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B= 2 3t f% 2% (medical genetics) 2AF5E AR AL S X R — TR, BHIHFRTE
e N8 A 2 B N VR OR B O NS B 8 A% 1 5 3R 10 T 3 300 45 1 38 4% 09 7 I vh
F14 % 338 R %ok ARE 4 5 DTG Ay i3 8 N 2JS e o 38 5 £ o BTk

S 2 3 2 S A 2 1 B 2 U P A R FH o B DA I 3 2K P 4 3R A 5 11 & AL
i s AR K S 4R 3 38 45 B2 AL T VIR T 7 % 5 DGR SREE AR 7K S48 3% 791 B 38 £ 32 9 1) 50 e
BEAh B BIE T A A i s A B M L DL R MR R B WU T 25 R AR R i
JB 2 A I A S

F T N3 DR 4 R 1 4T S B 5 S L A SRR (BRAMID #B 5 5 A 56 s 55— il
18% 2 5 9 AH KT 2 995 25 TE 76 385 I (2L A 199 A 2 B 5 TR 33 A 1) PR AR B 3K 15 429 1, 9 000 £
AR TE G (kb5 ), 7™ UM NSRRI 2 AR Ad R T L D AR 2 SO T BE A g AR
ST A Ay DR M R 2 A e O B B 2 R S AR MRAR 2 — , EUBOR M2 B AT

Bt 2 5 2 a8 A 2 1Y R R S BRI (A BRI 2 A 2 5 S R I IR A 2 B R R
ML), W T B R A T A B R 0 & 5 BT DL — Ak X BE 55 TAE & AR HR A — & 1
I PR 2256 348 7 12 F FH 3842 2 SRR TR MR DR IR 1V 22 5 3 A A DG 1 S B8 1)

— 7 BEAE RN R DR 55 3% H bR e ik BE 5 D IE I Ak X B 45 T T A Ry A
FARNA 5 55— I Ak X AL e e A N I 38 3R 0 45 5 % AR G 1 ) R 22 B A 11 IR 48
B A AL AR BE 4 TR ok . BT R, R B A IX B8 45 T4 % 1 B oA i3 F B AL 2
PHEAT RGBT ¥ 58 77 Kea FH 38t 1% 27 UL DRI A S5 B8R 0] R A BB 7 o AR A B & Bk 2 2 1 3%
R A5 o AR RRORE 25 55 11 i S S AR IR BT I 0 12 2 AR B 1) 2R G o2 4 v L SR B AL X
5 2 S B ) 7 B s R AT — A VR L), A TRT B ) 8 ) R AR R 2 i A 2 S U5 B A 48 o A UR
10 28 L2 300 UM 2 A AR AR B B2 2 380 4% 2% A IR B B B L A R AR

ARIRHM BRI = JE GEARI IS AR AR 8 A CRAE M B M ek
PR AME GE M s B — IR BB BRI T VRT VR 8. B Bk R 5 A
AEL L AR RRZORE 1 250 55 B B LS I A X AR 45 hy AL L 3 24 9 B AR B 0 S A L 78 9 S I R
HH 5 B PN 25, v B S BN FH PR 4T LU a8 X 27 25 fig 77 35 37 19 7 B R 4 155 280k B4 T g FH 4

7S R BT =2 A Ry KR 45 B R A ROR S TR B A DX UL a8t £ ) A g4
AL KB S O R B I SCASHE SR A TE SCHP, DUGE B KA X 38 A 2 4 O R T, -
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24 1B | Chapter 1

— EFEEEOES

B Je 5 AR C R B YRR, Tl AR 2 32 N ikt A 45k 2 ro AR 7 X 5
A B Jo] B A5 PR AR P 35t 2 45 R %) B o ) LA 5 110 S 2 A T B AT S R - A L 3
FRFE 0% (disease, disorder, illness) , FEAN[A] %0 B PR b, 388 4% R 28 76 2 0 46 FH A9 fF
Al A B A 2 TR 2 55 A ok BB BN — TR X4 i %R —— R 2Rt 2,

B 27 35t £ % (medical genetics) J2 A58 N KB 5 848 KRB %R, BRI X4
S N B I8 A% 2 1 B R 7 ¥R R 98 NS 5 3t A% 1 O 2, BRI 38 B 4a ) N BB 2 H
0o A7 BR 3 , AR 35 1% 2 B 7 IS 2 40U Y 1N

