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MAERBZ R EEFEFALE, AARAKFERFT
Bk, Mz EFG KRR, AAA % S5RE (genomic
variation ) , A FDNA% &K ( DNA polymorphisms ) , & 4§
E—NEDBFHAERAY, ZFRHALEAFRBHH ALY F
124 A (allele) RABE A (genotype) , BEHF LA T F7
EHERG, TRV ELRTETARERF. — KA, ARA
DNAFF| ¥ X &4 £ A6 R FAERT1% A A 3 &8
RHESAENE, TETFMERTI%N 57 R H K BEHMEAARA
DNA% A& 45 & ( polymorphic locus) ; X2 X FMEMKT
1% MARARE, TEFINRFHEABMALARETALE
( mutant locus ) .

ARAMSEMGRR, A AL DRI RY, EHRE
FlAREERDNAVE FRHBEFNRMAFAZAEATHRE, AATE
B K-F EDNAK & X D FDNAFFI AR E 8 £ 57, — &K
AEAXBRRFIPHELBRE, DNASSHREIZAAREKAES
AW rr 5 EMBRE, MARFLELABERNRKEZ 7,
Jo A5 A A 1 6 mk AP £ 5F .
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2001, §£8, 28, £8., 84, AR PELRAL
58 BRFRAXARAAT R (Human Genome Project, HGP ) %
K, BNMAEARTAELABA TR FEI%ES. HGPH
TR, HHTRHADERGELRE, ALPHFRBITT H46
BFE, FPATERNZFRAEPELKE; HEREARESHE
BT “RA. A, RF OHKAME; LHFEERRA—A
AB. —A%Za. —#fiFie, —FHHEGE—FHRT, HERH
ERARAHSE, 2@k, RAk, Ay T3 EAhHiiB T
AaBh, WEEFTEA ., B8 & ER,

HGPE i &1, AX LA B M E 4 T245 N4EDNASY F
(1~22F5 F £ EAKRDNAEX, YREEADNA) , 2B XY
3.6fe At stam, AR Y AH3F ~35FA ( RALN
EiH 107 AERE ) , TEHBARGDNAST] EHAEXAR
48 692%, K4 %H LR F 7] & F|98%(Z AT AN A X 2k
FEHDEARAFIZELADNA), TETHALR AL BLLR A
Sl fodk i A A G EMETFARL, A TEMERG L
Az, miee) S A S, MREXFNA, AR LB eI,
H FRBEF ARG EWIFT, Bl FEtR. FE. &
A, RBFAFHOLHEHS; A TAKRSN, ER
M, MRICESF  HAEFOHRAKE, #AlwE&HFAKRER
My FHEE. FAENAR, RAiEs. HBEDNASA
2. A TTHRALSAZERF0A%N 57 £ 7%, 2K
0% FF 27, RETALBAZ AT RBNG HAK, &M
Fo X EEH R EERE .,

ki k, HFRMN—ARETALARN P2%% 5 5 7
WEFL56k, HRFET RRAE, 2 F4a, o4, K#
M, HRAFHAHA, FEAG. E. EF ., 4L, &
. H, A FABBREFTHAAAGE RR#K, 314F8
RAtF, AR FARFELTF. KF. LF HEFEMH
Py bk K. 123 T & A KK R A98%H AE 4 AL 5 5 6 T F
S5z by, @dBRALELZAAR (HGP) . BFF



