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A {38t £ % (biochemical genetics) & #ff
ST R AW o ) M Jo A a8 A% ) o % B R
B S HURRB TR . FAE 1902 48
Garrod gi4& i T “SE R AR BB FG 7 19 #E &,
{BRX — R B EEMR B R R H AT,
H#| 1941 4F Beadle GW fl Tatum EL 5%
HABHNERFERREMN, BT
P — A B2 8 LA X 25 PR 3 o 4 ) B Y
B BA B TIRAM. 1952 4,
Cori GT BRI IFE- R T AR h Tkt
= HA BE-6-BE PR 2R, 1953 4F, Jervis GA
BRI R IE B = XN AR S ILEE.
W/E RS R BT ZF AR ERZ R RS, b 1 BA
SRR AR UL R AL TR HE. Aok
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R, X2 B mRNA 45 cDNA T B
B, 1975 4 ,Khorana HG AT SR T B
B tRNA K, 1977 4, Sanger F £
T DNA B3|k, XHEFE 20 H4E 70
FERUE, BB EEFTEES T, BELA
DNA AR R TH) B a0 A TR &R
EEZWMEREIRYT . 1978 4F, faj BBk (Kan
YW) A PR il o Bt K BE £ & ¥ (rstriction
fragment length polymorphism, RFLP) % 4ii
ST E Se Xt SRIE 40 S A I AE BE AT 7 R AR B
Wi, 1983 4F, Adrian B S5 R R EFA
S IR ER R B (ADA) Bt = 5 8 JLBEFT
THRFEEIT. 1985 4F, Saiki g8 T B A Bk
JZ ¥ (polymerase chain reaction, PCR) 77 ¥,
REFERSMEE Y 1 DNA 4 F, K KAR#E T %
HZ W MEFEIGTT TEMFFRE.

20 42 90 £ X, E Br UMERF IR AR



H £ %] (human genome project, HGP)”, 24
BRI 7E 15 426 A] (1990~ 2005 4F) Pyl &
2H N S HE R A1 A B X 5 I % N8B R i AT
EfL. XR—TEHEERGERRTE
HEXERAEF“%HITR”, HGP %4 fiy
Bl2EMBE2ER R =4 B KM HESIEF .

200142 A 12 H,¥ . E .3 . H. 8.6
ESp S N TN 8 v kNN Y I B 2 B e
R. WIEaERWA, AXEEHH 31.647
(A=32) AW EEXTH ], £ F 2. 6383 (~3)
F~3. 9114 (=) F A,

2004 4 10 A , Ex A 25 H A il v
HAHGSO A T ALK LHF A m K EF 5
B, R ANEFBBEMNN 20 000 ~
25 0004,

(00) EXBEEFOHEHBID

BE2E B L2 R HE LT 0 3 FF

1. %R E FE A% (morbid genomics) [5
Betn R EIME X AEIE ¥ FET-50, A KB SR
B RAE, 2T R E AR, 3 S 340 %
AR, S RBARBRERE . BRABRIEA
R IMRHEEROEY KD T EEMM %
WER RS, (5B R B R, A
SFREGREH FEREREAR= DS W
FINRER B s 2, BH AR Bk T30 T 45 &
AAGEBE PR AR FHEER. 22H
KR RAEMERERZNEERS K41
R R ENESR. Rk, RKRERA
ERESYBE A TR B B A R A A 6 3
A, R EBORILE,, B EFA S H R
RMBURE ZHEERN— TN E$81E
¥R

2. £¥){& 8% (bioinformatics) E¥it
BB 2= BN T A9 K F (DNA,
RNA #%E H R {5 8 BKBL 0 T 6% 4
KRG, LAk B H A X 264 Y K4 F
BRMAEY¥E LN — 1R ¥R. 2915
B2 HETE B 3 A B2 B k228, 4]
fn, 32 AR EE 4 DNA FE3l#iT4
YHE BT, T LAK K N3 2% B 3 R B e
FREEE , NPT 25 FF & B BERR , T 3 Y A o
REFIEE A A FVER .