“EFEAFNESMRE

BE 2380 4% 2 AT 55 SR 0T 9 1845 9 (BN 0 B U 19 & A= ML A% 3 D7 =X 2 W R YT T
17 FFE 2 AUBS A o B DM N G 7 K ST SR 30 A T B R o AL o DA AR K P R 3R 8 A% 0 B T
I7 70+ N GETR RN A 7K P48 2R T B 38 1 9 1) SR

PR 27 AL S AL G et R A R o O B 2 B  RAT O o S A I A o
BHERR Y] HE B &R IR RA AR B2 SR USRS LR IRBL S H
SRR A} 2 A7 B o kB A R A AR RO 4 A5 . DR AT T T 5 I R A% o gt
&5 2 W L7 B2 WT BT 38 A% 5 3R RGBT 1 20 S5 BRI IR 38t 4% % (clinical genetics) ,

5 BB F KR EVN S —FB—— AL 4% (human genetics) W 75 B )™ 32 f) it
EBFFENRBIE S A A B A A AR AT D A A AR ORI T AR ot YL R 5 A
TR BIBE ) Y 8L KU B ) 50 S Al o BT 58 N 21 TR A ) 38 1 L A e N 26 38t A% i 1) 4 i AL
il A% 3 77 ORI o T B 27 5 A% 2 U 35 2 T A SRas AL B O BF 5T

Wt 5 %2 e 785 7 B = B ph BT 5 1R ) B 1 B 42 o 3 A 0 % gt A% 5 3R 35 3R] 4
R I S8 AP b 8 A B I A 0 45 A M PR AL T 22 % 4 9 o s AR 552 B v A >4 — 8 2
B 1 R L A ML AR O A L SBIT MR T A L T 2 R AL S A B AT EE A RE A LA AR R
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75— J7 T 3545 5 7™ B M U A N SR R AE R S s N R PR R . X SRR ARl
AL E O R AR B 2 o — A T A IR BRI AT R AR . BEE R AR R R R
WAL ETE NS5 N 3 4 1 o AR ol R 4 Ok B AR

W DR % (Nobel prize) i a5 4 17 &0 55 3 — 20 iz e 1 B2 2 35t 4% 2% 76 BLAR B 2 v b A3 F0 AR
FI 3 2007 4R 1k AR B 70 2 R BE AF A B b g5t AR 2R KOs B 2 A O E R UR S 30 £
W AR WBH) 400 L) b o IFRBE R BRI, 3 J2 A 0] A W) 5 2% 24 B BT )& 1 B — 22 B i A
AE LU LAY, BR 22 A% 5 M T 908 AR R 20 W K SRR 2 —

N R A X AR A iy K A5 i # 58 , oBefif 21 {40 9 B2 28 & AR P I AR 1 B 2 DR AT
— R R R A 1Y) 3t A% 2 A, B AR R B 3 R 4 IR 2% (individualized genomic medicine),
BL G R Cehip) 3E A PRASALAT LA BT 43 712 W T HL AT LSS 3 A4S 6 PR A 1Y 3R TR A%
Jay o BV TR 20 68 A= 0 2 S A, — O T ) A N S TR YT O 58 ik e 25 W R 8 RIE T 5 55— Jr T
F| e 22 5 RS2 ki (A 100487 28 498 5 s LA B 98 R 55 ) ) 2R o JRUIRS: o 3l o il e A 3% 5 =X, B 1k
o+ A B2 T IR 95 DI i A 1) BT 1 4 5 R 3 o 80 O i R 19 3 B 7 1%

INGE Y WMBLBE—EUTR

A1 e AR S SRR T BT A R B9 5 A i I SR S A SR 4 TR i (R
1% DNA I F 50 5 A —HBOF 7 JER 9 2848 b BEAT A2 SORE IR A 0 S 2 47
OIMTAL B . HCER S AR SR A — YR, T IS BV T BT ARE R . BEE AR
A5 W D 2 119 52 18 2 DR I B A A 9 AR A A P A A 0t B L S B0
A2 WA A B RGTRER BRIV P B A J32 W 2 R S A 42 T Y RS S 15 B 12 T

