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Bl A W B 2 T PR R N AT B AN AR 30 I 2 S 8 v T a8 3 1 — £ R) @ (IR 2 3R 1Y
9 DAL A ML 78 i B L TS 2R AN IR A5 ) 75 T8 A% 2 1 B RN 5 VR A REAS DA T
4N Ry A2 R IR 2 0 50 i N TE 5 e BB i LR 7 A AT 4 TRl — 25 W 0[] — 952 9 S [) AR
BTN F CAE AN B A AT A ANRRE T EWAR KN ? 8 18G4 T F A5 Kk
A 2L 56 2 iRl Rz e R BE B LI R (R ) A 2K, 2 & A Be th A il B 5 2 iR
JE IRERBAE (R Down ZR- S AEE e R BAL, —Fb il T 4 (0K S 5 1S 19 3 DL R AE ) 2 T ] &
A B B AERT AR LD I A M R D A 4 B B R AR W Y 14 DR BS 07 352 4% BE S BE A B A 8K
RGBT EREA BB TR B 35t 14 P PR 1Y & AR T 3k B 4 Fé 4 58 (healthy birth) @ H Y7 «oe-- lEES
N BSB89 22 B Z0R BT FE N B R — S48 76, (5 AATT7E 2 A & A (W) e 58 78 B2 15 3
AR T s 5 — T, BT AT B kA R AR TR INRA T — 4 O K2
BRI K A R RN A0 & N TR GEE) RIAMNE (A B N R A ER M . R I
KRR 5% 5 B0 R R 32 BAE T sUBOR KR X LA 40 I A 4 VR sPL A 4
X B0 A 3R 7 A 3 M SO (T 22 8RB0 T 5 33K — O o P 4P HILAA 200 J O 25 B A 3 19 B0 A
). XLz H AR B S5 A E B LR A R R 1Y & & U 1], M 2 AR B B E AR B RE
SR AR S A AR A A SRR E A S O R B DR TR IR R B R —
MIFHIE . SIEERR -, BE N RO BB E 2 i o — A EEW 5 7w, B2 55 TAEH
P BT A v 1E 38 B 8RR B 2 1) 35 4% 2% [a] 0, R TAG , B5 2 5 it AR 27 i 45 6 BB B T B2 2 st A%
2% (medical genetics) X — 4" F LAl 5 15 IR 2 8] B 87 2225

BT RSB AL 5 R

— A g A DR R AR D M — 8 B DRI A 0 B O 8 % 9 (genetic disorder) ; A B b » PR
gtk i e N2 8 424 (human genetics) (9 J5U R F1 75 MR AT 58 1k 38455 7 I R A A%
B 2 AR A A VR AR HLER VHIL R R R S R OC R CRLIE 2 W7 IR T R BT 89— ) £%
AR AW R T8 AL Y TR 12 W R T A N 2R UH A i R 8 4% 2 (clinical
genetics) Bi(j# 1% = % (genetic medicine) B , 1M B 7 78 A% 2 U U 2 T 322 A% 9 19 8 TR °F g
AP RBEST . SR R E e MM S LA R E A PSS AR RMY E. EF
TN B e — W R NTE GRAZ) R 5AME (R AR e FfF . SINNEERfE¥E
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N T NE5G 00 AL B A < T 3t % 0 R0 2 A 3 A% DR 38 0 2 A R R A 1T o R P Y
TEH

PR o g Al o LN S 8 % 2 g Ak Y L B ATTHR R DY N7 R B S X L X 2 E TR 3L TR
Mo AT SR N385 2 32 B NI AN 28 2 Ji S0 1 A BE DR T 9 N\ 03t A% kR (il s A
Pl ERRAED o [R] b 732 MBS A5 4540 R BRI RE B YR S (B0, B AWM BE  H R IB R
TE M PR L o 336 $6 728 53 JF A - P BRI IR 1E 9 A= i 3% 3 Ho e PR SO R T B2 27 3 A% A A1 AT
Je MBS A BERWF IS NP 5 I AE R & . Ik, Bz gt e 2 ml DL 2 — 1] il it 1%
X — AL R L e B R 45 B R I G

