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JBOJIOLMOHHAA BMON0TMA NPOLLIA NYThb
OT N3y4eHna GOPM 1 OKAMEHENOCTEN
10 BHeAPEHMA MOIeKYIAPHbIX W
BblYNCINTENIbHbIX METO40B,
NOBbLILLUAOLNMX KQ4YEeCTBO 3HAHMMN O
PA3BUTNN BUAOB N MEXAHN3MOB
alanTaLmnm.
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OBHbIe MOJ'IEKyJ'IFIprIe MeTO,EI,bI
J'IMB HyKJ'IEMHOBbIX KUCNAoT

N3y4yeHune ! . -
I'IpwmeHeHue NOJINMEPA3HOM > | - - :

Bﬁ%e,ﬂ,osaTéanocm ,EI,HK U LLeMHOM peaKu,MM (NLUP) MeTO,E!,bI CeKBeHMpOBaI;IMﬂ

OnpeueneHme HYK1€ 0TV AHbIX MUP cnyxnt gnd beictporon COBpEeMEHHbIe.TEXHOIOMMHN s

nocsieoBaTe/IbHOCTEN MO3BOSIAET " TOYHOr0 YMHOXEeHMS onpeesIEHHbIX CeKBeHMpPOBaAHMA NMO3BONAIOT

BbIABNATb reHeTnyeckme Bapmnaumm n . yqactkos [IHK, 4to obneryaet : NOJIY4NTb NOJSIHblEe TeHOMHble. -~ * . |

MyTaLMM1 B T€HOMAX Pa3/IMYHbIX - JaNibHeulee nccsiefoBaHne n | noc/sef0BaTes/IbHOCTHY, obecrneynBas

° OPraHmM3MoB. DTO OCHOBa Ana” ~ ° BblfiBJIEHME cneundrnyecKmnx o [eTasIbHbIN aHAIN3 N3MEHEHNN U

o

dHAa/1M3a 3BOJIIOLUMOHHbLIX MPOLECCOB. - TeHeTU4YeCcKnX MapKepos. '3BOJIIOLMOHHbIX CBFIBGVI Mexay
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BUOXMMHUYECKME MeTOoAbI
3BOJIIOLLMOHHOM aHanunse
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6eﬂKOB:

Macc-cnekTpomMeTpua u
MMMYHOXMMMNYECKME METO bl MO3BOAIOT
MAEHTUPUNLMPOBATb TOYEYHbIE 3aMEHDbI
AMWHOKMNC/IOT M XapakTepHble benkoBble
MapKepbl poACTBa OPraHM3MOB.

JnekTpodopes pasgendaet benkm no mnx
Macce M 3apajy, BbiABAAA pa3inyma B
AMMNHOKMCJIOTHbIX COCTaBAX, OTPAXKAOLLMX
3BOJIOLMOHHbIE N3MEHEHUS.



eTUYyeckue MmetToabim -
BJIIOLMOHHbIE MCCIe0BaHUA
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[Mbpuagonornyecknm KapTnpoBaHue reHoB AHANN3 ranJ0TUMNoOB U
aHa/IM3 NOMOraeT . JTIOKAIN3yeT y4aCTKU reHeTn4yecknn apend B
YCTAHOBUTb ° HHK, cBA3aHHbIe C ’ nonynaymax
3aKOHOMEpPHOCTH - Ba>XHeNLMM PACKPbIBAOT ANHAMUKY
HacneJ0BaHNA PEeHOTUNNYECKNMMU M3MEeH4YMBOCTU B
NPWN3HAKOB N POJib FTeHOB . XapaKTepuncTnKaMMu. 3BOJIIOLUMOHHOM

B adalntTaynn. KOHTEeKCTe.




CTaTUCTUYECKNM aHAIN3 MO3BONSET
06pabaTbiBaTh OONbLUME MACCUBbLI AAHHbIX
A9 BbIABEHMA 3HAYNMbIX FEHETUYECKNX
3aKOHOMEPHOCTEMN.

[TloCcTpoeHre MaTeMATNYECKNX MOLeNeN
AVNHAMMKM NONYAALNNA LeMOHCTPUPYeT
N3MEHeHWe ansiesibHbIX YacToT CO
BPEMEHEM.