Ay B N L R RS AR W08 T AR A A )P 4 2 RE 46 S
P S g AL o3 M ad B 4 1 S Ak o AT RE AT B T A R R T EL AR R AR
T . LS LR R IR A0 T AW BRI W AINRIT G 20T R RTEY
BRI R ENE S E A R AR U R — g A, AR R TEBE IS W K
A AR LB HA B RE NI T AW R aT LU S LR A I 45 A T T R T
N AT

S& I )2 AR BSCH L 7E 20 HER BB S A AR S S R IR, — 2 Bl O
R BRI RN 2 i B0 e ECE T RATHE BT JF AR
WE 3 73 —F SR AR W b B OB AR i B A B BE 5 T 3L AR B SR 2 W AR T L R
4% v A1 3R B A R K

= EFBEEFEMRER

B B2 R A B 2 O R NSBB8 I3 T KK 2 LK T AN K SF R A K T 2
B FZ R E RS B2 i AL o P B 25 S AL fil B2~ it A 219 3] 17 Ui 4 R g L 5 3
B IR T — T 2400 3 R R I 229 B . B2t A A T JE S R T 4% T 3] 3
ANT7 AT A



g18 % # (4

(—)RBGERS £

L. itk R Y ARSI I8 A% 22 5 AU [R) AR 0T 25 99 B 7 1Y gt A% B i . T
Ei=gsli)7 N we 2 DA EZT s A kTR 7/ P N =83 VA

2. R A FEUFRLAA MBI A MBI R R S BR AR A s A LA LA
T HUAAR P9 25 i B 388 B I 0 388 % el o 35k 7 T %) F 9 80 R T s R i L % S 4K 28 B R A e AL Ak
VPR AL HR SR JF R A EE MR R E L

3. MPB i AESE RIS KA S B KRN ER. BAEC R A R 2 Bk I s
21 TR 0 JE 2 240 TR 5 A e 5 e o A i A2 A G A8 PR 20 B It 5 T K 22 B R TR
RN AL G . 20 tH428 80 A4 LAk . 4 il 2 JiE 356 IR RN 41 928 & [A] Cantioncogene) B & BHL, fili A
ITRE A DNA 7K A 48 3R g & A B AL T o 30 Ks SRy N SIS e 28 T80 o o ] B 17 18 52 1) Al

4, B FRF IR 00 05 I ST PR A b S B0 A W B A s Y PR R AR I BIL
ARG R 7 1 — 122 R AR D B B % 2 . B R BAL A PN 25 R AL i (B35 259D 1Y
AL 16 T S B 7 4% b (6 AT RCRY RS I 5 vk L O T Y i N SIS i DR R Y gt A% B M) 5 B D g
1 35 ) 5 1) SO L B0 B AR AL .

5. S Attt BRI Rl B R XT38t A% W S5 A 45 R G A I RN T B . S A
A 95 K SR A B U PR AR 8 B 00 7 5 0 0 R A S 45 AN T B AL R A0 o i S A g
KE HCE VR YT RO 2 W0 AE) o AR S AT R K b A SR IR BT v ) R AR R T . R G A 2
WFFE I VEA H T A 56 4 S R0 A1 A 6 S 42 v i 5 | 198 382 4% 2800 - S A AR i, DA BRI AN 2R 1Y
WAL W) I e A2 R VR R A . BB R RE R N HIYE L H £ 4K, NS a2 45 S A A Y
PLox 2 BB Z 38 i, J LA 568 59 3t A% 2 FE Al T 4% ol ey 8 8 S8 % 3t % 0 Jo 1) 463 3 2800 » ol 2 4% Fh
G0 VT 87 i i < A A X

6. KA EAES S TEAFHTHE DR Q0] 42 i A0 8 15 A ARTLE A [R] s (] F0AS [ 2 ] S AR AR
KER JESSREM LRI — 1228, XA R A % . BIWF IS Rk & o 2 rh B IR Y 3%
ISRV A A 465 H A= Bk B 1) A BRI 45

