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-1 EFERF

— B R AL FH R R A

BE %38t % ( medical genetics) f&: &% 5 G £ M 45 & W — 1A% % FL, BB #MIRTE
BE 2240 R A . T iR e MBS A R L E B AR R T e % . BFRfE# s
SR A, A2 (human genetics) BRIT A IE H MR 5 95 BAAOR (trait) , BRAFAE
( character) (A4 B G2 S HLA) TR HERE o T B 28 % 24 ) BERF Y A28 (3 MA TR
Z AL WE U AT L 58 B BB AR R B T B, AT X B0 A A R AR
TR

EZ RS Y Y Y & Sasiest BRI DA
SR AR IME G, T LB 28 ABIRFR Z P, BRZEIE RS Fh SRR RS W =12
WY T BT B (G Y TR A YT A 2ERERR A I R iR %57 ( clinical genetics) o

BE 23 A2 R Bl A\ 2S48 % 2 (human cytogenetics ) I A Z84E A48 % % (human bio-
chemical genetics) 20 i ‘B 1114 BIHIE A R AE B fL2E 07 R ST A8 1E W K28 e R ) TR
A, T4 T8t {52 (molecular genetics) J&AE Ak 18t f& 24 Y & e AR SE ; 43 F 40 Hig 18t 1% 2 (mo-
lecular cytogenetics) W 41 il 18t 152 5 20 Tt i 5 A HO7= . ENTEARTE, EERAY—
1A, B AT TR M BB K SR 45 i F 0 A AR B, DT /S I 58 ¢ DR 2 W T LA 3R T 1R AE
PTG, S5ESEBREFERFEYNHMREF 0 3R

1. B4R F (population genetics)  WFFEREIAR AR IR AT N . BT ASKIE & AR EHER

FEREGR TR A5 Jo AR TE O H AL , BIF S8 MBI /K S Xof 18 15975 B B YA VE S B RSCRAG A o BEF AR 4 fi i
2% (population cytogenetics ) Flit {5 i 1792 ( genetic epidemiology) Bix—2BH4 X

2. %% i 4% % (immunogenetics) AT HEBLR A BALHLAl . A F 7K T P B AR e
PR AL NS A LA R 5B R B R A G T 5L, MBS AR Y e LR AR [
BB ¥

3. 44y ik 4% % (pharmacogenetics) AR MBAEF M — A4y 3. BEREGY L MAZE R
MG IR, ZEES b, B A — 00 TG B 8 1 2 SRk 0 SRR A, FE SRR b, W IR R R AR
25 AL R B LR AR :

4. 33 4t1%4% % (radiation genetics) BFFTHRET A 7= AL UM O R . EILRE
W R BTN HIBR TR A W B AEONE , W] AR B S i R A 4 R i A A o

5. 72 3% 4% % (toxicol genetics) AR iK A% A 22 5 (genetic toxicology ) B RBEF 7B
FUEREE DR XA R R E 7 AR LR R R e A — 1] %R, BRI EUE (mutagene-

; e e



A ESR S

sis) \BU  carcinogenesis ) J2 B ( teratogenesis ) F) “ =3 &4UME K FoAG I A1 PF 13X 28 B8O ) —
EFE,

6. k4m Bk A% 5 (somatic cell genetics) E A4 T, 47 IR B8 A B % 1) 1A A4 B B 55
HETER . BX R EA A e MR R T IR i & A DA SR RIG T AR SR it T
BEHHRTFE. |

7. 47 h ¥ A% 3 (genetics of behavior)  BFFTIEE X A KT WAT IR . XTI BT
BB A 2K IE B B S AL SAT R MR B ) AR RS MR B R AR TR IR OV B

8. & & #i4% 4 (developmental genetics) WFFREEEXT K B AR R ST, FFRERE
KB AR BB 2Rk BRI

9. JF A% 5 (tumor genetics)  FFFTIPIE R4 R RIBREZE R, 7B KR B
(s Lnl . B AMUA B T4 R s R RN & AL, T ELXT bR 4 B2 Uy TS AR IR
PRALPLZ AR o

