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AFKFEH A (human genome ) BIRFFE MR AE A A Bhor 2 B0 25 AT BEAR , o4 A B i
PRI B, RRBEABEES, ARMEEEE R, TPy kA
RIS, 1A TS AU TR RS BUAC

F—% EPEE LW

A5 F (genetics) RITFAEYIRIE SEFBPE, genetic |T AT, BERHER,
B DR X T EYIRR AR, Y ERRER A F USR5 B R,

T (heredity) B18 TSR, TRZHFLUEFAMLL, 2B ey m M=K
feid 2] 7 AQ, TR SRR AR AT, RIAA TS BTl i FiORAS I, Fh 545
27 B R AOB MO A BREMN, ASEERT, WS T EE AW
AEMEARBH

T FF (variation ) BIEAYMER KSR, TREEMA, RS AN B -9 AEAME
B2, TAURRMEMIIESE, EARRAHBIR, “ T SCRGE MR, RIXT
BESTRANES L, R ERAREMFEMPNAN, BEARSMHERAH R NR, #
PR AR SE . (RIFRUE IR AR, R AKEHR . RESE.

E 5 i #5 ¥ (medical genetics) BB {Z A Bt SEALBEME SN IR, EFFRAS
TR SR EAM KA, ATSRAR K ARILE | @M, 20 I T BT %, i
M R AEMA S, R AREBERR, EFREFIRONREEALBRER, HFRESE
TR LRI R R TR

B e RIB MG AH — D BB S 3L, Bz & 09 B AN 7 B 8 A\ AR R
o BEE ANFSEEERRARISEE , BN, 28 RNATT BOR BN, AT AL
ARARRETINGR, £RMATRAWRE ., 8L BAFNLBENERR . WITHE
BIEARES, HEER, BWREEEIN, BERIEEH RN, Bk, BERE . S
BPYR . BAERIR . H S RBEHERN SRR G R BN RN R X IR, EEH R, Fit,
FREASe RIS RN RER 21 SRS TARE L& RFMER.

B AR E A OUREERN AR, WRN AR BEFZER M BURE R AW, o)
THEYABARAREN AL, BZE R RIS WAL K&, BAZRIZW . 05T B fet5E
EARBTEA, B¥sfbd 0 mi 2l e B8RSR RIZ —,

FoW mEAmXA

4 9% (genetic disese) JEIERIZ Y R A RL T FEM B, RAFRI NENEA



2 EFREFZHL

( gene mutation ) A4k & KB 7% ( chromosomal aberration) . F @& MEAEER. Z&EHE
. et | Sobi GRS R AR SR R R

—. BERR

BABLH g (single — gene disease ) & 511 K] S8 A8 BT B U, ARHE 1L 388 7 A A AN R
JL2:
AD(H R AR S HBRIZNG)  WNEIR (R 5F
AR(E AR EREW)  WHEw
BB XD(X Rtk BHIRIEHWHR) WAL R D MR
XR(X Bfkptbsifeim) Wmasges
Y (Y #BURIEHR) LUPINERT: B 2= SYha

1. % % & 4k B4 % 45 55 ( autosomal dominant genetic disease, AD) B TH UMk i
EHBUREHSIENERR. BEIGEZ -FEREE, BBRILSME%. & () iE,
BT 48 (BE) B E B2 mads (B F8kan, 33 (bb) 28 ; iny S IRE R mAE, B
L G B AR T I A B v R S KO AR RE AL, 51 AR AR O o 2 0 FULEESE.

2. % F AR Pa M 4% 5% ( autosomal recessive genetic disease, AR) B FH LEO& FH
BRHBURER T I ERER. BENIGRYABURENBFESEE, BLAmlamEsE, &
EIBECHT, FRARBES. MnakRn, B FRERREESIN, fRFEKILAa. £
EREFRAE, IMRABAZRAE, MMELAE, B, XMEREKRLE, BEAR
MEALREERE , BILIRIBCE —FhRrpk 198 RS BURER , BILSMRIEHR, 3 ~4 1~ F BHgs i
HEaeRERT, TTEAIER, B/, BEMRRE, 53

