F L EBAF B H R

WA B RS R HRRT:
BREH: o TREAETERE RREE. I KRN 2
— HEHR

FUREFR: LEE: 2R R USRS NS .
2K W LI TR RN UL A S R AR SR R R AL o
3T f#: H WAy TR A R A AR B B s R R B
RE 77 B Aw: B8 AE AR M 20908 2 e KA B e 10 A i WL S Js3 A% R
1EEH bR BE— D F A R AN R LSS R .
TN BEEEA. RBR
H L AT PRI S R AR B P R A
2.5 WL T RN L A e R A AR I BRRE R R AL
HME sz 2.5 L 43908 RS DL ) S R AR SR B 1) A s L
=\ BERR
. (BEEifes) B Em B P EE 2R e
HE. 2P
9. Buk5%%
ok LEWHRONE, S6 NI W50 F S R AR 1) 8 224, 42
o 2 S TR AL R
2R Z AR R R, i 2 A2 B AR 43093 R0 5l AR I 114 2 993 AL B AT
BB R
ks LIRS AR ST, A TR A R AR B FE I B, A
256 SR e
24— S SR G 45 2, JERE R S DL &k a5 AT K
A G, 5 S AR
Fi. BEAE
(—) AR
P IR P ARE A ) 2 SRR
(=) BN
CrhEP A SiEtfE 22 ) 1997 455 02 HAMRERFr . SR IEIRIE T — Mkl . — LUK 6
% B 3R A, HAEERVRIURA B, TG RIRE 5, JRCE R E
BRRKEIAERD, R RO, P RROEFELEYR, GRZE, EREYAT BER, 17k
REVIN R, KERREME. SRS, FEAE IER . RS S ZEM 2
fFa “RIR” 5?2 XANPERKKFEESHMLELARL? @i AR, REREIER.
(=) P OB

FEE o TRAEREAG R

FEDRIRAR 51 D R B g ) 1) 22 IR B A A AH L PR 2503, AT 51 S 2 L B AE B R B R AR e .
REARKSERLTER, XM RS NEERZ R REARN SRR R,
2 LA TR o MR R e B AL B e AR R S AN ], 38 IR R 73 N 4 (molecular
disease) S RMEARIEHEFH (inborn error of metabolism) P A2,



PR TR AR, R A A E A RN T, RS AT RERE AT I — 2
PR o B R L2 8 0 LR B I L S2 A LG B I 45 M B BB G e R B T R P 55
SR MEAC U BRI W FR B AL MR (hereditary enzymopathy) , 2 F 35 IR 58 A8 11 i i i il 2 1
JR o AR B R i, LA R R AR 5 97 52 LT [R]85 RS o G 2R P I PRORE A 46
BIY TR
73T 90 L2 B 5. Pauling T 1949 fE42 H,  HIOIR 40 M 53 5 2 A ATTAIE 78 80 26 — 2 700
1956 4 Ingram JH 52 5% 77 1205 1IF 52 930K 41 A 23 1 55 A\ A4 Py ifil 40 25 1 (0 BSR4 R A T B
Ingram [¥] 52568 Pauling 5 9% 7319 IS AN AE ) A} 2 o
1. MAEAR
LT U A — i i LA NSBB8 46995, WHO i T AR R R 20 5% N A e 51 AT B R I R R
DLRIBR R TR RE R o N 2 IMLAT 2 P 7E B 28 A% 2 Ul o5 A R 7, AT EE I (iR Al i 3
L) FERTZ WIS, TR0 T NI 16 99 5L K2 W7 R 5 RR 7 T 70 1 i
(—) ML & ARG AERE 33 A

M4I&E A (hemoglobin, Hb) ;& —MAAE AT MESEN, 5 F&E64 000, A

SFRCNEREE, WIEANMLER, B & IR0, N Hb &L 41E: & gk 0. M k. e
Hb F7Jy HbA,  H TR EE (2 B A X AR AR BRI DU SR A CoBo) , e —Xf IE B i 5 o BE - 45 &
—ANMLLERAR: F3— W WHER % B AL G — DML RA N o FEh 141 DNEREERRAIRL, B HEH
146 MR FEMR A HL -

NFEERE IR T 53 o BREE (I SE DR FRAN B BREE A SE DN AR K2R, o BREE IBEIFRE AL T 16
SHEE L, 16 SYRERILER 4 o kR BEREAERBEL T 11 SHEM4E, 11 53 E 4k
A 24 B EERL
(=) MR A2

