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it

WEREHBA RN ERERS, KLH#
FHRERRBETERRN, MEdxRs
R ARERE B, T BIRNF H AR
ERRENERIEREER, BBRN®
ARG AEIT. B, HRERS
R AR EROHNENE. B, R
NEFBVERTER2TMHFFIMAESHE
T A .

AATF 1978 E BB, RBEE B R FEIRK
PR, W ERKFAR M EM LT
JLEERE P EEFARSHEY, HELE
THERPFLEREATEE, LBETET
BB EEAEEEMTRNSR, REER
B, HHRRENBBEEBTL P IER
{EFF » ZEH— P B LU O AR

B TFREERBETANERT & & #,
PREEMMHLSTE, MEREHAHME
RAER, RBpoSERENES, BUH
HEAHWHIE,
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AR (metabolic diseases) B EZH £ Y
FHRN—AEZRE, REERWER AR
BEAREYEBRESI B — KKK,
RAWRE, 48R PERHR
BRAEME, HRIFEERENBY B (inborn
errors of metabolism); MR B8 9 R HWE
REBARAST, HEIFIBHERHEILT
#5 (molecular disease), M Garrod (1908) &
H e R P AR 6 A B /& 1 Pauling(1949)
RUHSFROESHNE, SLRAMBE
HRWWAZT R, BRIARBREXK—
KR

BIGERBR TR REZMEYFEH
HAGE, OIERKES, WEE, LRE
2. URBEE EYLE STEYE,RE
WEEMEETEENER, HTEERH
BHRETAENSRBRES TXEN T
e, BERBRBEFRFTREANDFTFKER
NAGFREFFRBEAREDA BN R
#, M EASFRBZENRBHNRE,
B R E BB AR =R S B e i R 8%,
BEJLE, BHATARTFEYFAETR

RER R RRET A, B—AE, B
BEERBROTR, FHT AE—BYR
KRS R R BEEY, HEEEEER
FRARMETMARBEERMHME, L
Rk, ey mE, »
HERBIRTF MRS SRR E LR
A

HA, ATERWEBSFTR TRIEEHERR
R LE, ENABARAEEREN
HRFRREB T — R, ERRRR, BN
MREERBBRTRITARBTRE, HEE
TGS, BRMEERHIRNS TR EH
BRI BRI ERRRES, X5ERT
e &N B ABEEE, URERST
EYFRHRCRATEAMEN, Hit, 4
BRAMBXTHOFTRIE. XB, RE
MM RE XA, EURLETNRE
BAATEARPBERRER,. REBEL
XAEBFEBAEXNRBROER, BEAFR
B, MEREEEREY PR LR,

BRFE B 1080 5






] B iR e F R

RBEMEMREZ, 2R EEAR
IR R A 8 AR S I R — AR
M RAGAE 5 B AR L R B 2 R B, 40 )
2 TR (BEF) R, T
— R R A R) M SR B XTI 2 F i —
SRR R GERD XA R BB R
B R R B (inborn error of metab-
olism) , .75 -+ -+ 4E ¥, 2% [E & 4= Garrod(*i &
BT R, R XA SR T o

Garrod : & 3] 38 4 4 AR 19 55 — 4~ 4%
i, RMEREESH. BARBFRE
Y, B—MEER, TRE-AFERTEE
A LR B LA N A XA, WA A A B 5
ot R R R RARY ER R, B, B
WHRELR, KHREERHKLEH, Garrod
FEXBER, EFEBY, XFRBRE
AR M BB 5 2 % Bateson i, S5
K, BRI ZE SRR I & BLA B ARUR
sEft(Mendel’s laws) 3B

Garrod x5 K A 1855 A VA R At i, —
R EREAOBR 2, HERRBR NV HRE—A
LB, R, EREBWE SRR R
FE N , BRI L JE 4 U8 490 71 RB TR 1 » AT B
FRBF AR A2, WEE AR By
A 4,

R RIBR A 220088 (B B 5D 7 DB A4
B, BT RO AR U TR R At R A
SRR, (B 2 kB AR A T — A
TR RUIE, feltis LA REER M
FEAE  FE A AN o 05 BURS 55 4 A T 2E , i Ak Rk
A B, R RS, RE S EL S b

x| 4 F

IR, 51BN B 5k, OB BN B A BB Wb
BURAREL, HlOEETERE2RA,

BEHRMERNARERNRE, HREHE
AR — A, R T (EAR) B, M
B GEM P R EREENEE, TUR
7eX—5 B, S RATE PRI 8, Ui B
EMRETT R, RENS TR ZME, Ve
EE ERMEARNXR ENEBLES
ERERM. EREHNER, BR—RBESH
WX FR.

