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TANMMBAABTRSARENFRBE, ATERZERBLR TREF
FRED AT BF UK, AL -EDELR G Wi kA Aoy =B, 45
RARZEEATRGR Y URAAKR T TN FITREN, F— BT ARINA
KX PRI 46 BB, AR LR E o Fah AR T A
TR RERARR RBEFRARETMR TR REEMALNRERER T
BERNKBEARGENHAEFHERFTOEARAMEN. B, AKREF
WHFAT R R REN AN MEE, EYHIARKNXRGHLNHES, AT
RETEMERE XE,
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BREFR-TRREDNREEEROBSE, BRSERARELENRE
iﬁﬁﬁ,mifrf%w%%#&%ﬁz~o

A 2% it 2% (human genetics) B Z F W N EELF X ¥R, TEHAA
REMA M A AL AEPTHELHER ENARMRA, AXBE
WU RALRERRRNR L EBRTAGEAXALNREESER
A, MR EX AXBEFRERNAXLEFRREFERROEEAZRHL
WREBNAFE., BEUR AR -EAEDERRE &0 dRFAKEEB, A
WA R BE ERFANEL - 5REML, B, ALREFAR
WAEZHRRIIETANUBRAXBIASHARENHARAR, ATTELRET
BEFFHRNBETE. ARREFHAREE 2, 5ARE BEE E¥.
B AW E D TFANFEFAAETVNRR . ESHAFR I BE
B E ARBRFCEHRTOEREF AL TR EEHREHE AL
STHEFATHREF SRBEF GYREF EFARREFNEFELST
BEFEXREHIEH.

H—A ARBRIEERTR S BIR

—. ARBEFHERESE

AL F R B BAEF R LR RERK . @R EErNE
A RBEAT RN » I ARG FHIBT B E T B SR FEA , T ARG B
RMER, MRKHFE TREFNNE. BT AKA SRR, 7R L2 6
R ARFFETEZEEZRE . Bt SRAEN EH GHBRERR AN
BRI , (B ARG BT AR LB, ﬁkﬁﬂﬁiﬁﬁ%:’rﬁ%ﬁ

1. BHEFRIA

HARE] 10 K . K EER LT AR AR EERE N E
FIRMARR. EFE EEERWE.



2 AKBEH

FAEH A W A I B P8 B 5 A0 (Hippocrates) i B 1 2 21iE 17 4
FUIE AT AAE S — SRR B G RHAR p — B B LR s B LR B In =
TR KRN — P Re Bk 0 2 48 B e R EE R BRI h &4 . iR e T
K AR ERE FHERTR AR A T —MR. EEHIANR Hippocrates ff &
B SR SCHR A X — B SR T SO 5 IAH B2 th 2 5 2 Wi, BE R L ik
1, ARG BRI, DL RAUE R 23R B W o woeeee R UE ™
R RS A 7 A AR R AR P AR R . B, — RS AETRk B
HR A= T AR R A RO 5 TT EL7ZE AR v » 38 R IR B AR . B AT A REBHLIE A 3k
i B9 N A AT Sk I A2

- #E5L ] (Platonic) R R ER B “NAMEWEE NN —MIEH¥
FAIAR SRR GETEFVA R R S BER LA MAIMER. B—E%
HKI B+ Z1E(Aristoteles) WA Ky, A% R F & N BHAR B BE52 T — HB 43 I 4K
FERGTE 75 R BRI H S MBELSTE LAY , T 5B F WORE WA BB 708 IR if LA
At R MR IA R RS R R IERIE T WANRIRE PR M Sk 8 H
AP ERRFERT LR R SR . FERERCEE A “ B Rk, K4
AFEHICE LR MM AT AR BNE B BN AE; TREGEH ) T
“RIAGKMAEN, “FHERL” R F - BEMEV SEEEREANAR S
B KA BT L EHREBEN, HBEN BRI EE.