ML 2L PR ARYE SR LB AR AT 23 K2R, — R i AL s, — &2
1. 5 L8R

i MLZL A o PR 8 AL R FLZR A, e dia B T BREE A 2R N R AR S 80K R I INEE S5 1 =
T 51 A B o S35 L2028 P05 o PR TR A I 2T I s I 2028 1 MU ANER e L2028 P AR Al
ISR MLALE WA . T T E 2 A R 4 A 3T ML

BRRAN I IMIE (sickle cell disease) , AR, CLRCN S Bl 5™ E 0 ML E %, JEE
TR, AR AR 25 T3Z0 L. 2 R B AL R BRI BT SR I — Fh B, B BRI I
6 P B RS T FH IEH ) GAG 78N GTG (A—T) , iILgnfid i B BRER (A N i 5 6 S & LM i 1E 1Y
BRI T AR, T HbS.

HbS 7y F R MM, HI—ANEUKXIE, SEUAME TR, E8 R RMEMmE b, &
it FEAICHY HbS A TE BUBE IR FERRIR S 1), ATLLA MR A RAs (B 7-1) o SRAS YN 5] B RS 1 14

2



PRI A AR 28, BORPEAHZUREREE, ERIRIE, P AN B SR SR SR DSR40 i
WAL RE T AR, B B E R, ARAiEN, FRN 5l SEOFMESTN. Ae
T (HbA/HbS) ANEILMGARAEIR, AHLE A7 AR 7T 51 62 5 7 4 AR AL

B 7-1 1% 2040 S R 2L R 1 LR
PR BR ST M H AT SO RN ik, AT L PUSe. gt IERIRHER Y, (HTUR

WZ, BFHEZAERERIET. WS W, g L AR TR 1200 B S8 .
2. HurpigRL I

Mo b RT L RE R TR AR R DRI R R A T B S BR R 1 B A O R FEAG, —LEkBEsh =, T
—UEREEAI N I 2, BRSO, SURIE R I, WACONERE A A RS EST. H
Hh RS AR AR 32 5 R B IR BE AN (R 7T 23 ot Pt 22 ILRT B 3 i S 0 R

(1) ot fEST L & i ol (23 R Rk Ok Bk B i a2k B I BE (Tl ARoiE) A9 B2 24 1T 51
AL VA AR B o e PR AR A8 otk AT i SR 850 A [RDRE oty Hh g 2T 10070 4 A 287 . (OHD Bartsfify JLoK
PPERE L. Hb Bart’shfi ) LK M ER G AL SO T L, XM LA Sk, BFRBRC,  DUIRE /D,
REERIAT IR L, #e 44 Hb Bartsfift ) LK IFEREAE. 2 TUEYR30~40 4 I LT B 7™ Ja 2 /N
FET . @HbHY » 3 B T4 okt 3 R oA 3/ R BRI 512 - HOHD A8 ) LE AR I AR R 3T
ML, VR A B R, R ER AL . FRAE R oty S AL o X P AR R R B R 2
M TR A SO S B ok iR A 8E, AT DADCGRIIL B BV LA 2T I s IR - @& 1k Mot hilg 24
Mo kAot S A o s ST MR R 2% 5 1o T A — AN RIS R ERAE, il IR e
RER, R 2T KT UG

(2) PHUFIRFRAIN 2 i T 115 Jetaph b BERER 1 5k DA R 2k mIash s £ 11 21 2 11 P F) 5 Bl 52 1471l
T 51 76 PO LA 2L o i PR AR R 3 ALk B L ™ SRR L, Kt rpifg 2 M 2y B R o] Y
RUME AL PR AR ) LILZL 3 35 20 228 DU AP R A . O AL B P iig 2L 100 . 88 A RE A RpEE, Bl R
b, IE o BEI RV AELLAN ML b, SRR A TERE AL, AR ™ B YA ML S L o TX A 1 £ L HE AR
JEJUAS I EFT I BVAE Se SEo HhFABRAR, (R LA A iR i, R RESE 2R, B

3



N

FHiAL, EEAIRIRM . ERRTR . OB SRERE “ PR m A" (&7-2) . @R Apih
HEDTIM . 9 N2 BERR ML ST, o5 NFREIR A T RAAR R 2 [, Wbk oy (] B . A3t
P BB P2 ML G FH AL MG AR AEIR, FE I SLIe EA B A B2 . @ALENR ) LIAL &
IR ZE o /B T BAE [ 7% P B LU DNA J BUs R Bl R4S, (8 R N L 20 P9 R B LI £ 88 1 25
BAFELI 2 IR ORRRAE S K, MO JLILZL R B SR8 20, To W] B A Im AR -