1.1. Yefaikfinig

MIBEBRENBHN, BHERIBEH
YFAER. ARA, YR LTI
MRAR, ST RE—-ME EPF A —E XA
RN G H , g a4k (chromosome), Jy
HAXRERRIE, BB gk g
J1o {HREF) 1903 FFE R4 Suttont™ 248
A LR AT U R R, LR
PTiE 45 iy B 4k 2298 (chromosome theory
of heredity), JRHEIX YL, @A A
f?ﬁ%iﬁ%ﬂi, T 40 i 53 2 i e gk A5
HEREIRRR M (Mendelian inheritance) 42
BT, FTURMEMRAKRER, RE
WRE) RS TR

1.1.1. AN¥EkeEE

Yo E TN R, 0 R R4
SAR GRS RRAEATUREBE D,
B A X ANEH R, Y R R g, AR, A



6 EORARRAER

Yo LB, utabkinide ) K BEFI— ST T RE
A5, B 4 240 RO B 3K U5 L AL By 7 S
Ju RTS8, L ZE— AR AN F L IR IR IR
B AR,

RREHREEERR, EX 54
KPR, B 1-1 RERAM B 6,
e 46 Ao H—REREHF Y B K
(chromatids), T WA Y6 B AH 3 4 Hi 75
R% 48 (centromere), &/Yufaik kHyE
URBERR, FET PR, HREPH
b1, — BB JLF AL T SRR » AT e 4T
B KEE SR ARANE L. BEEIRE
ERREEEBRA, BRGRAEALNR
W, AAREREHRER 6 . EAN 46
ARt R IR 0 BB R R BE -, BIP
HIER 23 . B SHMREERE X

(3)

H 11 EXAFe NG
(ayk (bR

P Yo A 4K (sex—chromosomes) Bl 4k, FL 4222
XF ¥ Hu otk (autosomes) 4} HIA L 1 B 22 5
o 3X 23 MY BRI Ty 7 B, R Emfhrp
HX QAR ORE, T RS Gk i Y e
BRBED BT GRS JelkBRSRRES
ForIT i, B S BE yA- Bl e otk |, B
WiBH LB E MR ahEKRE, BRME
AU IR, BERGERAETHRK
#2, ERABBELR Rk, BT ——
HWMBRAT(EI-1), '

R1-1 ABREREAE
: EURRE

B 8 ® | k&

A 1~3 Bk | mERE
B | 4~b k X jE
C | 6~12,X | o o% ¥ O
D 18~15 % KW
E 16~18 HAE IR IR
F | 19~20 g L
G 21~22,Y "R & EOM
1.1.2. HARRE

bW B, AR464- Ak AT R R 23X,
Hoep 22 N B MLt R— R, MR S
Bk, F—X YAk L P RWAX R
Ak, B0 EXX, WAk, RE—-1X
Rfadh, BE— N RADIOY Realh, BHT
XY, BRAEMMBME, ZEITEHTR.
WX s Bt AWM 46 WD 28 A B
ARFM 22 W REaEDZBE—1, 222
TR ad, HEREEREALFAR, X
P R R — X, B 98T o B R 3
—AX, Bridkik REg4—FEs, 221
W G- X RaRk, 24F 22+X, T
B RE, BRHETRRBIAX
Pefafi, RS Y R o, Br bl 5 o ol U4
PIRT, —FiclE 22 + X, —FpiDfE 22+
Y, HEXMBTEHEXHETE S, B
XXETF . REBRALE HHEXKWN TS
WHYMWTES, RFRNEE. A



1. RARREEER 7

A4T@M

Erm

&7 @2

22 THRBHE+X

Rk 22 MR P BE XX 2P RABHE +X§ 22 MR Rtk +X X Geth

B RHEREH rxy<l_

2AEREHEY

223 WA E X YR

-2 NRERRE

R 2 AT B EE1-2),

YT ARR KRS RN R EHTERX
LUR, RETAT DU R e e bk ik, R
bk b2 5 R U B AR 5 & R e
BEIKT .

1.1.3. REPHREFR

HRARERORETR, —BAKES
#i (pedigree analysis) i T, REM A LAH
KV, BRER, mmkﬁﬁasss;mm
HERE, NSRS,
 RERBERULRE, BT WLUBHRAT
BERGREFRS BAREEESE.R
17 MBS T ARG, M R
FRAEETE S8R0 7T AR L R R WL
EEvlan, RORTHRIEF RN BE
FRCAUNA MRS o, KRR EEA
s, B—tR TR E R,
BAZA BT IRERT , IR R, (5
B bT RS, BEFERTIN. BE#—
FRERAN), AMKEAREEAEREA
LAZMHME. RAEE=ROJ[RH 1A
APIRE o XHELRY BT RBRGHN
¥ A 98 LR BE AT IR AT TR FR R 2 , 4R 8
MRBMOBERERNALGERRNDSH
08, WAy W98 5 I KL 3 RS B
BT 8T 0 3 8 B TR B 23,

LR E M SEAREWRENGAF
g WA A, REERES T X RE.
XA ARFRN SCHEH Cpropositus (B #h) -
posita(tr #) , DroposibiC JM)T - Sl sk
FP OO AW R . R R W T 36 Bk

AIABRER, FEBLTTHGTRR &
WL, 3 F AT 4 TR TR uﬁﬂ
— 4P,

1.1.3.1. FikeARHEH WK R
17 RAE JLF, HbPF MR Pk
B (autosomal dominant inheritance), LI
R R, S—BRAHE— RN
Fbk, T ELEE 10 B R L EAFORS.

