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20 {H 405 26 A B % U BGR  ERHE I , RE BUR A F A S R R R, ey
Bl BRB PR ER T ES N BENSEIID, FEREN QAP P, AR
BERRLER KEWF 21 R REYEHE,

B AR B RS EERERA R R, NEXOTTTER b, MR R R RT R RBI%
WA RN L, BEEAHAAERER, S TFEFBRAREEIH#. RMAKBRNR
T W 2 A B , 0L R R LR RN RO B R SRR A R — A
Fo WBREENMER, A NLBRNPE BRRIGT, MERFTS M FBEFEHK, 2005
AR R R IF TRINSER, D eI e 5 RMBREE 2L, SEERRERNER
AR R, PRI A B R e Tl S AR AT YRS T M PR A L 2 Y AR B
HE FAOMRE SIEEES, FRERNZINSHAEYEDRYTEE KR E AR &
£ R HE A A,

Pttt a0 — 930 MG IR % S A R R A BEBT OB B A S A I, BT SO f5 2 7E
BRIP4 AR ST R PO MR R, BT Sl 1R AR SR W 16T LB SRS F AR R
Fle AT, — RGN (SRR B A, B B R PRI e o B R I B A
SHUTT BRI R RS SRR T T AR S E . BORES BERGRR
5 ETA — 2o EEMAEFT BRI IR F VIR L Wi BB A VA B e M 4E . FHES
FlEERE R B RS A M Rl RR M. SRR EEAESR AR
HEHH,

A 0OE A, BT o E R R B TR AT SR E, A KR BER SR S
SRR BB, PeBE Y ERRR IR SR B R EE R Sk L B T R AR BT
BRIHE RS FERFR B S T AR AR, MR R E M L, gl
RBCREE REBOE XM PR TA R B BN E T R AR A, Do As 5 i i KA AR 4R
TEPRM T FOIR S — AR . AU T R SRS BN Om GR T s
ZERHE BT LB BT O AR A K T TR R R S SR, O R
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B-F WwRBREML

GBI %2 (clinical genetics) R {E% 5 EEMA S M — T HEER, RE SF#EREH 1
BN, RPFTA SRR SRR MR IBRRIEE MR RRRIEHE, 1
FBEFEIE S BB ER LRI 5B 2, L BGRE WASE 65T BUE TR R AR TR
BT, NTTE BB S e — R B & R EE AR P REHE, W REAKNBEMAD
AR TR

E—1T HWRBEFFHARNE
W P AR T, R BB B LA
— JBEER
FR{ 2 TSR BRI R IR AR, 1 B o S M S E SR el A S
SERRTRIE AR LU T MBS, MR R TR E AR RS S TR, IR

WHFE S, DGR ENARERS Y RICE R ERETLE TR AR B LE R H R
WHEFR. T AMRR MR ILI 45 ST e 6 25 .

R RE L

X6 B TR E AT R 1207, TUE P9 R RO 7R MR R R B RS
FHAR BB BESE, BERNTESEROTES, 0 AEHEFER ER R RGE
BHRAS WRARREFURATERER. ARRAGENTTNETERQEAGUERE
R BEAGEMBAMBEFEA BRSNS, SRRELEIBRELMEREBNAT 0L
B R ER e EER T RRIER R

= AR KR ELE

% (genetics) EFFFR EWREMER (BIFTRRR) MArER . ERRLEENRN
HHE, AEA R EBERAE LSRR R8E . BB MERITH —F T 8k, & F
EMFENERIFREERR, FASMEEABAR L8, MR TREANERT LR,
EYIREHMN, ASBRAS . Br— MTVES, B RFEF TR R R a3y k. £5
FAF LA it 2 o U M S A R AR e W EENE