PEA 18 4, AR AKM— BB IMRHE T — S HMBEMNITHR . A
% (Maupertuis) f1IEE B A/R(R. A. F. Reaumur) F 1752 5E{RIBET —IMEE N
A 218 (D MR, FERZHR AT AR SOE SR B 5 6%, 2T 18 ity
A3, DL E = B8 2% (Bonnet) AR B EE NN S FRAWFHELHEATE
RN, MK R B BRI A TS XA/ MNERIR BB KRB K BN T
2. ATR“SERUE" MM EORMERGR ER . 5N MR AR TR R
BB 5K (Kolliker) A H R B WIS AN MERNSFHHLNBERERE
WRRPZEHERE . (BRFRISENN B REB S 3 E R T, i
ARKEBRRMBE ! XFEFEARBEFNEBEHA T HERY,

2. BLEMR

19 AR ZE 20 #4240 R, ERRALKBREEW T EE L TERFE
RE DUE T BRI R AR 52 05 5 (O I 40 i AR 45

- BRBICE. Galton) X AKBEFRB/EL TE K. EEEEs
“HRRFME R BIFER R 881 A FiL”, AR 904 e 22 A, B PR Xt ik
RETRZ0R ; AR FE B AT B AN B S8 % 2 () R, RSB — SRR G T e 24
Yr2g E R EEMR AR TBRLR G W HEE, IR T GRIE S KR ) (1869
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FEIYMCARBARER R TRIPIEE ) (1883) %% 2, 3F HAE 1883 4E A T “thi
27 Bl XBO FIRAEBIR . B, AT LK R KRB E T AR e
HIREAY , AR IE R A —T TR,

[ B A By Bt ) 38 % 2 R R B8R (G MendeD | B & R SK B b8} 23 8
FERBIR, R T B AEF B A G ARIFE 1865 FRR T (AP 3K
BORIE . SRR, B THAER, M EE T/EES 35 FRABANER
EBMINIR, 1909 4=, EE /R R (T. H. Morgan) i IR #8 ( Drosophila melano-
gaster VSEE , /R T REKEM S EHAEIF HAE 1926 £ E T RREFB,
1902 48, B H EAMP (A, E. Garrod) K BB IRAES 4 Fh e AR 118
A RL2F S HEREE, B TARERBEEIEEE. 1908 £ ELK
FRMH (G, Hardy) A8 EE A B A# (W, Weinberg) 3 5 Z 3L T ZEHEHL 4 EL
BHA R B8 S AR, BEE T AR BB A2 RO RN, AT = A2 T AR A
BAEF, 20 HHEERT 10 Frp, ABBEEHRHA T — /&, B THHS T
TR NSBUE ¥ PN S A BEF RN — T E BRIRL,

NS4 B & R, 48R A BE /R AR W 7 R BRIE A A, i P
FER SRR AT ALBAE TR, I EFE 5 ARG EMR S
ARk, FEERRBAUS I EERIES¥, T HRHI T ARG A
REMBEFEMAR ST EER .

3. BI 5L REE ;

20 48 50 ERES . ARBEEHRBLE 20 L 10~40 FREA L&
B 2B 2B . 50~60 AR, by TR0 B ME % LB BB o Filt (g
HHBURRREENEEBIRED KR E B REEITIERIGE, ATHRE T
AKBRIZERPRF SR, ARG EEN T — TR RBRIR .,

1965 4EH 5 , M8 BT (H. Harri) % AR BT AMAABA , LIEHERK
MBRIG AR, SE BT EE T RS L2, 1968 45,0852 (T. T. Puck)
FNEFERI TR EILAR G MR B SRR ARG A R, AT IR
FLREFY 1 RS A5 B R AL T B, RS A T — N
KRR, B XS T ARBIEFH KRR, 20 #HaE 70 £, | F#fg TR
BB AMALEFANRE SINE B3 T ARS TRIEFNRR, FAL
BEEHEAT - HE R, . ‘

BRANLKBREFOFRELS R, [HHEA 20 42 80 NG, i TARFHH
REBESLH M, BB LRI B A rfl # S P AT E B L %5,
1986 4%, Dulbeccom IK$RHE T AR EFA T 751990, EEE M AKZE N AN
P IAER 5 iRl 1992 4, Vollrath Z 4 HI5E 8 T A2 Y 4 644 i 4 38 18



