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I AEERE prrx it is, pRERANEARABRAR
Aok, mERRA R AR,

BE 2% 1 {2 (medical genetics) R IR E % 58t {4 BB BE MK — T4 ¥
Bl ERFFTRO S0 A, B SR B0 IR A% 05 ) R0 S IR, 2 DR e 46 4k ) 45 4
I3 B 5 D] 2 7 A0 3 £ (R WS A i 26 T80 LA AR 36 S A s 1% O R L2 0 IR
SR SR N P B e NS 1 T P NE RS R

B—T HEREXENREREM

WG 2 RN DS SR 5 MR R 5O s IR KM RIRREE
B RAAERN RS TR EYEREERFRENRERENLE. NHES
DL G — B WS B 9% 2 PR 55 R 3R (O ED FnAL AR (P B8 AR B A T JE Al ) — 7o 45
PREOE fr AR, A AAB EIES RBR (SO ThRER B . 1842 R N R Y
EERE. Bk, TN RARE R AR RR SRAERRETERANS
R, E—SERRHBREERRESEM, MES — LR T RREHRLKEERZEN,
Wi 2 6] G (3. 35 B SRR . AR 3t e DR 3 RN B B IR R TR R AR R BT R AR I E OL
REBCR BRI T w4 FRF O -

1. 554 8 15 DR 38 DR M 0 < EL A R o i TR B A R A R AR 3BT R R
B & A BT b 75 B PR B R 2L 0 1 A — S L (5 (A




2. B b B A% TR P OB « B R TR AL B A TERR B — B R I
FERFRENER. GINERRRERE RAELTRERNEARBYHA B RAF
979 5 2 LM I AR FEMERLUS A R AL 32 89— REVAEIR o

3. BIEHE S EERHMEE B E R T P ERR B ENRETR,
88 R (R T 3 B A A L R R VA AE . BBORAR R, HoR 5 B A R A .
FlINER RS AR, R RETE T0Y0 L b, U B R X B R B R A A AR R 3
14 P2 T Ak 1 K 5 T80 LS R0 9 S 3Bt A FEE 249 O 5006 ~ 60 0% » 150 B 7E X 2L PR
B % A AR RS R SEREEE RAM S EE W T IR B R SR O 9
fLERE/NTF 40%, BLIATE X BRI K E G B, RIS R ZTENEHMENER.,
BN LR H B .

4. 554 PRI R B R BB B E R R LT AR IEA SE 2 IR H R IRER
5 00 A L e A 2 . fELIK 2 4 5 B 1 R AL T BB S MR R R A R
(E 1-D,

2 )
= 3
L
b/
Town PKU B, By BRBZAE
Turner [0 FEYLR
B PR v M
Rvh o 2UE thE

B 1-1 AR PR ARG R R AR A SEBOR KA P R LA A
AT 3 BB R I R Ak 9 — R R A SR, s B R . (B 4 BN TH]
I TCT= s 1 FBR L 0 e A R C BRZIE GR ) BRI R K E EFMEARER. X
B R A A P e BT A AR R C ATl I B M P R AL, BT LA b
FAMEHEAR CELEER CREERITEREREREHRZINER. £M
FREHEERE SHEMTERNSER, 85 EHEREERNRR, W A
HFHEHRRS S,

) A m R TR - EFAAS



BTV BEEROBSTRLT

DA “ 38 1555 7 R 48 A 58 40 B 250 32 0% B0 B0 388 1 ) I % A 2% A5 ol IR AR i 51 A R
. EAH EREZ TR, FEEMERKRZ N IEREHER". IFkEH
AHREFTFRBOTEA  ATAR AR FRR S 3 _E 5 BT iR 5 & A 1 2 mb 40 Bk
FESEFA X BRASRERNEAMEEMEANSG S IR, EMERKE
AR R R H AR AL B BT SR AR A s e 2 nl . B TWA AT B IERE S
BIR" R — MR

BTE, B EE R B P B IR, N7 SOk, NBETH SR ER v LA Z O “ %
e “BIEHR . BAWE b, 8 157 (hereditary disease ,inherited disease, genetic
disease) , JEH8 i & ¥ R &K A= 2848 (BRI 25) AT 5| iR M5 « AT AU 1E9% & A= W
FREMEREYHRMRT , AEEEREMP G ARDE, XERERE S ORE,
FE A5 0 X I T AR B B A KR A . SRS IR Y 28 R (FE [ 2R AR s £ R S AR ) ]
DU A 58 A B A2 A B0 IR ) R M 5 M S D BB R e 2R, 3l B TR B 108 iR A
PHERRFAE , B R ZHOR L R F 7 w B Y RAZ A T — R, B — B A 58 40 ffa k15 5 b
SEEE, 2SN ANHARAENMEEN 4P HEETIMER. BEYRHR
AR ] LU AR M N B R SR RE R B s, I — SR AR E H SR E W
R T TR B8 ) A 4 15 4% 0, 45 AN H B (R[] 0 2 EAR 8, T R B A 42 ) AR

