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fEK F13 R e MR Elad , U AR ARG R TAEE ¥ RIEFHE M N EER.

R, bR s 55 A 2 it 1% 85 U0 M 56 A9 5 73 7 A 38 15 97 (genetic disease) . BE 7% i
%% (medical genetics)J& Fi A2 i85 (human genetics) i 78 #6175 5 3 BF 90 1 26 1 55 M 36
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o ¥ 4 DR DU (SN A ) I 2 W BRABRT (8 My (B A% 218 B T RO B R R i
B X —faE ALM - KRBT BEIHFBANLIHERE

9. 47 ik 4 5 (genetics of behavior) BF9T8 % 8 3 X A K47 NI A9 £ RO 17 M
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10. 44 5 (eugenics & health hinth) ERAESBEF AR, WRIFE L AR L
R, ARRR AR P A RN, B KEERRN RN MA 2R+
R RUBEFERNORT AR, FMHEALER.

FoW gtmmd

—. EMERNEEBTRNBESHRIABIERNER, BEFFNEHRBEMNNR
ERERAR—

A%H- DIEFRFEOERGOERE SR SR IEERERBESGR, HEN#E
— AR e R L AT REA R A, 0T N

1. R4 hHRARELAR ARERRBENEA HE IXBRAKEHRY
WIEEE LK, FURBE AR (E AR 0 A58 A R % 95 7 40 7 ), 571 0 29 2 TR 88 44 45 P A9 2

. 2 .



KUEREARE AL AR AR e GRS,

2. AAY A RE 2EERE P - AROEM B A0SR R R T8 AN A
RAE,TE 30 FRTAM R BT 54 %, AANEL T EXNEREZHRMABELE
Wi B OIRRE BRIE AR 0 TR UG A B R Mt il -

3, AR ARKRERESRXRRAHN EFRGART A EHASTHR LHR
258,85 B X R R KA R AR . SRR BN e Kt T RAE SR,
AL AL 70% LA b, S E N R A X BRI R E R EE, GRIFEE R R ]
BRACET L R E RS RS PR RE AR LR N, By S BN AE e X ECRER T
TR B RS RR SN & L SRR R A OB E R TR A R R D
{1 AR 40% 1B 30 F A MR B30, WAl U X B G T A7 — SERg 0] A0 #F HE 2 | LG
Ll ER RSN ER, BEREMFENERHYER, BIFEN 50% ~ 0% A
1.

J i A Ao % R DR L3 A — G R A T R R TR SR B ) 3 48 e B B 7 &
WL EATTRT LA MR A 2 D i £ JE B, X — R R B AT E R R B

4. AARTLERATHABE, HAHRARALAX Flbets MM EE SR EH

=, BfERUBERRNREH R FEM, AR EXE REEEHS

1. ERHRE BERREGEERMEREEETER —EMRE LR, Wil X
R, K R T RAMKR. ML, dsE R R R AR R R
BEER IR MR ELA BRI RN, Ht, @R K KRN, e
AR R B

EAGER AR 1 L Ut L 38 (P B RS, I R B T AR ORETE R #A
MY RU—-EYREALAN(MEESENRABRAE —ENRRXR);ORRIAE
HE X FHXFOAE, R, RIS R B TIHEREEBOR, & OP MR KF
Fr A I, G0 R R A, — AR LA R B ST B, X B P A% O A AR B P A 1 5
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F1-1 9B T - lfem RILRIE N AR ER,
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i) B F B CRRAERT BRI R ERE L RE HAREFEERAERAH 2
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E1-1 RRBERHBESXBREER

3 £ b AL - O
W R AR
BRI R o B B = AR 3
o — PUBEER VIR T 1 AR 1/3 000 ~ 1720 000
BT T AR 1/2000; .30 A8 0.
Duchenne U7 35 45 B i XR 1/3 000 ~ 1/3 500
F Bt 5 0 1 A i AD 1/500
Motk X L5 4F XL 4 1/500; Lt 1,2 000 ~ 1/3 000
Wi - 6 - YA RL S ST XR F¥k.1/4~ 1720
A 3% A XR B 1710000
Huntington $E8F 4 AD 4 ~ 8/100 000
MREVENLE e AR EE AD 1/10 000
TR | R AD 173000 ~ 1/5 000
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;RHEAM AR BB ¥ b  1/400
B e R A0 AR B
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0 5, (R 8 A
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Klinefelter £5 25 {iF 47, XXY B 171000
Tumer £ {iF 45,X it 1/5 000
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XYY %4 47, XYY Bk 171000
Prader-Willi £5 77 fiE 1/10 00 ~ 1/25 000
& B iR
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o KA LR A 17125 ~ 1/250
14145 9 Bl A H 17100 ~ 17500
0 bR 555 AR A 1710~ 1/20
AR A0 Bk HE BB ALk L B 7 E N HEANBE: /15
fib 48 A 8.3
s 2 TRE N3
Leber #0#0 £2 5% 00 B 3t A R,

