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1. BAREHEF  IEKE L (clinical genetics ) EEMITBILIRASET . IRITFITFPG, BEF5{E¥
I AR

12, #4E &2 F  BERH (genetic toxicology ) NFREEHLH (L~ (toxicological genetics ), F ZHf
RAEHEE (FZR . SR BUER ) SHREY BB ILHIFI SN, DL GX SR R 2 A4 I
A B

CONSSTRNS {1201 i
B (genetic disease ) EARIEIEY) T DNA B OSSR ERBIN . 2S5 & A FH 40 M 15t
e RS R BB, ERRAETE SRR, I HXMg itz —emr A ERIEds 7
o TETE, TGRSR S Y Bk R BB L AR TS .

—. IEERAIHFE

(—) EhkiE

B T iAdnp s sh, HAsiem BEA N E—Rm F—REEEENFFE, SEMETEZLZNA
&, (BREEGBMAZEMER, TEBURMEEYE. UL, MiBEYRNEERN, BAEEEE
MIRFIE . (ERRBR RGO A, BIEDR Mgt ] DL R A A I LG8, T L R PRk st A i
WK, CEIER , BRI E G ®, BRSSO IEEE KEHm” BIEHE

AR B E TR AR AL —& B B, BEFIER A EE —E MR R, @il T
KER, AIFEHEBRERA R, A XU

(=) LRH

KEBGRIGR BRI MK, BIAKREA R, RE BA A4, AR aE BAERERE “H
167 AR, HHAERE R E L5 . R — ok A A R R R BB R M e KAE 9% ( congenital disease ).
WA DPEBERARA RN, BAKS—EFRA %M, U0 Huntington JRHEAFE 35 ZLUGA &M, M
A 228 B A BE /D R AL B R RE — L BB AR R A R, H— T, e RMERBAE RS, B
AATRERMGILEE WA B LRGN . FEe2y e ] SBUH A B, A2 07 i iR 530 R X
ZhhEE, AIERLE AR B RO IR 2R R, AT SBUE AL, BIATEE “E5IEE”,
B ERA SRR SR

(2) R#%R 4 H

[F]— < A R Ak AR AR R B 2R AR EK, FTLLR SRR A RRRENSR, — M FKEP
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WEANBE, M—AMFEFEEAZ MR A & WKL, #HIERAHFEERERAROERRAR
FEMESR ( familial disease ). A AR RIS, RECEH, WE Y ERBRMEREmR MY k
Wio 738b, FERVEBRALAT LAt K i A 3L R PR 2R S B, INFIE L IR B rp K Z 4 e R A WI i
—PRENZ D MEBRELE; XA, fEssih X FRIRIREIR T B AR i A XA RERS, HE
AR L9 o

(@) ARHAHETLAELEF

MBI, BERREIFRERR TR AR, RS RN RR RS TSR FREM %
TR, [ RRUAE B [ 23 B 8 1y 1 5 B LA )[Rl 8

=, BEfEmNER

TES T — M IR AL R, BREM S EZEAL, IR EXRERIE Ti2Wr . IRy e,
BRI TR, HATEEREE R LT R,

(=) ékn

Zea A5 (chromosomal disorder ) J2 Y A% H s 58 FBR L0 . ARIER AR 46
FPAER, RAEAEMREASSCEN R AT SR e, FBOAAARKERSHRE, B
BEERE, 5B AR~ AERE. Flin, £—5%&21 SEEKREFE Down L£E1E, 5 SYOiAEE
KIS REUR LA BT RAEREY REZRENUE, UEERINERNGEAE, FEIRK
RABFEREREERT . FAAFBRENE N TERETRES, EER 3 MARBERRS 5, R
GRS R KL S —¥, FidLd, Pk EERAH 6.5%0.

(=) $ XAk 45

FAREPIRAENN (single-gene disorder ), fATAREAZERI, &—XFSEALEEE T8 FEMREH . FEH
SRR ) — 4, AT EIR R4 TR E A BRIk PR B 1% 0 5 SR Y o /R =08
&, WA RE/RBEER, SN RIERE ., SRR PR Emkil, KmE—BRIK, ER&N
2%0, BTFWH. BFE LA RREFRRHRMEOREE, N5k, BREBAEFEL,

(=) 34A:k47%

ZHH# L (polygenic disorder ), fAFRZIEE, & fEH SR EE N Zilad & 2= E A
TR, Hastfe i st R EEEE . ZREBA RS, (B RIERHE, Z3H
WIERER, —BKT 1%, BESHE WRALKETY, WFRE. RI0UE . shkoRrEie, g,
TR . RGP 5 S A IS 2455

(@) &4k 7

RAIEALHS ( mitochondrial genetic disease ), fAIFRERKIIAS T, RiR{EY)H DNA 5 S LR IAThGE
SH SRR, 528K DNA ( mitochondrial DNA, mtDNA ) 5% . #% DNA ( nuclear DNA, nDNA )
SH U mtDNA 5% Fl nDNA 5% L RIVEFH S35 . 10 Leber A MM M2 . LA OIRS .
ZREO PR DR L3, IR AR 2R R G AVRFIE . oA &R thnT Ll iR R 4
S BCELAA DNA flf% DNA 7% L FEEHT RMEAAE A5 E FE LpERER KRN
BHHLE AWM SRR,