K 2o 55038 A% o 78 A H AR B BVAT SR B MY — 28 WY R BUARAIE , 5 R 58 K M 9% (con-
genital disease) , )i 3k Ut , 56 KB W 2 38 1K A= J BP 2= 3L E R B 96 0%
WRFERIANESLE R T W AR 5E KRB IE (congenital anomaly) 3% H} 4 Bk &
(birth defect) , SERMEE W N AR FAEBRZ RIS 8 5% W0 A4k
T8 WL , 76 ) 2E J5 B AT DL B 57 8 R AE , B I R 80 RO L b E L B e 0w . 1B
WA LR ERAEETE PRGN, I XE kB B e 5| d A9 3 28 55 K% O RS
Y5 A RTE S, MOV IEBRE R RMER . RZ A 2 H AR R RIS ER K
5 » 30 Huntington $EFFRE R 15~60 & 4 K0 5 J7 K M I €05 2 — Fh kAR B A5 5
WLAREMED 15 g U LA R, 80V iR B RIREMWE 40 Z UL L, ENBRRES
KRR HEBREBRER. LU, BEHERARSEREERERES, BEHRK
ZRIARFERYE HAR—EREREERR, EREERUA —E BB,

G R A 1E TN F R MR % (familial disease) ,{H A —E R X EHER. FiE
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R . RS 4 o it 1 R AR A B 2K Y 23160k (FR AR BB AL
FOBENEERENS, MR KEZEESH B . (8 s AR 20 i A5 R ) 2 i
N e (o ) R — REAE SR s, T A AR R UK R RO IE % SR 0 A TR 4
H@ﬁi%ﬁl?&@&ﬁ%é%ﬁﬁﬂﬁﬁ?ﬁ%ﬁ,ﬁﬂﬁ’ﬁ?i%{ﬂ;ﬁﬁﬁ%lﬁﬂ‘éﬁﬁ?ﬁ%%‘%
%Tﬁﬁﬁ,ﬁnﬁﬁﬁﬁ]ﬁ%ﬁ;%5’#»E%iﬁ%%ﬁiﬁﬂﬁ’éﬁx%ﬁﬁ\w,%%%tljfﬂﬂiﬂ
s b, R, R PR — R R B A 4 A5 5 76 G i b DX F IR AR 2 BB
(6T R sk 98 0 0 R AR I BN R R Z A K A 3 R R E E B
RIFARIRET
AR 5 S RS R A R MR Z I R AR L 1-2.
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F= BEERIERE

FRAE B R A B4 T SRRl — OB SR 40 R 5 Rk B %t € & 9% (chromosome
disorder) . 2. 3£ [H % (single-gene disorder) , %5 % B %5 (polygenic disorder ), Z&AL &
3 % (mitochondrial genetic disorder) 144 40 Jfl 38 /& #% (somatic cell genetic disor-
der).
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Q — Yefa bk

ARG A 23 MY af, Kb 1~22 WA HREE, X MY h—XERE
e, Pk REENBE ARERALH 3~4 FANERE, H G RGEE K LR
B ZWER. fROkRERTROARE SRR EMELENER, T HERE
AR AR . BT RERREES SRR, FUERANTRNEE]

Q . AW

BREFE -GHERRTHER. IETHBANWEETERXKL, RI\ERE
5 PR BT 7E 0 e £, A AN 3 R R B R TR T X432 T B R IR 2R 2

1. % Yo {k B 1 % /5 9% (autosomal dominant disorder) : BURFE i F 1~22
sap ik b, REERESERN, A RETR &R, BUSER LR AHA K
% He SR AR T 57 P A, AT LAJR ph DGR AR ] — 7 A T SR . W AR 2 & KR B A
RAF BN 1/2, i RF SRR REEA AR .

9. & Yu fa A [ 388 {5 95 (autosomal recessive disorder) :BUREE M F 1~22 5
B fa ik bR R, B R g A TR R AEAR . R 33 15 9 A0 EE XU
HRBRREEEE . RSN TREEEREN T, TAAF /4 HBERER, TLA

3. X 81 B M8 1£5% (X-linked dominant disorder) : 8RR H M T X Jefaik |,
HEMEREEHEN. ERSRT LK. A TFER 2 FXEEAK FEX—&
WK EE RS, BOX R ER LR R R R, ARERBTR, FHERE RS
FRER REE, M2 )L B

4. X % 9 et ik {5 9 (X-linked recessive disorder) BORERE X ek bW
RN, TRk E N EBHE IR LHBEFEEEEBHER, FTRPHEH
A1/ BRER, AR ERBE 1/2 HBREETE. BHEAESER HE
e, FALh B IE% , A A BB H L, FHiy X B8Rt REAERRRE PR
B, B ER. BHENBUREE RERME X Padkf sl MRS IL
FLoRRAZE L.

