K5, 8 80 % K
Bl RRERTE 40 ZLLE,

3. ERNREERIPNE (monozygotic twins) #1188 W 4 (dizygotic twins)

RPN AE R — IR T B ARG IL, M 89 2 B R A B 58 AR R DUP DA R
B RO R S R B HE R AR F AR S TR A FT R, M ERAKEREESR—
BE K B9 4% Y B B I BR AG JL— A% MEBI AT BBAH R , AT Rl . AR — X4 BUE LB B A B R AR 3R
Bt 5t — A1 [A] A R B R TR — A e 9 » R AR X Xt XU A JLTE X — HER R — B, BR Al — B
(concordance) , (] I ARER A
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A998 — B (04) = AR WA F X 850/ 6 SUAE F (B Bl XLB0 ) X %5 < 100
& 1-1 S T LA e 7E 850 XA 5 XU XU R B9 — BUR, B AT & i, X T i R
W F AR — BRI E T B B TSNS,
11 IHEREERNESUPINENRR—BE

& 5 — B R
BPE A/ () XLHB WA /(%)
BRga1E 89 7
FE 4y RUIE 80 13
R R PR 72 15
¥ IR % 56 11
R AR Th BB T 47 6
LR 46 11
SEREBXTBA 42 3
373 97 94
B 54 47

ZBERERINRERREEERLZEPHIER

EYREREHER SHRILREANS R, #REERROREMRIL. YR, TA
BB B, IE R EFEMERADAARE@E 1-D ., FRERANGESIFAF RN TIE A
BERRE, WEEEAFRRNRRKTE.

100% W A E RS RGBS

* BAKECHS

5
WAL B 5

]

% SEols 5 T ML EE
-6 B 1 U B S g

[ REHH

0 #® % B K 100%
11 BREEARNFRERERRREPHHEEEA
(1) —sBERILEREHRERTRE  XLXRRHUREFESHRAEREX, AR
A ENFERERERFTULTELN. PImaEREREHTHERERETASE . AL

W MLRHR A LR AR,
(2) B REA L RiBEREN, BRFEREFT —EHEOMER ., B 105 % 5-6-



© 8- EFBEY

BERR TR SR OL S 5 IR AR S 8 T A A SE A, s T 78 2 M 09 245 1 11 2 o 25
A R I I

(3) A B R (N AL B ) B 2 3 R 15 P R B PR A T — S B 4R B, 3L
b 38 5 B AR I 80 /B O 3 C heritability) o 77K 6D 0 22 36 T8 95 o, L7845 FE 4% R
FEIE . e TR BB S5 ) B S o, SR BE A TE 709 DAL, 15 it 4% I 3K Xt
B0 B %t B T SRR MRS AT B0 B TSGR D R L A B
S RN 10 2 TS PR R PR IR A TR R R FRBE/N R 40%, R R &
K L0 A 3 1 R

BRI R0, it £ iAo 4 5 s T 1 s P A s AN B B R B . B
01 B P X R B 2 5 2 O B 0 8 TR R 4 T 19q 135 e A A B B . 5
MMERBEETA X, |

R, DA ER 355 1L A5 — 1090 5 T 0 J2 AL PR 225 LA 1 T TS A — T
B e e R AT VR TE A AR S0 T BB O BUEE . (E TR B R R AR TR B K 5 it
F B AR T A I A 5, (ELZE B — LA 2 o, FRHE P S 16 R A U
YL 7D 018 5L LA AT

= BERENDE

(—) RBER

Yt 48, {4 (chromosomal disease) & B3 T3¢ €4 (5 25 B4 B 52 % A1 (S Sy 2 B 512 8
. ATEABMRAEMSHNRMREIBEPRET E8, A4 3 6 4% E B R
ST AR AE, BREMNVEFRRERK, HEFAN T ERBET, RANEHBRE
HERYE, HTEALGEERETSER, OB ESBORAEREEE RFSEN,
A ER N E RS, FIERSESMENHTEH 21 SREEET —%&, 0K 21 =Kk
B, e AREE RERR PR AOEAEEN. HAEMNREERBHRERNN 726,.5%
MR 3 A A E R, Rk 5 50% . BRTARMALLGERKERHMEH
W 94T 10 000 ZRE B E, DR NS SER 100 BFF, LR AEBEMYRE 1~
22 By ik, BRI g Rt R (XL Y B k), MIFR A R AR .

(=) B ERAR

A2 A B e o R R I, B B R R R . IR — R R R R —
ot B B, I e B BT S B K 05 B PR b B B PR (single-gene diseases, monogenic disease), H
R A RIS E R RSB NR T MRS A BRI LU OB O B R
P (Mendelian disorder) , S35 LA T JL3E.

(1) %Y 8.4k 5 (autosomal dominant, AD) it f& 5% : BUREH M F 1~22 SREMAKL,
HERE FRIA AR .

(2 ﬁ%@%ﬁ%{‘lﬁ(autosomal recessive, AR)IBIER - BUFREHEM T 1~22 5§ Ak Lk,



-8 & B .9 .