ToATA S RUPSE AR I WO S R AT s A L — 1A R Blan s AR
1A ESF PR AR R BRI T . 007 BE 27 3 A% 27 b i AT R s AR IS LA v T AR
B 388 A% A R AT A 35t A% Bl LA SO R AE SRR AE RS A 43 SLRE 55 S R AT R Y a5 AR AR
filt o 33K 75 T A AT 5 AT B 45 I R I HURS A AR A HR A R AT Z A O R I

8. A F R RM AL I A kg ANRBE R AR, TR e
“eugenics”— 1) 5 iy Ff WX B I < 45 AR E SR 48 F O 5 BORN R K 4 19 TREB AT R B R AE
FEMEAS B RR o [ G T4 AN A B A SR, PRt 32044 1R S P58 T R BZE R S
Bkeb . FRE AT AL BT R AR B EOR R TR PR I VHOE A T B ORI B R A A
— B O % T AN B IRE E T B T W A AR RIS E M B AL

9. RMEAEF  BEE N LIS Y S sh W A Y HOIR B T A LA R AATTRE AR 22 5 1Y TR
AMSE F 22 E R THRA DNA Z4h . b A K= F EREE RN ERE, —
ASHT I F B R WL 15 2 (epigenetics) Nz T A2, XA RHE A FEA W S DNA J7 31 2k 742 i 5
PRI 3 305 I8 95 18 T 38t A 28 Ak, B A0 R A 0 DA R 9 2 Dy 3 AR Y 3 R R WL A A — 1 % Y st
(=

10, Mk RAs  JEUFITEBTR P BRI B DR Y B TR 20 2, 35 BT A 2 i PR A Y
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1. ek Bay EAEENANRRE RN RE GAEMIGE. RN a
6NN 20 Z2 R PE T4 o PO B AE DR A 2 | Tl B PR A 2 L 2 W PR 2 o o 5 DR 4 2 e B 5
P

12. ey HEARBERE 1994 4F f M I Wilkins M 5 U HR A,
H H B4~ (proteomics) JeF 5 4 Jfd 5 20 21 rp 5 PR 2 Jir 3 38 1) 4 ¥ 2 1 B 0 JHG 2 O[] A i
WP AE e W (BB 28 24 il B PR35 52 I i A 42 8 2 1 B84k .

(Z)EMRBRRERSGE

L Akmieditr s JEPRAR e A i) — A B 500 S0 B L B O IR 2 8 AL 2 B P R SEAE
Z—o BHESRIrE NAHNE F B . 32 2 e (0 1A B 45 44 FAT Dy SR BIF 5T 38 1 0 9 6 AL
il FACUE . N2 A D 388 4% 2 T AT TN S e (A B0 45 R R R g A 2 AR R H S B B R R
DA B2 NI e (8 A RS A0 205 A W 28 A TR R TG 55 0 ) 56 2 YR B 2 40 3t 15 2 5 U0 B A 9 4
B (e (0 P B A8 23 5 AR D 55 e (0 M IE 748 5 2% B Bk A i R 440 M 35k 42 2 5 00 S 4Rk A 2
R 2 35 I G 2 Yo 10 (A Mg 78 6 T M S A A3 10 ik DA A 2 M 3t 1 2

2. A F REFBEENE 2 KRR, EEEMRALERNNRESEN
ot ) 14 5 i 22 PR R 78 I B0EE 1 5 (D) 5 i W S I I R R BN . EE N EY L
PP AT LT B A5 23 R A TR R DR 25 3t A P A R 5 %) A L ) S R AR g R
AL e,

3. pF it g R E R ARGk SE B RS AL W TR 45 4 A D RE
NARFE P 2 5100 E JDNA 2387 5 P2 B A YR 7 A5 R, 32 20N DNA JK S iF 5 38t
1% 995 & PR B 235 4 R 9 A% 7 2 LA Kk TR 8 W RIS ERIIR I 7 A 0 R O B2 27 03 T8t A% 2 . Beils 7 AR 1Y
53 F 40 M 35 A% 4 2 20 M st % 2 5 0 Tt e = S G 0 W . BT B AN FE OB R
— K A ATTRE DA D] 7 S 4 75 45 o i DR ) A T3 DA TIT 5 35 3t % i ik [ 12 W7 00 T8 85 F) e