3. X # 41 B M 44 5% (X - linked dominant genetic disease, XD) & X #efa ik A 8 M
REEBRER. KRR KTEME, pllnfids £ D s, HE/NEX Bt
EIRWCE R, IRESE S, OB RmEmg s, BESME/N, BREAFTEE, T
e (O BUBR) . SANMEME - 6 - BERRIL BB Z AE(GOPD) , RIN&E T | A WA
sl HA R S A A I o

4. X #F 4K 4 9% (X ~ linked recessive genetic disease, XR) B X ok Ay bEE
MERTEMERN, SERERI SR TN, fimaAfes, BENASGEAHR RS
sRRRAR, NanmAR A, REVIEmMEFiL=E, SRE A B EFERIH 8 A4S e,

5.Y #4385 (Y - linked genetic disease) & Y Je@ ik I BORERE MRz, L
FEEERGIILF, LFRSHF, BERRBEYE, mIMEEZERE,

—. 5EARK

Z 3 5% ( polygenic disease) f £ R FEVEHSBROER, ARESHEREEW, 0%
ERMEEREH —L% R, PR OIS . AR R EmEK. &
B2, TTL, B/ BIE., BRR. SO%K. B, B asln . BITmEE. B
u}ﬂhﬁ%o



£ #it 3

=, REdRE

# & 4855 ( chromosomal disease ) 2 TR EIREM B E 7 ¥ FBMEK. EFAF 46
YR, LPER46, XX BHEE 46, XY, LA EMESEMERERKN, REOKSH
FERRGHS | SO BRI AR . RGO B — B RARIE N 2 R . 8 KT .
KEREE. BlIUWERLSIE(Down syndrome) , NEAHL T —5& 21 SPROK, RIALEH
T AEARAEFTRES, NIMERAIBE R H A% (Tumer syndrome) , E K45, X, Fg/b
—&RAR, R ERE ., BREEASMNEEAEFER,

M, Rk

2 ¥4k 5% ( mitochondrial genetic disease ) 2R {1 K R AR S B BN, LR EE1E,
B AAE7E T AR T 2 A BT . BT 32K 00 MO0 M iR 3Bk [ SR Al ME, dERprfk
(R AE B IR eh B F 1518 45 10, 2 B8 R84 (matrilineal inheritance) , BI-E}3E BT L &8
ZF, BREFEFLEWEF, MIERFEER, FLhaeMIEFR . Bl Leber S5 HEM
AR, REYRBEHHEARG, BEFLEREMER, SUIRMWSELR, W ZEER
BER

&, KRR ER

K 40 L 4% 7% (somatic genetic disease ) RAKZAMIRE Y R R P A B, BA EEH,
&L R N R AR A M B G ) R A . 7ERE AR, R B I A N, T B
EFRBROARE, BEAIMEERARRENLSR, flins 1 SREKRRE X ME
A RPRE . B AL R 2 R 55

FZH MR AR

BER— B RA R, e RME, KREN . TR ' LRE,
—. BEME(RKE)

# 4 t (hereditary) B4R B HRE T RA R TGRS, dRNAES TR, RIAHEK
Yo FIRMEEOR R RN ZRRENS R, 23 0m (5012 BAER AR ) W ILE K
RENZR, Pyt R D Mt . RIEWSEIHE .. RIS . ZEIERER . B
SIEE,

fER, AU (BB 0 ) ZRHER/N, A S | IR = A il A
SR RROKKRERE, B TEARNETFRIAE, AMARAHEEE, F—K
F O BALTF ARG S AR, TURARR B JEBAE R, AR B R, B
e FERGEE R A SRR EAEM T oG 8 FARBRIBEIR T %, Frliud, et —
AR RN, KEERROA—ERRERH,



=, kXM

MR ALY BB FA ke ik, BT A BHE AR 0 A Y6 K (inborn ) o (B AXE IR ZE & AL — 21,
— PN ARBREY R —EE S T, BEYRS RN, (IR R, A 8R4 E
#ik, AWPERER, BANBERLR,

il an AR BT BD R B R/ S 2L M BGSE; SAEN R & B . BB WK
KRS, BELATUA RN AEREINELFTALE,; PELZNABREESERE. B
RAE BRI IR OBIR RGN, 15 A LS B 2 4 B R # r SUE 55
HRAE AR

s KoM % % (inborn disease) S48 A A= JT BV 36 B0 SR A9, e KR R 1 iR T 9
“ A B (birth defect) " IR E, SR FERICHE LM R E, MK AN EREE ., 70%
~80% (P A B S A G, (HAEEREER AN TRAEANZIVN AR EY
i, FEEREERE, FRSIEBREYRME, MEBRERE, BRI RERES AL
RAECHER . Fe RMEA R, LA 2 n i BRI B BN /N Sk B 25 95 R M TE 55

B, BERA — & HAERT BIRBL, e MBI (A B ) iR — &850 .

