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B2t 2% (medical genetics) RIGIRE ¥ S5BEFMES N —ITH%¥R, BRBtfh
HRFEESE PN A . BEEBEERARBEEN —NEES ¥R, ARKBEEHRITAL
IEH IR 5 95 B MR 0 08 % B L A, T B 2t A 2 ) 35 B R A A2t A5 2 i S
BT N2 B ) 8 AL R RS AL P SR RE . BRBF S A SR MR B R AR AL L 5
wHR . REAE, HBRERASEK . BT . BPRMR KM T B, M 6w
B, BRI EE, #e AFHEFEKE.

PR 2 A% 2 SR A o R M SRAR M L L 22 BRS 18 B F . FE B AR W2 MBI 14 2%
WRBARNEDRETNEHREY . EFREEOT RN R B, NG KRR ST
KM AERE, ARALERS8E . AXERSEEE T HNTRC L83 P K%M
I PR BE 2 1 &% Rk . BRBIR 20 42 50 SRR DI ALY . MBEY. & TiliEY. &
JEEEER CHR R, A ) T RS B oT B 28 2 O BRAR B 2 48
T N 16 BRI ATV 2R 22—

E¥BEFRARES, HHIRGEY K ENBEFHT ¥R (R 1D,
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AN A T H A AP Rk, B ESBREEIR TR RS EREFAER
EWAR, BRI ZHREAMYE. RE¥E. EPE. 2P5EiH¥$SFRHmRERR
Fk. [FEE XA MBS ME B, R — 2 R B 5T T .

1. RisHr

RIEMHT R LASCIES HERER . SHHEER O RS R THE AR, SHREAE, KRi%
FROESEAT AT, DABRSE B MR RS 7. RO B LA 24 RIS R
FIMRAFERRRE R, AR LERIEFNSEE. — 8. ElKRIESH B TR 8 ILE
WEAF - BILEE, BMGITHRERNER XK, XEREEAPRIERESERN.
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MMiBtfE2=  (cytogenetics)
MREAREK H{Li#tfE2¥  (biochemical genetics)
SrFitfE%¥  (molecular genetics)

BB  (population genetics)
WEFE X % 140 M 852 (somatic cell genetics)
JEH T (genetic engineering)
8 Bt {42 (cancer genetics)
241424 (pharmacogenetics)

HyE {52 (immunogenetics)
#FHB{E¥  (toxicogenetics)

WAt f£#  (radiation genetics)

HEBRERER KEFB{EY¥ (developmental genetics)
1T hiBt1E%  (behavioral genetics)
HmtfE%¥  (ecogenetics)
BEMATHS  (genetic epidemiology)
fLH4=2¢  (healthy birth science)
2. WA A

TF A 05 A 2 SR F] — Fh sl JLRR faT 8 . MERR A 7 1k, RS — ABEE AT B a8t 1% o otk i 3
A, HEBHMA : 7R m 70 5 b i o R SO L ARUAT R ;I 25 382 15 9% 114 i B
FGIT X4 ThA e, THERRHBERMAE THTE: SXRAEMSS,
PR RER SHERREAX.

3. KARMAE

HERL -FRERERRBIOLWE, BH5 - BRABNBEERLE, BRIZENEE
AEREE, BABERBARENE T - BRABOERE, & TEREERBOKRK
F, MRIABFEREN; WRKBERBHITHE, WEERR KRN ZRI—R
FIBEMFES ZHRB KR E > ZFER KRS — BB ERRE. BTR—FKERR R
AEREARE, FEREAZOAIEEAEEES R, SdBnE R SENEERNE
WE, FRTHEEFHRFLIOERE, Al LIRS HE 5 R R A =5 H R 2
HE.

4. BAEF3

BUEFPIF . —Fih B4 (monozygotic twins, MZ), B —ZHEWHRKE
B AT Z (8] B3 A W) B R A A (6], O PR A [R]85 R 1 S R B Al R A A
T —Fp R WA (dizygotic twins, DZ), 8 WA 32K O [A] B & B RGBS A4, At AT A0 a8t
e B hil 5 R AR L, BOLHE A — 2 A TR, a8 A R R R AU e A .

RUAE - 1 R 0 Ak L 50 B B RS A R RGN XU AE R BB AR (0 — B, Al S A MR B e
BEHBERRAL. WRE-FREMMHUEFHPHERR —BEERALE, MR XFHE
W EEZHEERWEm; WRE-FERERFIVEFHRRER—BREF+HEE, WL
IR SRR A K. WRRZ I XA B R — BN 95% , W0 WA B9 & 9 — B
EH 8TV, MEWEM—BCRMIE, HEMKZEMEE T EZHREREEW; By
B XUAE ) R — BN 8020, I AEMRK—BEN 13%, FENER —BELEREE,
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WEEREREAR. RELEA - TREKAXEE, BRABNERXRRZFEALTN
BB, XEMEWREREZMEEZEET AR, FARERNOGBEF/NE, F AR
R R XA T XL L, RABNEKENE T RRMEE. XK R XM EREA—
MRUFE, REEREME, HEHRELTEE, EHNHEXS, IR FEXMENHE
RHEEBE T, HPARFREDARFIRE, TLHREEELEHERXBER.

