MoneKkynapHo-
reHeTU4YeCKue
cBuaeTesibCTBa
3BOJIIOLUN

S—




Kak MoneKkynbl U3BMEeHUIN 6UONOruio

Korga ydeHble Hayuynnucb cpaBHmneatb JHK
HanpAamMyto, 3BOJIFOUMOHHbIE CBA3U CTaJu
n3MepumMbIMIN. Tenepb POACTBO MOXHO
NpoBepPATb NO NocsiefoBaTe/IbHOCTAM MEeHOB,
a He TO/IbKO MO BHELLHEeMY CTPOEHUIO
OpraHM3MoB.




[Touemy [IHK oco6eHHO y6eanTenbHO NokKasbiBaeT
POACTBO

oé6Lwun HocuTtenb Yem 61nXKe, TEM [Moaxon Ha pa3HbIX MonekynapHas
HacneacTBeHHOCTHU 6onblLue coBnageHuu YPOBHAX TOYHOCTb




YHuBepcanbHbli reHETUYECKUU Ko

01 OAvH a3bIK A1a Pa3HbIX
OpPraHu3MoB

TpunneTbl HYKNEOTUAOB, U KOAOHDI,
NoYTU Be3e YMTaroTCa OANHAKOBO

N O3HaA4YaloT OfHU U Te Xe
aMUHOKUCNOTbI. bnarogapsi aTomy
6aKTepumn, pacteHus, rpmobbl

N XXMBOTHbIE UCMOMb3YHOT 0OLLINI
NPUHLKXN 3aNnUCcx HAaceaCTBEHHOM
NHpopmMaLun.

02 Ot OHKK 6enky

[eH cHa4ala nepenncbiBaeTcA

B MPHK, a 3aTeM no Hen cobunpaeTcs
6enok. Ha cxeme ygo6bHo rnokasatb,
KaK OAUH U TOT XXe CMbICN
coxpaHaeTtcs npu nepexoge ot AHK
K PHK n panee K aMMHOKUCJTIOTHOM
Lenu.

Heb6onbLiune
03 wvcknioyenns
noaTBepXAaloT NpaBunio

B MUTOXOHOPUAX U Y HEKOTOPbIX
OLHOKJ/IETOYHbIX OPraHM3MOB eCTb
YaCTHble OT/INYNA OT 06LLEero Koaa.

Ho cama cxema oCcTaéTtcs HaCTOJSIbKO
YCTONYNBOW, YTO €€ YHNBEepPCalbHOCTb
paccMaTpmBaroT Kak O4HO U3 CUbHENLLINX
CBUAETENLCTB 06LWEro NPOUCXOXAEHNS
XU3HW.




[1aHHble NOKa3blBalOT HE TOJIbKO 6/IN30CTb,

HO 1 nocnefoBaTeNbHOE YMeHbLLEHNE CXOACTBA
Nno Mepe yaaneHns BeTBEW B 3BOJTIOLMOHHOM
NpeBe NpMMaToB.

Yem parnblue obLwnin npefok, TeM MeHbLLE
COBMaZleHnNn B reHOME; 3TO COrlacyeTcst
C 3BOJIFOLMOHHbIM POACTBOM.



OCHOBHbIe MONEKYJ/ISPHble MapKepbl

9BOJTIOLUA
Mapkep Y710 CpaBHHBAIOT BbIBO/ Pa3Hble TUnbl MOJIEKYJIAPHDbIX
AadHHbIX MOMOTIakOT NMNO-pa3HOMY
NHK 110C/IeJ0BAaTe/IbHOCTA  POACTBO BOCCTAHOBUTb UCTOPUIO XXU3HMU,
HO BCE OHU YKa3blBalOT
Benku aMUHOKHCJIOThI KOHCEepBaTUBHOCTE Ha 06u.|,ee NMPONCXoOXAEHNE.
i He3aBUCUMble MONEKYyNApPHble
[IceBmoreHbl  TIOJIOMKU T€HOB a NMNPU3HAKKN CXOo4ATCA B OAHOM
HACICA0BAHNE BblBOAE: XXNBble OpraHM3Mbl
CBsiI3aHbl OOLLUM
PeTpoBHUPYChl  MECTO BCTaBKHU 001K TTpeoK NPOUCXOXKOEHNEM.

O606LLeHne faHHbIX MONeKynApHoM 6uonornm
N 3BOJIIOLMOHHOW FreHeTUKU




Hble AOKa3aTeJ/ibCTBa

ocnepoBaTtenibHOCTb aHanm3a JJHK n cpaBHeHUA MyTaLMin NO3BOJIIET BOCCTAHOBUTb POACTBO
N BPEMS PaCcXOXAeHUS NIMHUIA.




EoMHDbIN NceBAooreH NnoKa3biBaeT, UTO NOJIOMKaA
BO3HUKJIA y o6Lero npeaka un 6bi/1a yHacsiegoBaHa
NOTOMKaMM.