10. % B T #2(genetic engineering) F&[H TR R —FhBTHOAR , BPREZEF DL T 80E i
FE M F R BBl 7E A JSBAG TR B RS W R B RIR YT oA AR

11. #£4 % (eugenics) EBFFA A BRI F BRI R AL R K — IR,

T EFREFNARERE

B2 AL 244 B T IR A Y OB 90 7 i, FE 8 (5 BB 18 R S8 10 O 5 2 SR A 9 2%
il bR R, AJETEB A5 2 T ARAT A B — B B0 sk #R Ak I 3 N TR ST ARG ER
W5 , PR T [ 2 18t A% 2 3 AR R A5 DA 38 RAR R O A o

215 2 RS2 R BEIR MR B AR 24 HUAR B, WAL 1 SR U B 1338 Ty AR T Ak
SLHHER . 20 %), BEE Y AR £ BOR RS 7 B B ST, A= W) AL 3R R SE 36 - BE
R B , NN 35t (2 FAE AR AZ 22 A T S

1923 ~ 1952 4, i FRB H - BAR B8 (ARE S5 ) A FHBOK LGRS T 38 Z 40
A ZUAE (B 0%, %) J5 , A RS ARG YL 5 H Dy 46, 1959 A4 A BB R BRIN 21 =
{4 (Lejeune %) Klinefelter £541E 7 47 ,XXY (Jacob #l Strong) \Turner ZE A 1iEH 45,X G YL
PRBUEE bR s B I RS 2 ST o 1970 4F Caspersson 7 i M Rl BT PG B (B A g e 8
VR BN B (SRR ) L 4k)5 , Yunis (1978) N AR5 85 35 vk, (AR 0 R B TP I Z
&S, BRI ELER (BB HEAR) . X8, XY AT S MBI W G @ik B
AL EABO Y B A TR ER R WAL . e a8 0 5 et X SRS IE R B IS ITRE T 41
8 f 22 B BT 4T . 9% BB 24 38 (FISH) fi 4 a8t A5 25 K45 T #7 A RLF J7 18] o 38 A 40 M 3
B2k 54y T4 I 254, BUAE © BEFH 8.V %1 ( micro-dessection ) [ 75 ¥ , VI T YL L fAhi g X
HEPEAT I TR , HETT R SE X 45 B & DNA I B9 2540 A BB , 330K A B T X 38t 1% 9o 4 ) S
AR RIAIR

NEAEA AL 2 1Y & BB BB 1902 4F Garrod X bR PR R FRAE S50 OISR . Ml Ay —
FRER T H B 56 K2 4% (inborn error of metebolism ) A LA S BUR &M . 1948 £ R T H B Al
= ) 1952 ARE SR AR 1 Bty T %0 b -0- B R B = 52 J5 A #i A Garrod My
FAEHI o X B BUFR o 1844 1 Wl ok B 53t 1 14 B (enzymopathy ) , H RTE IESE YA 200
LFh, —J5 T , Pauling( 1949 ) 76 BF 2 4 7 40 M 4% 1 B 2 30 el Ok 18 3 ) HbS , 52 it 28 F R

sk 2 st



B—% M o

7T IR L2 AT B B — 250K , M FR 2 K5 F95 (molecular disease) , 1956 4F it 1 [7) 5 Tn-
gram ESE HbS J2 i FEREH B #E SN EEM B (B6 B—5) BIRI., A LERE S JE
JRER REE SRR RS TR . HRTEIELA A THR4A 200 Fo 20
R4S 70 FERURRL 49 53 F B KB G RO BR ST I T — BT AOM B s — JCHE 3845 9 R B M
3 F KA LA BB, TR 7 5 IR R A 5 R 2 6T e 7= B 7 A 28 5 PR 3 7 T A S R
o BERNK, B4 BE ¥ G EFEDTFE P T - :