5. Rk 2 5 LR

Fofo i 2 A 1 B SOl AR O] B S A RE, R AR B R R B R B . &SRR i B
f}}ilﬂﬁﬂﬁl AFEF R, A6, IRFSIE. BEIMNE . SMEINTIES T, RN

HAFAEEDURRR . MER, B LEISESNERE TmHSEREER, HENERE

ﬁm%%ﬁﬂﬁo RAnFEFEWEAFFE PO RBE. KREN . RRTER. KIS
HIEA R EMNES, WA ZERSBREMEE. B FARRMEEEMFE. &, KMt
ATORGUSE T AR RO, 8 2 3 Fofop oo 76 A [8] e A 22 95 8 LR 1 Dl b5 3™
FHEER A B R 2w . and BB S R s A RAE R B — 00, fF)E S E ARG R
R AR R E AN 34 £, RUIRWEM AR ERAMEES, XMHERFERBR
R AE S R AErp B EEER.

6. %I 44 oA

X1 OB A B0 » A R X L R L o R 58 @ FRTE OB . T LUK “PRIF”
e X HE— R AT R A B AT . A0SR IE B BT O OB R A o s A R, Ul ET
A X BB A7 8t 1% R R B . vk sl Jk oS AR S b 11 4 4 e o PR AT AT, R B L P
St . A A Bl ok ok RERE Ak 32 38 A% TR R i

7. LRERA

TRERE R EEMEREEREBERERATENTE, FEUFBARBEEEE. 4
ks, HEZHS., ARG EFREFEaF ek aEmtiamas, SHTRAaK
RELGSIIENZE . SR ERDAMTEREE. E &b E P EE. & AR & HAAR B
P DAHERT R PR AR A, AR A R IR RS R R R ik . SRR SR
A DNA B4 HARTE S F7K ¥ AN 28 38 15 995 1 3 B i P LA 2 T 0 LA s R e DL
HMMEAREELEERIER S5,

= BEEREFAIHRARESRE

PN B 28t A 7 ) A e itk AR 20 el 70 ARART SR B o F st fE ¥, B|oR THRERAE .
A1 9 5 DR ) 9 A8 2 IR A ) 4 AR . DT i e R R — e AR A B AR . A Tl A
KRIEFH T ORI EY¥ (reverse genetics) MIHTEH , BIEARHEREMBREHRMEA TR
BTEOL T . HiEFRBUEK DNA B, #HM#EnRXFH DNA ZERFSHMEERTH ., X
o 35t 4% 2 T 9% DA 3 B0 780 300 e [R] 700 33K 2% & e [ 4 ks 73 oy DA 5k R 80 1) 36 BB A S oR Bk R . X
Pk, B RNRE TRE KB HEFTHENE IR AR (Duchenne muscular dystrophy,
DMD) WIHLEFHFAREALFEMBEEL4E{L (cystic fibrosis, CF) YRR E A ILHE %,
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20 fth 22 90 4R ALK IE ST (gene therapy) #EA T I KIRE By B, 2% PG 7 =8 A
EHEERFABFERNMM, FEMEARRZ R HEWEFRGEFTOEOR, i
BITHIVER . BRI EEK A R Z JE (severe combined immune deficiency, SCID) Flifi
KR B EE R YT AR R0 M RUR .

2004 4£ 10 A “Nature” ZEAM T ARERAMERFH, ZFFHIEE T 9900 % B
o R, FIRFENF 1/10 7, HhEW, AKERARA 27 ~2.5 AT HEEHRERR
BEH, HALEFRALFIN 1L 10~14%., NRENAFERRRAZTREZEE, A
HFEHLM B b 2T IR K, e 7 0 R T HRB SE K A E BE H R bR, B
A IR BOREE L2 EREE.
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H ’ﬁﬂ:u::m-
ERAREEHE XL

AXEAAHRE - FEMUENFR, AAREEAEE R EHBEE, hEFH, oF
ANAAEEAEEENTHAEFOTERAYEK. TRAFNMARLHEB, AXMBEELTF
AFLEWHE, EERAMEBRAEL HN, AXRARFAREE. FHAR. EKFH
$7E. EWMAXERAHARG - L XA, “REXFLAFLGNEXRLEAENLAE
AR, RAARERHEAIARE. ZRF &7,

21 20 BR 4 A% 2 B BIF I T R0RE R 2 3 DR AR i B R L B AT 8 e 2 A R 1 i R L ER
BN R Z AR EAE A [t Rk A AL . SR B 45 4 50 4 B ) ShRE R N 4
. EARAFAEA E R R, NEEEEH DNA J7 5046 K34 A AE w75, X L7 5
AMTAY AR, R 21 20 AR5 PR 2 i A 2 0T 5 b 200 T X 1Y [F AL