(&) hba ik 1% 7%

R A5 % 95 ( somatic-cell genetic disorder ) 2 A4 st %) i et A8 BB o B R (AR 40 a3k A 0
SRR A RAE Y R E A SR, T L — AR o2 B, R i i 40 i 4 347 A 14K
. QnEPERRIR . —2b B AR E A A SR B . R IR R R R A A KRR R AT, 2
LRI

=, BERAXZEBRER
FEER N E/Ri51% (online mendelian inheritance in man, OMIM ) & [ 3 [® Johns Hopkins K2#BE%:
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B% Victor A.McKusick Z#2 F4mi9 ( A %/Ki#5 1% ) ( mendelian inheritance in man, MIM ) —45, ZHH
HIRLASE, Bi— HREFR TSRS ER 2, S ESR SRR “RE", EEEBRE
2HAIE R R, ZBRAESEY B, M 1966 3 1998 4, Fith T 12 M. BMELIM, ARBEXMER EE
B FERBREK, EXRENERT, SREENELALHE/RiEE (http: /www.omim.org) T
1987 4ERGE A, 3 B et R e S WA T 8. oS R4 A S8R I XM SRR L, %
& TR B HBR IR . BRI, RUAR SR BRI IEREHE . 20, 50120 IaY7 fIf
B, i EREtE A XBURR R ESOCR | REEN . ARGSHIIGE. SRR, ERA L
BRI LS E k. N T HERS|, EhE&ME SR, R, BEHIT T2t RN ES, R
1 OMIM 5., #Z 2017 4 8 A 11 SHISIHEEE, OMIM E4&HECH 24 188 4~ H, WY EMARLK
H 227844, X EBBESRH 1276 1, Y #EBIKH 60 1>, LRk RE 681

M, &fEmRNEE

IR B 2 2 ) T e e T i AR G — S B e 1O A FUR TR LUG , SR TEA
PR SORRBEEAL, AKRIBIRIE &4 T2, B X AR A i H 25 ™5 . @i LA EdE
Fora] W—BE . O AFBRERARAEARIEE, R 2017 45 8 A 11 5 OMIM Ay%dE, 2017 48 HA
KPR ILFELE 2 A 28 52T 246 fl; @—™HfaE ARMBRMNE WHRKEE SBRIEAR, Wk
PEAPEE . OBERRAE . IR . BN R ZLEAE R OIS OFRENEILH, AR AR
250 5.6% (P EHBABREEB AR (2012))), KEEH A BRE R 5 E R R AR F R FEE SR
@F TR FERE M L ERAN 2.2%, e N ERBEERE ; OB 38N T 808 . BIRABRER R,
HBALGH LR A S S @BERZBRERT RME, Wl e RBURER#EwH, HESE
feRIi k. M, FmAEW S~8 MaFERA,

L5 FRTR, SRS NI R REERE KM, ik, TR RER R AL AL s RE,
SEIBAETRIZWT . I6TT FITRE 0 ik S i, BRI (R AE ABE R B R AE BT . BEBRIEFC AN E
2B PRGN EEREZ —, BEFERNIZFTE.

F=1 BEFEEFZEREE

FAEH 7 i Hippocrates Y, AMTEER B LL505% AT REAE R IG %38 . K29 1500 4FRT, FERiEEM
BUEXT “Shiifn” #F AR BHERE RbrEIFL, UL R ANTE 2R B AW B s AE . 18 fit4d
Maupertuis X485 () RERMELZHRZ ARE (RIAR ) WERH#T TR, 8HEXPMERA A
[l i35 f% 77 =

PR IBAL 2 B RE A B A B /K ( Mendel, 1822~ 1884 4F ), fibfE 1865 4R % T (HPZAAK
5 ), R TAYLRIEHIRE B A A A e/, EEREFNEAE . EREF 1900 4, FHE/RX
TAERIMEA BN BERD, BE/REREMEN AT —2 A5, 1901 4F Garrod #ii8 1 4 RIRIER
£, JT 1902 R LIS “BIRIER KIRF : XTI, KRR E R RS . 1908
4, Garrod AR T (S RMEARBIGEG ) —45, 4 ToRRMEREEREMME, JFE1EHBRIE. A,
PR R RIE . B RAESS B ThatEisfs. 1903 4, Farabee A3 T 448 (M) MERMFR, fHHH N EH
B, WEAMNER, AMETFZHEREAF G RE/RER. Fla0, 1900 4F Landsteiner A LA ABO I A,
1911 4F von Dungren # Hirschfeld %& Bl& &t f£ Y, 1924 4F Bernstein W81 T ABO Ifil B 57 — 4 & 55
o7 2 A 5 41

#k Garrod 76 BB IRAE B F BOR P20 8 R BER , $ e RMERIBEE S, EED LSRN AR, —
B S KA IE A R R DLEZE #T g B . 1941 4F, Beadle Al Tatum $24 T “—/NFEH —FEE" 2#ik, 3



