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A8 (human genetics ) RMIEE P —NEENTHR, CREITHRITAS
HRBEFER N — TR, BIEREYRN—FE-RNS, FAEMERE 4S5
CREMEN, BIESHH AR, RAER, BRAELSTR” REX/EE, S
f& (heredity ) , ARFERESFRZEMERALUMINS, WA (variation) WRERE
FRZE, FREMEZEAMRZERNAS, FRHTATIME, SREYA RS
%ﬁﬂﬁ%%ﬁﬁﬁﬂéﬂ%ﬁ,ﬁ%%ﬁwﬁiﬁ;WﬁTEﬁ,Wﬁﬁi%ﬁgﬁ
ZH, BREAG, HFREWRLRET KE. ABEREESHROAREMER, B2
BfE2% (medical genetics ) W AFFTE MR K8 1E B 7 R R 1% # RO 1 F B R B
RARBEROEE, BAIREEH—IHE,

ARBEFE G EREBEFIMRUNMENTIRN R . AFBIESEEEIARFAL L R
EMAEEFFRALBREER, GFABEAR R, AFBEE. AMIESSHLUR AT
RELMEZERE, EREREZEIENERENAEFRALIRSBENLR, B, HiE
ERFFRAMERER, FEEEFRANSFER GREER) . S8, EXHERIR
BIERZAXN G, RAREEES RS IS, R EER TS5, BHilk. A
RBIEFHAFENEUREEBREFNEEERTS. ASOBIEEHETAE N\ PR
R AR, NFRERY . OARSFTEMARAME, RERTH; OBETESH
EmﬂﬁﬁﬁzHQ@#%MWFE%QE%@%ﬁﬁq@ﬁ%ﬁ@ﬁ%%ﬁ%ﬂ%ﬁ
4 QARERREHRIES TR,

EFRIEFNTIT RBAIGEIR, BIAEERRIRE, AKMERRIE A ki
S R R U7 ST AR B BN S AR A, TR U i 1 2 s B TR A 1
B, ITRAARIE R S RO PRTI S8, ASH0 MR bl e H IR 2 R
R, FFREVERE BN, BIERRHTREVES SRR AR ST RSE. e
Eﬁﬂi%ﬁﬁ%&ﬁ%%ﬁ%ﬁﬁ,Am%ﬁﬂ%ﬁ%ﬁﬁﬁﬂﬁﬁg,ﬁﬁ%ﬁ%ﬂ
RUABIRA . RESHREN, JUPIA A ER A B s 5 eh %, &
FRMEEMESTET MU SRR S SRR, HE 5T A KIR % A
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o EFMIEEMAE . SIRD RS T A ERRRIERIARVIE, RRBERAIZETM
WP WERIRAMBHAOKERIFOR SRR Aems, MM v4Edr AR, SCHUmRAE
7, REAOERETR,

ANEBIEFERRERE RS, BHERT ACHFRIER. ZEREEAFEUTH
KR OMMGRIEETRARREARNBSEN . RARRESRRIXR; Q%
EEREAR. 8, BRESFRREERERIERS; O TRfeFIREREKN
gEH . FRRAE, OBREMMTRERRABRTREROME . KRR, BETX, EH
R W ERRUREREA AR, LUSERISRTEARTHRT; OHYREE
PHTZERIA . 294 LA R R A MAST 25 R R E 2 B, 0T SIE R ME LA Z 3R
SRR ©BEREFIIRARERHREYROTGILE, BUNXEHERE
RO AR F B, DamB SRR, Suik. *MELUR St KON B8 & 2 r Fif#E
HUEL, B S BRI R AR, R R R RAUKIE, §%. XBH3FERI
MAFEEME . RARMZK, FARREREART B ALRESERETHR, HHERR
ANFRIEFEBITTRIER

FoW EHFORLEEX

—. BEEFHE U RIBRERA R HEIAIR

RGBT BREREA T—2A8, AT ML, #EBE" ZAmE
HEHSEREFAZS IR, [BR7EMendelZ FTEH A HEERMBIRIEHINH . MendelSE— N5
FTHREMRM, 7T RASFENBIEHRLELE, B RERFRoEMaRdE
SRR TRIGICLRMER, HEGEABEMEHAEE. Mendel i3 “HHYZAT
SR FI8664E K BIEMBEIHYESHTIY L, BRETFHEMRER, HEEZINAN
E. 19004 Mendel FIESCATHER K, B, BEFURBISROFIRA RESA
BlEMBUE,