FETFARK BABURERBHEE 48 FA4 KM

(3) X-#% 98t (X-linked dominant, XD) it : BUREF M F X ek b, G FHE
BT R,

(4) X-E YR (X-linked recessive, XR)BEHK BUORERENM F X ek b, HEFAE
WL aiETFEEETFERR.

(5) Y-##i# 1% (Y-linked inheritance disease) i : R BN T Y@K L, BWHE Y
e ihTmtG 3, ANBHEEAB Y, FBUREZEB LR, 22 B M £ (holandric inheritance),

BE 2005412 A 7 H, R EFHBERRHRA 164 20 #, P ¥ G Ak 153 85 F,
X-EP B 916 F, Y-HE B8 1% 56 Fi, Sobi ik 1E 63 F.,

(Z) ZERAR

L H PR (polygenic diseases) B FE N EHSHIRE FHFEIEAAIIRNBER. £
EABOERAEL: O — 1 EEFMEMEEN ERERFIXRERFSIEQHMENEE
B %% 2 B (minor gene) XA 5 EXFEHRFEIE. A TRXEXERREHEZ N EEFTES
LR ERREFRTHER. ZERARUE - BERELATRFEM—LF LR, ARER
WS, (T B E H AR B B R R B 5D, B S 45 B R 8 & ARG LA,
i 8 £ 5 H 1 £ (polygenic inheritance) 3, % B F# % (multifactorial inheritance), i F& &
RmmEE SR, B R EY R, VEERFENIERA LR, B BN £ H 75 (multi-
factorial disease) . XEEH T EEKBK L H HIRE —ERNBERE EERLER) . EFRH
HREEH, ENTBEANRESERNGRERRENAEGEM XXRFRAAEFIAE. 2L
HHES  EEEXHRENES.

(M) &nEEER

2807 & £ 9% (mitochondrial genetic diseases) & iy T £& i {& DNA (mitochondrial DNA,
mtDNA) FHERRBHRBRNRER, 2 REE. E%%ﬁﬁ%ﬂﬁﬂgkﬁiﬂﬂi —XF & A7
e B 0 (B3R A S R AUR B8, B AR L~ o — KR .

(&) hARBESLRK

14 20 Bfd 38 4 5% (somatic cell genetic disease) 1A 4 {8 o 38 15 ¥ R B0 R B BRI B0, B O
CRAMHE T BREYROEE, U — A G RER. B 55 IR T4 41845 YR
A, R X P AE R & 5 B AR I G AR 18R 33 b 1k 40 g 4 28 728 AT LA A B9 ok P9 B 4
L 4 43 BT S 716 48 3 P A B T AR 0D, BT LA T 98 R 4k 400 B 5t £ 9 , 4% R R B R AR AR
B EREA TRk ERER MEEENNE. AHERERERERTIRPHE
44 G 1 T4 0 R O S T B AR A 5 BT DA 53 86 55 KR T o U T A 40 U SR £ » S B S R R
55BN R OB .

€ Rk D)



FE EENHARFEM

R ARG SR B AL, B RN EH AR ENEARPZR.
L5 BB B 2 40 AR A% T B Y 4, 3 1% W) R 0 4% 338 B AR S5 U5 oo 7 O 52 B, » T S LI
B2 LA B 4 34 R FE R R AT K, BT LA 40 S 2 v 4 45 {4 0 4 0 3% 7 A M R R BE M R T st 4%
RERNE .

F—T RERSXEHE

e Ji (chromatin) 48 B M AL P AT gL E e BB GO IR, B & R R &8 DNA &
R4 4. BBk (chromosome) il 2 48 3 4b T 43 4 3 Bk el B €20 R o0 B 4 5% . 7 2 T Al £H) IR 45
. Bk RE R EKRRE Y REARABARAARESEMNERATE K.

— RERENLFEMK

RS DNA AIMXEAHRNBEEAR A K, HUFERS EER DNAGEH 3
HAEEMRNA, Hh DNAMABHNSBERIRE,. WELAR 1 L, FARaNETEE
KR, SRR ABREAR X, T RNAGERD.

(—) #&&R DNA
A DNA ENEAREAE -BURAREFEN, DNA BREARN ERMULF
WAy B ABMBEFLE. ALX-TEFEAMN DNA 4 F4 4 3.0X10°bp, BIF R —FF)

(unique sequence) FI E & JF ¥l (repetitive sequence) , J§ HE XK K EEBERN AR W2+ F
BEEFIIRBEREREF.

(=) RBEREAR

1. A%&AH

A E (histone) B FHEZEH, ESHERMABERMBER, SN DNA BES
& EEREFRNEN. AEAREEERI AR B KER, B/ MEHE B (nucleo-
somal histone) (f135 H, A H,B.H;# HOFf H/ A& H. AE B S DNA 44 MK DNA
KB KA R .

2. EHEH

JE4A7E [ (nonhistone) U EH , S EREHW XD A ERMG AR, WA BT, 51
Biy DNA BOIHHSES U N AFIESE DNA G JER (sequence specific DNA bind-