L. A% B4 X (human genome project) 1986 4 Berg 2 H 8 A5 R 40 1) 5 BRI
PR FHE" o 12 F0E” MM FR B F il X2 DNA R EA 2 L. R A
BEER B R HRI R ANBGM R4 TR A T2 . AR E A28 3 x 10°
BREENT o SREITRI 35 {236 7T, MEBA H A BRI E K Bor 7 A3 H 4 4041 (Human Ge-
nome Organization, HUGO) R5E BiiXx —E K T, B F3EE LA AR M # 4 (10K A B DNA
HIYIEI 550 B, YAC E& UM R AR ST, P R B M b 25 B 7645 =N T AR TR B0 AR5 ik
SEI T 0% ~75% FFA @ YAC PR TAE, Y K 21 Bkl F e Aoz, X g ik
DNA JIFF 0, BHs 74 , A R LU . [RIE, “ SRt 0 TAE LB R, R IR AL
&% (positional cloning) \#h i T4k (exon trapping ) 24 A f9 B 37 AN T 3 45 28 1 5t
P EIIAIR o IX 00 T2 i S TC B0 KR HE B BE 25 A GBS 2 R R

2. RREA HEREMREEEEWERMGMER DNA BB EM TRk —X
7, B EZR ] RIS AP, oxt PR ISR | T S Th R S A B A &
B 5 A LA K% P B 5t e gt 1 3 IR B R LA A 5 I B P TS AR T, 4
1993 4= A\JEEEH & (human gene mapping) 45 12 Y FRA I (HOMO3 ) 3138 , B & fir AKX 3R
4 000 £Z1~,

3. BAemAm B AL AN AR REHEE D TR R IR, VF 2 0B 1%
A2, B R B R R, (B H AT & BLAY 6 000 2B 5 BB AR b, N 78 19 5 2k g
RPUE SR BRI B A B 1710, BB 0% & L B DR ST A7 R W39 R4 . X 45 35 BB 1 3 ik e
FEREAL M0 3UIE W IR S5 10 20 F /K DRSS TE R AR W B o 33X e 4TsR % 76 Ha

4 MBEAT MWREREEANBERN KR, FEAERIHEZLE (oncogene ) . i 1 1 3t
[l (tumor suppressor gene ) LA K fii g8 5% 7 3 [H] ( metastatic gene ) F1HRI 55 5 301 41 2L A ( non-meta-
static gene) ) & B IR AR FE TCHE R 5T Il 9 & A OBMESE AL I E AR, HEMK T
PR TR F) A A R TR LTI AR KB B o T 23X S PR R 0 Ay B8 £ B 0 B8 i S

5. ARV E ERRZERHIREERSEEBMBIRERNEETE., AFAS
£ R 07 L R RS B H SR 5e B ARk, B AT IE$A 5577 A B 8 W A5 STk, JE U I 7
A ) B R AR AT HEAT SRS W (HELA B B AR M MR B0 TR, B39 (ROART) F6E im
FERGEE RS WL T LA R TG R

6. RAE&EF FEFEGITHEARRERIE®EFNBUREORER , X B H G 3 E w0 E 1.
HAENX— TAERTEFZ LR EHAT, H O BIHIE EH RBR . A Ym0 O 18 3 AKX
BB, ARG . BRI A TSEE T 3 RETT .

K R E R SR TAEFF AR T 20 tH4E 60 4E4R, 1962 4ETidE 2 2 %9 et il
THEARGAEHAR, REERE ARG EER T . TEALRIE2E 07 T , 240 2 % I
138 R ML 40 O R 5 0 -6- B BR DL SR ( G-6-PD) B Z JEJF IR T LI M3  br s E R E A1k