4 ABiER

51995 48, 35 BERHEF AT T 75 15 000D A\ 5 B 4 1 B FRIBT 5 1999
4, EhR AR E A RIS BIR/MA TR T AKE 22 SR AN F T
2000 4, SER T AL 21 BYefafRpyiifF ;2000 4F 6 H 26 H ARKEFHE M
%352001 48, th % H . HGEAEF ((Nature)) 3 EERAAF
((Science)) & BAH T ALK H 4B 408 R—2% 3 AA%E.
B E AR UL, B AR T _EJ7 R A S B S 5 CA I PR LB 45 0007 Fl
T E R £ AR 2B B (LB RO O LA B S MR
) B L PR B 5 IR IR, 3 L ST T 4 TR 1 B PR B S W 8 L WA T
KIS T A2 B2 BB R R R

T LAZEARZS B30, LA A 23 P 24 T b T A B A KR A 2 B AT BUR 45
Fhseit g R FBL, E1EH S R M R R

ZAKEBERFRRRE

BRAZFGRIZZ MBI, W RITERE 50T & ERMUEFHEALER
BORRREN, EERAMRE N EENINEE KA XN KRB KM%,
BRERN, K RE 20 ARG SEEFFIA X, T 9820 MR A58 AR
WRZAR. BEEFREREDERDERARREMPITE, RRAREM TN
(RPZEAR AR, AFRE T B ARASHRME R THREEHRREK
Z5) , LEA G 5 RE R B B = 20 v (BN R B 5 B4 i L, a5 2 L
BEFEZ 6 U RS ALY F R AR RS AR RILEE) H R sh e R L
MEYREIREER EX LW, Fn, BAKS mRNA MR Y
0.4~0.5, FitFHRA—NBREKRGITEF IR 1 4~1. 5 EH, £
B AL S MEH L FEAPFAIRE 10 MER. Bk, ARBREENHRAE
R RFE S QAR FIEE R K, B DA W 456 3 I B SR L3 R A IR A A7 45
WS NREMER AT

BEE LA R iR, “ =B [R18E H 45 58 8y, el 0 7= AR I “ = 3074 A (3
e B AR B X S B ) R R R R R B B s BRYT K P IR R —
ARG BRIE N AN BTG MR T TR, X — B I E T A/ 1%
A BRI T T EUR R TRT RN E, BiEAREARRE, Bk H
FBIESRBL TR RUBRM AR BB RARNRESTRE
S TR REVHs BN NSRS RBT ST R, FE R B R BB SR (R A A SRR M 0 150
RAFR R EET.



BN ARBIHMHF T

B ERES TS A LR WA B, RE AR F R EFEP
W — 0 3R TE R R A R A 52 20T LUV T AL HE KR
BIFEXT R 38 SR A WA E S AR AR L R TERT R AR MR 1%
FIRE e WA 2B 1) S 4 T B RN BL

—. HEBEAFXERITHERSEN

1. WX KAIEIE
BORERXT R A HE B 2R SAELL, A — R TEEFRAER . AXR
MEHERAS, W HERLEM RN AR PE . EREE R EH
KGR,
2. XRIEFERNIEE
HTFHERORAREEMARILFEERNGR, R TEMTLRER
A 25 5 YU A HERR 5 5% TR X 45 SR AR R , BER SCIO IS5 L AR X R e F— 3.
3. XXIEHF RAERF
HRIE AR BT 5T A RIS B AR, ZE RS0 05 R EEB B AMTHEIE
HEBEA FIRAE B2 A B 38 B 77 =X, B 30 B 32 32 L (8132 (A4 38 L B F38) Ml iE
R RIGRIEM 22 3E E ARG AT R SR 5 R G i ARG A
R RGBT X 3 AR A LI SR AE BT 58 A& I 00 LA
T X REN
O AERMEZ A BREE R ZEFBK, B 62 R 7. ﬁﬂlkalEﬂ’dz,EE
TRPEFGHBEAMABAETMEEESR ., PR AL EEIRTAE
i AR EHE AR THEEE R M R EN LA
@ ANEWIBHE B FHEN, TTﬁE?’EHﬁ*%%B@&ﬁ*i]& TR
Be, IR R B A HLE AT A R A Z Y ;
T O AKHIEER ﬁ(@%ﬁﬁ@% HARFEALFIES) A mlﬁﬁz::r"
KPR XA «
@ ARRMARS B AR (Z 20 EA — 1O, B E ISR B R P (—
B2+ LIRS ERBEER,
IEE RN, NS IZ% MR R 5 R E BT TSR LA LA
KREPHIEARYRE ARBEFHNHARCETER T —BEA T 8%E e
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EHIMFR T .

