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HTHRMERERTFANRREFRLAETNEH YV RERSEXFUHAEF L REHK
MBS TR, A REE SR HA 2 EE 50 il 300 KB, RETAELEE
ZR¥ERAYNEM HBRELHE. BEELLEAD,

NERMREQHTEOR, W ELHM B R M2 S, R — BRI, ANEE
PABUHERAHBRREET PARENBEIER., MoRitaE CHF AN BRI X EST
BE, AREPAFVHEBAXSLARALEL EREBHIBHANBBEAS REERE
ST EAEKF,REMNE#*HFTHKENAYNES. A\AREEHBRTHNEASMHEBINE¥ITH
HHEEW DAEBYAXRHEEH LOAREESEXHFEVFLACHTRR., 24WE
ZHRAERR, EBREE#*RERERER FEAA L BEXETEFEEHM.

2006 FHEZ, BT XEH 21 TE¥BERAFURNAREE RS 5 E 280 #
MREZFRE”,FIBFEHEBOR . HRHAXRBRE, BB 5 S B 5% & 2R 0
R &M, BEHH L RERE., 2006 4F 9~10 B, BB BHFTHM EHS K 31 TIRBH
MHURER . ELAEER HERERN . WRRES THESHEE. EEUERNER
TLIVESE FM,F 2007 4E 3 B, BRAZREN.

AREEHBME—-FRAE 57T EHEMEZEL I HIRE, BT — Kt B EEFER
EEMEM AEREXEBEAELARBNBANT ZHER., AREEHNBRTHALAREX
EFMHEABRE . ZXETHMAEBHEEMREYRINER, ERT B C KRR, RIET M
MRERE.
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HRE BB . X2LEERNILHABMAL,

HTRAGARBRELTAAEROEL BV RBSHE T UL OFEL R FER .
BRIGK EFLABBHEAAAEM RENZOESERE., A TRURREEPE . B&E
LR BN GEERREHBI TUT LA - AMIERNAZNELRERS PEL
WEREANE AP EMNES, I ACRKRAEN; BRPEEXBMAZREUFERF N
T .
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W TIPEERM . GRPEMASCPE=TEH, TEEREZEEROBFRER. FTHES
FIRBEHEMBERBE AR XBBHERNEIRR  EREZH. FREEHM ERIUET
HHNIRE RN, AT TRIRA DEEHEXEMZABROALENAETER, XHLEEER
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Bl1E 4 ®

— EX¥BREFAERRERRNR

B2 152 (Medical Genetics) R fE 2 S EE2HE AN —TT1H%E ¥R . EHRHIR
RAKBER  HRALBEREZEVE A2 FX L8870 B R ML %,
MMEHBRERE-TRXRANER BREECEARPHAET  BREAXHBEKFE.

AEKBEFZREITALRBENTRARNRE., BEREFRERBEERALRBIES
HEWOXER ., ARBEENANESRINAFMARZRED S WA BEHRARNBRESE
RUAREEGHELE, DABSERER KO ABELENERFHER NEZNAEX
U, XA RFARAFERAREEQEBEBAES  BHRBERELRK. BRBEESE
¥REEHROMNBELIBAEARAR. BEXEBREEZBRUASTRANEZ UBRE T E/MERK
MR, FEEFEMARALBESERHIELR. ARRBEMSRERRERIIBHERR, 8T
PIAER ERXREFE, FWBE L. BREEGHEVURE FIRKSR, ARNESERER
B G R 2 W BB AR YT .

ZBERNMRE KT

(—) BRI

B 8 1% R R T R BB IR BRI R O 1B 45 P IR A% (genetic disease) , I BRB 49K .

BAE W # B Hippocrates B AR Z 80, AFIXEBASHB I H A Bk~ KA 1 500 2207,
MAHEERREN“GHIE"WEEBERRERBALGIME EAAMNELNRT @i &%
M. €5, B RANBERIMEEL 178,

(Z) BRI _

1. #4H BEREHBNEEKES AHAPEEERE. 5 RAYEEHE. HX %
fEFIEAEFRA RO P RERLE, A LBERERERABEEBRAR  FLREHRTH
RPEAEREE A TATREADETER, HHER RPN UBRNF] B HF L4585k
ZRESHERNRTR, UBMERABZRHLBORE.

2. REHR(ARAPEFERNEE XRBERARTHERBFWERRE UREE
&R EETY .

3. AR TH I PRAAD RN EE LAMHARIZEMNPREYHRGRERLT R
R EHRPREDTEHNEERAEREN. BESREPEYBRABAE -ENBEXR.
AT LEFENBERALR, TREFNWBERAMBKERR,FHMNEEXE. BRAR
REX-BERBENEEAAPHEREAZROBER, FEZXRAML. BEREREAR.