JHAOOreHHble PeTPOBUPYCbl B reHOMaX

Bupyc Kak yacTtb
HacneaACTBEHHOCTU

I peBHUN peTpoBupyc Mor BcTpoutbca B IHK
KNeTKU 3apoabllLeBON IMHUN, U TOFAa ero
(bparMeHT nepepgasancsa NOTOMKaM BMeCTe

C reHoMOM. Tak cny4yanHas BMpyCHaa BCTaBKa
CTaHOBWNACb HacnegyeMomn MeTKOMN.

O6Lee MecTo BCTaBKM

Ecnu oaMHaKoBbIN BUPYCHbIN (hparMeHT
O6Hapy>XeH y pasHbIX BUAOB B OQHOM

N TOM XKe yyacTKe XpPOMOCOMbI, 3TO TPYAHO
OOBSCHUTb Cy4anHOCTbIO. Takoe
coBnageHune ykasblBaeT Ha 06LLYHO BCTaBKY
y obLlero npegka.

Hape)xHbi 3BOJTIOLMOHHDbIU cnepn,

OHAOreHHbIE PETPOBUPYCbl OCOOEHHO LIEHHDI
A5 3BOMTFOLUMOHHON 6BUONOrMK, MOTOMY YTO
He3aBUCUMOE MOoABIEHUE OAHOMN N TOWU XKe
BCTaBKW B O4MHAKOBOM MeCTe KpanHe
ManoBepoATHO. OHM crnyXaT CUJIbHbIM
noATBepPXAeHNUeM poaAcTBa BUAOB.




TOYHOCTb OLIEHOK 3aBUCUT OT BbI6GpAHHOIO
yyacTka [IHK n kannépoBKK N0 NCKONaeMbIM
OaHHbIM, NO3TOMY UCMONb3YKOT HECKOJIbKO
He3aBUCUMbIX MapKepoB.

bonbuie pasnnynim obbIYHO O3HAYaeT b6osee
[laBHEE pacXoxXaeHune IMHUN;, MONeKYNsIPHbIE
Yyacbl MOMOratoT OLEHUTb BO3pacT BETBEN
3BOJTIOLUMN.
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besiku n KOHCepBaTUBHbIE YYaCTKW

01 OyHKuMa orpaHUYUBaET USMEHEHUS

Ecnu 6enokK y4acTByeT B YXU3HEHHO BaXXHOM MpPOLIECCE, MHOTNE 3aMeHb!
aMWHOKWUCIOT HapyLLatoT ero paboty. [oaToMy Takue MONeKynbl
MEHSAOTCA MeAJIEHHO U COXPaHSAIOT JpEBHME YYaCTKM, BaXKHble

NS KaTanuaa, TpaHCcnopTa Uan CBA3bIBaAHUSA.

02 CpaBHeHMe NoKa3biBaeT POACTBO

Y 61n3Kux BMAOB rnocseaoBate/ibHOCTU KJTHOYEBbIX 6e/KoB OT/IMYatoTCA
MaJio, a 'y AaJibHUX — CUJIbHEE. [To cTeneHn coBnageHUs MOXHO CyaounTb
O poacTBe OpraHN3MoB N BOCCTAHOBUTb NOPAAOK UX PpaCXOXOEHUA

B 3BOJIFOLIUMN.

03 KoHcepBaTuUBHbIE 6€/1IKU OCOOEHHO
noKasaTeJsibHbl

LInToXpom ¢, reMorfiobmMH n puboCoMHbIE BeNKK CoAepKaT y4acTKW,
KOTOpbIe NMOYTU HE MEHSIOTCA Y pasHbIX rpynn. Takme KOHCcepBaTUBHbIE
dbparMeHTbl CNy>XaT HaAEXHbIMU MONEKYNAPHbIMU MapKepamu obLLero
NPOUCXOXKAEHUS.




Ilapa opranusmoB CxoacTBo
YenoBek — MIMMIIaH3€e ~98,8%
Ye/10BeK — MbIIIb

UeoBek — APOXKKU eLLIé HIKe

CpaBHeHMe nocnegoBaTe/ibHOCTEN
NoKasbIBaET, YTO Aaxke rnpu 601bLLIOM
3BOJIFOLLMOHHOM PacCTOAHUN Yy OPraHN3MoOB
COXpaHAOTCS 06LLMe reHbl U OMOXUMUYECKUE