H: AR AW AKRERIG AD AH Rk B BG XL 4 X E2HRE  XR 0 X EQEss it

2. BARKE R RE# (recurrence risk ) 1 i £ 5 1 ifs B BS 2 b % 8 B () o) >
—o FTRAANKR, ZRIERAR SN REERFEXRERPERENNL R, Rifil
WP A KBS R R, Rt A TR R XA 6 0 T R KR R 03T i — M. Bl
JiTl, Huntington & —f M R (K B 150, AW, B X F LB A AR Y
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kR ED A B e KR E 1:30
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EEE N 1:8
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3. ARG BA R A X BT ORISR R AR R B 8 A A
et K AT, AR B R S AR A KT B R MR A, AT LA
Bk, &1 -3 RS RILEBRIEMEBERER,

x1-3 BEUERNBERER

# ] 2 0k # (%)
0 DR Bk
W 6 WAL R R 0.14
g o kB i e 0.17
X i o 1 W 0.05
A ik 0.36
e o 1k BRI 0.19
LR B R
e KB 2.3
pRES 2.4
i 4.7
_ HRVIERGR ISR 0.12
B it 5.3

4, ERREEFAE REREFHERFEREEATEZRIGET. Bl
A3 AT, BBt R, — e R B R B AT,

B BRI RSN RS, X O RS HiRAR LR et OF i S #
TG A ARG LA R AR A A R AR AR R TR

R ERN R IERE, X R . OREH A B B b A RAT A 5
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& Pauling(1949 #F) XM @CR A0 7% 100 48 3 1l 20 B (BT AR MR IS BB X R > F 45 5
W BTEL Ingram( 1956 4 ) 9 T AFIESE VRN MBHEF MO EE S FP, K pHNHP
6 EEMM R AMEN T AR KL FH BREKTNORE . X ot ES — R
AT TRE XK T BB 5 R BR800 R (G E T 5. RS S FE A
Mt Sy FE WIS T 3 7 VSR i8R 12 5 A4 0 R A0 RO 47 8 R 5T, 0F 7 T R i
B Iy FIB R AE Watson Fl Crick DNA TUSRAEHE R A9 42 ty  BRIE N IR A0 R L%
HERl E SR S A AR S DNA BT BE T8I TR e 2 M H 2T, KX
HEah AR AR IR LW T BT BHE T T SR, A S L E M R LR
R BL, EAA R TR E TR ik

g RERARHES

—. BERTA R RRE

B F S DA 8 B 58 31 R, B 4 %o 38 1% 55 11 5 1) S e thu s EE B et A i A 180
W RITHIBBT AR RET. dK FEARRRAWRNBER, EAESTRERR
MBS R R R e SR G (KR s, Bt RS Bt s, MR RIE R R S EINR
. RNARIREBERESAHTRMI M EAEREEAREE, REX T BIERL
RN AR 353 B (cosegregation) % LI B 4 0 SO B B AT (LA SERE MO SRS A R A
FEREAENAPMRSBHBOFEN, A BARA LB BEROREER. BHF AL
HHH (human genome) IRHHF A B, E SMERICHBEEC SR EREE CEAE 2
HRAN BB EHF 5 (short tandem repeat, STR) , BIF 1 100 ~ 200kb #E4H — 4~ STR {4, iX &
KK T5 18T 188 14 9% B 3 8 & {2 55 B (position cloning ) i1 47