AZEX B AERR BIIAIRET LB M B 7 B AYHippocratesB X, FRAT AfTEIE 2FERIH
SRR A FER 53k . 15004881, PURBOEHBE X5 i Z KA 4 LS BrE LA
fEo 18t HHA, MaupertuisXt ZBIEMBAHIE T KR FE ., 18594, BoedekertitiB T K
BRI, XERPIRENERERENR. 18654, /R (Galton) kKFAZGEEDR
FIRZES AR, BT AMAEFESITALR @GR, MIEEE RG] ARG
3%, R EBRIMAMRE, M AR EFNREE TER,
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Fh BEREH FERESRAER
1900 HEF R IR De Vries, Correns, Tschermak
1905 HIRAF G RE/RBEREHER () MIEM KRR | Farabee
1908 “SERMEARBEE” MSmiE Garrod
1908 buidi e dig e avA Hardy and Weinberg
1909 HEAB SRR | Johanseen
1919 B I T B R R R Ry B Haldane
1927 XSHR ATk R A Muller
1937 T 5B XA 0.5 B9 A Ry Newman
1953 DNAXUSRRELS 09 R B Watson and Crick
1956 B NS ek B R 465 Tjio and Levan
1957 WL A M2 T B # A ARSI Ingram
1959 21 =R Bl K B AY Lejeune
1968 “ARMERBRBE BURRT McKusick
1971 ARG ABRQHHE AR Caspersson
1973 HEHDNAB A7 Boyer and Cohen
1975 HBIERETLAAR A8 Kohler and Milstein
1986 PCREAR MRS Mullis

, 1987 FHSE fu SEREH 7 BB 5T Duchenne JLE 354 B Kunkel
1990 AKBERAHRIE 3 xH
1990 H O BNAYT e % R AT NH

2000 ~ 2001 | AZSEDLRL94% 0 55 w05 T 5 5 ESNE NN NN

=, EUhEEEHER

Mendel F Ut [FIRESE A F A KM BB RIS . 18994, Garrod KRR T K FIRE
BRPRAEBISSC, FERL19084E A ( SeRMEAIBEE ) o, EHEAMR . RERRESE
IR TRt iE, LA TR — U R R B E e R s 5 . SRt
REE BT S KA B RGRBISL I T 8 . 19534 JervisilE 3525 PY A PR AE 2
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FHAERBR BRI Bickel SR B 4 L AT EBRHE A 0 R BUS T bl %
PIRRRAE 5 R MY BLAFROR, FFIA THRAMASRIT . 19494F, Pauling S 7E BV 53 S 40
FMAERT R M BEWFE MLLERSSTFHDS, o RIS, ‘

=, HREEENAR

Mendel$2 B HF#3, BAFAMEREE FEWE, 191054, Morgan kI
A T RENRBARLLRIIR, IELEEERAK L, RATERBEYSSEHRM
H, REAKFENEIREEREES AT HRBEEFENB, 19534, REXE T KRS
o 19565, TjioARKKINEAIFFPIAGNM, XRRIB R E S 0k 5 BT 9 P A 4R
M, #E T ARG @EBU465c, 19605, NowellZFFIAEYIEEER (PHA ) FIF{ASL
R AMRE4IM, FHHEADSE; [, Moorhead% &7 ASME MRS FE RIS ik
FABAR. XEFRARMES R AHIRIE T ARG RY AR, 19594, i
SLDownZEBE. TumerfZFG1E. KlinefelterfR SAEEHE B TR EKKEH RE TR, F1960
FERFNERFARSW EFIE T UASRR ARG Z BT RS

1970 £, Caspersson F T e 0 [5] 4cb 388 400 B0 7 e £, 0K HH BRI 22 4R 9C 638 55 1 [R) B
S(QEH), FRTHRAKEHMTII, 1971 4, Seabright BT G B H ik, 1975
., Yunis BV AMRIH MBS B, FRERMHERT EHKE, 1986 4,
Penkel FIPEEARCIRET #ATIROIZAC, L T 3ORIRNIA AR, AT HERRE I 2 AR/
BRI AT R R E AL, F 0] HiE 0 ) 4R . e T BT RS . 1989 4K,
Ludecke i R UIFIRBIEMAR B, £ BHHHIE DNA MY 5 HTHEIRE, A4S0
Her, HRAARBENTICERME, FTRRSITREKSRY, HERNHEA  DNA
R BEEL, EHKMKTS55FKENRREGSER,