3. R & 1% % (epigenetics) B—TH
M B ARG 220 SUFR B R B E R ik

AR Z AP AT 38 A% AR AL Y B R 3R Ak AR 4 1)
B, 3 VLR 5T N R 2 R B A R
L. BPEEAREA BRI RAE TR
AR, T ELXFP U TE & B A0 40 a1 56 o 72 HH BB
taEffE. RMBGERREERORES.
DNA HEAL X P i kK16  JE 405 RNA 7
58, Horh 5 — Ty T ) S 8 B R e e £ TR 4
WHERERE, RRERGEEE.ZHFER
DL EAE . 5 DNA BB Fr A B 2, 5 %
W A% Y BSUAE J PT 33 Y 5 SX R MR IR T
AL T AR R .

4. R4 # % (healthy birth science) &
—&Ga R, AR BN EH S 25 5F
B8 UG A BRI S RE T B BB AR A 2
B, DIAEYE R R 2 O 3,
RBURAE ) A BT RIS BT e B A
BRI 0 7 DD B 4 B s i 1
PR B LB R BRBE LAY 4, FFBUR %
VEZE 3 | Bl A SR A0 A L3 A4 fe A R B 4 )L
WERBHEE, LEBRBHEADERRNE
H. BEAPRREFER T EMBRER, B
B R N K 4 HI e B Bl &

5. i# &£ I8 2 (genetic ethics) FEHF
RAREFBREEMEFRA %R ES 5 &
AR LR, It TN
TR, ARERATRPRTE
—AFiHR, #R & ELSI(ethical, legal and so-
cial implications) , BEEH AL MR E L L
TR, AXEFATRHEREAN,
ELSIF 58 i3 %F A 23 B 41 R B Roh 2%
HE,

6. Z5¥)if &2 (pharmacogenetics) tF}
EIRAE Y , R MY L AT R RR
KM —I A% 2ER, FEHTB/IEFRESA
K259 [N BE S FE AR T B R . B ST Il
RIAERMEHEAZ, BN B R, BB A
BENGTT BWERE T EENER. EEE,
X—#PE R T #H 5V R BB T U5
B4 oA [) 5 R U Ak %o 4% b 3 48 PR R 1
PRI S GE R RN F BN AN SBIEE.
B i PR 2 2 e T A ST AR SR R 25 ) 2 R 4
5 AR TERE R /KB 75 A [R) 4k B o e B
BTG XT 2590 S I #4255 » HEHRHB G R 25 vk
M RFHIZ5Y) .




7. k40 B i8R 1% 2 (somatic genetics) Hi
WIS EFR T B AR, BF 5 DNA
B W ERERA RIK B E R 4R
Fob 8 40 R RO TE BUBIL ] 56 88 1% 2 B A ) R ) —
143 %8, @ AR S ST R4 2232,
PR AR AR A 5 , 70 58 ST RE DR I il 2%
BER F A EEEA.

8. MR 52 (cancer genetics) B A
BEZHREL KRS FERTHERE X
JE AR A BER , AR R 5 I A R A BOR AL
il LA K2 BB 2 W YT 0T B 4 Pl R — 1]
53R

9. %% i f& % (immunogenetics) &%
BESBEFHELBBERBERN—ITH%
SR F BRI R S 1S R S B A
¥ BIINTUR KB AL DR B R A
BEDUH AMA R R BB, il kit
2 . W B S R R B SR AR T B .

10. B 4k it 15 3= ( population genetics)
BIRABE P B 5 R AL, &
SRR 2 BB 5 WA T (genetic epide-
miology) W BF 5% A B¥ it 5 7% A Ff 26 R R
RN R B E AR R
HALWBE R, BlINRAE 8 T8 PR I
AL 7735, DLE R R AR TAT.

ML EN B E%¥BEES S ERE
DL AMRENEFREFEARBEFLEEE
Ef, MBEREXMRBEAEEEM, BT
EEBREFRARBEHETPATRIOMNE
BEHBEA .

L BREFRAEERR
BR“Fr e i fr

EZNHEHR FREEF PAFE AR
EEBRAGAERSEHYHERN A, —EE
ANBRRHERBE B, X EERBEA
BE P B A BB BRI, TG M BOR A AR
BREA % R A A T8 AR AR
fEEHE™E.