PacyeT nHOekKCcoB reHeTn4eCckoro
Pa3HoO0Hpa3na NOMOraeT OUEHUTb
ypOBeHb BapmnabenbHOCTM B MONynaLmax.

[Padmyeckoe oTobpaxeHne N3MeHeHnN
annenem obneryaeT BM3yasan3aLumio 1
NPOrHO31POBAHME IBOJIIOLIMOHHbIX
NpoL,EeCccoB.
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1980-e.ropbl: BHeapeHue . -

- Nup

TexHunkun T1LP Havann
MCNO/Ib30BaTbCA ANA
amnanpukaumm IHK, 4yto
PACLLUVPUIIO BO3IMOXHOCTH .

MOHEKyﬂﬂDHHXbﬂIﬂeﬂOBaHMM.

e

2012ron HOHBHEHME

'T@XHOJI0TUM CRISPR ;

MeTon pe,ﬂ,aKTMpOBaHMFI
reHoma CRISPR no3sosin
HanpaBJ/IEHHO N3MEHATb
HacneACTBEeHHbIN MaTepuall,
yCKOpSo M3yquV|e c|>yH|<wa1

- TeHOB.
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2010-e roabl: PacuBeT

CEKBEHWPOBAHUSA HOBOTO -,

‘nokosieHus (NGS)
NGS obecneymBaeT

‘MacLiTabHoe napanjenbHoe

NPOYTEHME ThICAY FEHOMOB,
 PEBOJIIOLIMOHN3NPYS aHAIN3
3BOJTIOLUMOHHbIX AaHHbIX.
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MaTEMaTW-IECKOE Mo.u,enMpOBaHMe
B BBOHI-OLI,MM |

l/I3MeHeva annenem B :
. Pe3yNbTaTe MUTrpaLnm :
OTPaXatoTCA B MAaTEMATUYECKIMNX
pacyeTax, NoKa3blBaaA NMNOTOK
- TEHOB MeXAy nonynauuamu n:
NX 3BOJIIOLIMOHHbIE
nocseacTema..

‘Mogenu Ha OCHOBe _,
MapKOBCKMX Lienen onmcbiBatoT

- - CJIyYanHble konebaHma
aniesIbHbIX 4acToT,
noA4epKmnBsas poJsib
CJTY43NHOCTY B FEHETUYECKOM

npembe




IlNMHaMUKa L|aCT0T anneneu B

nonyasiumn

MI3MeHeHne YacToT asienen A w
a 3@ 5 nokoneHnn npwu
OTCYyTCTBMM OTHOpPA
0EMOHCTPUPYET 3 deKTbl
reHeTn4eckoro apenda.

He3HaunTenbHble koiebaHms
4aCTOT asisienen 0byCsIoBJIEHDI
C/IY4aNHbIMUN N3MEHEHNAMMU,
NIITIOCTPUPYIOLLMMU
reHeTn4eckmnm gpend.

Yacota A Yactota
0.60 0.40
0.59 0.41
0.61 0.39
0.60 0.40
0.61 0.39

YyebHasn hMTepa_Typa No NONYNALNOHHON reHeTnKe




N3yyeHne myTaumm no3BoaseT
onpenesinTb CKOPOCTb U
XapaKTep N3MEeHEeHNN
reHeTn4eCcKkoro matepmana B
X0/e 3BOJIIOLNMN.

MunTtoxoHapnanbHaa HK
CYXXNUT MAapKEPOM MATEPUHCKOWN
JINHUW, CNocobCTBYA
PEKOHCTPYKLIMN MUTPaLINK
APEBHMX NONYNALMN YesloBeKa.

[ToacyeT TOYEeYHbIX MyTaL NN
NOMOraeT oueHnTb 61M30CTb
BMOOB 1 OATY MX
3BOJIIOLIMOHHOIO PACXOXAEHMS.
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CpaBHUTEIbHbIN
daHa/In3 MO3BONAET
BbISABAATb
KOHCEPBATMBHbIE
yyacTtkn JHK, koTopble
COXPAHAOTCA Y Pa3HbIX
B1OOB, MOAYEPKMNBAS
obLlMe 3BOSIIUMOHHbIE
KOPHU 1 BaXXHble
PYHKLNN TeHOB.