BIEEBRNE R AR AR R RN RE YRR AR (W) '
B, 1909 4F, Garrod FEIR B R MELIR) PR T HERILITE th TP S RA S
SEMESFBAORR RS, TR AR AR RIS, RN, MPREE
VHER A E MR GER, T T AR, 1949 4 SREMLFER. WKl NUR KB/ H
Pauling IR ITTRAL ISR L0 A8 & BOF 3 M 4028 1 5 IE 4T 28 B9 X PR K74 S8 BE AR ) , Pawling
AR R FRHAMAES ST EEEAEE R B REE T2 TR RE. OREaT



4 F-0 ERY

EMWERETSBEARATENR Y ERARKERY AN HEORS T ISR
W OEERA TR BEERR D T AR A ERELE SR TO ™ A SR, — AR SRR
WG, ERRREARAT, BIERERMB BRI TR 5 R RRER 4. BT, A8
R E PR LB N RN B AT BR T 020, b T A Sl R4
IR IS RIBI T RS , LA BB X3 15 M SR A WG PR S U AT , 32 t X BOR RO BB $H 06 o

M IR fE W SiEsT

(=)o F- 4 S5y

SRR BE ABURE B 595 BT LW, WIS BASR, S TEUL AR L T L0407 My ik
HEREAE, S804 FEWEERNRERRE, MEEPE RIS LT EXENER &
SFEWFEMEMPR BB LB RN —NEFHBHEA KRR TR AKRR
SRR, R FR TR PR S RS B AR Rk B RR T, T RE AT AR AT A
Y B R DNA PRI S A AT & £ MR R BB B R R R S A B AR IR R
RIFERBAETENE,

(=)

1990 4EFAT AR BB R ST, BN ADACIRIFBLEEERS) BRFAAR AOTAYT  IE SN BI
FTTEE MR TR R SIHWBA . ZEPWRARSHEATRRBES RRER
EIF-RT S, T EL AL F R AR RO ERATIS Wi AV B B0 A8 i 2 . UL, 8l S e
BARH, T SR ERBNL, BE SRR BORERIE , SR AR3E i DNA S+ HT 8IS
17, AT USRI R BB BG4, S0 SRR R R B R R A 2, o X
R EEIR T BOR R AR F ENEERIER . ZREN X SR EOTER , AR
S AW E G EFREMEBENTHNTFREET, BWMAR. W 0T B e,
BE RS RETABUREESYE , MUET DNA ST H AT %6 , Q06 B Duchenne RIPUE 3
TR VEIUNBIAR A %, BESTREENER ERRBEFNFATRER T, CEATH B
B, NFHRENE (NRREIRE SR ERES)  F LR SRS FH A S5,
WEL DNA 5047, R AR (NBENRR) BRDREERNRYE RATERRAN
HOFFEN, R ER AR X8, WA R RORR. BESHREEEASGRERTB
B MR, T B BT RS EIOR , IR TR S A R 2 . BUTE A, R
FHMAER WAL RS TRAREERERERIAYE K,

FH BemAa®K

BERBE R R RIMANTARACE HRBIE, A2 A SRR ERUE SRS, X8
BRRAES TEERFRE L EAKRY, FRHEFREFOSHER, A RS TR R
i RN BT R, B RH R A AR AR, ok R R AR IR (B S
S5H I TNAR AR R R, E BRI B ) B A9 AT R e E R AR SE R R E AR R
WEER . ASRMERERIE TRGH SR E L BT EE AT &, B0 REOBER
REFOUWENT SREF RGBT EER. RAER, FHRR GHIERRHR) #
FREERERER, ARBERRARMC . RS, BERRE RN, il 2858,
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B EES, el AR mMEhRE, T8 —LoRS IEARMWE ZENOER, kR
FVEIFERM. TH SRR S EER MR, WS IR 5 RAR R 5 B AR
FMFTR ZETREMR .