B Bl e KRR L

Mendel T 1865 4F & R AHY 22 3L 50 ) — /R T AW BEHER N E M A A&
A R FE R S B s A 7 2 B E A i AR AL {H Mendel 3X W0 T4 By HOE A (H B 3
1900 4F A AR . BEED, Mendel 5& A sl 9T R Al e — 28 AR PMR st 4 . N ak
BEA: Garrod(190 DR T 4 A RIRAE R &R 1 AR 1 58 KA B9 HE & A 3X 8 53
HPER B T B 1 8t 4% M AR5 Farabee (1903) 48 3 2 48 () b & PE 38t 4% 1 4R ; Hardy A
Weinberg(1908) B 5% 1 AHF rfv & RIS (14 25 4 o 48 Hh 38t 4% 1 4 2 8 B9 8 1 BF 1A 35t 1% 2 1 it
filt s Nilsson (1909) #F 78 £ i 4R 14 35 4% o T 22 35k DR 32 BR A0 07 AR 355 PR 3R ) 2 ) A D ) ks 2 i
PEMR BB AL . 76T AS B 300, 382 4% 2 9 B30 B 50 45 31 38 43 00 8 (HLBR T 2 B B B ROk
- 3 26 P Y S 06 56 I K 5 4% W) 5 A IO T 5 i TE YR TR AT R

20 t28 20~40 44X, Griffith F Avery F it ¢ 5 3K 7 4% 4 52 55 9E 9] DNA 2 5t 4% ¥ i 5
1953 4, Watson Ml Crick $#2 i T DNA SUBRHEE AL A AATINIR T 8 Y B ik = A . Bl
WAL 0 BT EOR (9 K J , — S5t A ARG i o 1149 & 5 BIL 1 28 20 9 B B L SE JR B T U
JEARRE T AL Hy T Bl = A 49 W6 R i . R TN R JRAE (PKUD J2 iy T 2 R N & R A2 AL g 5 |
Y, JF P T A R — A i A R

1952 48, i TR B i i AR 9 #E S7 CIR 38 58 55D A FHBK K i 48 75 1 52 2 v 199 40 i
R CEA X G A UESE ARG AR B0 H Sy 46 T AE 48) , A i 4 4 Il 382 4% 2% 1 i A=
PG AR 4K % B Down £ 4 4F 4 21 = f& (Lejeune %), Klinefelter & 4E K 47, XXY (Jacob
il Strong) &5, TE Y & 1A WA Fo R B . 55 2l e 6 R R R SR A R 0 A I Bk Ok B A
(S

20 22 70 AEAX, BRI P DD B A £ A5 B 2 2K IR BE B8 X DNA #E 47 AT 42 (484 .
1978 4, fii P B (Yuet-Wai Kan) iz I 33 9 £ R 52 31 1 % Sl bR 40 Bt 23 1t 1% 7 iy 56 A2
Mullis 78 80 44X & B 1) B2 4 il 5% /2 W (polymerase chain reaction, PCR) 5 A& fE 7F & 4 52 ¥
DNA 3 By PRER S 38 o DA 3 2652955 i) DNA A B A G PR B % A TAE . 4n 4>, PCR 2 1

/9



R A i Rk 2 TR N, Y B A )T R AR R

FLIE A BE ~ st AR o AR A PR AR 10 2 20 T4 90 AT IR Y A BE AiH R . 3%
TR BT H b2 B AR | B YN 2 55 45 15 209 20 10RI 3R 5K, 60 45 35t 1% 2 1 ) 3 IR R
P (sequencing) | e 55 18] 22 il 13 [R] % 7 55 07 T 9 T4 » 9 N2 AE 2 RE 1 i BF 5% 42 1t
BRI s BT R SR BREL PR SR CA I R & LAY 2911 7 000 Ffo) A BB ™ e NS
At J 114 22 5 DR (A9 G, o I8 500 AR PR 0 P R . 1B B i 9 P R 0 4 ) 1Y B i R B R
I3 Gy R A o S ST X A% Aol B TR 3BT 1236 T v SIS PR BE U (personalized medicine) , A
TN 4 Bl B A A= Bk 2 0 B 24 S & e (3R 11D,

A, BB E NN 21 42 4 F & % (molecular medicine) i £, (H 0 FE AR
“WOR AT AR A BK .