WAE BT C RIA MR E A28
fEHEERIR 6000 X, EEFEILRpAKTEE
REFRR0.51%, PREAREHRERN 0.99%,
EEEARRBEN %, B RBEA N

8.5%. RERMEREMRHEIRAEML, EMHT
20 AP P EN SRR T
HARUEBERE , XBBRAE 5RIEH K
FHPHKRFR . Ao RERH FILEL TR
Wb, BIEERMAREIE G EAL. BRR™Y
HEMEYRE 700, ForP 2 5006 YL ik R
FrsliEE. 2. 2% LB AREARE, Hb 1/
3L ER B RE R . 44028155
BYEMREEREHE ARBRN TN, BT,
BIERFRE, RN, X MBEHE
HTRIEHER, CRAES =K —.

AEREANANBERRERN.FRKRZ
IE, SEPR BB AUA B2 BRI, M-
HRAME R WL A, 0 3h BB L.
i ILH SR Lo I PR 43 B, R
RS CIE AR R R R R SRR RA
KIB . IEERBTEERTEREE, —
ERERE LT T ERGT, BEBIRER
BUBE TAER . BR 28 15 I 503 S B R 1Y
ZFRALA BRI R A B R M B X
EEIRHRERAEER L.

FRCEHER RN R AR B HEE TR
A (B 255 L 5 R R 7 ik 15 ) R 0 (k4
RS20 BB Al B R AR . BLEE U B e
— B RRERE DREEKRET RN, B
LUBHEINE IR IR 1R . RE ¥ 85
FREMEZ—,

PEEEA DNABREETE MEE,
GEZ (N ARV Tee 13077 N
RIS, X L0 i A5 R B B FF IR AT
RGBT, Bbiih LR R ERE T
HEFH.

BEE TR AEFRRR, FES M A 35
FUE L, E Tl A3 SR M A R Bk
HER— L AAFEEEM, XA T s
REZHLE, ATEIAR MG RRT. &
FREF R I RE BRI, F KR
FRfREADERREEEKE,

MELEFRRTIE i, B AR B E
FHEFEEMN, RAEET R BRRE B
BRI R, BRF I RS R 2 4 &
RCHREIIBRBRERNIEM. HIUREER
BERED - Q50 “ILP TR MR 58 1%
AR BAEEIBIR RIGIT IT A BAR A Cat.”



F2H BESKR

BERREARBREAERRTOER,
£ 18 HELIRTRE R iCH . BRHEP 20 4
VEBR B ERERRALE  B¥ AT
iz Rt F AT — S ANRBERRER
AEEPERBIE. 20 #4250 FR LUK
BEE MM IE2E 2 T RIZFHCERRE, F
ERANBEFEC LAY, BERIEFLRE
Bl TN B AURR T i B 5
e R AR MERRILE, MARN T -4
BEL W I8YT BB B S B 7 Bk, FE A
SRR A BFPREARBEZNEA.
20 42 70 SEAA A DNA R (RETE &
SLLAJE s AMTE M DNA 43 F K ¥ b 347 8F
FLREYRMEY R, HTERLHANER
W97 MR Ly fe .

—. BIERREBRRRAEPHER

AR BSR4
R SRR B R S B ) R B E R
FAFEERHEEEANGR. FR4ED&k,
BREAKTEN BRI F BRI IR 18 8
B, HHEY, R MTES . AWERRFEN
BB T R E T HAE N RIE S GRrIE
Eul) . ARG EHR KRB
Y. EALP, AFANRE. KR MK,
BEEHWAR, AR ARE. — N MEM B&
SRR PLE T it fe B AR R R HAR
FSAEMRNTHE. RESHNBESR
BRAGBENER, BEYRORERR
HEHE R A BUE R Rl 3 BOX F R B T
R, A—ERRPRIEERETENRER,
MERA—EFFRPHREREFTEER, AL
ZEZABAEHBHAR.

MBI R ERBE, TR BRI RERS
ERHELREMX. LI, RERLE.H
R —se i 8 o CE R BRI SHRMK I
BHR T A5 W) AR BT B 2K 7 B R E
(phenylketonuria, PKU) i & 5.5 (G6PD #k
ZIOFERNREFTERAETRIEFR,F
BRREFEE M B ERR R

FEAHAHER H SRR RE RS TBEH
R ERERERFE EMNR TEER
7 AR M B R A RIERRER R
ERSEEBRTIERR, U FSREERE
X, BE,XRERHRE RRERENS
BERRAX. WL, AKKE—FRR
MERERREX.