i, Bt



LAESREES

BAEEIBZE . MEAR K — Beet 18], 3R Bt A IO B S0 -5 DR AN AT . BB 1979 4
JERRERI THERALRMEEBREHRRE R, BFRIEEA BRI KR, T EF
B LM R 2 (e B AMBIR B IE IR , £ 37 90 T & A0 i i R S AE I BE. 7EJROR
A TAERER b XU JR T S RMEARBHE G | S et 3 IR R f5 2 IR 00 M i vt 1%
o RN R S A A R AT D R RGN 4F T AR 20 4 80 ARG,
R EL TR R4S, 510 T e S A PR R | BRI RO BEER | R 5
TR S SURTB . A s e B KRB AGFBAE¥T]. 0 TR 8 RA
B 7 BT PR 2 T A R R R 00 B R O BF 5 0 AR 2 SR B T2 LA, LA B R IR T
SEJ7 RIS T AT E AR . 20 theg 90 RS 5 T HE AR BUREHE K 7Tk, &
{5 TR 4 B 2388 e 2 g TR b SR K

S EFREFEAREZ TR

B2t e B A BB BE S — A B BRI GUR, F T [ R 2 2 BB & . i
HIFRPR R -

1. AR s AR RN B B A E  RRRTE B B AS B S 18 R B R X A
PRRIETER K . JRfhTT,1 5 AR RFER , SE R 58 AL 16 B P AR AR & 215 24%0, 4
10% B2 R = R F P R R o 3% MJLER R IR E AL, b 4/5 Bigfemse. H
o, N e B e AW B A B o

3% McKusick 43, AZSBARE PR B MR, 2 1993 4R 11 H 1 HE ik 6 457 i, HJefalk
WAASLEAAEAE 100 FpZEAT i B R 1 000 Fh R ALT 100 7. BT/E
FH L% I AEE 1/5 ~1/4 B NBA AR SR A A RN . XAREAGIE
AT R B . AR R RO 0, — 7 T B TR R A UK iR i 2B
TERBRAET I AN , (BL55 — 7 RS TR A0 07 i k8 , WA A P o i 73 T I AL
B TCIS AT , 8 o B3 AT A A B L

2. AEPEREARMAENGF LR TIERNS E4EEEA X EWIE BRI S
REREAL JRECG B ISR R A BAE S . 1 23 SRR TR R B , BRE BRUE IR A . 7]
AT, Bl X 2 R A I HL A ) 86— 20 B B, AT AR S5 R8T T 488 L4 B v
R, XN EFEFF A RS

3. BHAOHEE, REATRERKBEAAUETORANE BB MR
AR $ 10 5 AR R R TR B 2 8t A ) — TG B

W\ [ E WA R R A

H T ES G R ThE R, R e 2R A TR SY EWE fs AW
HEEETR AR, XEBARIER AT LR AR T RR MEFREFTRR AN
BHAR FER DA

BE 25 AE 2 BT ST 7 B T AT X R IR MBS B T X B B 4 — SO B e Rl R
FREABREERS 5T

L BRI & SRRl LR Rk R R — R M T 1 07 0, X 2 — AR AT 2R
PR B R 2 . XS ETE— AR ARRE AR (PR E RR) hiftty, Ef
NN I
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BAERIR BRI RRE — BRI B, N TT00E e Sl (s R A %o IR 55
R, TR SR TR R AR R T — R, T L R R B R T — R R (R Rl F
&) > “HRIR (ML INF L SBGES) > SRR (2 Rk B EE) > g
Ao EE T (R — SR AR A A R SO B A T B 58 , BCTE B0 R 06 3 B B R R B 5
FF, RO HF B35 58 6 3R R0 T BB o 38 3SR 3« O I 45 3 R 15 30 1 242 35 B T A
Bo MR ILEMZRRBRFER TIRMERR . QFFLIME, Ko 20 4otk i 24
BTG, HHFMAK ., Heston Fl Denny 2 T % 55 F L A2 6 FLoM Mo A 2695
WAIRIED, R EZ AH BELER(F1-1),