IRIER Y RECE R R, B TSR A R R £ SR R G AR T R it %
RENAE o AR, R FRR A — b 3 W R T A A MY EOR, RN AR RS, BRTE
H 4000 - RFEMBRBHE Sy R AR, FREHNE LR EERIFRER W FEEBE
R, — Lo LA SR RIS , I ST O MU 0L T L R TR Bh RS i M A3 B LR A
W HRAEHE T LHER, NI VRS, RE D3R % B R e A
15% L) Lo B m THE M B S ms i s sEm, KRV E R WSS T, HRaK
FAEIR R B TR R R IIB R, — R B & RMBEW LA BB
AR T MR . —Ay 80% B EFSRIE ., 20% W RE R R BY. A,
TR R A TR £ U B B A AT T RE R FU4R 0 Rl O T 8 AR

SR, ERERR N AT , E— 5 OB E ST R BB RE T . W
EAFTE TR RIS M TS M, B R RS R BN .

4 U (Birth Defects) B R ) 40T ELFFAE MM IR LRI RIZIRE B9 50 (BB T BT
AT EA RHER . HE RSB, LB S EAE LS AR, FEAN
A EhAREERERI— RE 8000 TREADTH 70% HLERBHE. ETEREN
AR 50 T 60 T, il R A DA 4% ~ 6% , By i A LI 20% , AP E R RS
HAERRIE 52 25% . A EA D HERE 30 B — AL S REET QB RAEEY
SEEEAN AR . REEIER T B OO , BLL I A B SRR LR R B R L F . SRR AR L —
Bl SR T P AMBREATL A EREEEN, B ERPERMS 1% 28, BEErERY
BHEIRAXBRL 60 2. A, ABEFEMISR ARS8 T EE BN TR, b
SEINT B RARIE AT

REFRERBEA ARG Ik, AE BB AL, RFERIRE TR FANR.H
AL EIr s, W TR AL £ — M BELFH BT REANBRMSS(BETRE
%) BRERERSTRFRL AR, 1994 5, REATHCGBREREY PP EENARR
BRI ER AR RLN N A ZRESREYEADREOE, dTFHHER, X5 EH
FILPE#ERRIE . WHO/WAOPBD B4 BT A% H S UER 5 (2000) 48 ) Hy 2 BRI B K 5 B,
BORE AT ETERE, RRTEACET T AT RS SRR MR, R R E RN A
FLELHBA

FET IERBEFHIRENSR

PR R AR EERGHEN— P EEHRIS, TR T 20 #4250 4F1%, 31 10 %18
LURE R, HAT, A RBAERREPEREERYEEFRD L TEREEE YR, B
TR R IR P00, MHBK S TR BRI AR MR, ERBER LEMAME
FEIEM LR R, JEE, 7 1994 2R3 R SRR 4630 DNA e v 2 E 21 1
CRARMEEI S PREETLZ — N A EE SIS TR YR ES WA TR, R E
BATFEHr HAT,KERERRCH B TE O X AR 001G RS 2R R S ik
Fo SUACEME, REHE T ER RN X TR R R R R 5



6 B EaEa

M EAMEEE 90 4%, AIE B T —TRAELE IR B R E A B D et R —— ARERE
R ERARLRESHETREENE X TR, HBKENETUEALERAMNLTFF
(#4930 {ZB3ERT) , DR AR 235 (3 ~ 4 7)) BRERAE R A LMAE, %R 210 L
B A TR 3R RS EERE, 2006 45 A 18 B ,1 SR EMBERFI LR, FEFEALEE
AWFEHRMTR . B ECRER" 5 B EgRE", XA IRALTERRNTORE
EAF R, X eERRE AN ERELE A ERETERNAR. AZaktintk
HATGEIT, AL 2 6000 £ 8, B 1L 2007 425 F 21 A, Mokusick BRMMERFHE B %
17691 F, Hoeb ¥ B gt 4 16588 Fh, X YEQH 984 F, Y H4 56 3 LR hrikiEfE 63 #h, BEEMA
SHLFPCH 10249 4, Fp etk 1 S 987 4~,2 5 634 4°,3 5 548 /4 5 384 4,5 5 490 44,6
B 614 4,7 454 4,8 5359 44,9 5 380 4,10 B 355 4+, 11 B 639 4+, 12 B 539 4>, 13 & 191
4,14 5312 4,15 B 207 44,16 5 393 4+,17 5 600 4,18 5 145 4,19 B 669 1~,20 B 254 4+,
21 2132 4,22 5253 A, X §efafk 576 A, Y Jufiik 44 4~ HBRERERHE 600 2. TR
I AR R R B R B TTEE .