L BRI A

SR (AR 2 %) RIEBEY R
B3R G R 2R AR sl B 5, (K20 BT 5 | R A 3R .
BEEREBRFUTRHE: ORHER. BIER
AR TR, EREL . TRZEEEEE,
MAERHRNE T REKEE8. ERBHERE
WE R UEBERRE, BEFRIE -2
HOB) R, (B R R YE A B R A T B A5 B 7
MRV AEEXE, BB HEEFRRR.
QEE R Y R 2R R B 155 R AR
FRA, R B R T HAARRN B
fiE . O F 40 M 3208 5 R A B it 15 B B sk
AR A REd 1%, T Ak 40 M 7P 3 1% 4 TR A B AR , 3
AeemafgE. B, B RERS R
FE LR R R B 8, A 8 B R R O B R 0 A
ft. BHMERTRARBER. OBER
HERXEEREAR. BERBEREF.E
BRABE, RRJLERE,  EHEEEXER
T, BRI, BRNA B A HENSEE
B, {8 — R R B LR (RiR%) R 5B
HER.

BERAN SEXTERRERER. %
KRB R MR A S B R 5.
BRI ES/IERELERNTES, Bk A £
BETEERERRRREBRERRGRERAR
AXROERARE ., BROEFEEREE
FREMILAE IR ZEAFERE (EH
HBE WIEATME L. MFEGY5I 8
B OaZ BB NERESENEILSY
EBRBEE. MRAERERENERIFERE
BER, REB—EF#A S E, I Duch-
enne fJl& 3£ A B fE (Duchenne muscular dys-
trophy, DMD) # 5.6 Z LI A B #H XKW
Huntington & ¥ SRS AE7E 30~40 B LG
Aekwm. B, EEAXEER P, SR

e



BERRSIEMA L 10%, BERERILE
BABRPEEKIKEBNA L 10%, JFHEH A
(MTRER BMIE 5 AR FRIERE R 4
& 80%.,

MR E S KIEERR MU X F] . K
R RIS e R RIEEREI R W
B BIE— KR A 2 AN B F—F 5K
BN, Rl 2 B A, ¥ & Dl ks
BRI RE, BB A KK S, HREHD
AADBALHR 55 7 R B AL, H R K
KW, THRIGERRE . MR, — (& Y495 (AT
RGBS PR e g A BT 5E (KR E)
A RXGHEREIRSR  BX LRI A28
o BT AR WA S T RIS .

=. BfEmrRE

R 18 12 400 JB 4072 4 S ) 0 18 A G A
AR, BB 5 AT &2, B0 8% 7
A& AHF. '

(—) EERR

TR Ak bR S0 E & A A8 fr
A RO AR . BT XA
i IR R BRI 1% 8 AR 3, BT LA RR O 6 7R
WA . ARYE SO B R B e e (ks
IR 5 R

1. B3 aEBHEER BORERMNT
1~22 5 ESeEk b, RN B, 241k
BIR] &9, KB R BALE.

2. B EEBREEER BUREFEAT
1~22 SRt fk L, HIb R B, BA
AeRHEENMEA & KR, i EbiE . %
PR B PRAE 5

X EHBEMEER BOREREMT X
gefafk b, WER B, BT B S R
A& XPfik, Y Jetafk - —M A MR
MR ER, BOPEEF. BT, BHRES
B HE R BT &, W Lotk B ai A Bt 3
Bt A &, ISR B4,

4 X EHBHIBEER BORERMCTX
Pefafk b ERN B, HETFEESTY
AR . iR Dt .

5. Y EMBEER BUOREFEMT Y

& FBORERBRR, REEMAR Y R
ik, X RRE B RE, Y fefalk
RSP EEFE (SRY),

6. ZPKBEERE HRERBAEFEHE
DNA,# mtDNA, mtDNA %ifi—s3 5 , 5%
S6 3 R 5878 A] BRI , BR R A 8 1%
o AR R RRLARTE NG . XAt B e
3, INZRLARO RS

HRHE OMIM & ¥ 4t 11 %% ¥ (2007 4E 3
A) AKHEEFEREA 17 480 Fh, H b # §u
K B 8% 0 A Y o R R R (S e A
16 382F, X S50 (15 X %81 8t
e X SRR 15 08) 979 B, Y % 8t

f&i 56 W*ﬂ”x’iiﬁigﬁﬁ 63 Fi.
&WXTUL%&%E%%%@??@HY?