H A A b — 5 4% (0] 83k 2 18 1% 5 R 1 (genetic heterogeneity) ) 77 7E . B Il B 3 &
AR ZBA BT, B AR RS RE, AN AR EBOER K
TTHARNBENRREE S B EME . M0 6k o 0% 8/ R 3L 55 5
H(ADSCAS) B2 M T S MAREMBRETR, A Hh AR EESIE, BIEKE FEA LS
B FRADLAEAR . ik e iE IR EE B A9 LR W] A A 58 4 A M IR 60 S 5 2 1], 1) 4 22 L R
RGEMREBRIERREEIFFRL AN EEBENN SHEREEI F R, IHA
TER MR BN R (R B SR SR ER B R E MK R ENFTA R
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TS LN DNA 30 K ol RS e I DD BB 8 11, ) — 7 0 R 4G AR A A i i AL A B
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FFOITTETE R cDNACYLSS 8055 299 ) PE 5 ) ol o] il ) 4 045 2K 10 R 000 I 900 45 S I ob 0 B
JE s P A K DR 8 8 00 7 () W5 L, TR0 ) B 26 UL i) 6 TR B B 1 W 1 07 90 b A7 il il
PEOLaT LA SIS ES L B AL 2l R O e e B s R i
oA AR SR8 09 H A SR v BEINBE . Sh, th BT A B BB (G S R e {0 | 52
AR DR S SR B0 TR A S RS L AR 1 S e A A A0 1 9 PR L AR B ) A T LS R
S5 UL AR R RS i iy o

ENEENGNT IR SR TSR, AR A0 EE - AR, A 7 #e )
FIE BT RS 0L A3 9, e B TE cDINA PROE e RERE R cDNA R IR AR B e 24k o 4l
SBUR W AR AR cDNA SUHE, SRIT PRI T R0 00 8 el A KA ZREE ) oDNA
FE LR S0k 00 oDNA SO % 78 RIB 73 o B 80— A~ 35 A5 TR (H i A< 30 3 o 68 1 )
A N 18 1% SR B R % 9 B, 0T LA HI ] 5 3 41 ( homogeneous recombination ) B 5 25 B B% ( knock-
out )/ Bl H 09 % R BE A, 180 AR S IR /D I (transgenic mice ) , AF M B LS BB 4R &
sl B, (R B R B S 0 L O B R R Y R S -

£~ SR A BN A S b TETE R SRl KA S PR, R R 2 Uk i
B BEAT R, IF MR i e 36 P (B3 38 15 1 i AN 2 AR o A IR S 5 )
BTSSR SR T AR R AR TR . A A K A IR L BR A B I T % AP (RFLPS) 1Y it
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B EENEHAA T @0 R R, R AR EWE L, ERZEE © s
NEEH K8 4 fk b DNA B % 5 S50 F8 T - & 51 i 1% 0 26 IR 4 se R I A5 17 i
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. BEREEREAEN

A sERE G B R 7 T oF B A% 90 0 9 BRAL ) B IO BB i BB A 4 5, B ok
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LT ASBESR 2 09 B o SRR A 38 5 A KR LM R AT R & & KRR A2 W, BIAEAK AT
2T, LA 76 i LA BT SR B a2 B BT 1 5 53 S ab AT EL A0 DL il 4% 5 3 T4k b 3 45 i 44
9 7 TR Sk 1) A JEE oP AT R S 0 B AR G L PR SW RR R R R U B B AR L A A
WL #d FRERN AR AER I REOFMNEREEK S Iom. EEENIZE
i, TETE e B0 e 8 S A BE R SR IR R S5 A TP R R | B O RSB A5 1 5 -4
EABEPUIREA FEMBE LR H2JLTF 2R R ERS D RIGILAHRER XA LR
FHEE APy 12 7 7 i3, BR AT DATRY fh 12 B0y 1o 72 30T DLAS B A S ME SR B 12 T A A 0T e it
W A tAS, ORI, XX e RERMEHEBEEERRS HEH TN DNA £
A X RE £ 50 FR b HE 8RB 5 i T B I B TR) PR A Bt 1% BRI A AT LA 3 02 o H
PO - B A R DR i S R A AR o, £ H S0 B DN 48 /D B AR /N BB N GE & 52 4 TR, Mg