AR R AT TR 45 21 LY BEFR ok — st e i, (EBREY
MR EZEH AT “HAARY" KRR, RRNEZHZBEIER . MUK REESY, R
GEAE R ON BE 2 Ok R R 3R Bl T . BE RS R E A R IR 55 AT AR OG0 AT 2 T2
Wi, % RE A AR AL SR AR SR o I PR B2 A AR S AR 45 NI AR W2 D, I A A
SERIT R, BEAYHFEIRN . REESS NREY - FEW, 6 KE AL AT DA 2 5
R K R, gt A TS T B IR, BT IR NTE R E B . A E X
137 A ) B0 ik PR A0 By S TR B4 7 o ik T 8 A 00 24 ) 8L 0 O S B I R 25 0 R B L R TR I
AR T A2 S R 3 AT 6 A I R B BT

JREBAK ., BAEFBREFHMSE ARIERA TR R, EHE2KL RIEE BT
ST BIRAET . BEE R B IE B, )T TR X T 27, A R i
fetbsm . AMTRIATERE . KR IEA ol SEARE L G BL ot 7 VR 4 . A 280 e IR £l ek
R, FalSER.

BT SRR
—. R ES

PRI ) A A St A R R A ERBE IR R R 8 A AN [R) B9 FO 9 R v o 38 1% PR 38 0 A 5 TR 3%
Prdi K LA AR . ALRBmIAFERRIE, SBERREATLX, WG, b, &



B—F it e 5 -

FerEB % AR HBER KSR, SABEEEMNXEAR, WENERIE. A5,
Down £ fE . Turner ZEAES; A G R RE R ZMAEEEILFEMFEMAER, @
R 2 S 1 R A SR L B AL S B, BRBE DR IR £ 5 5 A 7 A S R AR AE AR LLR B, AN
L PRI . T AR 5

PR g 2 18] 22 17 8 S8 10 8 A R O st AL ME B . T PR3 1 9% (genetic diseases) . Bt f& &R
AT Lk A B A R O P ) 3 0 S5 4 AR RN T RE R MR T AR R 4 i PN 35 A% ) R G
T RE B AR

WEWRAETE R LA e KYES N (congenital diseases), BJEE )L i A= if & 1B i Wy JE B 7%
Wi AnEAE . B, IRBRRIKIES . Hd A AR EAN A AR IFTER, KT H—
SEAEWE BT A & g, U BOIE K B LS 3R S RORE G F 7E JLEE I & %, Huntington $§BE W % T
25~45 Z KW, N ZETE 30~50 & LK. RZ, S REHEKBIFAELEEH, WEEN
Zp B SRR e KZ A 75 2 BUW G LSS K0 NERG » BRIk IR 259 S B G LIRTIE 55, &
SRIES R, H BRI BEH .

KEBEBRE I KRS (familial diseases) , BIFE—A 5K E 19 R A0 F 8 b 58 748
FM R BT 2R, RMHMRERERR, WIHARIE. HOABERIFTKEL, m
SEIHCEME, WORNEIRAE . RZ, KRR AE S BAE R, MKEE, WRIH KK
P, HERH THREREPRMRZ4EEFR A GIRK, XFpd 3 [F A 0% 258 & 8 &
i P 5 9 I AN 2 A 0

Z. #ERENSE

PR BE 2F i AL 2 W B R R oy W BRI D . IR . e AR . SRR 15 15 e A 4
i 38 2 s K3 .

1. HLEE R

LN (single gene disease) 3% —XFAF 7 SE P FE i, & — %t [ U5 Yo £ 44 b oA 3 R %8
s, B AR e A L R AR R R AR SRR SR R, B R, KRR, —
AT 1/1000. #E4c1H, ABEPAH 4% ~5% M A% BT REEW.

2. LA

Z AP (polygenic disease) EHE T EZXEHNSABHERERWILFIER, Hhgh—&%
WG, ZRFRAREREILR, EAMRAEEF IR KR BE, RFE—
e T 1/1000, ABEPAH 1506 ~20 0 N2 B F R ZHERK.

3. YL (k9%

o ks (chromosome disease) F Y {A% H ol 454 78 I BB . B T Y ak
MW AR SOF 2 N, TR AR F BEAZMImKER. ABPHE .50 ~1%1H A
MY, TERT A L R AR R AR A TV, fEERAT =AM AR, —F
PA b 2 T G 0 A e A 1 R

4. ORI AAR AL

LR PR 151598 (mitochondrial genetic disease) J2& LR P AILH RS G| B . RBL
AR A M R A LS . RO b B DINA Sy T 40 R e L R S o 3
M. BT EREIL T2k BT, FrLAG R RS RN R .
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