F1-1 YRR RNF R T L 5T TLMABR BR R 25

T B EFFFEF L (W R4 FHRFL(NEH)
FaNE 50(F#36.3 %) 47(3F#35.8 &)
KP4 BLIE 0 5

FE PR GRE 0

A A 2

P B RBAE 7 13
AR BEE AR 1 4E DL | 2 11

2. REATE BT LIRS B PRI B R R S M R TR S
FERTS W BRI % 57 R4

3. MAEFEH WAET 2 F—FFR 500 %A ([R5 ALAE , monozygotic twin, MZ) , %
WEONESE—IRON G , > TLIMA R B L — NG, B AT B SRR IR 38 e B S
HEREAAH 7] 5 53 —FfBR A DU XA (57 B4, dizygotic twin, DZ) , 3K T BN B -4 51 5 44
TR KT BT EG , BOHAER AR — AR , 3 A AE B R S ML, PRI
FATSMRAFAE B2 80 LY | ) T o 3% %9 HLA % DNA 25 Mhn L% s, Mepais:
FAEAR RIS A 7 AT A SEAR 7] BR800t 267 9 B 060 5 X000 S04 T [l — 3R v R B A
AT ABRTE AN 2 R R B R RS, o 38 Ak b 9 XA 0 O A A e — bR (B ) 9 %
HE— B0, ATRMETHRMRR (BB ) 4L it 4 08 R BTl Ve A/ e — ARTT 2605 — B
(R R o

BI—BE(% ) = [T XY A T (BRI ER ) 345K x 100

BIANS5#%0% MZ [R5 3K 74% ,DZ [GJ53 K 28% , AT LLIA M G500 0 % 2 A — e (6 25
Fo R -2 5T JLFRUETFEBFILA 58005 R H KPR I04: 5 CLP s 5 s |
RRRBUN) o

4. Ak 2T B FIRRTEIE bR RS AR U, th 7 TR SCAb b AR R B S 9 B
5 AFIBR A B DR CRE P AL 38 9 R IR S (5 ) B AR Rl . R - B AFhA 6 F, B
PR CERIA) BRI TEBISE A0 A JEUNENS 22 A IR T A0 A 357 5 A ( PEHESF %
ILEMRR) o BRI A TR MK R BA RIS HER, ARG, &
ARG MR JE SV B S SRS B R R 52 25 5. ]2 ) e i 7
SRR MESUR (HLA ) 285 | 135 8 | [7) TR0 45 O S 3 USSRt R AR o BRI, 0 SR o

PEEA IR H R A 36 I PRI R AE R R B B I B2 5, 0 17 1 s 5 it



SR ESE 1R S

YA, Bl E AR SRR REM R EEEA, 75 E A E R E 44 5
TERIRF L Y R E AR 34 . AR AR MBI SRR KR T B A&
YRR LSS T TH 85 S A R , 7 T2 AR RV R S R B R 1 DL , IR ™ h R X 3R BE [N
RH o it XFAE W ZHER RIF RS RIR A FE A B3 KA T , e e A 15 ~J 1A
LU AR LGRS o

F1-2 JUFBORBEIIIE T-5 DA T AR —BCR A L

% IR BAPIXA (% ) IR (% )
SERBR 89 7
1 0 RIE 80 13
VIR 74 28
W PR 84 37
R R PSR 72 15
=178 50 14
;323 95 87

5. RIKAHHH B 5HHT (component analysis ) T4 XF 1 LB R A% BB , R 51 2
BRI R 58 2 F0E OB , IR T BRI HaB e R, AT LU B “ PRI 7 R Ht — &
FRERYT (4153 ) AT AN B 9 o XRS5 SUFR O IL I FRAR 3 (subelinical marker)
BFFE o U UEBA BTRIF ST AP 4 40 32 388 e Fe il , DU T A A sk g th A i 1 PR R il