ERE, B TFHMER, BRSAEKE—ARAHR -4 BEE0L, TN L TR RKH
B, RE—BEXERAXNETIABEELNLT RS, BELTAH. EFRE, BER
W PR 55 52 B S A0 U T P RE RSO ZE ER It AT F BETIRE (ZERUBRFEAN) B AR o AR
eV ERIOHE , SERR T RE RS SRR SITKTHIRS. Fe, B Tigd
AFA VAR, AR BB, B IR T R B R

FRBIEIB AR, TR ISR N BB APIRE , RE BRTERA — -1k K&
FPERRE PR ETAR, AWM EEMABRIME, W, BiEE - 2EENIEREE
EIIE WML ELHRRE , WBRA T NE REART X SRR F R T R4 R E
feE MR .

EEm, B EREESHAFT U RRCEE RS EZNERRANERR 15 ERH,
TR AR B R R R TE 3% AT R — R B ARR B AT RE I R IR 2 AR
FARMBEIERE I G RREAH ETARERRALLAT,

EXIE SRR D, WREEEERAEENTE, AT, REERESEE LIME
FRERFE WM BERSELRTRAR -REBIES? £5%, REVERRELEEEGE
R R, LIBUAS R IL % 5 P Re W (BBREIRS) MARMRR, KEFFEER. B
B, REE AR A IE R E R MR, B e R R 15 TR 45 R R B ERF, B—&
KEZFERSE, AFRERSG LIEMES AR EERREHNMILA AN EE, NFRER
S R0, MBS F2E, TT B4 EOVE, BB RFLA SRR, BEFERR S HE 0 RILA
RSB RET AR, W, BILTRES B ER A, IRE ML E WIS, K% LR BER
Wi S arE N RS, RNERLE - M2 TF R RTRBEHN, RA48eR, R ER
ERLBRRETHE, BN ELREORS, SRS AWRE. AIIEARRE N TS BHR
MRS, A FE AR, AR MR ITNES

ABEE AT RITTRE , AMTHRBARLHER, Hh A S RITARER B &
. B, IR TR DA R TR B AL R R R, T R IS E
WA Ay o WA B A B AL R G R IR T E R — AR T HE AT
B BERFRW AR RT LGN RARIER (A0 Huntington 7, Alzheimer $555) %49AH,
BRGSO RE T EMBIBS £, B A8 58 S0 RmE . HAAER, IGERT
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FEHAEAL IR E T, SR FE G B RE T 5 Rt B R T 2 R BT O TR 8, E R A
TR SE RS, LU 21 MR it fe 2 1Bk,

BB, REA SRR R S E A LD, WEES AR BERRZRE, RS
EART DAL I H MR BA SRR SRR RIS, BB &N EEHITE
15 AR SR B R A, A T R R R W B S AR
R BRI R G EEQ TN, SR O S SRR, UREE S REREORE.

21 A MEE AT 6, W R, SAERTIRRN BB 5T R K.
UL, G B AR T, LR TTAS IR R E TR B &R, SR G ol B e, WA E
RARXRTHE

EESETH

LR R B¥RAR. U8, ARIAERR,2001

2 XFEER. WRREEFGEE. 5. ARDEREL,2006

3R, EEREE. db R, 2001
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BIE i RIR e h 20 M 2 A

s PRAAIR e R PRI E2A 1 LT A, BB BIR AR RO AN NE SR BRNE
W R P B BRI A AR , 1 R T S T R R KR 3T, AT I R e TR E
BREER.