RTI



M0 9 4 bR S TE T L BN T 0 AR 92 W R B2

=, NERRREEN - AR RMEFH TE, B AE

FI At S 25 K 2 8 57 T DM 32 15 R P D BB e O T B T
WG HR BILA IR DO FRE AL 30 48 AN B 5K A 17048 AR A 6 1 24 KAt 4o, i 11
AR BB A UL SO IR AME L H R AR O BUS T 1R ADA BRES B PIIGIT S
Sen] gt e BRAE Ok 2R R IffT B B R R LB i HE A RS AR MBI K
PSR AR AT IR R R E BT RN AR RS B H R L X R A e
MREPRGTT T R4 A\ 26 5l A: 40 57 47 S B 70 T8 22 0 % 1

oW oIk BEBESREERAN

MBS ARG - EEHNRRVR PRSI RK AR S 3B 1% 5
AW FR BEMRN T B REZE 5iRIT . M 20 S 70 SEARP LAk, T4 £
B L BRI AR M IR SRR, S R S R TR ICAE R A AL, BB A
2 MK T IRASN Y KT, 3 HoR R 80 40 K O 8 B A L 5 40 F KT 97 Bk
FARK ., AR E A, T LA SR M A K RE A P A B SR, R AT A 2 o
DNA 7 TH SN S s BUR LI, 5 A5 B R B A R R B AT W20, 84
MR, A 2SR 3 1% 75 0 2L IRG T T K U oE KAV RE

—. SE—HREMEHN DNA FIRS FRERNZOS R

S F R RO R 4 i — BUBOG R DNA 5, 6 A 0 — R AR kb A
WS XA - B RE TR R KM, X BB AT LA B K BB H
DNA 2+ DAl AT ER 3L 4 S5 s
(B2 - 1), 7= 4455 DNA FEFI# L5 H 11
(e ) 2 T 41 DNA £ K (recombinant DNA
technology) B H 46 A 38 5 B8 4 3% {4 o hi 1
MIRERE . B4 DNA, P& B LR EH AL
s H A A A B B9 DNA 540 5 8 1t
LM REELEEHLITLRE & 0
DNA G T T EESH AR ENH N

OO DNA 4+ F
OOOO N L BB AEE 35 R A
My A EETURRER R A 4 70 4K 4L H)
B2 1 47 SR A 11 B 20 R 7 2 ) BRI 0 ) (e

striction endonuclease) , & 1] LI B DNA A
§E 1055 8 15 50 H A2 IR AL o5 2R HLPH R 4% DNA S0 . &, FR&ITE P YIRS EcoR T ATLLIR Y 6
i~ 8 X R AR E 13
5'GAATTC 3'
3'CTTAAG 5
PRI NN EcoR | %5 DNA DU FHTLER L EERIRBIFEFIN G 58 A ZH 2t
. IO .



A0, X FE DNA AUEE & 4 iR 3 EcoR |

W — Rt A (B 2-2), oA ik ®
XRRPER SR T -2 89 DNA

T RMAIN ., B KB A § ’

TILE R & ) B, B B
X RERRERIRBIT ), E 2 -1 5
R TEEE. Bt

|)‘] 'UJ&}‘ 13<J 1}1\%‘1 }T‘f‘ fl] )( g j]' 4-6 EcoR | EwoR |
AT B K MRS, @
i L 358 51 FF 910 28 204 1 S %o B
( palindromes ) (1 , Bl 3§ 4 4% M 5' %) thmmum

3043 M ) B 141
&
FHFR i £ 9 0 85 £ 35 DNA @ . e LI

S AR IE MR DNA BB, ﬂmmm—@ JER A
XEFEHONABARAPEEAM Ry R UNA
SRR B —, TR (T
i VO K AL B 5 H 4 R ) ‘
W, -4 3B A DNA B &2 o

EcoR | 8 155 7™ 4 &k £ /) DNA AL

Fr B KN LA B A 51— OO ik DNA K

R R PONE (32518 FIUN IR S

DNAJFSIRRBERLI AT HIIE XIT my_ g g ;A% DNA M BR B A R bR 2 B
6 U IR B P 5 £ B R 4 op

hif & 75 B4 6008 6 (Z4kb) S &4 - LB L BIRBI RS A SR RS E AR
£2-1 —ERAMAYBREELRFET

O

IR 0 1 14 ) A * il o FE A
BamH [ Bacillus amyloliguefaciens H 5' - G'GATC C-3'
3 - CCracG-5%'
EcoR [ Escherichia coli RY13 5 -G AATT C-3%
‘ 3 _C TTANG - §'
Hae (it Huemophius aegyptius 5 - GGrCC -3
3 -COCGG-5'
Hind [1 Haemophilus influenzae Ry 5 - AAGCTT- 3
3 -TTCCAA-5
Not | Nocardia otitidis-cavarium 5 - GOGGCC GC- ¥
3 - CG CCGG G -5
Sau3A Staphylococcus aureus 34 5" —"GATC-%
3~ CTAG - 5'
sa I Streptomyces stanford 5" - CC GCCG - 3