=, %A

g b (life long) 245 3E R~ MK, ININAE, MM R TR, BE 98% %)
R BHRTEE SR, BREEGREHE TIRIT . TERIGEEEIT A G 5, HEEdE
HAERR , WMEmTE, (HRALEBAHRRZSH . B0, TR EXEERRK, Flm#EsT
B LA, H Guthrie SCSG AN B IRAE, BILF A HAE IR /R E2Wr, I 48 BRI ok
EHERNEREA, MaEs s kT

M., it

VR W UL, I s BRI L RO AR A SRE FUE MR R %, B S IR RA
Ko NBEH 20% ~25% W BA B 173 WE DR 5#EREA X, ROked e
AR E ZIRIA 50% LA A ARERSED TREERRR; HAEREEAERAR 1.
3% , 10% ~B80% F) M A BRIGBE R BAE IR, B0 A SR IE AU LA B Se R MO AR | Se Rt
INEUK . BHR | R/ BRERLSRERNR, RERFHHA 2000 F2ILEA, 84F 20 77 ~30

% 7 IR A WA e KR LA, o B A LS B BULSE BIRAERIG, B XK ILEL S0 K
~120 /4, HEEHEADREN 4% ~6%,

F., EEH

AR IR | oM RAEMERMERERGE T BB RTE ., BERELA
BB NEE RS, REMEMK. BRRAMATHERRE, EmEAFALEFERE, EW
APAERE, 8% KEAHSTRNEMEST | 2FMEMHRIHE, R McKusick 1
BIBERLR AT, ANJSHBLNBS | MR AR, Hy 1990 4F Y 4937 Rl 22 2005 4FRY 15843 F,
W Z LRGN 5IETERM AN, RS 7 BB, ddhv i i & il R P vk



FNA EfEEHE

AABIERZ 7Y, RIS o A SRR BB S i A BRI R LA T 24
R BIESHERMELEMNA W PRSI OBt ZREN, @R @l 5
BALREEN, E R O FE FEER, R P (L%,

21 1% PR R 78 B BT 8 R/ I8 %R Cheritability, h*) , a4 42, 5 T 204K
FR o PIUNVERG B8 16 3R AL 80% | 10 BB L PN AT A2 80% , FRER AT RS R FE AL 20%

BENT SHFHNEIEER, R — D AU E S TR, B EEE (labiliy) . 3#t4%
P A RBEA Gy IR 84 5 B . A L B B iR o, kT
BIEMARRMEAEN, GFFiEd . RE%,

) B EEHOREE . BRENERE, BEHE L 40%, TESEshEAERN ST,

TR HRR R, 3845 5 33.5% , 855 6.5% 5 IR AW &5 60% ; 1% it gay e
KEFEH, LRHRERL7.5% , ZHEW G 20% , JEGE05 1 6% .

S RAECMERG 90% I T 2 B H 8L, 4% ~5% R T YRR AS | 1% ~2% 5T BB JL R it
e, 4% ~5% IR FARBEHEECRE . INE . 299%) .

AR T, #EREL37% ., BEAY E 43% , B8R . PR . R
. S BERF) 5 20% (B 1 -1), REAIR 43% iR L K%

BHl1-1 SHEFAMETHEEHRNAEEE

BRI 170, ERFERFFERBMEREAR, FlmAZERIARIEE S

3~4% . BERFREFEEN, FEESWE:

5~6 % BEHRRIEN;

7% BEEFFEMRGES . BRBLE. TIN5 ;

9 % BRIETREASL, IWRAT ARt SRRl ;

60 & LI L INHBEIHE T FE DB IRIE, 55% 121417 F 7R 5 I3 T84 19 B



6 B S A

R, ZARARIBREE 2 58 fE BIE A X
CIERERM AT HRENA FHZEN ., AREN, BERRN | FEIERE L B0 AR
%, BT AMUSBIEH K, MEIERX,

FHY BMERNHR T *

PR EARBRER, ¥ TR, UEzmeEEsk.
—. Riohi%

% 3% (pedigree ) R R B E MR ES AR AL X ROE M. 8 F FRARNRERD
feig i, MR RE, MBEEAM&RZHRAKIESSE . BT ALRTER T
SR ERITEEE, BRI RMIR RN ERE T EZ —.