B OB

— e

K 7-2 S8 B —HhrpifE ST ML )L

= mE®R

AT R WA IR R U, e — LA PR RE M D ERR S 51 R i v s, E2 N
By 4y W= Hrp DI RE N W,

(—) R AH

PR ML A3 S A B ACR BR AR 1k 20« 3 VIR 7 ZRE B AR A - B R 5V — N E A5
T B3R IR, BUMARERESR (AHG) « VIR FHIEHUR (VIIAgn) « (I /NR 6 B 1 5 8]
T (IVWE) o BB A 8 2 AU AR ER B (AHG)  384% PRk 2% B 8. F A i A X
BB R R A . AHGHER 8 17 TXq28. AHGHER I RAEFI KL, FIREREL . Hh N L HIRIURERS
A RAR IR R I 2940 %6 FERL ML ACHR 1) F8 38 2 B T AHGHE R 3522 4 & F IR A T BIARE .

R I A SR L, 2 R AT RMOIZ G, RIAZEIGREHAM, K50,
ALz, AT BB R LA SR B A W RERAE, FRRILM . R R 2 R A
s WGP H AT SR T
(=) AU AR

MR XA B 3k iR 2y (PTC) BRI s IX IR B Z Ak, T 1 A 7
IX (¥ = Bt AL ) 3 o I T SO L P s o 1 PR AR L 5 PR R AL A AR A I« 2 3 I A5 7 X

RS . NS IX DR 2 R E £ T-Xq27.1-927.2.

iRgEE ZAN “BIOR” £ ZRIM AR
1840 2 H, HEZHAWLESWIRET (HHEKILT) FURARSMS, il JET

4



TN BEMENN L% 4 D FEA 3R EA — MO AL A A R, BIACR .
3PLETHRMG AR, AN FEERZLINE, £ DR R SAEAE
KRS, AN K E T AR RAS o b A1 B 7 UEBE L R AN B At
Ja s WATTITA R N AR T AR, ORI AR & X-Ge AR B s A, A
FATHGEEORFE R 5 o XA FHEROMN 2 EEHMAERA R, B AR By
CERET o N T FREZBIRKIBYITERT, TR TN RN IE AL E Romanov 5K
BRI EZ R AL T L2 BRI DNA FEAS, o BB 4E 2 R (1) B AT I AR 1) 4 9 Alexei
FA#K) DNAFEA . 3K 48 52 A ¥) DNA 35 5 248 22 NI 4 = 5 PR ILACH 2 DR D 4 i e o
Ry IX ) X Qe ik B REDUR A TR, 5ARMRm (WY B RIAR) WSO .

(=) FR A

P A S L ACRC 8 X B - o e I S A B (PTA) B, 3 XDkl
R 8 2 T 5 A . P28 I 5 E I IR 5 PR 8 I A 0 280 I At P B A st
e AN R AR Pt A . BB T 15q11.
=, MUERFRE

WUEF 7R BLIE R — o I 45 K 26 1 5B . Duchenne L 36 B (Duchenne muscular
dystrophy, DMD) &8 WLHGXE B PESEIERFER 2 —, TV RG A 5 PR B ep R R i
1/3500,

TR )1 2 DR AT M LSS 45 RUVLTE 7 N LB PR K . A i A 93 ~5 %,
PIRERERE AR RN, PRI SO 98, — 12 BART T S ST AR RORE /7, 1520
52 B TR o LR PR YLIE 3T T 0 1 5638 BPR 3608

DMD 2 Fr VLS4 25 1 BRI T, RIUGE SRkt fe, JER 2 RfEXp21. FoUlEGiE A
SO TR B MR COLAN I T, e S LA IR H 0 5 e b 4 3 B B

DU, SO0 AR

S 7 T T LS 2 7 P8 48 1 2 1 B 7

AR 1T AN T IR A 1T (low density lipoprotein, LDL) S (kB Wa 0w . iF %1
BT, LDL S4IHLIE 1) LDL SARLs &, i A fEFIHE AN, TG PR e K AR KA R
e I T, I T 0 S TG R A, A6 B L A e, 9 1 T
S A 1 BB FP S 1 — TR A SN ATk 40 P 1 5 P 5 o
JiE S# EI T LDL A2 PRBRIA, I o 1) LDL RS AN, (0540 P L I ) 90 e e A
e P EL T £ PR 34 N L, 6 L

5% et P L 8 2 DA R S, 0 e 0 2 B e i 2 1 L



WEM B AR FERR SR 1, AR OO, F4F S R AR T RSB R A AL O G

AR G R AR . AE TAE 5~30 % RIH IO S AL U ZE AR, AT BRFE. A6 T
KA OIRRIE B ARERBAR. EARET, 26T RAERNVI007], RETRERN1500, Ha
TImAREIERE, HURA T RIERAE, S EAR L 90%~100%.