FARBEMTY, EEARETY (HapMap) . AXA B4
2#Mit% (HGDP) P EBAHLABRAS AR EMHFRL, #
FRNFEERI, AEAREAEEFZSHTEENERFF
X, PABRAALESHGXGANMKRFMBLR, XML FHG
Br, FETAR4SMREFIE, BARELEHMPPELERK
AR AR AR, A NLH —KRILFEEZLAALNGLRA
AT FAE, QETANEARE T BIRERIKT1%49 X
F, ABAMEENAELRINOSUGZTEARZIAGET F,
MA#HRERROAZLRATFOBAZTRATR. AXKR
e E AR EBREENMNAGNMREIE, RREAXRERANS
$EE, A—FAHFRERRGFHR, RAFRMEGAF P
RS ABRIFALEELR, ARALENKERERAEfEEK
HBRSABRSHRITALE, AER#mTEOHATEER
. BEFHRAFZES TEAEFMORANRAF T ETBMETH
bR E SR B A R (2 e 2, R AR X F
KRB EHF LT AAR, LAEEENEAZGEHIAR P ER KR
ik S ARS M ERT FAL, B, PEREBFKRGL
RA2ABRFREFMEFAEOFLACTBAGT R TR,
PHRRAZREFBRGHL. FASARA, T—RAALAETREL
W X w R T4, XA TAET A4 AR P AR ARGAR
B A RGBT, LEAFRERRETEERGAL
A AREABPHHESACARLEZEFMRYG LA RE
BAMEG AL, Ret ARXRNKDNAS T RKF EiF@matrd
RRAABAARM S SHRLEMBFER T FAERBAFIRE,

e RAARMESANEHR AEREERDFI 6
TRE54k, ARXEPIRKGDNAEAEAMKRIRA | A
EBEMR, ALRBRENLBREREYZEHONKEF, ¥
BANAH G AEF IR REMNGOARL, EAFFLXAH
Py F A AR (bio—marker ) ML L sntd A WAL R K
Ml F ik, Blhe TR iR/ AL E G A mARie, LB/ W
Y& /8 B8 AR K 0 A M ART R T & JR A ] Fe AR5 BT
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P RARALABASAARZHRL LB 5 HSEK, AN
BTPRERAGAL, WEEHLIRE, IAMAIH L EHRE
HENBAARM S ARBELEME T FAHAER; A4
F(HFAEF) AEEYA P LR &R BEEGEE ST
FAAE; R PRERARREARARAE, LA REAAR
HMELXEZ; NBTPERAHKES SERBBEEEFT T
a4 p i

(PHREZELEMEFEXEZ) £ T PHERAREE
FEFEXZNAARR, FRAAXREHHUEINAPBALR, &
AXRAAFRAENLZLEERR, 24, BERAEAT FERK
eoRF ., TRABRRKAZI B AZHFIELGR A foBK L, AL
OB FPLERAZHELEMOE R R A2 PRRAZETF
EFBEXEAFATAARKT, H2F ARFUAAGHF
ARG B K R — R0 B Ao BT

(FEARAS) S EAARAF AHEE8F, ]
mHFRLFF ST @RS Tk, ARREZRRETHARA
B, GLMOSNEEFENL, FERATRAELESH A
sl b a Mt & AE M. FEXREASF (forensic
genomics ) AF AL /FEEDNAS R RO LK B A F, KHF
IR ER, FHRHIALEEF, AMEF, IHF. FEF
FRFRGRY . EEHREAT, FELABAFE RATAM
DNAZ #Axie FEAM KRR R o F A EE, @ BT AR A A
AKX B AHIE. LdelobSTROH R AR, ERRBIHL2EARAA
STRs, AAMRRMNFNKESF FHTHER, ZALEY
BRI, EHRAYBARYEER L, ARNPALXEEL A
TP AL AAL A

(MBREARAT) 2ARETHAA TR A KA IAER
st REEMKER - RSO ZAANRGERBEAR S
THH, RAGKEARASY, 2 TADF . ARFRTAFH
B E5HRK, ARBEAZERWRE, ¥ REXBOELHLT
MR Ao E IR F & E20F R A T ARG 9K & REZKEI