BT S6 B— RAE AR TI A R R
BERAABHERE"Y, FRE-HOLOE
EU 8 AT tH4ERT, 30 CRE) B R L LT G
BB B R TR &, A B H ek, o
BREBESmEDSHIBTEN. RTHRY
¥ B T REEARFE M BT T 1y ﬁ}?ﬁ #SP
CR7T8 TOBRRBHRD,

ﬂ&@ﬁ%ﬁ%’i‘#t&ﬁﬂﬁ(mlw.
EZXAEEFEP, ROALBRIAILAAER,
Do RANES zﬁﬁ——ﬁ‘ﬁﬁﬁ‘ﬁwoﬁm ﬁ
%ﬁﬁﬁh&&ﬁ&%ﬁ&%o SR

< B BE BB RBIRR . Ei!?ﬁﬁﬁ;fr,

#ﬁﬁ%ﬁ%ﬁﬂ'ﬂ

'ﬁAﬁﬁﬂlﬁ\ﬁﬁP, k?@?ﬁ-fe#&g}\ﬁ
By o
1~%$$¢ﬁﬁmﬂﬁﬂwmﬁﬁﬁ$%
lﬁﬁﬁﬁﬁl‘?‘.’#o ) U S

o AR RETH R, i’i'ﬁmfiﬁ%,ﬂf m&ﬁ

SRR R S k3 e

B 6 B RN 0 SR LIS B4 E i 2
EURBNS. DEXNELNERKLZY
MR, BB m SR~ 45 2R (o
o8} B BB AL T3 % W 4k iy
P o). SBE MM AR -
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mm mm mm Mm mm

v Lp s

mm Mm' Mm
0O O EXBk
H ® AMAX
0—0  sr
-1V #He

A 1-3 Jﬁf#ﬁ%%ﬂﬂ—-/‘%§

it R%‘MEEHMEEEEH&% BRI
PREEAR , Tim & B i 4 AR 3k 41 0k, Ak
BMEF KD BiEEE (dominant gene), T
PR SAEE m FRAIRERE (recossive
gene), GHEEERAARIEXFHER,
MHNHRESCERANE X XFBE
MR L M BUE, RERTNTREERHEA
R HEMm, 38 E ¥ AD femm,  ERE AL
Y P R R e BT RAR
i~ RRMm, A F R, XN A
SERHAR. BRNENADREXRYE
HERRARE o, TR SHEARNTFZ.

BRI, X R R MR, M5
L2 S %M (phenotype) , (I A 7 5 B
AERETFANEE, BHERERNNRE
2R, R s B T Rl £ (gemobiype ), R I
HRFANEERE Mm, ERAMNERH
Rom, EFTMo A, HEERE, B
7 A4k (heterozygotey, MAERZY mw’ gy A,
WEEME AR (homozygote), 3
BRMERNARHBLUS, BB X
FERPE-AGERE——RHT,.
CENMMmERE, MEENENEXE
b BR, TR MM oo b 2 R

Rtk b, T URAIY, ’é‘%ﬂﬁﬂ%ﬁﬁ
RERGEBERE, &
BOLBERFEAEE, HRATHHR 2%
%ﬁiﬂﬁ%&@%%ﬁﬂ#?ﬁﬁ*ﬁm
TR
u#k@ﬁﬂﬁﬁﬁ@ﬁ&ﬁm,aﬁ¢
#$¥L%&%%K,MMﬁ~ﬁEﬁﬂ§
AN BEERN~EERWSHER, AR
ERTRAE TR, EREFTE, BEE
Bl & K— AR LUR 2, H Y RE RN, B
ﬁﬁAW—Eﬁw%QWFEﬁﬁ.ﬁT%
EEMGERME LT,
AEERHBL, AR B T R
B, — o TR B e PR A AR B B A R Y B R
ESEBEE, SRELARBHERE-4
BREM, BHEFNZERSER. XENHN
FERBRN EARE S RPN, HAH—
s TP R B A TR E R,
HREENMEREXFHEHA—AHT. B
R RBE~DERBR, BE S RH %, 5
PRI R, B SRR A A
RNBEURERRRRE D, ERETFIN
PR, TR RS I RT3 B Y
FREE BN TH, R T s % B
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