B2 SERMEAHERES

S RAEAR IR A 4 2 FE P2 22 5K Archibld Garrod 7E 1902~ 1908 4F38 i o R BB IR FRE « BER
TR PRAAE 1P AR IO PR P S5 EAT PR 70 J5 32 H R 1

= S RMEARBI R A AR

IS U R R R A RAR B AR I A R R R R s B R R AR R, s S| SR TE TR
B ERAESUE, TSR RREG . 5 R T AR T 308G (18 4% 4 57 ] R B BE PE R AIC . Bk
BTEPE IR (A R B TSI MBS b0 MBS M e 248 K 2 80 RSB 2
F T B M B B e 512 0, (D BRI BT PRI o TS P 5 6 v S AN R4 5 AR

AV FAE AR B IE ARS8 A R A B CHRANTEREHEE IR, W = DHIE.
ARG HEAC MAYIIT BB T 1) S 8L, BEEHE A0 NBIJG BICH BT IR S L, CPREHE A4 N CH 5 BIDI R 1 %
o =FhEEH A BRICHE I ST B B2 mRNA, - FHE B RS AR MBS (&17-3) o IR EEHC
RANFENC , WRAEC' FFFEFEMC mRNAMRE T HACERKIIIRE, ANREHE S 1E % CHll
& . X A—~BKB—~CH AL IRAT LLIE HEAT, 17 C—DiZ A2 s 5 I B Cii (¥ B S R IR 32t 47
e A b g R AR CTER N HERR, AY) . BRI IR, BTCmmiE 2, SR
WA INE, EYBIE I, Tt R AN, b, R Z ER X HUAR S AR R,
SR AR R R RAEAR o



L EF E &[] C £F
2= . [ — — —
| ! |
A mBNA B mBNA O mRNA
N v N/

I
2 fif E of
¢ ¢ ¥
MIF 4 7 B T C i " D

[N

K 7-3 S KA B IE 1 R AL s = K

=N B LS R AR U B R

R B R B o HLARA R B2 AN [, AL 2 R A AR IR 20 AR B P L U SRR A Tk f I
AR ERRA « AL BRAR USRI AR SR B VA B AR DTRV 25 AT BB A 4 A 2 AR U R a4 . 2R
PR PRAE « JR SAFR JRAE « FALIE A& I A FE TR AR SRR e, 2 LB IR T 2R — iy DL Fr A i 5l
FE A -

1. 2K R PR oE

ZKNERJRAE (phenylketonuria, PKU) B R ILT 19344, Rl A SR A HEE K & 149 25 TR R 98 T
B4 IR E RIS R BIRSE, Bk AR, Bk, BRAMEAREGE, kR E/EEG,
i, TBIE, RRERI RURERARIK

2R TR R R S — ol 7 B 1) e AR B MR AR, BUR R R e T 12q24.1. B (1 PKU B 2 AT
WRNZERZEE (PAH) $t=, RN A NEE IR, A2 F A8 N 2K 4 B B8 A1 R LR - AE
RN B, FESEUME ARG RN AR AT 2, SEMMNER (E7-3) .

mEA

ARG RERRERREITE

H A DYk 2 28 A BRI B IX A 258, A2 167 2R N R Al B 2R P R PROE
I, — AR I BTk - VR IR JRAE S8 R AR &R, R R ERIK
FEEHIFE GG R, TUREZ G, AR, DUREAZRRNEL., 4% ER,
EHRFEANTOREAIZ, S5, ENIA SRR E IR ft i bt ] DLEH] . 721X
iR, EEYIWERILRAERKE EFRRO L RN IR, By k&R
PR o RETIRYT AN TR U R, VR YTRRRG R DR R . R AR R B A

7



ARGk 1R E B WARRYT B, 90%E )L Tk B IER . BEEFRIE L, KRN
IR T 5 AU A SRR BT IR, R m R R P SRR ) R L i 5 4 49 K T i b o —
PR R R A AMROR N R BT o 7E IR R RN I R, IR RS
HTEREIR, WO R ERBAIKE LR

2. F AL

A A R E S R B RIS AR, S5 AN, KT, BEIREIMETLE
=, IRAmE AL 2R G, EUNDE, IREGREL WA . BE X GBI, R
L R SR A A IG5, I R B IR

AN R P AR . R i T IR R R R AR TS, LR E AL T 11q14-q21. IEH S
T, AR R R R EE R R R T, & RIIRM, RAEREEER (B7-2) AN
TR T IR R R R, ANReA SOt R AR TN B R, RASBRNL=RAR
[ SANEA SR