FET BB IR SRR . ZREERRE
LA 100 AR50, B8R I & 4 B HR , 10
R PER L) R AR AR 6%, &0 IRL
H2.5%%. Bk, BRI ARERE 15%~
200 M NSRBI . — % Wik (i
TEEALA 1R ML 55D 26 0 2 B BRG

(=) 257 TE
ANHE A 23 X iffafk,1~22 B
HEREE X MY DR EaK, Xt
K ERAH 2 F~2.5 FARZA, B, 5%
Rk EMBEFESEA. padlEHRS
R B BOM B AR R Y ik . i T
B R SR, T RAERNEE
fiE. HETE RIPEERHLEAME 100 L5,
#n Down %A&(%i%ﬂ)%
(F0) {ALmiRiE ;
wémﬂﬂ%ﬁf?%ﬁﬂi}z}%ﬁ%ﬁﬁ%ﬁ
AR . BT R 40 s e Y R
AR, B LA — AR e A . £ Fhibig i
B AR B 2 40 G Y £8 IR AR S R
MR R ARk, AR B e . — 2k
R WA T 0 G 98 Bk o s 0 8 Tk 400 8t A% 05

(EEH)



% 2 B BEARESH

H M (gene) & 1909 4F Mt fE 2= KA FR
(Johannsen WL, 1857—1927) & H{ 3k H) , T/
AR H IS B M Y TR AR ET SR
R EHE . ERAUR— B EY R
£ b T RZIEMEE K EA AL, hR—ThhE
RSB, HETA BRSOk, R
Z DNA - AR ENREN (REA—E
AER N KD B HBRF 5. 1910 4, Morgan
W RS R E A TR ek b, e
R A5 B B BRI ) Y Ak i =B A2
853 ot 4B 1% B 4% B8 (deoxyribonucleic acid,
DNA), 7F 1944 4, Avery OT % LK 1
LHBEIUEHT DNA BAEYH BIEY R,
1953 4, Watson J Fl Crick F 7ERT AW T4E
Eah bR T E 4 DNA 43 F SR eSS
BRI T 18t A 2 B 55 7 IR 24 U LTS
REIGHAERE. BB RNA FEFEZ S, 4
REHGR %15 B ERAMAE DNA 5 F B H
RT3,

1T EBEERNSHS5INEE
—. DNA )%y 7850 541K

DNA 2 — XU e 45 14 i A= B K4y 1
Hoor FE5M A R B AR B 2 B R (TR
BHR) , 22K E . B HERY TR
H=FaAm: — 8RR T — R
5 F ORBD) Fl— 08k (B 2-1) . Bt fu 45 1
W 2 1 P E 5, T M R IS (adeenine,
A) |\ ZIEK (guanine, G) , J§ & F B BE (cyto-
sine, C) F1 g f ¥ BE (thymine, T), B 4H A,
DNA B3N : A.G.C.T(H 2-2), Ei4
A 1 XTRE PR, RENAE 1 N3 —EY R
%—‘:ﬂﬂgﬂ%*?ﬁ—ﬁ“iﬂ‘]ﬁ%(ﬁ CIRF
MNJFEF) . NIEFRFERT LR R
— b E R, FE P pH BT, BT & A iR
. BERRTENAM N RERS AR B R RUE H B F
WA, M T ENEE, R ERERE.

B
R

B

B 2-1 BABHRGSHREE

i NH, o
7
IN 5 N R . HN N
> U D
2 0 H,N
T O L
R e HRIBRRE (A)

NH,
4
3N 5 N
oo
T
W

HmEmE (C)
B 2-2 DNA 7> ¥ FERIE L FELE

DNA A i S e SRR 2 1] ,
H C1 5 N-9 s E el N-1 85,8
TEWE T 68 #4 BRI 4% F (deoxynucleoside) ; 1
C5' FRZ R F LR SRR R v 4, TE L
F M F R (deoxynucleotide) (& 2-3),

(0]
HN)j/C"h
e

H

'(l) dAMP
O—II’—O
0 TH,
N @
" 3 Hc/ NN
: | [ I
N c\N/c
0
N
HC 4/ "¢
H\(J ¥ %o
(I)H H

Bl 23 —BRRRIE BRI

BIERE(C)

Féa g (T)