3 -6CGCC-%

TR R N LR A B
. li',i -



BEHIL A 4 A B X A AT LA I B DR 2 o A T B o A S B B DNA T 51 B A
{655 1% 4 B D9 2 B A B ] 0 R 0 3, gl an , R P A R A R T DA )
LY 51, R O A 2 RS Y DNA R B, RS R R R R R A I R ) IR BT 5
[ B, 2 PR 0 5 (2 S BE 1) 30 DNA i 19 A BIAFEYESY DNA 20 F . BB, W T AR BN &
W RGBS K . % 2, FH EcoR | MRS )5 19 BT A DNA 4 F 3948 IR #Y 9 58
P A b, X LR IT FeoR | LT 90~ DNA 58 139 0] LUE bR PR R S L FMAY 4 i3k,
£ DNA % 4885 (DNA ligase) FIPEFI FiE#ER - 5E8M E 4] DNA 22 F, X P 1 DNA 4+ 1]
DU AN KRG - 1 2 BR B P VD RS P AE 8 AR T K, A BB 7E DNA PR AR By FE )
A B KRR SR B — T A, DNA JE R ) AF o] DL IR S F

LAF A28 - 22 43 + S BE (molecular cloning) 895 HIAVE .

(1) ¢DNA( complementary DNA ) ; 7 1% §% 5% 8§ ( reverse transcriptase) fE fil T, LA{& f RNA
(messenger RNA, mRNA) AR 4 A 1k DNA. % O BE#E N e NEmEy
HWRTES -1 «DNA JERE™ " — 4~ cDNA JUE" 3"/ 8 — 1~ cDNA"iEH]

(2) R (clone) . &# H A IEH AL DNA FFAIH) -~ HE 4 DNA 4 F . FfEshiE Ry R
LR AT, WAET SRR - R,

(3) 6 2 (host) : 738 ¥ 5 — DT DNA 9 THIE k. WKBHF I Escherichia coli ,
REH}E Saccharomyees cerevisiae , % FIE" BT FATE L2477 B,

(4) 742 (hybridization) ; {4 B AR M G E R - ES . FHT
CHRE S REEEET.

(5) HiA Ginsent): — 1~ A DNA F BRI MFE 804 . & HIfEshia).

(6) SCHE(library) : % A H B cDNA 3 DNA H Bt —BER 4 DNA 7 i R,
T UEARSF TN HE Y E KA E DNA A BAT— U HHR cDNA L
B — A NBSEPMA T

(7) EHE (ligation) ; B~ ALEE DNA 73176 DNA K (DNA ligase) 1E I T R 52 #1
pelt CRRER. WIEESEEHA DNA S FIIEALER, FILWUDNA FERBERE",

(8) A% (probe) : — A~ SR () DNA s RNA 73 1, FIBCH 1 R 6z 3K o803 i vl 46 3 1 999 i
HEATERC, LUAT 5> F 4 €. “probe” —in) L B A fE shia], FE BRI " B, FIIE MR- BRE (4%
BT - E DNAT,

(9) FR#HIHE N YIBS (restriction endonucleases B, restriction enzymes ) ; HEIH 945 F B DNA &L
SEFF T RETE TR B0 FF 71 s LB b 40 B DNA ROBS, B3k FRAIEE N YIRS B 4L 2 R
FEA I8 EcoR 17,

(10} Southern {13 (Southern blot) : DNA 8 FR #il 1€ 4 V1B I 4k, ik - B G SRS RE 5 oK
ME LT iE . B SR Southem R EE KM AR, HMHE. FEXKBEH SHEKRH &
THI A L B IR A “ Southern blot™ ., 2 140" i Southem E1iE ¥ # DNA" . “F Southem /%

(11} #iK(vector) : EFEBEA H #9 BB H fth DNA R BZft) DNA 2> 7, & HF LLTE$F € fri
Ep i TE . E R plasmid) (X W B K (bacteriophage lambda) 197 FG J5HE ( cosmid ) A B £}
A T (54K (yeast antificial chromosme, YAC) , #5801 40 “#7 [C BURi 4R (&7

2. Bk — 1 ERE (vector) U BETETE F A M sl RESF A MUH B I E B DNA 70 1. JF

- 12 .