6. AFRUMARAE R FEBR MBI, AR — PR AW PR 75 — B 00 i (L P i
AREBHE B, W 200 5 38 f A 56, IR X A Bt BT LASRE by 35 PR B (linkage) , B
T35 R 3B O [ 7 — 2 e ik b 5 T LA T 5RHK (association ) , BB 4 B0 AIPEAR
FEREALAG RIS B B TSR PEBE MR A0 ifh R T 41 40 M 3 2098 % LT Rh i BYBH PR . 3
X B PER A H B ESL AR EALT | SREAKEHE 3 X 2 # (1p32); 5 & EMT
1p35, J&FRBKAPEREH R 40 O 2 it %+ — 48 Bl s & R B H A U R 30% ~40% o B
LR EHR e HLA R4, HLA 45 7 MESIEAI(A,B,C,D,DR,DP,DQ) 148 4~ (i
HH, BIAEREHEHER S HLA RGN B27 S 2EFA KK, ¥ EMEHHREH S HLA-
B27 W ARAEH 8, M XU EE O 87. 4, B B27 3, AR KUK ETC B27 &1 87. 4 15, AT,
EL B < OB AR AT R s ARie , Bt eSS I R SR AR AR R, B e Bk
gt , AT FTA N SRR RE X '

7. SR BT HERR ARG Z R RG], B AR B R A AT LA
YERBFFR BRI B F B . PIERIAE BN ATES S AR T AR, R
TR S Sy, A5 B R R /N, B A T 1 6 AT AR SR, KK 3
TE—FB



B—F m

T EENER

—BERRERRR LT HHER

AIBREE AR AR, BB OH SRS R E Lo IR RERANE SR
PRI A BOHEARBE RN ; 1 R ZMA N e RO AL B 75 1 5 A W22 500
PR R NI SRS R . IIREE SHUAGE— B LS , B R B (S ) FILAA
(PYERD) AL AR PR TS B — PR BR MO A el 12, B LR TR A AR (30) ThRB RO s
A RSN B B B, 7T A , AT BTG 2 2 A 2 TR P 22 5 i P 2
MEAF ISR . (BAERE — BB R A R, BR B B 2R 15 30 14 PR 28 A MR o 28 U B2 L 4
Bro RECH FE=F 8L 55— 2RI BN R LSR5 SRR R S
JREOEN S =R BE N R S e R R AR E B, R R AR T P2 A B B S B F st (25
T, PRBE N AR ORI AR O RER AL . (H =25 2 [ T P45 B FLRR , B4 4 % C
BRZAE (SR M) SR BE R R £ R ARSI . 3R B A 28338 6 T P & R A 2 C
WA O R I R SELAC B, BT A TSN IREAE AR 2 C, BRI AR 2 C B i th AT SR L
fAEBRZ RO LIR s (AT RAR 2 (R 2 5 S0 M A FET B 25 S, A T 28 T S
W WEHATREES Y,

ZREERRNBA

L PE 9% (hereditary disease ,inherited disease, genetic disease ) RIFRIRIE G, 7248 4 T 40
H BREZNG BN )8 A% R (G RIS IR ) %t 272 (SRR ) BT IR BB , 8 % B B P L%
(vertical transmission ) FJ4HAE .

ERRE SGRIE T 22 =40 OF B, iﬁf?fﬁﬁl’ﬁ]ﬂ%%ﬁﬂ@ki{%ﬁ
(horizontal transmission ) , i /& BA - ARH T A4 38 B4 5, (H R R A8 150 1 5 & th 0T
MEEFX—R . FRERBEREREET LR, BRRFOE B, A B8R
RGEREREE, HFEAAETERSAT, UBWERFEEEBOIE. QLY
R ( EERAGEE , T YRR B, HRGR T, s Yo o R IT A X —HES ) [ 2875
(BRERIETAR ) , ORIBIL MY BRI . @A T 40 M0 3845 W R s A5 2R 7T LAE 4 AL,
FIT LA A 230568 0 A 40 O S0 9 8 A 0 R A M8 o 91 A\ 7 52 o, B R U T P A i
SEEIRE  SHERF , B2 R 24 D 50 40 A 6 0 9 28425 0 R T A 2 B3 R M R BB A 28 F —
o BT A BL 75155 VA1 A 7 40 M RS2 B9 F 388 P 00 A S0, 0 S5 4 3 2 0 I e
R4 T UMY, XA B AT LA S — R 40 MO 384505 , 5 A8 PR 7 R — o 24 i 338 £
o