M, TARNBSEFTALRI S TRKEHRAT CRALE. R
B, AR S IEEIR T AP ERY R RBIRICE FREN
A E AR A AR T, X EHETT 2L RBITICY S
Tk b Fo BB ALE] | TR FAFE B R ABE VA BB i AR BB AR A
HEE2HHAFML
(ARAHENKETFELARMAR) ik eg LB AH N 2
EREARARABAEHEFHELZAEZ— HHELTE
RABARKLIAMAS AR EAMIFIL, 2BLAKEETARS
ENHTHFEEAAAR, ARAHENHXTFEBAARNGMME
(%, BPoir A als. AAAENHT R, AAAR,
WAL E 50, ARAKBHERERAES Bz AESF.
(ANERERARiEEEB) 60 FHLEAREEARB, &
GNBT RARGIERERIL, SEFH . SHARPAXER
%ﬁﬁ% Bl B 25 RS . BT A TS ﬁ%&ﬁ&ﬁﬁi
ek BPEARNBEAGHBXFAEARELRES ©
—ﬁim%—%ﬁﬁﬁ—ﬁﬂﬁﬁ—im&mm%%u—m
HE" FrdfR, mikHd FiEdn, MRS EERRBGIA
15
PR EAEARASSAZTHR A AN FHFER
%, iPEAHRFR. BLXLEXF, WIXKF, PHRFAE
SMREAMMFH— K FHEER TR, T—RERTEOET.
ARBRBEBEANRABLE, RAAZLARAFHTHRER
54T —REAGERAFHRAREE. KMNBBAARLR
A7 R L ﬁﬁ",ﬂﬁﬁﬁ BEAEREIRE A
PRELLGTREBEHO L, LA KREXZLLRZMEME
%&%ﬂ&lﬁ%mﬁ%ﬁﬁ
“PAERAEARM S ANEHRLT AR EH, ZASE
R MAANRY, BEBRFHBRAL T TNl L H;
B AR A BB d KAPAEI, FHSGHAAD Kkl
PHaRABIHGBELE LS, BATHOERBATHHA
R, HAFHHAHATHERAE DAL, ARERMNGEA,
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WA X FAER, RARMNHET, REAALSRNGE
R, AXRER@RIHA TR “RA, A, F LR
HAANERFEDHOMREE, RARAPEEGSH A, FHE, 2
e HF Z2F 70 EARMTEZHMER, TAK
15 A 3 & e F AR A

Ak, AFTARALMPFT TG ERAFHT LR
BAEMFREFOZCFRAAT ., ABRAFH KGRk EA
FURAIAE KB BIR, ALEEMFHELA, HBRKTH
MFE, RABERSE, HHERFHEHG 2, ALEAA
DNAFF| AR ERINARULANF AL FCHAART L
w, BEAAYiE R RILH WAL EA, IFSEMFH
KB, EHEFHAEGERAEF FRENE “HENL F
ik K.

LK, BELEXABTRRAREFROREFEHF,
AEL AT EHBEGTHRREHGIR, RTHBELY
wEl Atk h, ABEPLARRwAZZL, BAH PRI G—
WERFR ELA#ATY, SRE®R, FAEREL, 2XERZAL
BB R ESL, KAV A, FAEHR T R ITEE oy
¥, MNELEMRL. B P RRIT AT, LHEFA
MR A F R, X ERRANF LA .
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MAEMBREINEAHBRAEZAZUNAFARARGLREPE
A, MAMEGARNALHTRFAAMNKAL. ABAH#N
3# % #F (copy number variants, CNVs) Z A F A4 H#H T F C
8 —A, B A A I MAHECNVIL400FF , CNVsHF 5 69 if 45
LA AE138F . A, EFEHERfMIXMNLARFE
CNVs#y# ] 7 ik . A AMS | HABRMNEARLF LT EE
jER s KRB LA TR o

(EARAEFNHKETFEARAR) F@EERTRARA
EMEFLEARARGBE . LAENS . BANLE, LA
Fik . wRAEE,; R eI AR A G Ao F AT iR ) A 2
FTT A% 3E . H 2B PRENTSHERAFT LG EER
Wk /MEL LGS, BRARTY, NE—F ARG,
W R A, S S d—— 4T T M, Fletk BB At
R AR ZmE, BLHFARMEFTL KitH. RiEHAET
A RAT Feo ks, A@ARARARR, KR
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PEBRERZELS., AIHLEMHAEHIAELFTUA
BAHEMNEZHOAFAINT, FATEFTHBARAZE K
SBAIAEF, THEETANENTER, XKERMNALE
S FXN, AT KREERBT —ARANRAGIZGREN T L
54