4. sk A M BURBHIG T LB S g% B E R Bk R W i R (AR R BV IE) . (H i R BB
WA BIE Y mER . WK N8 IR i (phenylketonuria, PKU) J& % % 4 & B 4 38 15 % » AT

— 1 U



EFELE

AT LA E A Y R BRI R MR R BT A LT o e R e (LB B R R R R R R Bt £ 7 K
|\ —REE,

= BESHE

(—)#BESHRENEROE T

AL R AR BREY A HE 4 (genome) s IR N QL B AR B A R HEREME
HAreREncEm, miE . KE. Y. B . IR BEE. AKEH. BN @ENEKE
BEBBRBEMABEBHEEANE R BE —MERGEED B TRAEZFEERZH
B EEEANREPREMFERBLAT LM, YR, ABFIAASAZEERE L
BKZH. M ARKEFEZHANMRELIEENERRKELERHE FERMNIFEE, KK
LR RRENREENA NEAFRFNEXEE, BAWERT 30 %,

T HEREHARR, AREBENFRIENERGEERBRRELY. NBER, B
REEEEEAWN .8 HMN BREFAOBRE RN —MBER, RO ARERS5I =
BEOHEROLPBRERN—F., BEALE LB A8 . BHBZ . AR . EL R % . &
H OMAEARJFBRRKERIA EETEERK BPE KT R VEEFER. EZER
1. WHEENM T Xq28 HH % -6 B8 I & B (glucose-6-phosphate dehydrogenase, Gs PD)
EEREZR ERERARZHAHE-6 BB A, X FXMBERRHE, BEMPER
FILFRASEENER BNREAXNERBENNEEERARAZERASE BERSESY
ZHLRBERTERN, . EHEEM L AARERTFHEGHT . AESHRB MR, X, XREER
FEPKDOMEABMEREEREARERER, TXYAIIFHBRERELhBRER
E,@Fﬁ%‘ﬁﬁiﬂa‘ﬁﬁ&ﬁ?ﬂﬁﬁﬂﬂﬁl‘@%,)\ﬂ‘]ﬁIL‘Ji@ﬁﬁiﬁﬁﬁﬁ@%%ﬁXﬁ?LﬁB@ﬁé?:"a
FEFAEIIMBREEKR, BARYH I ENERNERRABEI TR ERAGZ—. BNg
B FUBR XU, 8 — IR SO A B B SRR R IR S ISR, BRI H BT B A R e
RALSBEEHR, EZIHABRANARME, FEBARK  BEAMARRR, BREBTUE
BEAFKRBENEE., XUER.EBRNEERZBL . ERSHMBIFREREE W, MK
R GRS EREFUAREFZR . BRXUR N2 P8R % E R (AR R RERE R, i
ARG HAE R 5B B TR,

B2, HBE- R WA EREALRER, R UBEFASEWLR, 0TS EHE, 5
TFTRARYHAER; —BRARTHALKFHOE. FRBEBRKREER.PKUOEREE
MERAKF EMUSFEZRH . TLESEHABEEENUB. R2Z, AR EERFIROE
RoOHEEREARBTEMAENREERNEAT A LB R HB%E LS BN EmY
EATHERGT . MELEE M EEERY RO EELES . SPRARMZEER
Fum=egmy Ty WARKA, Bl RSP BN AR R R EREAZERL A
&, SRR BB, A T BERR R ST BRI R AL I R,

(Z)RESHBIEATHERRS %

RBERBREDREEZEMIFFEEREITEMEABKAD, ALHEER A HK.

1. EHERFRZEAR AFRAFEREAEFNNA XLAEKREEMUTFZLABEHRE
PR, M B AL BEHER PR MARMREERKS.

2. AALRGAHBEARZLAR LEXRRPF—LHFBA LS W PKUMNERKRER
—— 2 J—



Bl1E &

AHAREBURERN CEBARERNERNEY A RBERERR: BIHRN LW RBURE
B BT B M A -6 BRI S BB Z S B R BAR LAY R EE A BFERBF MR M.

3. AR APAEB SR ARANRR BB HZMINEER I F ARG ZR R
TR A 2 2 R 595 (polygenic disease) , ik B E RN/ ML N 75, K @& HREMEHM
B9 R /NFRIRAE BE (R 5 91) (heritability) . B2 0m BB IE R 40 8006, FRHERET 204 M 1F
FA s A Bt B 15 3R 3090 ~40%6, SRR B /B AR K, T o 6026 ~T70%

4 AALRZZBEFREZRAKB. mEAHBERLX I, FEIUEELERE Mi%.

b 1—3 BERWHA —E R EA R, AR THER.

