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W, AT A TR IR AR Z SE N 5 R L T AR 7 A A TR — 29 0 3of AU ] -— B Y
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JE KGR AL (B Down £E-5 R BSE KBRS, —Fh il T3 6 0K 53 0 T 5 R A SR AE ) & 047 52 4 1)
ETERTAE LA B2 8 ABE B SR AF RS W38 KT 1 N7 33 B3R RE AN REAS 8147 S ARG
EREA RE T3 JE A ) & A T Ak B A R 4 58 (healthy birth) 9 B #H? - HE. BEANIN
AT, A0 K ERR I T 45 A BB  fEATPE Ak i [ A S i A B R A A S
JrE, BT AMDRREE R RARNRE TR e, A b R BERBM AL &
RN AR N GRAZ) MFISME R R R SE RIS R Ret 50 i & L2 v,
PS5 B0 R RS EAE A, 2 BORs B S AL 40 B 7= A 1533 1 T, 3 LAk 4 o 380005 IR 3
HeaE RV SR (FE BB OL T L iX — SN AR IUE A KBRA ERBORE £ ) | X 2658
R G5 R AL A0 A S 6 R JR U7 1), sl S 400 ML A0 L AE BB RE , SR ™ A S
MM EREAR WENRE, FBORREITEE, HEEK ERIA € MEAE. oL, 58—
H BT C O B ER 2 P BB AU, I PR B A= E I PR A v 1 76 38 51 B OR 8 4 11 38 1 2 o]
B SR, B2 5 F g4 & BITE R T B 1% % (medical genetics ) X — 1 F 26 5 i
PRZ B AT R

A

B—F EFEAEFHELSFE%

ERGERWE L BN R SRR BIERR R L LR P93¢ A% B4, B Lt
B, — BB L DR A — 2R 3255 R B B BR 4 38 % 995 ( genetic disease ) 5 MW ML, 15
FIREER R A KR EE (human genetics) BFHIE FIJT BOR B S0 X 2 B " MOEIUE R T
BRI GREMAE L RIS R R R BRI SR X R (RIE 2 GRTF BT ) i
—TIEBPEFER . WA K WE T8 E% B0 TR 12 W7 AT %5 P92 520 0 W R 844 2# ( clinical
genetics ) B 1% B 2 (genetic medicine ) (KM% , T BS 27 38 14 2 JU) 0 6 F 18 459 RO 9% 1N % s A4
BEWIBR . AW, BMREEPRRFBEFBILERE RPN EEREFHEE —E Y
I, EHSGARBRRR W RNTEGiE ) B R SHME R B E R 20, it U E 4
AL B T T G55 (9 A B L 4 T st PR RV 1 TN R AR 2 R et ARy
fEH
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AR LA R AR RORRAE s R 12 MBSO S5 A SR R R Bl TR IBIE K
RS TEG AR L, X 2078 5 AN TR sl 0 L 4 9 A i o, HO PR SO K . T BR 5B % 2
TEAE R MBS E M BORBE R ARE I SRR XA . il B A T LU — 1T it £ 0
XA AT G A TR F 45 5 'R AN % F

Genetic Diseases to Medicine
——— e
Queried at the turn of the millennium about the relevance of genetic diseases to medicine, a primary

care physician might well have replied *not in my practice. ” After all, for most of its history, medi-
cal genetics has been devoted largely to the study of relatively rare single-gene or chromosomal disor-
ders. Patients with these disorders were mostly cared for in tertiary care medical centers by special-

ists. But all that is changing genetics is invading the mainstream of medical practice.
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Mendel F 1865 F X RI(H Y L LR) —XH R TAEYBREERO DI EMEHASHR
2 X BRI R A8 F A RS, 1B Mendel X0 THEMEEM AT 1900 F A K
B FEBD , i U BB TR — 26 ARBRIR ARG S . Garrod (1901) 4858 T 4 AN BRAEFK
FCHKES TARERBROES, A XFRBHERIB T Btk B {548 ; Farabee (1903 )
5 A TS (BE) R B M A PR s Hardy 1 Weinberg(1908) B 57 A BE b SRS R A0/ 4k, , 48 1 38H4E
VA E R, BEE T REE B L M B ; Nilsson (1909 ) £ 5T i MR 9 38 £, F 25 %o 56 4 00 fn 3%
R FER 45 PR L [ A R B B BB A I . X AN B S E I BB PR B B R4 Y
& B RBR T 4B M H AR K, X SIS ) LRI E SO 4 R O ST AT R o

20 22 Ay 20 4EACH] 40 G4, Griffith M1 Avery FHA A WUER 55 (L9296 UFBA T DNA B i8t&4)
Jii, 1953 4= Watson #1 Crick 57 7 DNA (953 F4544 4811 7 DNA () SUBLAERE A & AN 8L
BRI E AT, BEE LM E LR AR KR, X — 2 5 KM 1 i1l B 8 956 11 A AL AL 460
A SR R BRI BUE | R T8 S A -o- B e G, R TN R R E B h TR S KA
HRFACES, 4R T — R R —FhBEAY ¥ 1.