Pa3inyma u
M3MEHYMBOCTb B
reHOMax OTPaXKatoT
aJanTUBHbIE
M3MEHEeHNA 1
3BOJIIOLMOHHbIE
HOBOBBEeEeHMUS,
obecne4ynBas
NOHMMAHWe
MeXaHM3MOB
BNOo0OpPa30BaHMA U
npmncnocobneHus.

[eH UMTOXPOMA C YacCTo
MCNOJb3YeTCA KakK
MOJIEKYNIAPHbIN MapKep
0714 onpegeseHns
dnnoreHeTN4eCKNX
CBA3EN Mexay
OpraHM3Mamm
6naropapsa cBoeun
KOHCEPBATMBHOCTM WU
Mea/IeHHOW 3BOJIHOLUNN.

CpaBHeHune
4yesiI0BEeYecKoro u
LUMMMAH3e reHOMOB
NOKa3blBaeT OKOJ10
98,5% coBnageHus,
BbISAB/1SA KJ1HOYEBbIE
reHeTn4yeckme
Pa3/1IN4YnA, KOTOPbIE
GOPMUPYIOT
OT/INYNTEIbHbIE
NPU3HAKM NPMNMATOB.
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I"IOCJ'IE,D,OBBTEJ'IbHOCTM KaK
| BBOJ'II-OLIMOHHbIX MBMEHEHMM

Hepsquue CprKTypr ‘6eskoB aHaIM3NPYHOTCA 4719 MONCKA
AMNHOKNC/IOTHbIX 3aMeH, OTPaXaloLLMX IBOJTIOLNOHHbIE |
M3MEHEHUA N aJanNTaunMm K pasIMYHbIM 3|<onormqu|<V|M
yCIIOBl/IﬂM E

S

MccnenosaHue remMoriobmHa M}'IeKOI'Il/ITaPOLLI,l/IX BbIABNSAET -
- MyTaLWK, CBA3AHHbIE C NPUCMOCODIeHMEM K Pa3HOMY
| chnopouHow\y PEXMMY 11 KIMMATUHECKNM yC10B1AM cpenbl
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ConocTasJieHne nocsiefoBaTe/IbHOCTEN aMUHOKMCIOT NO3BoNAeT
CTPOWNTb 3BOJTIIOLUMOHHbIE JIMHWM 1 NPOCAEANTb MPOUNCXOXAEHNE
6en|<05b|x cemen n nx d>yH|<|_w|0Haany+o nmsepcmcbvmaumo ‘
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MeToA MOJIeKYNAPHbIX YacoB B
3BOJIIOLMOHHBIX MCCI@LOBAHUAX

MpuHUMN MoneKynﬂprlx yacos;
NOCTOSHCTBO CKOPOCTN MyTaLNiA

MoneKynﬂprle 4aCbl OCHOBAHbI Ha npeﬂnonoermm
4TO MYTaLNM NPONCXOAAT C OTHOCUTESIbHO

- TMOCTOAHHOW CKOPOCTbIO B ONpeAe/I€HHbIX r’eHOMHbIX
obnacTax. 9T0 NO3BOJIAET OLEHNBATL BpeMs’
PACXoXAeHNA BUAOB, CONOCTABIAA KOJINYECTBO
HaKomMaeHHbIX l/I3MeHeHl/Il/I B AHK.

-OnpepneneHune Bpemel-m p,wBepreHu,MM

yesioBeka U LMIiaH3e

AHaNN3 MUTOXOHAPVAbHBIX FEHOB C MOMOLLBIO

MOJIEeKY/IAPHbIX YaCOB MOKa3bIBaET, YTO 0bLLMe
NPeAKN YeN0BEKA M LUMMMAAH3E XXMM MPUMEPHO 5-/
MWAMOHOB NeT Ha3a[. DTV AdHHble I'IO,EI,TBGD)K,EI,&POT
BbIBOZbI Ma/IEOHTOIONN PUIOFEHETUNKMN,
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XpoHoJsioruaA nNpUMEeHEeHuna
TeMaTnyeckux Mmoaesnen B
NIIOUMOHHOU Buosiormm

1908 roa: YpaBHeHue Xapaun-BanHbepra

Pa3paboTaHO MaTemMaTn4eckoe ypaBHeH e 4J18 PACYETa YacTOT FreHOTUNOB U aieien B UAEeasIbHOW
nonynaumm 6e3 3BoIIOLMOHHbIX MU3MEHEHUW.