F—T REBERMREHE

SN A& A B DNA IR B R LAY, 5 R B e 8 9/, By 38 €51 ( chromo-
some) o FIJGLE PRESHOBUNL, FROMHL B (chromatin) 5 7 £ 43 B4 12 T s £0 SRR A 4, 0 AR I
Bk, HERORSRORARREA-WEERRMMEN R, ReKOLRE)ZEEESD
B, R R R o

— B

FEREMMAMEA G DNA GBS FAEA KSR RVA ERHAIBE S48, REH
HHRCYRAE TR L+ DVNA SREH TR bRdEE, T E O es ] bRk,
RNA EiHD,

() FRE/PREER

T A A 1 B (5 IR FTARABIC BT & R 9 4h F IR B AL AR IE L R Sh BER B ORI, 50 B e 8
B { euchromatin) 1552 8 B ( heterochromatin) B2, Y 6 S 70 41 J IR 1R AE AL 72 15 486, 240
A REBERT S, & B EE TP H) DNA, BT 55 R0k, 40T 035 40 HIA% 69 o s 354,
FEIARESREE, AT FRIRAE, S PR R R 0. SRR R TE AN A R AL R W5, 2R
RZ, W ER GBI, B4 LB, 3 DNA HHIBH, 578 BE DNA P51, ROHFTH R
RAFHRIEN, Y EPEP A BRI ER. BREREHF AT =8 ORI AEL T
R, QRBEHMER, REFRRENER. QEHMEETHRERER.

(=g e R

PEB R (sex chromatin) & X Y e (hvE BN 00 BT sk g — R pRasts . IR
X Hefe 7 (X chromatin) #1 Y Je 8 (Y chromatin) ,

1 X Befs

1949 £ Barr % \7EME TR o o B — RN ZERERE PP U R BE — 2548, 3
—HTFFRA I, BRI AP S (A AL BRI X BRI B R,
T EAR{RAD Z2T0AIHE , ZE LA UML) (RS ol ) DA S5 — 540 o R 2 3 51, Lk X
RERREL -1), E¥ZENEAMERE DRI EHE — A ROBE, KADAH 1pm i
WEIEFE M, B X S, IER BN X Ra . X ReGRMKE K X REdHuEs 1,
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E2-1 XRERF

1961 4F , Mary Lyon $2:iH T X Hefa kR iE MBI Lyon BH) , BERMT . OAB ELERME
FEH(AKBABIEN) . @X REANRTERIENY, RERE X RAETURERNE, 4T
Lk B %, @RERIELM, ML WEEIA T —& X Rtk RAFEN. B—%X
RESLERE LRAEN. ORBRAAWHZEIEME, —BR—FEOARAN X RE
RV B4 1 AT B P TR GRS X P fhkiE, MRBRIRA X Rf
RS WHT R T RTES X BEAERRN0, AR MR TRAR PG REA R
BEHIR X Befafl, Eitk, KGRI, EAREEN,

TR AR, B X R A5 I ARBETLN , (HEAHRH 0 X Retabk, arstsm X Rufa
RRALSER MY S5 — T, 2 X RAKTER AR o, ERRIER M X otk
o BIMEMERME, BR X RIGRI 8, @I FRTEH, KRB0 X Jufifk PREFRL
ETEE, A -BIER RS,

2. YRBR .

EW S AR AT G AR BN I RIME, HBN 0.3 pm &£
AR Y REFE(E2-2) . Y REEREEMIB I RROE, TN RAE R 5 R,
KRB W O P AR, P Y RORMOKES Y SOk ERE.

E2-2 YHRERE

T Mfadk

RAERMERRSTUE, RORBS ST RERE T, QRIS BESRNE
HEREEH . AR— B R AL € fk DNA SRR S K AT K S 1. 74m, THAMZ E R LH
Spm 22747, B2, DNA RELABBERT B #77 SUE SRR M09 , P L BT R0 A L5 0%, I Fh AR AT B
SRR/ M (nucleosome) o