AT AN 5 S KPR (congenital disease) ZE[AH Fr, Se RMZRT 45 H 4 5 B
RIHRMBAT . MRFEERIN LG R, WIFR K56 KB ( congenital anomaly) , i
AR VP MARTE A S B AT LB, Rk 5 450 RS S B bt 0, (E th A Btk
FERVEFTRAETE P ARG A , 20 X2 55 B B B | 1 5 8 5 KAt UG , 265903 | 72 ) W T
Fo Z, AL A AR RIS BB, AT LA M8 5995 . 0 B 2% 4 I €655 ( primary hema-

o,



TRAESREEH

tochromatosis ) /& —Fp4k QI BERR IR , (BB RFE R 15g DL EA KR , il 80% 5 il Ao A I 1E
40 Z LIk,

AT, B RMER T, e FENBRERRTRMN S 10% 24, FEETEHEH™
FEHfE RIRB R & 10% , M ARESME (A5 RZ SRR RILFEER) 125 80% , 3
EA LIRS RETE K5}, BRI 2 (dysmorphology ) o TESLFR AR , ZIEE X /W L4
BN, B RERT FIREN AR REME, THULSAEB T AW,

L. AR RIS, B AR IR A 15 ~60 KN (HEURMA) A B E Al B H R, R
B (teratogen) . 1962 4F, P4 18 & BLAE A= L H A K (10 000 4] LA ) Jfo fis 35 % 15
o a5l G2 i T2 B IR R IR T 24 B 87 & B — i 2 O R 2 BIR 25— TR FHe iR
WER ( thalidomide , X4 RIS ) o JE3K, M5 T A48 LA =M B2, R R REARIRE DL,

2. A TR AT IR R LR B T R BlAnSE R R AL R 2L A
A=, RAMB AL RIS AIERTE.

3. SERETE R &R RAEZE T | i A] 3 s S 2 B S MBS T AR 4k , W5 T
ZHHEHEEGIE, B0, S VRS8R VR e e S0 502 & 5 28 10 SR AR AL T2 38

WAL 5 R (familial disease) fill LA 5l o S PP 0 F& 46 B b 3R B 1 ARk
REMZHER, BE—NMREPAIE—NRARE. SR, 20 (R 2 B ik
) W R G RERL  (ERH A8 10 (R R Bkt e e e ddoim ) JF A — e B Xk
S G — iR — M TR IR R FEE R R T PR B AT RE R A B FRIE R S,
NZARZ LA BAEE” o SRT, BT 248, 2475 F 5K 2 e v FEL [0 P IR S e PR AR R i 45
ZFRo

ZmERNS KKK E

BAER— A R B RE (genic disease ) F134 4 {45 ( chromosomal disease ) . & PRl X 43
PAEL Y55 ( monogenic disease ) 1122 3 K9 ( polygenic disease ) , B3k PR W] #5215 1% 7 =010 40 42 o
ufa A Al B R IR R R AR (R 1 -3),

BRI AR TG B R X P RGN G-6-PD i Z i Al -h g 43 %5

WL I A 3 H TR B Z 0 U1 A BERE, X 2 i T2 WK BRI v AR e 5 DL R 4y
KAREARR], S X AR FEREFRAET, EREERZ 2HMHEENHSHTFBR, £
1 -3 a3 A BRI it , S v e (o AR 19 2 0 S8 LU HE S