=, NKBEEFEANRRAE

1. BEIRE

TR EEE F R, A B EF BN AREN & T —BRAH.
AT VZ B R R A B R B SR R A — B A B AR A R b 4 A, TT LA
P 2T (M 5 MR B e B R AR MR IR, THE B (B I R %
& PR R AR,

2. Rilko

AL P (pedigree analysis) 52 M 45 3F # (proband) (RN R EHE—1
B A BB AR IR SE & BLAG TR SR R R st A58 A9 AR SR A SE R MR R 51D
AT B SR EREN A RR (ARERBMZRERD WEE ERXARL
FEE AR SR B B G 508, It A B B B TS AR B R
R, RBE FE RSB S (B 1-D . 2% R 1% B (pedigree) , AT
X FRAERRTE A FIE T AR O , 3 H 5 — M ABER RRAE S T LR
FIWT T R TR — S E R ERR X A R iR P R BA SR EE/ERLH
Al BERBAE A

OO s -0 @i
O At O s
O e - O wm
© et CEO  iEreiE
He::
| ] e
I © #peikterizs _
©  HESERE R J b; BUBUE L
- M gk [ﬁb B IR ARUE L
etk o, .
o Qo winans
Lo 10 @ O mrowmim s
@< il

EH11 ERERNERFS
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3. WEILaHiE

XRARBEFH— PRI R . AZBUAEA B Fp 2R . B [F B9 4=
(B P X4 , monozygotic twin, MZ) F1 55 5P W 4= (W HR XL 4k, dizygotic twin,
DZ), HiER— N ZHEINES KNG, B FHARE RE B — AR, B LA
BT AR BB A AR R, P 5 — B, 815 R M 0 R BU AR AR O AR L J5 3 0 2
[t 32 2 B P~ S2HE B9 & B BRI 5 A4, B DA ] B8R R TR AR A st 1
LT IR AR B SUAR SRR G R SR RRAE AR RL T 3 A AR TR] , FoME B Fn R R BT R A )
WATRERAE . B, ] FXT XU JL A R , BT A 20043 17 4 B 3 Fh o s
HREERBBEEFRRFRER . FIREFEARAREP ALK EZE LS
RAFFFRXRBI B0, FISVE FER - R FHEREZETTURKARR
FR R RBIEON . 8 LR B XU F R I UE TR — MR (BRI &
A — Bt (concordance) , /] LA T35 £ R 28 AF 2 R (BB BT AR 1R I K
/N —‘ﬂﬁﬁﬁﬁﬁ—ﬁﬁ(@ﬁ$)5§i§ﬁ?:

SN ... U,
PR BROD = g (s a0

IR P — B 22 R R, R X R SR G R Rk, Bl Rk
PRI » 75 7] B0 XUAE 1) R IR —BUR R 60. 1%, RORXUE R —EE R 9. 4%,
Hﬁﬁﬁiﬁﬁﬂfﬁfﬁm%lﬁ?ﬁﬁﬁmkﬁ*E*ﬁﬁi?ﬂ@ﬁfm

4. MIEERLE

PG RAE T FIRE A BHA, th R B Sk EARRT PR B B ARE, Rk
2R BABEFEM, AR RO KA. S6 . m 8 AR AR (HLA)
RAEVHIEA. ﬁiﬁ*ﬂi%%?fﬁ%ﬂﬁﬁmf??ﬁﬁi

5. XEESH

PR MR BB AR I B T 56 i 4 ﬁ'ﬁﬂ?l‘ﬁm;{?@,ﬂﬁj‘tﬂ B BRI N KB,
RRYE B AR — MR A — S P8 T3 5 N 6 5 A1 3 R, DA AR R i 4
10, K 5 — R — R R B 5 Z 68, M R BRI R A R i
ERR BIARBAHT. W OB S+ 3B BmH AR HLA-B27 58 E#
HHERARRER ; HLA-B8 518415 shdE AT R A X B &, %Eﬁmﬁﬁwmﬁﬁmﬁ
AEE.