1952 4, i TARB B A BOR 8L (1R3E 30 %) Fifd FIAKOK (IR 18 T 8 Zrh i i sy 3 5
(BAHH) 5, AL ARG AR H W 46, bR B IMIBHE 25 1 B 7 L A4 % B Down
LA HER 21 =K (Lejeune %) Klinefelter 224 1F H7 47, XXY ( Jacob Fl Strong) %, TEY ok H
BRI BUG , 8 2 i o 66 B R 5 [ B8 /S I B R R ARG

20 ttt£g 70 X, BRI ME Y IBE G {3 GE T 95 & B IR RERE X DNA #E77 AT #5041k, 1978 4
Y W Kan (& {5 Bk ) 12 A% BIFP R R SCEE T % 44K 40 1 73 1M £ P R 36 P2 7. 80 414X 4 B A B8
FrEBHE RN (PCR) B AR RETEARSN LB DNA 43T 9B 3 18, M I (3 55 4059 59 DNA Kyl iy
I PR ) 6 B T A2

HOE(E B0 R R S a2 20 HHE20 90 4E A FRER 69 A KL 412 . A3
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O MBS FERR CEAERE B B SRR ) B SO R R SRR 5 B I, ST R B
PRRBTRIZIGTT 8, N TTHESH B A A f B TR “F SUUK R
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IR R RIS R E R BRI RN . BIGTE 7R EB L E0, BRI R
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BERTETEA SRR A IR KM B i A R, IRl R s (0 PR Bk
B, BLRI R B SR BA - (I AR . B AR P A B AR 85 56 KM, 4 Huntington
BRI R — RS B R R BB R BT A 35 W LUG A R0 Stk o KpE sk
QA BRR AT REYE , BIA S 5 R B PERY, 0111 s A B0 000 2 S0 00 L 04 4o G BRI TN
W B BUR LR S KR O ERR , A I 3R B O B, P15 B8 M & 3 E i A i
(EZ

() BEFORKENY

BRI LA R SRR BB R PERBOR I K L BT HA BRI B
RIAFEYE, W1 LA H Huntington R £ IUA EL 5 FARMCIC AT (AR BT 10 1%
AR B R ZRE , AR E R R PR BB B R 0 B IL BB RIE® . 2, Rk
PEBAR AT RE S8 15 1, 40 Huntington SRS ; A JE i 4 9 4¢ FETE B0 B0 L BB 19 . 4 — - b
BUEAE (BIRSEE HRSS AT, R R T A — i) B TR AP KIS S 464 8 A )i
Mo WRF—FEREP KPR AL R A, WX D KR I0E T 0 57k o7 6E PR 10
X — R GBI JE e 3L R IR B AR AR AR, 1T A2 th FLBAS TN Stk 8 P b 25 S B 00 4
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HER AR 2FRARRIEERT LIERISCE. TR, d THRAER A REFTSIENR B IE, JE
FIA M (BEARRBER,

(&) HEEmAIERMY

— AR B R A R et . IR HE D70 L, B R E B IS, M AR K
R H . BIEHATC MAZRAH , AFRrE F14%5 (human prion diseases) Wi —- R B 4% 3L R A%
RAERIF M . fuE FA (prion protein, PrP) & —F I RE# A58 RMBAE . HATIA Ny PP
PR AE 22 5 3 PrP WS IR T8 s i 66 FL At B 3 B A0 B R A7 o 1T 5 A i 2 0 T R 8
BRASBORNREREL, ROV E B TR M RITRK) PrP o] LU e e 4% 7 U E 3 A 40 A
FHYIEH R AR WA SRR IFEON.

B TR TAEE R, R —EREFREFHR, BAH BT T EfNRARE
W, LA R B S 12 i 387 R

T AKBEERAN K

ARBIGRMFREL . BoIT, HATE 4 & IR EHLE GIEA 100 FhA {r. i
FANVEARZ YR, i £ — RAIBAKRRR I, M2 R0 W B R KRR ERAS
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FREE A R N RPN IR R R TR A T B AR G U i — 2R, BB RT S LR Y B 0
EFREE(EERGOE) BB G XM RAE WA RN FRAY M L, AT SR 5%
RERREERCRPEREA) BbEE e, X BIERRED W, KA RE B0 1/500,4H dy
FHBEE, NMEERK.

(Z) SERRK

ZREMRRA —ERIEL (HBA B RGBT 2B R AR — K5, s K
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HfEH

(=) #BEhkmE

e e Y RS R OB H W g R A —- IR . AR B3, IR P ) -l 2
ANHE DR 5 A0 SRR I A, TR IO A PR 5 5 T T K T 5 B TR 1 2 B P, v Jeeis DLy 4
R H N Down SR G HE,

(M) &4EmiEER

B DR | 25 R e AT RO 15 5 9 R A 8 AR BT A 200 D 6 935 A 1400 O 1 i
)y DNA vh JEREAL 4 T — X, MR 2R 575 (somatic cell genetic disorder) H 754 5 (1) 1
A R A VR AR R DR I R I BRI RS B R 1 I L R
BERBER A B o TR IR SR D, AR X — 2050

(&) RHtkiEERm

LR K — D E R AARAS , JEBRAA AL Z S - 5 4 DNA B4 2%, 1L A7 5 O
EHRBIFRGIR L E . SRS &R &R IR DNA BRI S| R MBI, £S5 Leber 8
FEPER M2 %

R -1 BIHE T s e OGBS TR R

®1-1 ERBERNBELDARLER

#95 (OMIM #) e R KR
L K95 :
JR Y JE SR B .2 i (102700) AR R
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