3K TR FRAE

JRAERFRIE (alkaptonuria) /25 AR & JRBER, BROGE AT HAZ N BEKYI, X FIE
FEB LS TR SR, B EAEIEIER, B d T R B KSR T4 40 4 215
RSB T, B R THIT R DU S5 4k vf LR I8 M € BT o AR AN SR 3R O, MR KT %
7 IR R

PR BT PR A2 1 Y R PR A, FED B T-3q21-q23 0 RN T BD IR BB RR AL 51
T N A PR BB IR T LAE R BB RREACERIPE - T, M S Bt CRRAE AR TR (-7-4) i ANMEN
T RBRRAAEE, AR RIR B, JREBRIEARNHER, SRR .

. Wl
T
FEE Y RO EBR
t o ty
EAR & ®Raf -, B _, MEEREEE
' + ‘
ZMBfE %0 Jrcetie
| ‘@ ﬁ)\i
FRELRE £HBHR B B LA & B
! ! !
5 ERRE E65E COH0

P74 PR A R
ORTIEBZNE ORAME ORBRAILE
4. LR 1



PFREME AT 7 = PR IIE T A0S P UM IE, R T8 Qe Rkttt Bumik
K A2 T9p13.

FLISFT & FUNE G W8 A T8 FLIERG 7 A TE AT I AN FUBE, 1 FLRE 5T 5 28 FURE Ve A0 > LA - 1-
BERR IR Bt A2 1 (GPUT) AL, A2 R 1-BERR - FUREA 1-BERR A &0, P — AL 2R
IR T Y82 i T GPUTE R G Mgk =, SHCEIUMEAN 1-BERR - FURE b RAR,
B PR AR o 1B FUREAE AL ZL 8 R BA] S U BahG B Theetn s, Bk, &
Hibe ML AR LR K . U AE RENE AL SR Mg A F 38 ] DR sl SURERE, IR iki2 s
JEBA, KT HEN SRR, S0 SR A A Q0T AL I AR o i e 2 U i 2 0 iR A
R, IR IR
N

I35 P A D] AR B AT Ak PR R A ik TR 1 o ) 0 S R B B B S Y ELRR SRR T RE
PREAT Y — KM . ML A 7> T RIS AMBRE B, MZLEEHAIRM, H ILH 208 B #
IRARBUAEALALEL . 1 A9 « Duchenne U JILE TR AN [RAE + S i HEL T LA F) i PR BIURN 1B ATLEE

S R VAR BB D FRs AL VERER , 48 i Talte BRI GBI R EERIRAL) 1 i B i 2 o
I3 SR B R T SR I o S R A AU R o B AT AL o AL R 56 R A AR a0 g o A A
PRAE IR BRI T L0 R BRI PRI~ FLE ILAE T 28 F) i R AL AL 3
Cap Rl
—. AR
T SRR R

LR

1. o TRk A 8 H AL T SRkl ( )
Al B.11 C.6 D.16

2. B Bk AR AR T SRk . ( )
Al B.11 C.6 D.I6

3. SRR e L] e AL SR T )

A, MLEA B, MEEAW C. Z@AWH D. BEIEEAR

4. PieRa T2 s T ( ) ( )

A, MAEAK B, MKEEAW C. 2% D, BEHEEAMN

5. JB THEILBRRS 2F i ( )

A. BRIRAII A i B. EFUBEMLAE C. WRIMAR  D. SOHetE: I e
6. W AT RNLEI R G Z )

A. RHEARZINE B. AR C. AEAN D. BIRERE LA



7. BRI AR R = BB R T ( )
A. VI B. IX C. X D. XI
8. LMMATRE LT ( )

A. AD B. AR C. XD D. XR

9. BIRMRIRIEBFHGRZ ( )

A. FRAERIE B. xRN C. VATEAHE D. RREEI
10 SR o I [ e AL T )

A. AD B. AR C. XD D. XR

=, HEE

| 1A R e S S i B A

2. AT SIR AN A 3 AL R ML 2

3. A A PR AR 2 I IR 2

4. GRBRME v LI AL P R AR LA AT 4 2

P9 A B AR
1. SERR)E 2R
2. T 23N GAE 5 2 3 RS -
75~ WRIEVRIT
AEMAFRARNERE, MR E S, BERME, (25 3] fE th Z ARk
2o SERVEACHHSRIE A LI 2, 4R Jm A R T B  Fh i LI S R AR SR
f%%ﬁﬁﬂom?ﬁ%ﬁ%%ﬁﬁ%,@W?%#%ﬁ%ﬁﬁﬁﬁ%@%ﬁ%,#ﬁ
R TH] o