5.Y &858 £ (Y-linked disorder) : BUR R AT Y Jefafk b, 55 s 2 B e
WILF A BUREFE B AR AR R .




Q = BHMM

ZRFEFREE 2 Xt R I F /R SR, TR EEZ . X
EERB/N BERERN. ARXRNEEZABERRZOEWE, LBkE R THE
(multifactorial inheritance), XEEFFBEEREMENIIEABREAR,  HHXEE
KANAERRYORERRABRGE ., FERE R PR, B 1L BB,

Q VU LB 4k 3

1 F Lk DNA(mtDNA) 254 55 Ty B8 5 % BT 5 B9 52 90 7R O 2R 14 2 TR .
mtDNA & R it & , #1872 8K 2, B A B AE A0 0 A b

Q i, I £

A 4 i v 384 490 T A BT SR A) B PR A R A s A . RO RAR A B P R AE
R B , BT LA — R IF A 1 AR i .

FNY HEERNREAFNTE

W s 25 T A 920 St A% i R AT 0 3 15 B 4 1 3 A2 o AR RIS I
AR AR R B B, SR AL R AR X KRR EFER K . “BRADKE. RBRAORRE
REMEAER, 2420 ZEMNSH, REERBRADKES GBS T E XK
. BHAAODERMOBRERESW, AMAEHHARE LB EH. REAXE
kL RE®SEA 20~30 TR IIE LG A, in B BA MEAF S A 68 B B H SR # L
B RRAILE K B BCL PR G AT R A 80~ 120 77, 49 i B AR AR A B
4%~6%., 1 HLUAMIEHE, E RWE S E A R T ABRERE AL 24%. 4
10 % MZF AR R AR EERE . SHRILEFEE HRFTAE, HF 4/5 HRER
5, AT, ek, FRLAEEHEEXN L T aAERHRE, 2R EREILES
EHBRE-EHXEH L AMES., WA BREAODRHRFZEA W EA D
BONRKRR., ERFEFUX , EFEEFZIHNE  IEREEB, ABRE—- 1T
FoATREFBILZARBEILEFFAET T K. BT R . EEEHET X,

0D s A d¥#F#H - EFEH/S



Eoit, K EEGEE NS ERE (BETRILFERS RN EELFR LB 2
{255, Fe K BRI WA YT oAt 20 125T , SE R MO BERG B9IR YT Pk 120 /25T, 53 4h,
A R B S | R FE TS, T B ER A 715 TR SR B9 AR R B JL AN SR BA SR T, I 3 AR
5, H I A SRRE 5 A 0 B S B FORS PR Y R E B S BOR BT B AY . B KB AR
75 B PO AE R T HE G A B e N A R DL O 0 PR R B PR . 30 Bk
PERE AL 00 B MUESR M RUE S EIE S RERRAE X, S EAEAHE
Bl i 9 0 » B B B UE O SR 1S

FIT A 2 4 B 2 3 A 2 SR, 0 0 T I R 5 R I o A R B R A D R TR
BMEN TAEEATHEHOEL.

BHY BEERARNEZERSNR

WAL ML /AW B A R AR, 2 B AT HE B AR B 3 2 20 AT BB E R
BE B, EH IR R kA X5 i E R 5 5 M KB R E AL i
LR M AR BREMRER TR, 18 ek, AT 8 & St ot
FT N — e ¥ MR FUE R B8 6 . Maupertuis 85X 248 (b)) K B Bk F1E &k
SEEH (AR R RHEHX 2 MIERE & B AR KBE X, 1859 4 Boede-
ker o128 IR 2B R FRAE » 5 2 R iR 3E A S R AU .

S 2 i % 2 B 32 1R (BEJR AR 4 B R AL I8 51, X 38 4% 9 B R TR S A5 38 5
RAE TANZ R R . 20 tH 22907, B & Yo A i 2 B R A ES 7 1 B9 - 57, A 640 ML
B K BRE, 1923— 19524, i TRERFEIIMBH FBEAR HEAEFHEH
ORI ZERSE T E2 M2 2 E GEE AR Ak B E R 46, SRIGHALE
RBERBAE N 21 =K, Klinefelter ZE & fE N 47, XXY LA K Turner ZE GEH 45,X
s (e IR EROAR , bR R B I R G @S . LA XAk TR AR B EAR &
AR AR AT A Y R F S BRI L Je € 1A G A L B T 40 AR Ak B R Bt R
BTN AT R A . Yo R b 3R 5 WE ik X 4% & 1 RO BIF 58 SCIFRE T 40 JHD 3t 1% 2
(BT AR, 7% 6 SR 2% 32 (FISH) (i 41 i 3 4% 24 4K 45% 7 87 B9 2 A 7 1 o 3 o 40 i i3t
B2 5 FiE 2 e &, EE G A B Y] # (micro-dessection) Bk, V1T 4
o A A8 K4S AT AT B L A T AR XY B & DNA BT i 45/ FI T RE .