#1-1 PRER R

£/ B E® FTERME
1839 20 = Ut Schleiden il Schwann
1859 Ak Darwin

1865 UKL 5 2 11 U Mendel

1882 R IYL IR Flemming

1902 2 BLAE R R AR B B s Garrod

1903 e o PR i £ ) I A A Sutton Fll Boveri

1910 5 H E AN AL K 1112 AL Davenport

1911 HKGE LN FE A Wilson

1944 ALY B A BT, Bl DNA Avery

1953 DNA (1 XL e 25 44 Watson, Crick, Franklin il Wilkins
1956 i R 200 7% 1 A, A T B Ingram

1956 NGB R 2n=46 ¥ A 24 A0 Levan

1959 BB G 5 445 (Down £ 4 1iF) iR Lejeune

1960 UK i 9 A e 1) Riis il Fuchs

1960 AN I B G € 1A 3 A7 Moorhead

1961 TR R B A 8T A L A Guthrie

1961 X QR R TERER Lyon

1961 L Y Nirenberg

1964 7 T O A Donald

1966 =R/ T RN Ty Breg fil Steel

1966 CN 2 8 R J5t 4% ) (MIMD [ McKusick

1967 ) P s o N R NS S e A Weiss fil Green

1970 Rh i £ AN AH 25 1) 751 By Clarke

1970 AR R T T N Caspersson fll Zech

1975 DNA {7 £ R Sanger, Maxam fl Gilbert
1976 ™ K DNA £ i ] 15t B ( Yuet-Wai Kan)
1977 R B NI A Shine




b
4k
52
P
i

R/ B E® FERBE
547, FHAE R T AR AR AR R IR Itakura

1979 WA Z R B AR GRAE 22 LD Edwards Fl Steptoe

1979 FHHE R TR B AR A 7 e iy R Goeddel

1982 FE TR A PR S R b PO 2=t 2

1985 DNA 82 Jeffreys

1986 W] PCR # A Mullis

1987 N hSuiE| MEEH

1987 TELC N A /R 8% ) (OMIMD) H#E A= McKusick

1990 IR R YT Rosenberg, Anderson Fl Blaese
1990 AN W TR R P A AR o R Baraitser Al Winter

1990 KB 2 PR A R a8 S 24 12 Wi Handyside, Winston %

1991 TN S A 2 RO A D 6 SO A Baraitser Fil Winter

1993 NS DR 4 L 2 B ML

2000 NS DR AT 50 10 A 2 P 58 B ME 5 H

2003 N PR 2 0 e 7 N3 PR 2 0 DM 4L R Celera 243
2006 LA 38t 1 2 B4R B 3 A7 Renwick, Abbs 4§

2007 ANFKHEE K 4] SNP B3 /8 A [# pr HapMap Wi 41

2007 BB KL R A Watson il Venter

2008 BIXF 20 RIS R 1000 ZHIAAEFT R EBET ASEE 9
S P 1 T A5 T 1 52 s

2010 CNZETT 4% A 728 S5 42 ) e R CRT BB B 95 %6) ] B T A3 R 43 &)

=T AL e Bk

Fe 22 SO AE A& 38 1 g B0 A P 0 SR 98 K A T A — Y SR AL ) O 8 o X gt A
St 4% — % 19 77 L TIRAUR B IR MU . A I . 5 4% 0 B4 A% 338 O I 2 BSCRY B0  TTT 2
AL I S LAl AR BUAR B 2 L 3B AL I OB A B 9 K i A% TR 3 AN (AN — B 5 119
P PR 5 A 55 BRI TR 3R — AR A B B A A R R R A PR S B PR AR T . DR A TR B A
2 B AT 4 0 S 1) 38 A% o AL A o o B 0 3 A BT 2t AT IR,