(ARAENHKEFSARAR) T—AFNALAR
HHENKEFHAL iR fekme T bt H i, AEEIAPSG
B AINEF AR FHAABEZI MG TS, ZMEFE
REAFRTAR—kOG T LH,

e

2016554

KZ 3R, PEEFHZFREEZEZPLERE. IRMIEZREZEEFZRERE
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20034, DNAR % LM A AS0R FZ R, mARAAeHFE B
Ax” 9 AE A A4 % (Human Genome Project, HGP ) &%/ %
R, B, ARARMATEY ZHKBF., L8+, &
HAEFpEME, RAAREFHES, JIHAHEEFHLE. R
B, MEAERARAHEARG GAELPERELA, BRESFH
ARLEZRBEZYH, LARAESEREMARBGYL B S & 375 8 47
R, A B AEBRG AR LE

A BAH N EF (copy number variants, CNVs ) #5852 5
ABABAREAMLER, XA K BADNARFIHRBR LK.
CNVs#g XK DT AR —Fm A s kmit, EERLLLLEK, T
AS RSN, BARLA, RERFTAALAR. CNVsEAXL L AA L
gk, RTHASSHRBABLTFASLAEARG IR, £5%
HEBEMME. KAKNCNVs, e KR4k, £4h, o
kA E R, AATABEEBGF ERZAE AR B, 122
TENGEZHMAKFHCNVs, BFELLHED GHOBAF EAT
PR 208 LB0FR AR, KAFERBBEIPBREL FHE NEHR
Fo X FiRE . A F @35 5Prader-Willi L3 4~ JiE o Angelman 4 & 4E
A8 £ #15q11-q134% % . 5Smith—-Magenis’Z A 4E48 X #917p1 18k . 5
Williams-Beuren4: 4 4E48 X #97ql14L % . 5HF S EE A E4/ X 6
22qlise k. MAMBREEFHRAGAR, QEEHLHBEI T
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FRABAELREAMR, AR E R s PR ELOL AN S BEME
BFRBTRERRE A PZAZTMNABRAG R L EFL R, MEMSH
CNVsZ i 48 FAEEIFRFAME I RA B E, RAGREEF TG
TERAERBL AT, EAOALBREAEEA—AZGNBLARAHENHKET RS
AEABRGELEBE. Ak, BANBET (ARAENHAETF5EHAR)
—F, FETARBDERELAFREEFIFE I ALEART BCNVsA LA
AOARMAER, THRELABBAREROHE IR ABGEHER.

APESAHELT, PIFEFA4FT TENLBTARAHE ML EFE LR AR
HARBA, KAENG ., T &, FREEE, AAEEEIOE ZAT5HA
BAEOIN, F5FLERNBTISHKYE LG L E KM R/ ME LA,
MERFIE, CRANL, PHESEFF@BATTH@mEE, FEEITERA
BASERALB RS . BAREERWTAKREZSoH LML 48 £ KB4t
EHEAE . BRAPOBBHEANE, GABE LI GRER, BATHEANK
L+& it mnma, d4%00,. PHLH5E#50FPREMEES
B, BRNFLEZAFTARAEFEEFMAB—RKEABRGAT H, Likde)
e AR T A R B

ETEFRAEFAPARAEFHABRORELE, BT EHEK, FLZRR
FERIL, KPAAAAZLSMI A EH, FEEHFERERPYE,
BEFWMEAERFTAOMRA LKL, ML, AKXV EFARLT TLEHEANT
MACH EEFHK, AR SO R HABEFHFRE, dTEXRXFT@RGAH
R, KEELALEBRFFERZ L, BFRITHT KikHIF45E.
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