(Z)ERRHESEE S %

L B FRWT T NRE v 4% ol i R AT R | 5 PR R A5 3 4 A L K B ] % 2 Bl AL
L TS MR RE A T 2 DR AR R A G DR R o AR AR I8 A S i A RO AR A a8 A WA AT G S O I
IRV AL 27 BRI A b 28 b s A% 0 B RIS LR 30 A% 18 7 3L 5 B L 00 ik PR AR L 488
AR GEAR R A G A SR R DRER L AT T i it A o A N SRR TR AT Bl 1) L D
By M0 3t 1 9 B A B A R

2. ke A R DUASN B IR B0 R 40 M O B R AT AL A BRI R S B B TR
FAE R SIE 24 1 B 37 25 08 T AT R 0 AT AT N R 2 58 5 0T L 3 A N 36 38t A% 2 T 5 v A
TER N AU AV H DR BEHEAT A H A B9 05 00 55 IR XE . 2% ) 1 BE0E 58 0 2 A 20 ML
B 3% VAN 2 58 L NS HE DR E o ML TR 5 3% 5 R 4, 20 R4 70 4R AR 7 i 45 B 5 BT IR RN
PEEN E L A T5 A T ERAE .

3. AR A BTKF LR TR BN T2 8 sla B AT 75 2 A 3 DRI H A4 2
P 20 5 AR E5  TKE 2 S A SZ A I v o o FG i i PR 7 32 A 2 M P 32 32k D5 9 IR L 4l
PR SR AR B DNA B2 X T AR UL @ i F B3 R Y 5% 5% R 3R 05 . DLIR RO 1844 0 1Y
LW GRIT S B .



g18 & © Fy

INGE Y FTRMFHRR—EBERETE

AW T B A A A BT R . AR SR AR B A R Y R L
WA/ TR 58, AT AR B — AN dh Fh o (B L B3k 0 20 2% Fh 7 0 A7 BEAREAR IN
MET o IR STTIES B A A SRR RGO RAME A . ANiRTE AR 8
JETE LI N AL ANTE R G KR LRI A Fh 247 2258 L AR A ™ AR e s R, Fh
55 2 e A A B B BR R —dE A T BE R . AR R SR RS R S S | gh
YIS AEY S A Y B Z B AR A S i AT R o AR 3 Y AR ()
Ja ARA Y Z ) B Fp AR AT 1 . P AR R 4R IR U B R R R L 8 — bR
W B A G 2 ) B Mg A AR A9 DNA AR 9 BE AN 188 45 5 05 1 B2 85 11 ok  FEE 4R B 55 —Fh
AW H) DNA B E 25 DNA FUET 2 21, DT T H B B0 388 1% 0 Jo 5 0 o 114 39 A9 A= 0 26
B, KA SE AU A BT R | T 2 Rk DY BT AR A AR B9 AR W) B AR Ol U R TR T
7. oA TR

B PIF R TR AR A S BN R, 1973 45 LU R #1 1 L 8
BT AR B BORL . EATTS B BA — DU B L 23 B BUAN R B 25 4 . A I A Rl
S “DFE7LE R — A BRI o 23X Rl 2 & BORLE A K AT B R N5 - 3 26 K M1 AT 78 8 fiE
FRHTPI R 25 1 ELX R R AT B8 A e AU B A XU BT 25 P . 7 LR R A 1 JLAR A ik
R EFZEZEH LA LR EMYTTR T RN TRANIIE. 1977 42, AL AN T E M
P14 i 38 2% 1) 38 ) O e A KA B ) 1OL 35 3R A 7= 1 Smg M & L A 2= 70 AR T 58
AR 0.5 I8, MM 10 T34~k rp A REEFR I 1mg, HORAS L2 A KM 1ke
HERCE A0 1 3t 3R A 4L 2558 2 LAY . 1978 4F 9 J 38 DR 42 1l A A 86 &% 3R G 1l ) ik [ &
AKRIGFFEE A7 B GE R 8 R B2l 5 R A e e E . eIt RE A%+
Fift P DR T A 7 ) 24 4 [ 1, AN A% AR T R AR S B R 0] 5 2 B 5%