M, SFREFHER

BEERREERE—HERFEE, HMorganZ J5, AverySF “X5|EARIRE AL
HI AL FEREAIBIST” . HersheyfIChaseXt “MEE A4 KRB EHRMEBREL EY)
HE” BIBRSE, XA HGIESE T BA KL AFRRDNA; BeadleMITatumiit “EMEAY
R B HRIEER" 5, _BE “— P EE-E" B8, WWEEER SR
FEERX R AEEMEARAIXER; WatsonHICrick I FE5M, BHT
DNABUBREZMARERY, Sy AR R S M AN REREE T 28 JacobfIMonodBF3Y “HEA MK
FREBEERNIR" , B BATFER" , BV TEREYERERNRSIE . X
B2 AR UERE WY RERIE LR, FEFEBSASRNEE, HHAKRST
BIEENER, .

19904F, AndersonXtRFFALERS ( ADA) FRGRT R A B B A R R R IE B
AT T B BIEENAYT, BUS T S ABUEMITH. Andersonfts Bl 55 R S IE % ADA



F—¥ Mo “5-

ERNFABILMTHEMNNE, BEGAEIL, SERBILERTHE10%M85E MAIEADARE
2,

A, AEEFEATY

1986 4F, EEFFEZHK . #H /KX KB FE Renato Dulbecco i A AR e B o () A
IS N ERAHITREMTF, 1990 4F, XEBFFHRE0/2ET, REHT “A
KERMH TR (human genome project, HGP)”, i+%IF 15 4ERFE] (1990 ~ 2005 4E ), ¥
AREHAR 2 DNA 751 (493 x10°bp) HHTEE, BE, AORRBEHFSLERK
AT HANEREHRDL, —GEAAHRNESSESEHLERF . REWN HCP BT
1994 4%, 1998 ARG T HRA KRR AR AL TBIFRA L, 1999 FEER A ERR
ARBERAWFBAE. 200046 A 26 H, AKEEHARFF TAEESM., 2003 44 A
14H, @X. 3}, B, . PERSS5HUREAEE. Q5. ELL)%II%W&B’J HGP

HRATZEN, XETBRB B REMEREAYE,

éA%gﬂﬁﬁﬂﬂEﬁﬁﬁﬁ¢,ﬂ%%ﬂl%&TE%@ﬁﬁﬂ,WEEEE%
( proteomics ) . FBHRMA, 15 “—MERARREINSEREAR" , GE—MHRE
—REYTRENERNEA R . BARANTRE BN IS LR RIS RRR
-

—. BEROER

A& (genetic disease ) 4 i TAEFA QUM ZHE 00 B Y R A0SR . ST INAE
REREM BB, B AAREGEMFT. FEX, BRRENS LRIESS
BIEERAR, Hik, BIESRZETE SREERE LHERK.

PRI GE RSN ER EM BT R — R RIR0E At 2, MEEER
MEAUARE S EETE, WU AMRRRER SRR S E R ERNEE, B
SRS £ MPRRRHRBOOBR (BIEHG. BH%) , HRRKOREE NS B
BEMERARIEERA X,

=. EEHEASR

BHEREABIEH . REMEMEREZRAES.

(—) #4H

BIERAAREH, XRRERX S FROBBHR LS, RELTRBILK, B
HTRRFE . BAEE, LRELOW. %, RIDEREEIRIEERELEST
T ZEHTRERE, BEEIESYT BRI — MK E TR AREEES, Fli
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Pl B FXFE S, FiRtiF RENFI4EEAESREFARE, HILRAEMMESR=E
B SR MARGR AR T X P RAE, EITE BE . G HERANTRY, RATERAR SRR,
AREZ A ERENEN,

(=) Kk

KIEWRBE KBRS TR BRI —MER. BEREERENE, RAIR—%KE
MR R EA ML RETR, MiI%RERBUREEMILE K. BREREEER
BREME, BHIERERERAAEXFEE. B, RESEHEET RAEBERTR
TARRAREE, REKFBENLESEFREEN, HRERELET, ANE 25
A4S B, )

FEf, FEEERFERERER., WTERRANFERENS. . Fg. §F
R, CHEGBULX FRIRDIEEE T BRI RFRNRERERS

(=) ARMK

SERPERR R L AR B BB R MERAR . BIEREEERN, B NAEMMMET
R ABE YRR EREM SRR ERESEERN, B, BARI IEREERNE
B, AR ER—ENERA R, BRBFERARERIRER. Flin, RENL
B S E /DRSS R —RERER A KR, FBR—RAERSE S, HuntingtonfES
SR RERTEA0S £ K Im

%%ﬁﬁﬁqﬂﬁﬁ%—%ﬁﬁ}%ﬁ%ﬁ, {BIFERA MR HERBRERIBER, HUHIF
BREROSFBERERR, WENRRERSHRESTIEKILEE, @/ “RuE” 2%
iKY, BFREERWRIMELETRHIES, .