— B R R

LA 3EE A PR 28 O B TR 3R 4 3t A 1E i R AT 1 2 4

(—) A& i Fe 4k 77 X

— BT A T AL Y RS B SRR AR EARE M ETL KRG R RN, B
S UL - AR LR T BRI IR R BO 78 BRI P % % K O 27 B 0 2R R g AR



PR — eI DL 2 7 37 B S S A R I O R OC &R IR XA Pk st A O 3K ] oh
JEH R .

(=) AL B 43 A

AL s B TR AR AN T PN 3E rh o DL — s B0 Lot BRAY B 5 0E 0L ) A — i Y
B QR Ll R B G R L AT LA T A0 138245 R ORI A s RILARE L - LI 17 6 XU 552

(=) e i Ja K1k

WAL SRR Al FTiE B R IR AR A B Re Pk, in Ak & —Fh i e 68
PR Bt A » 22 LRI s A i g R A AR RE R . (B IR i A 09 35 4% i 8 2 S R i,
Huntington $ B A & — Fh M A 5 8 Qe o 0K b P st G s, BAEAETE 35 Z LUE A &KW, it
s FE RPN WA P A AT BB P < A 26 50 K M R i 2 gt A% R Y 0 AR 5 A T O AR A5 1
FY » 0 8 2 e i B DR e X920 B - BUMR LB A JE R MO IEe . BROAR BB A I A0 i
BZZ G &R VLB = A RIZ

(P4 3545 i ) Z % 1k

WA R TEE A FIE R i . FTiE KGRI B W & A Fr R A R X R R M. I Bk
i) Huntington $IAE 5 2 B A 225 T AR ACAAR A% 5 (5 I 45 Bir A 19 35 1% 5 8 2 B0k Kk
PE G TE A R AR T RE AL AR (8 A& 1, LSS BE SR S N IE R . B ok, 5 M 5 i T
AE A& 35t 4% 1Y, 40 Huntington SRFFAE s (H A 2 B A 19 G0 P B2 B8 2 8t A2 1 . a0l — R H e
CRI 4 GLR LB 55 Iy IR i B R B — Fp e i) Bt TR B KISk = 44 K A 5IEM.
R R — ZBE IR PR I B = g ROA WX AN FREE o (9 25 T B 53 kA mT R R B H OE
X — R PR 2 A2 e [F] B BE A5 PRS2 e AN 2 ) A st RN . i SR AE IR B Ab 78 2
WA R A, 2K BERREE AT LA R S8GE . rlAgl, i T4 R A 6hZ g iR K
B, R RIA ZEM: BT ARRBAEH .

(L) AL B “ AL Ge k™

— M B W A B A R A A e MY AR B T 2 L B R BRI TS K P
i . (HAE HETC AR EEE b AR ki F s (human prion disease) W J& — B 7] 35 4% X
AL YPER B . iR A (prion protein, PrP) 2 — M I GE M A2 MM E A K. Har
AR PrP BEH 98725 25 3 30 PrP (55 1R 3T B 5308 i 4 HC A 25 1 00 B 152 4 B 0 1 9 | 2 i 2 2
T 2R A2 B A BUR DI REZTL . AR O8 B 1A & 5 T 4 DR 3 & 19 PrP ml LLid i 5L 2645 &
75 2 T E N A0 M P A IE R AR B AR A R AT B T BUR