1930-e rogbl: Moaenb reHeTuyeckoro apenda

MiccnenoBaHme CilyyvarHbIX M3MEHEHMI HYaCcToT asiiesien B Masibix NOMyALMAX, MOAYEPKMBatOLLEe
POJ1b C/TIY4aMHOCTM B SBOJTIOLINMN.

1960-e ropbl: MaTeMaTmnsauma MUrpaLum U reHHOU NoTepm

BBegeHne mofenien, OnMcbiBalOLLMNX BNAHNE MUTPALIMM HA TEHETUYECKYIO CTPYKTYPY NONYAALMN U
COXPaHeHMe NN NCHEe3HOBEHME ansenen.

CoBpeMeHHOCTb: KOMNbOTEpPHOE MOAEe/IMPOBaHNEe U CUMYNALUN

MCNonb30BaHMe BbIYMCINTENbHbIX METOAOB A1 MPOrHO3MPOBAHMA 3BOJTIOLMOHHbIX MPOLIECCOB C
YYETOM MHOXeCTBA $aKTOPOB 1 B3aNMOAENCTBUN.
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I'IOCTpoel-me dbunoreHeTUYECKMX

nepeBbeB Ha OCHOBE MoneKynﬂprlx

.u,aHHblx

PunnoreHeTnyeckmne epeBba CO3430TCA C
MCNOJIb30BAHMEM MOC/1I€40BaTE/IbHOCTEN
[IHK n 6enkoB, 4TO NO3BOJIAET BbIABAATb
POACTBEHHbIe CBA3M Mexay Buaamm n nx
3BOJIIOLUMOHHYIO NCTOPUIO.

il

CoBpeMeHHble Mporpammebl, Takme Kak
MEGA n PhyML, aBTOMaTM3NpyIOT
06paboTKy BOJbLLINX MAaCCMBOB OAHHBIX,
NpeacTaBAA pe3y/ibTaTbl B HAMIA4HOM
dopme 1 obsieryana nHTepnpeTaumio
3BOJIOLMOHHbIX MPOLLECCOB.
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BbKDKOHpOMBBOAMTEﬂbHoe
napasuiesibHoe
ceKBeHMpOBaHMe

TeXHonorvm NGS no3sosiaet

. 0AHOBPEMEHHO YNTAaTb MUIJINOHDI
dparmeHToB [AHK, 3Ha4YMTENbHO
YCKOPAA aHA/IMN3 TEeHOMOB N

© PacLIMpAA BO3MOXHOCTH
Mccaea0BaHMM 3BOTIOLMOHHbIX

NpoL,eccos. ' ,

R

AHanus p,peBHMx ,EI,HK 7
MMKpOGMOMOB

NGS npumMeHseTcs K nsyvenmo JHK

" peBHMX 06PpasLOB 1 MUKPOONOMOB,
- YTO CMoCcobCTBYET BOCCTAHOB/IEHMNIO

3BOJTIOLLMOHHOM l/ICTODl/Il/I 1

. MOHMMAHWIO BBal/IMO,D,eVICTBl/IFI
OpI'aHl/IBMOB |

O/IOLMA CEKBEHUPOBAHUSA. HOBOFO
OJIEHNA B 3BOJIIOUMOHHbIX =
OBaHMAX .