=. BEEmHS %

AFBEERIFRE L, RIEREYRNENARR, —BEHRERSNERER, B
HPEBEHR . SRERER. ROERR. BRAMEERRERARER.

(=) RAREER

B —Xt EE R TR B ERR IR EHE LR (single—gene disorders ) , Hit
HBfemERFRERT, ¥ AAFKE., SEFRBRERISERN: O¥LEKE
PG (AD) ; Q¥ ReKBRIERER (AR) ; OXELBIEBER (XD) ; @X
EHRMERER (XR) ; OYEMBER (YL) . SMAERBERE LM RFERY Y
3.5%, ERBRMLET 000F,

(=) 2 XRE#m

F PR LA _E B B4 i BB A5 IR R 0 S R 499 ( polygenic disorders ), Z53: B i1E
FREES, RABREEZAFENZLRERSUR, SEEREREFIERENS, A
ARANPERBERIHEHENRREBER, SEFRERERERSE, KLt



0.1%, BTHIWHR,

(=) ®&4hm

BT RERAEE HE R E BT S BA B ERFR AR EERB (chromosome
disorders ) o HF3UINN, ARKEEKRA2~ 2571, ZBEENFE6EREEL, 5
FRONR EMOMEFELEE ., Hit, ROKREELESRFSEENYEE, SEEAN
ERMEEE, GBAREERY. WERENETS. BEAMLEARAE00LFH, H
A B B A R A Y K T %o

(w9) Rampek i 5%

ﬁiiﬂlﬂﬁ*iﬁ%%!ﬁ&ﬁﬁfﬁﬂ@ﬁﬁ%ﬁﬁiéﬂﬂﬂiﬁ%ﬁ (somatic cell genetic
disorders ) o RZHIMIAFREYI R BB RS M bR MM BT=E O FRAM, —RRE
fea T, MEM—REREE R FRARRER, BaibEeE FRamREYR (o
BREAE, BERRMEEE ) MEREE, TAMBIRLEA TR, —iRHRE R
A9, (BRI R R R 15 5 1

(&) Zatkif e

A7 T 40 R P BRI R R R A S AR RN LB RIER ( mitochondrial genetic
disorders ) o LRRRKIIPRDNAR A CEEE, TERIDRITREELTTIEE . SRk
rRNAFURNA . SRR R 21 B 37 F MR R A 2 SO — BRI RS, EUNEE
BRI R BUE RII00RFHHR SR EDNAZAA X,

M. EEmEIRSIA &

ARBEFERBEFN— DX ER, BRERR S SERMEE0 T ERR, &
AERRNRRAL, SHAEWERRNES. FBREEP5RT s ETR S,
MR ARRHTHEERE; EHRNERAM FHTER, E LT MAR
ZIEMART, XERGERTEEEAT AR, FEil AR 27 B R 2 T
B FEETER T —ERABR T, FEY.

(1) BHAfigEs:  #THetsE, S/ THRALE, SR EEEE K
&, SHTHBTRIER, BERfrR, TEERRRMEE AR,

(2) RBEATE NBEREFTERANERELLITAZ, SoTREREL
R, CHIREE, REMTRIEMT, BERETR, TRERER, WRERINTpIE
PR

(3) BEFH WEFEFF, FIFDERMMIBIE, FER R — 25T
BRAAE, HRfEHREAME, Mo—8, R, (Ve Py M il 0
IR BTERAIB A, AT TR REERE R, SRR CYE AR, T
RFEERRAFEER, (BRI IR, H I A S S22 R U T8



8- AXRFHE#E

&, ATLUSHTERIER R SRRRT R M BEERRERN, KRN REEWAE FEA R
BEMTRK, SMTBEREMINER RN R BATREAER.

(4) MIREFLE AROMEERERR, BEFRUAEER,

(5) geafkoth #HTRAKGE, TRACEEEMNSHETERL, MAHN
REREARR,
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