TEA W2 A T B 2 S U L B TR TR IE TR IOR — 9 BRI Fid . iAo
KAl ARG AR 280 09 A i Fh L BGE ATBAETS o A LR TUR  21 th 22 R AR it
o, ERNTRBRCERY AT ARFBIEMRA T R Tl EmAKE
T 57 2 A2 1 5% T £

BN L IR

— B ERAEEE

(— ) iR R KR & R 4 AE

I SCHY I8 % 2 i A 40 JHD P 99 388 ) o A A S A (R DR R 28 i 3 0 AR Wi 74 ) e 5 |2 ) —
PPN o B UL AL 8 AR T A — i B g AL R L T I 3 e 3 AL A L 3% — E A 7 AR 4
Ja Ao B S 388 4 5 — R i AR A A 58 200 M 52 0 B ) 38R 15 ) o A A R AR (3 AR ) T 5
A — 2B o A LAR SR A AR5 i A SR ik 2 5 R B0 A 20 T P4 i B DNA A 4 S o e 1
SACZAE i 958 240 114 40 S R A L A A R R — i A o B DR — Rl A R i A



S o 8
Fy EzEEZ

WA T LR W B AR A B A DL LA R O G e bR AR ] — i 2
CIE EAR I A EE R I SO R TR A KO T T AR R . X — FRAE T AR TE BT A AR
B Z Pl LS 3], 3R IR Dl A a8t A 0 e o) 2 e (e pA o AR L Bl TR R BIAE B AR IR L L
FOWEE A BN T B AL 3 D RFAE . @ K 2 BB A& 22 B0k Je K RN Bk | T g 2 33t 1% o 22 3] —
SEAFE IR A R . Ot AL B R AP L — 2 S H W e B B A BRI,
@ Gn s A5 BB A b — B SR [R] B AR R LS KB £ .

BRGNP E LI A R 50E LU L& .

1. #mE e RmmB IR K 2L A il 28 B0 Sk BB R AR Ol S Rk w . B
SRR 2 Hs A% 5 26 B2 Lt A= B 558 Wb 7 o IR BRI L T 22 4 (BB BEIE B3 Ak R IR 25 A AiE
S5 AR SE R AN ERIR AL o ) 20 2 i 7 A R KU B T L A e R e R
O S B 5E R M N s , 2545 | R A IR L 405 4 B S R M I L (B S 3B A5

2. tEmE Rktkirm FEWEREEEREZERENL R, - RGP A
P LA R B R . RV R R0 s AL R A SR P o (0 S Pk I AR A S st AL s . [
— R B2 LB s T AR 08 A A AR AL, BT LA TR — AN SR v 224 1 53 4R A R A . ik &
iz 4R A Wl — K2 AR B E AE . T HAG 2 8% 0 O T R S R EOR Y
T G £ R B 35 4% i R e AR 5

3. mE e RMkARB e KRR IR Z LN A IE R E LS R E R b R R
BB o i KRR 22 R A s A P o AT il 45 A% R AN 45 s i A5 0 22 R Se KA 9
BA B3t A g R IR 5 R, BN — @ AR IR A R k. IBAEZ B B W AE 30 B A A
B EATHENVE AR —RAE 5 B 224 KW A B RRFERR T, B IERIVERAR K
WA AEAEAE 15~60 % 3 18 PR SE A7 M SR IR &6 AR I — A 30~45 2 I SL AL AR MR &
PEB G . T LA, 5 RAMEBR IF IEA Z8 L0

(Z)EEERREEPNIEA

A — PR (BB B B SRR 2 8t (% S A B AR 25 R . RS e R R 55
355 R 3R AEAS [R5 & 2B vh B9 VE AN TRD AR 43 4 2,

l. A WBZHRFRAEZAR . ARANKERZOMHEA XREHROLEIFESHERE
oo, FUE HET A A AR5 BT 2R R BT W . BN AR A A AR A — g
AR UR LN

2. AR LR E EFEERETA— L HFBGERA LA a0 EE B A R
PR JRAE » £ 50 ZAERT AN RAE 5 A X GERAKARIZ T EXNEARERLLZHEY
A R AP 5 2 FLWE LA W) 2 Hy T A e 3 4% e g 1) 22 L T LS T B0 5 78 SR BR T A 8%
SERBAN  H WE A S i AR AR A B I B
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