\--_106Hapy>|<eHMe MYTaLWN U
dunoreHeTnyeckoe
BOCCTAaHOBJIEHUE,

CekBeHMpOoBaHMe HOBOIo NOKOJIEHUA
NOMOraeT BbIABAATb MyTaLMM HA
NonNyJ9UMQHHOM YPOBHE 1 CTPOUTDL.
TOYHble PUSIOreHeTNYEeCKME
JepeBb4d, oTpaxawumnme .
3BOJIOLMOHHbIE BETB/IEHNS.
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DTN 6a3b| NAHHbIX uaroT

-“.CBO60,£I,HbIl/I NOCTYM K
MWUAZIMOHAM

- nocneuosaTeanOCTem

No3BOJIAA MCCNefoBaTeNAM

13y4aTb TOMOJIOTNYHbIE

réHbl N CTPOUTb

3BOJIIOLIMOHHbIE MO,EI,eJ'IVI '
rﬂo6aan0M yposHe
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Kniouesble 61o- MH<|>opMaTw-|eCKMe

MeTOoAbl dHAJIN3a BBOHI-OLI,MOHHbIX

NAHHbIX
4

MeTomnKa BbIABEHMNSA CXOACTB 1 pa3inynn B JHK
an 6eNKOoBbIX NOC/1e40BATE/IbHOCTAX A5
onpeaeneHnsa 3B0JTIIOLUMOHHbIX OTHOLLEHUN MeXay

OpPraHM3Mamm.

Icnosib30BaHMe aAropnmTMOB 19 aBTOMAaTUYeCKOro
PACcno3HaBaHMA NAaTTEPHOB B OOJIbLLUMX
Broornyecknx aHHbIX N YCKOPEHWSA UCC1ef0BaHUN.

[TocTpoeHue 3BOIIOLMOHHbIX AepeBbeB Ha base
aJIrOPUTMOB, MO3BONAOLLMX BbIABUTb
MPOUNCXOXAEHMNE N POACTBEHHbIE CBA3M MeXAay
BUAAMM.

NuTerpauma 6Mo-mHPoOpMaTMKKM B LLUKOJSIbHOE
obyyeHme paclumpaeT 3HAHNA N MHTepecC K
COBPEMEHHbIM BMOIOTNYECKNM MEeTO4aM U
TEXHOJIOTUAM.




B MeanumHe MmonekyiapHblie MmeToabl
NPUMEHSIOT A1 AMATHOCTUKUN U
MOHUTOPWHIA MYTUPYHIOLLMX NATOreHOB,
4YTO NMOMOraeT pearnpoBaTb Ha ANNAEMNN
M pa3pabaTbiBaTb 3PPEKTUBHbIE
JlekapcrBa.

[TlporpaMmmbl OXpaHbl NPUPOAbI
OCHOBbIBAOTCA HA FreHETNYECKMX AAHHbIX
1719 COXpaHeHna bMonorn4eckoro
PA3HOOOPAa3MA 1 YyNpaB/IeHNS
nonynauuaMm peakmnx n NcYe3aroLmx
BNOB.

B ce/ibCKOM X0O3891NCTBE reHeTnyeckmne
TEXHMKW MCNOIb3YIOT A9 CeNeKLnm
VIYYLLEeHHbIX COPTOB pacTeHMN,
YCTOMYMBbIX K 60N1€3HAM U
Heb61aronpmATHbIM YCI0BMAM Cpepbl.

MeXxancunnanHapHble nccieaoBaHms
CrocobCTBYIOT MHHOBALMAM, 06beanHasA
OMONOTNIO, TEHETUKY U BbIYNCNTEIbHbIE
HAYKW, YTO paclLMpAeT BO3MOXHOCTH
NMPUMEHEHMNA 3BOJIIOLMOHHbIX METOAMK.
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CoBpeMeHHble
nepcneKTusBbI
3BOJIFOLLMOHHbIX
nccnenoBaHUM

VIHTerpauma MmosiekyJIApHbIX,
BMOXMMUNYECKUX, TeHETUYECKUX U
MaTeMaTN4YeCcknx MeTo0B OTKPbIBaET
HOBbI€ FOPM30HTbI MOHMMAaHWA XN3HW
M e€ pa3Hoobpazma, a PopMmMpoBaHME
brnonornyeckom rpaMoTHOCTW
LLIKOJIbHMKOB BaXXHO A1 PA3BUTUA
Hayku byayulero.
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