BZ S TE B REUE AR S AL K A Bl T 7 B 2 S B v SR BBUAH I 1Y) 2 W IR T R
T By 4 it

T NEBAER A 222K
NEKBERM AR EZ . G, BTS2 AR E GG EA 100 FiZEf . Xt
PSRN B2 AR L 0 25— R4 N IR R GE 0 28 AN M 48 2R GRS A5 | ML R T A 0 L AR



BE 2% % 1L
B R GRG0 O LA R GG B TR R GU s AL 0 L PN 20 B 2R it A% e B s R i R AE
REFT 2. BURESBAG Sl NG R R LT 425,

(—) BARLPRR

BASEDR G IR R R A TR, RN RAE W RAEF 2 Yk iy 1 4 TSR
V1R 95 S22 Y 0 A (B G (A Mk g 4 5 3B 28 A8l 7T ] B AE 7E T 2 SR e iAo, e b
1 B B 2 Y AR (M e 0 ) Bk as A . P DRI AH X A8 D L L A 25 A i i B R
& AN A A I A R 1/500 (H i T LA A6 R T fa b K

(=) ZH K

Z SRR SR8 — 8 F R S (E B B DR R 3 A v BT L B 1 R R AE Y — R
N5 RAE WL B 1 N8 UL (o I 2l ok o8 R 58 1 A TR0 2 i« 11 B S 8 PR L &
AESRR T R A BAE L KU G R RE A T RRAT AR . PR IR R AR K R Y & A
AR R AR . 2 3R PR R dc i DL e 22 R I 3% 0

(=) Pk

Yo A S A8 R e (R 25 M R H 2 5 R I — 2888 (SR A IR o« AR b 38, 3 26 95
W 1 ANk A 3 PR 45 4 SR A 28 Ak A HE XA A 4 s 5 A A R T B PRGN 2 35 PR g , L
TR R DL Y A5 A Down 58I . YO AR 768 A L I & R 29 0. 5%,

QDRSS RN GRS

2L J2 A0 S P () — i 7 0 R L O R A0 A% 2 A E — B DNA B 4R 2% LA A
O I 2 1 0T B 3 2R 0 RIS A% 5 i . ZRORE A I8t A% 05 2 4 Hh ORI DNA BB 51 (Y 505 »
Leber 0 25 25 45 % .

F 12 H28 T — ey DLt AL e s A% 7 X Rk AR

F 12 TR 1 )7 R

#9% (OMIM) BmEFR REX
B[R g

Ji o T Sl ik 2 A (102700) AR T
o ~HU R 11 il Z 9 (107400) AR 1/20 000~1/3 000
B 47 475 14 (219700) AR 1/2 000 ; 7. AR 5 0L
Dunchenne JJl7# 37 A~ R (310200) XR FBE.1/3 500
G v L [ 2 A (14.3890) AD 1/500
Mtk X £ A F(309550) XL BE:1/4000; %1 .1/8 000
] 25 Y- 610l R g B Z E (305900) XR B k.1/20~1/4
L7295 A306700) XR B :1/10 000
Huntington #EFF4E (143100) AD 4/100 000~8/100 000
30 T M LS 3R A8 BLAE (160900) AD 1/10 000
2 AT Y 1 R1(162200) AD 1/5 000~1/3 000




H— 4 by
9% (OMIM) BEAR REE

B AR 42 (166200) AD 1/15 000

AP PRAE (261600) AR 1/5 000

A0 ) 3 41 9% (180200) AD 1/20 000

BT 40 3% 11 (603903) AR #R A3 Ff i - 1/400

b T A 1M (140100) AR A

Tay-Sachs #5 (272800) AR 1/3 000

G AD 1/10 000~1/2 000
e A {55

Down £ 44 (190685) 47,421 1/1000~1/700

18 = {hRLE A1 (601161) 47,418 1/8 000

13 =R &EA1E A eI 1/10 000

Klinefelter £5 4 1iF 007 B 1/1 000

Turner Zi 4 fiE 45,X 4 :1/10 000~1/2 500

XXX LA/ 1E 47,XXX 4 :1/1 000
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