BT AL T F L0 F B & B A bt A e itk R G . B SR R IR R AE
BB 2 05 » MOIE S R I AU T R ol TR 4 FE-6-BE MR G 6k 2 5 1 2 , i A 289K




o ) BRFK o 1 4 1k T ol B B AL ME RGO . 73 4h 5 1949 4F Pauling TE B 5 R T 40 i 1 2
LB & B K 42 HbS, £ 4 % 1 54 F 8 £ 48 5 7 51 4 79 (molecular
dm%@ow%¢%%ﬁ$mgmd@3%5%$Tﬁ§EB%%6&$4Q%M
ﬁﬁ@“%ﬁﬁoﬂ%ﬁﬁﬁﬁﬁﬁﬁﬁﬁﬁ%ﬁ&%ﬂﬁ?%ﬁ%@ﬁﬁﬂ
S TR
ﬁ@@%ﬁ%%%i%ﬁ%l%%%?%ﬁmmoﬁﬁowmﬂﬂﬁ&%&%
ﬁ%ﬁ%T*@A%%é%ﬁﬂﬁ%%ﬁ@k%%%ﬁ%i%ﬂﬁoEE%&%
27 T, 24 I X i 2T 8 P R AL 40 A 61 8 ik S B (G6PD) R Z AE FF & T
i%ﬁﬂ%ﬁ%ﬁﬁ@i%ﬁ%%%ﬁﬁn%Eﬁ%&%ﬁ&WWﬁ@E%ﬁ%
2 fE U ORRT . EB 1979 ERRERTFTE - RALMEFRIEFBXRERFE
2 g2 AR U K B . 20 4R 80 R ARG , FR [ b T T A O 40 33 A% o 5
T%ﬁ%%%%ﬁ%&ﬁiﬁ@%&ﬁﬁ%ﬁ*ﬁ@?ﬁ%ﬁ%%@ﬁﬁﬁoi
kﬁ%%ﬁﬁ%A%?ﬁ%%ﬁﬂoﬁ%@%ﬁ%%?ﬁ%ﬁéﬂ%@?ﬁ%@ﬁ
W@Mﬂ%@%ﬁ%iﬂ#ﬁ?ﬁ%@@%ﬂu&%@%ﬁ%ﬁﬁﬂ@ﬁﬂéﬁﬁ
o AKEFEH TR (human genome project, HGP) B 1990 FEERB Ak, L5t
SERAIE R MRS S, AR T B RN 0.2 cm 4 38 15 B RN 43 BEAR 2 100
Kb f BB 58 A K BB R B B, 3R A9 AR IE LB 5T T 1993 4 J5 8h, 2000
6 A ﬂiHFPEﬂﬁﬂﬁﬁﬁMEJéﬁﬁﬂﬂﬁﬁfﬁﬂ%534ﬁ§%?§*ﬁ7€§ﬁiﬁﬁﬁﬂAéﬁﬁé
@ﬁIﬁﬁ@%%ﬁoEﬁﬁ@%%@ﬂﬁﬂE&ﬁﬁ%%Tﬂ¢ﬁﬁﬁ%%@7
ﬁﬂBﬁé@%ﬁE?E@ﬁ??ﬁd\ﬁiiﬁﬂﬂﬁiﬁﬁiiiwﬂﬂEﬂﬁﬂﬁ§¥i234‘%&%?%%53;§%§§§ﬁ5?ﬁﬁﬁﬁﬁid\
S B Ze R B R L T R A R B0 LA DNA BB HR NS R e TR T SE L
+ 11 %g&@ﬂiE‘Jiﬁ%ﬁ%ﬁﬁ%iﬁ%ﬁ:ﬁ‘]ﬁﬁ%El;é%%ﬁ%ﬂ‘]ﬁf%‘id\éﬂﬁﬁ
mRNA 2 5 R4 HT 208 T 5 A R 2R B 1 4 A B X cDNA R B,
‘ﬁﬁﬁ%ﬁ%?ﬁ@B@Eﬁﬁﬁﬁﬁ?%ZU%%%%E&E&ﬁﬁﬁﬁﬁEﬁﬁk$¢

[.'3%7@1
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AL REER? EHBR—EZRERRARD? — T RRANRERDG? —E
AR EAFEHRFED?
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