6. FBEIH

Bufa{k (chromosome) J& A& H) iR GREBD iR 1k Eﬁ%ﬁﬁf?ﬁﬁﬁ:fﬁ B2
YRR . — R A SRR 0k, SR/ B SIS HEF BT H B
AR AR (karyotype) . 38 i3 B S Hr A 5 e 00K B S5 MY BB B Ak, ST 8
IR TS S 5 5.




8 AXBER

7. DNA $#F

Xt T B R R AL RARE W T IKE M FEYFRERREE LW,
BIINER B M R B B 2 5% (RFLP) #8143 7 . DNA F 414347 . DNA #8804
fl mRNA 28 B8/R%.

8. ARERAIMNEFEEREITY

AT REANRATEARTEEAN S TEMMINGE, A 1990 48, &7
LA BEREETFRALERA BN FERMEFRTR. XTHRIMELE
RIS 2R RE S B AR F AR 3X10° Bkt (bp) #E1T 255 Ml
5, R BAZ B PR AL E A PR E SR Fh2E IhRERER R
&, B R IS ET AT BB 2B DA R R IR A R AR R %
SR B T SR AL AL

B B S AR

AR EE HE¥R KRR AT KB LK, Aﬂ]E‘%ﬂ%ﬂ‘ﬁ)\%’éﬁﬁ_fﬁE
HBEHERKR.

—. BFEREERR ﬁEFFEI’J{’Eﬁ?

ARRBIRFH R KL RPEPR FRIE R KR, T LU BT R EAA.
ORREEBRTHFERR, H@ETX. MG IR MR AE 5% O 2
B A% R PLE BB » 1 B R B G O RIS S B RL A, 0 FUALAR AL R B H L I
K QFA E gL RE HRTFEFR R HEM L BREMFESRA LR, 0
FUREMAE R BIRIE B RS O s SIBE R FNRRK. Hilts
FERTF 7056, UiRAE A R R B E MM, RS B3, e R T IR
TR Fa R B A5 KR RUE OB S R AR BEAE 500 ~60% Z 8],
WHRERRMAERRRAREEE, R TR ILJR R EILE S 0R%
FHIBIEE/NT 4000, VIR H KR EEH, e KO0 IR. + 2 H %R
% .

AFERIFERXTEIA A RBAR . BEER RN SRR ¥ i
RBUIEBA » Tl PR F A R BR R A R R AR A R B . (R,
ARSI GE—HREE, ﬁﬁ%ﬂ%lﬁ?ﬁﬂ%*ﬁ}iﬁ?ﬁﬁﬁ%ﬁi% ﬁ‘fl%iﬂi
HE L.
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=, SR RER ‘

S KW (congenital malformation) J238 1 4= B FE AN 84k (N A BT R 51 A
LB Th e B ARG , T e hpE IR R A 5 R . KRBT E IR
JRRG TR BI5E T, XM IR LA 5 3 A B AR BSE ™ .

L ERBRAEEHR

FHREWSENTEET NP BRERER, 23 ARNE R RAME, ERE
EARRESHEWMINERNSRE MRS, BEMEREHSRE S, MRKE Y
BB EEEERZ AT WESIRERATRE , AT FBE BT L.

(D REHE

B TR B R SURTAE , BB Z A AR R s Z BT AR 4R SRR R
HHARKE AR ERAN TR E, EEREWEEAFIE. B
wm, TR R TR e B R R T 4 ‘

(2) KEFRE

Bk NR BRERE AR NEE.

) AFExM

FUERETREWR T EHEMZHEMEIL, ATHESR:

O A BN BN TR EHEN ZRFRBRHRE.

@ Ao I @EDE.

@ WHIEH WMBAATETREARAE FROE.
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