PO EERSERERRNREERR

WRAE R AELE R I L 56 R M A G B R AE  (E AN B 56 KA 00 99 R 2 38 4% 98 » IR 1 5 o ik
BB

FRERMREME A E MR RMG B, KR FHERERILNHRELBR. &
AR REERIREAE WA S OBEY RN UL, L AERMINE KRB, XFHRYREE K
K, R BBRRAE L 7 \Down LA ESE . QILEAXT LB S, BETEARFERRE
BT HRILWEREZE . Flm. mRBILESKSTERNERRE R Z 285 8k
B G , BULE & B e R AR IR LTE S R R IE, BL M A if iy b Bt & MUK 2R
AN ZMEZ X HRRH BAERBILERERBEMEFER; MRBAEE RN =1
BT RBRE, BILK B e X B FM e X0 I R 20 R A U F R 25 86 L
SR, UERBMH FEARRHREIRHEREEE BN EXERE FHER,
HEREEE SEREOCMR EXBES, BRESLEREN, BRRE, FTUERERRRS—E
BB

REBRERBRIAANERERRER? HFAMEXHE, FEREREARFENLREFR.
Bl ARER AT R AN B E L AEARRASERATEZN. 2 ZUE . BRE 5 FLURE
F S ET VTR E RS, E KT %l K AE R ; Huntington SEBSSE, ¥ T 30 ¥
EARRBR BEAHOTEAEENEBREH(AREGHMBEMBE M EILHK &K
FERBBEES.

FiiB R KR, BIRRRER — KR . REMRR R R KK
RENR LR, M—DREPAEEAL LSR5 B FRERR., BER, R BHERER,
WHRIA KRN, 248 (B IF 48 (BE) 20 R B8 40 MO8 45 5 {2 — e fa i e 0 B R FE—
ARBEFILVRADF RAAN I EE, DR BERBIERARS, XRERNERH
AR B BRARAK (107 /R ~10° /4R , 3F B Bt 3 % 0 a0 000 1 B0 25 BB oh B AE /] — A~ 1
BT AERRENT . Bk, BEBRERT UARRID KBRS, B4 F— kR
et B F RIE A AL T IF — R84 F SR 1T R AL Rl — 50 » RBU HKIR M, i 45
B T4 BRZ 4 R A WREE (BNDER LR B R BT I —FER) %, R
BepiH X, FARRIIBEM T T BAWARRRAE R RORERERR, BEREUNEINRE
&9 .

— R E B ERSERR ERERRAR, EREMERREXRO MR, BER. 0
SRR R T IR B R BUR  FER I R R R K O 7 B AR R AR A, — B

— 3 —



Eiffes

RFEHEFRHAAEMELEZRRZN MR, XEBHRETRORATRIES,
B, — M AARN . RIERREBE AR, ARAESBFRA L. CREHER,.MA
RAKFL#EMN. BEBREANERS, AXEE AR (human prion diseases) W & — #h BL i
N BAARERER . B B (prion protein, PID) B—FIEM A Z WM ELK. B
NAMEARFNRT LSS ENBEANSRITEIESFRMEORWERITEBHT SIS
LRBHERRT . BARBRAARAEZL RABOQNER MERTEMRE QA ET
FUGETFREEEASRPHEREARBEEERTBHER.

R BRfEREIEER

(=) EEHIBER

BB 8 % 9% (single-gene disease) By BASE I AT T B, A 26 W91 40 8 e €5 4 2 a5t
B, HL b i R R BT B 2R — R R AR R B R R B — X R (B R R B P — N R A
EE;HAHRREERERE) XX E R 12 H (major gene) , BFF RBEMBERRAR N AL
BB AE , MR EER.

FREMT 1~22 BFRAKE, AN (A B KR, SRR S P64k B M s
W EEEMT 1~22 SFLaE L, 40t (aa) BRG, 2280 (Aa) R RET, X 5K 8 L
AARERER; EEEMT X kb, &4 XEXORES YR R 5K, XFEKR R
X EP B HER: TERMNF X e L, 44 (XXDEEE XY &R, 4 (XBX) 5
AEFT XY X ESMEERER ERAMT Y ¥ REK L, FBRERPT KK, X
REMR Y EYBRER, 2B HBE.

BEABERUWREFEZ - WEMNEREH, HEE TAEBIERRERR,BES
RN RRBERR. BENRWERERM, HEERY ERAN 2/1 000, R4 K
WRERRE  ERESIFEFER.

(D)= EHBER

W R ZRREFINEE R WERR N £ 5 H B (polygenic disease) , M FR £ 2 H W .
ZRER KB EEMP T BN ER , XS EERNBREEA , 5 R QERE RS, i
EROAREZN . SEFARBTREERRNS S,

ZERABEBE DO EREMET R 8%, 6 NRNELE 150 F, Eh @B LB E
N SR ER BB L%, 20 78 LK L 3h BRI R R AL M SRR (R B AESEIR RN A BUE VKR
BEXIR FEEEFEBSMELERBE, IRE . BRE,

ZEARARGREBUAR  HRERERRBEARIRREBRER.

BEANRMESENFRRBTEER. £F —MERRKREEHERR. XLEFLHRF
FRHAEY BREREREFE. RREMAYERAS ASCEXNAEAEANER, 5, X
WOREEFRE.

(Z)heatkim

AWM AE 23 MR EE,1~22 SHEREER, XA Y ok ik, hje
BB B E5H BY B3R BT S BB R R 9 B @ 4K 5 (chromosomal disease) , 40, % 3 By 6 14 5% F0
HREERK. HTREAKREEBRFESER, FUEEANELWESTE. HERTAAKL
QR B MESMEAE 3 000 KM, QA KL AMEA 100 24, RBWEMOEEREER
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