®1-3 BIERHDERIRE

a4 % RIRFE(%)
TR 2.5
L SR NTA N 0.9
WY AR MR R ‘ 1.3
e FE B BAER 0.3
LR R 18.0
Yoo Ao 0.54
QAR 0.36

YRR R 0.18

— R —
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B PR IR

F—T AEXFaE

—ARREERBE EMHE

AREAMEA 46 JRyetalk, Jorh 44 4522 ) R e fadh, 5 2 S 5P RAMER . N
PRk, VR ARTE R XX, 26 B4k XY, A= 5 40 0 o 5 40 i RS F & 23 &y fa
22 + X 122 +Y,

T PACTE 0 L FE 390 v 2 7 6 G A P TR ) SRV M A A o R A 28 P, Y 1 1 3
AR B TR, R BRSSO TERE N B A TR (B2 - 1),

mE
—— HHh

KE
a b (s

2-1 FRIRE AR (HER 3 FE k) EH a EH b iE 2R Y 61k o

BB G 0 (AHR ey PR e G B B, AT 145 — 4%k DNA XUBEHESE . W74 IR AE 2
LRI EARE S, R N R ORI AR AL , R N 4R . B LR R YR % 2 05, 154
Hasy2erh SR ORI S IR , R 2535 LRI e (o 1k - B3 6 R BB TE 4N 2405 300 14 AR B
BB , 38 2000 3K S A 16 . 50 Sl B

RIEE LRI B, G ARTT US4 3 DI B R e fafd, % B fr F o4 5 e
e e g G kG SR K A B T 5 @I P 2B e A, 25 B0 T — o W e e
AR BA RPN ; Qi LR Gl , 3 LRS00 — 3, N ELIE v 25 220 e
ik,

A LA

e — SRR ORE B NTY ASRHE R B RO B A BE . 3 20R0R e 6, 43 Sy
(BAp F) MR (L q 1) o B4R 1 B AT 76 B 0065 T ELHEIRER , Ks Hf il &

R~ 2H D PR FF B3 €5 2 — R X P 9 A2 5K BT ) A8 Ay 2% 40 9 % 84 ( Keary-
otype) o A IR BEIUAT B B0 Yo A IR BT AT AR (B 2 - 2) o — M40 0 A T — i
AR AL o A PR 7 MU AR A 41 7 (idiogram)



NRic 1 . 11z
IR XRXVIERNNSRAg

Ad A o doa XX RR aa
D E

F G

B2-2 —PLEREHZE

T, AR e A B K BE TN 2R B AR R B 1 4322 5,340 0 A B.C,
D.E.F.G7MNH, ¥ X 1Y PefafkBIHA C 4R G 4, [HIE B 24 N f
R F5 2 R

(—)BHad

20 tit2g 70 R, i 40l A2 5% Caspersson 1 S5 FH € Y Ye b 1Y Kl B JF ( quinacrine
mustard ) L FRGE EARPRAS | R AEHOE WA N B4R YL R B0 T 98 78 Ao BE R[] iR 8L, B2
My, A A e (A FAMRR AT RS, UL AT AT R e A8 — R e fadk

FHIEE BAFFR Q B . JE R AR IR Je R4S F A B L AR L R K | 235 I st se b o
FiSesab B, FEH Giemsa Yol s, thl LA /R BUH B, FRN G B (B 2 -3) . FIHAb 3
E AT LAR RS G A B BEAH LAY R 7 (reverse bands ) Ml & |1 B/n & 2R R G R C # UKL
— MR gL R SR (T B ) SRS X (N 7 ) FE R,

BHBARSUAY T YRR R, thF Y ik EREX B 2 XA, i IR ABFSR
ARERE NI ot IPNE <8 - SrS hred Rt f i S e

AT RITAH 1971 48 T AR UG BT T — I8 547 g o s X 3 v ir 48 7 3
HMHE (B2 -4), BHERI, BARAERTURF 555 NEE (p) KB (q) , 858
XAy RET XA, OB UFEER, N 3pld R E3 BEREaAERE 1 K44, EEXEY
Fnli B DUS SURITT T A\ S 40 5t 152 fin 4 19 B BRiA il (ISCN, 1978 ,1995 ,2005)

L figeis