=, BEEEX

R FEMAER R, MR AR RS R S, THEHX
BRI . BRE . BERMERE %,

BREAETAE - BABMREE AR (FmBERERR) DT, BdHRBEFERERRE
—WABEERE, MTIRETRG, WRILRSREAX, NEEERBREN ST/
ABE, MA—-REBEBFRE> _REBBRE> "FEREBRE > BB ABREE, B
&, M RIERE ~FERERE 1% > _HEBEWRES 2% > —BEEERE0.7% ;
BRI R R — B R R R 13.8% > —HEBBRE % > —MEBHERKEE
0.76%o0.

BE R R BRI AL IS A EE, 7680 28 8 Uk R AT, WHEH IR R
M, JEERAMTERE: OBN%ERSEMEFERBMLLLE ., &iff%, M%FEBBRERN
HTIEMEER; QF s, AEBREFRTLERUNFELTFLHRBRENER,
HilfE, MERNABEER,

=, WEF=E

XA F5r PR, — MO BEN A, — R IR ALAE

IR ([RIBEAA:, monozygotic twin, MZ) , B ZMEBHEE — K BR S4BT LA I~ T 40 i
FHEBB M, SRR, BHEY AR EAME, SRS IERS
X457,

XUERAE (5 BRXAE , dizygotictwin, DZ), B 2 PMORT-43515 2 MEFZRBNEE A
eiG, PIERR T ZERRIAE R Z 50, HAL S W IR A 4051, ORI —EHIE, #ifE
FRIE R R B S L, SMRFHIER S X 0,

M B BN DO XA B AR — B 2 5, AT MG TR R A4 s R & i
EEFM KN, A —F 1 (concordance ) B3 XA T — M BIEFE, H— B FRERE
Wio WR MZ 09—Btims T DZ —8, BBIZIR S EA %, BlInERA, MZ RH—
kR 84% , DZ RIR—30H R 37% , WMEEINB K, WHBERFEA BEE R, XMKE,



B—F & 7

MZ RIE—MER 95% , DZ B —B N 87% , MAEINAK, HHRESBREXEAK,

e (o) o ORIV
R BORC) = e (s w0

ATLA R A — BRI R L
vt gz 2y _ MZ - DZ
BIGF (DY) == 717" x100%

1 -1 HE T LA LR MZ 5 DZ %0 — 80, F0 TR HE Hiig a3, Sy
RAAEFHEANFEIREREREE, TTUPIFA R R B0 XLE WA F 72 7] — FR B vh
REEK, ATLARTRAR [FI 2R B R RO

R1-1 NMEFEMLS DZ BRH—HERBRITHMBEE

K —BR(% )
] BEEN (%)
MZ DZ

Y 53 A 80 13 77
BT AARSE 77 19 7

W PR 84 37 75
J5 5% 72 15 67
FERGAE 89 7 88

(k3 88 2 85

W, MERERLR

A4k (race) R BT L IEEAIFEE, R AL AT IR B . P R B MR R
RIREEAR, tHAR E 3 N FEM A HE R R A (the black races) . 325 A (the Mongolian races) i
fn#& A (the Caucasian races) ., f/{Fik 2 K EEH L A

FL[EIFE (gene pool) 2 — B (R 288 NMA AT B 23 3H,

FikERBAA BRI ERM. REMEMKE., X8 6, WEEA ., BEsE. iM%,
AMPIESHREHBMBRESER, A, HEMAMTE(HLA) KR mER . [T
SRERRFRB AR, FHik, REFERERNFRE DR ERE, WKER, BRE
WHENABREER, B SREE L,

Flan EAK SRR LRBEHAZE, LEEAS0 M, LEAAE60 1, BEE
Gr BB R RIS EE A S 34 5, THRWRESHREE X, RNEFEA IS E R
B SBREE. REIR . S8 REESAHE, MHERARRENRE W, XFHEAEERE
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