EXAaHU3MDbI. y
BOAHblIE€ JAHHble CPABHUTESIbHON FTEHOMUKMU

1 y4ebHble NPpMMepPbI N0 MOJIEKYIAPHOM 6UOOrnm

3HaueHHe

OueHb O/IM3KOE POACTBO

OO6i1ie 6a30Bbie T'€HEI

OO01111e KeToUHbIe MPOoLieCChI

Yem ganblue Buabl MO NPOUCXOXAEHWUIO,
TeM MEeHbLLEe CXOACTBO,

HO dyHAaMeHTaIbHblE reHbl COXPaHAOTCS
y BCEX 9YKapmOT.
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MutoxoHgpuanbHaa JHK u poaoocnoBHbie TIMHUU

MaTepuHCKas N1MHUA B KJ1IeTKe MonekynsipHbin cneg MUrpauum

B Ka)XJ0oWn KNeTke MUTOXOHAPUN HECYT COOCTBEHHYIO Heb6onblwmne pasnnymns B MuToxoHapuanbHon HK
kKonbueByto [AHK, KoTopasa 06bl4HO NepefaéTca NOTOMCTBY  HaKanaMBarOTCS MOCTEMNEHHO M MOMOratoT CpaBHMBATb
yepes anuekneTky. NoatoMy No HeM yaoOHO NpocnexmnBaTtb  Nonynaunm mexay cobon. o aTUM pasnnymam MOXXHO

POAOC/IOBHbIE IMHUU, HE CMELLUMBAs CUTHaNbl OT 060MX PEKOHCTPYNPOBATb APEBHUE NEPEMELLEHUS NIOAEN
poguTenen. n 611M3KOE POACTBO B CEMbSIX U rpynnax.
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MaTepmasioM AJid 3BOJIFOLUUN.

HacnegoBsaHune

OMY NPU3HAKY

X€Ma MNMoKa3blBa€T, KaK HacsiegyemMble USMEHEHUA HaKallJInBakOTCA B nonyndaumn n CtTaHOBATCAH

HeT
>

3aKpenneHne
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OTOT MacLUTab6 NokKasbiBaeT, HACKOJ/IbKO MHOIro
MHOpPMaL NN CPABHUBAKOT FEHETUKU NPU NOUCKe
o6LUX NPeaKoB, POACTBEHHbIX IMHNU

N USMEHEHUN, HAKOMJIEHHbIX B XOA4e 3BOJIOLUMN.
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Kakue MmonekynapHbie gaHHble Yyalle BCero
MCNOJIb3YIOT B 9BOJTIOLUOHHbIX UCCJIeJ0BaHUAX

Pa3Hble Tunbl aHHbIX AONOJIHAOT ApYr apyra:
OAHW YAO06HbI ANS 6/IM3KNX BUAOB, Apyrue —
ONS APeBHUX BETBEW N MONYNSALNOHHbIX
nccriefoBaHUN.

ale Bcero onupatrortca Ha IHK 1 reHoOMHble
DABHEHWUS, a NceBOreHbl U peTpoBUPYChbI
COOEHHO yb6eauTeNbHbl KaKk METKWU 0bLLEro
DOUCXOXKAEHUS.

a1 0 O _C

CxemMaTn4yeckoe 0606LLeHKe Mo MaTepnanamM MOJIEKYNAPHOM
(OUNOreHETUKN N y4ebHOU BNONOrnm
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OrpaHnyYeHns MonekyASPHbIX AaHHbIXM CMOCO6DI

NPOBEpPKMn

Z CKopocTb MyTauuu

PasHble NMHUM 3BOMIOLMN MOTYT HaKanInBaTb
N3MEHEHMNSA C HEOAMHAKOBOW CKOPOCTbIO, MO3TOMY
O[HO U TO XXe YMNCJI0 pasnindnii He BCcerga o3HadaeT
OJMHAKOBbI/ BO3PACT PacXoXAeHus.

Pm@ conocrasnenue c aHaTommei

MoneKynsipHble pe3ynbTaTbl CPaBHUBAIOT

C UCKOMaeMbIiMKU OCcTaTKaMn, CTPOEHNEM OpraHM3MoOB
n nx pacnpoctpaHeHneM. CoBnageHne He3aBUCUMbIX
[laHHbIX AeNnaeT PEKOHCTPYKLMIO 3BOOLUM
ybeguTenbHee.

[MpoBepKa HECKOJIbKUMU
reHamMmu

HafneXXHble BbIBOAbI CTPOAT MO HECKO/bKUM
yyactkamMm AHK nnuv no yenbiM reHomam. Torga
CNy4aunHble OLLNOKKN OTAENbHOMO reHa He UCKa)katroT
OOLLLYHO KapTUHY POACTBaA.

===l [lepeHocC reHoB
¢ y MUKpOOpPraHnMsmMoB

Y 6aKTepuin U apxen BaXKeH ropnsoHTaIbHbIN
NnepeHoC reHoB, KOTOPbIN MOXXET YCNOXHATb
NOCTPOeHUe aepeBa XN3HU. [ToaToMy ANA HUX
0COH6EHHO Ba)XkeH LLUMPOKNIA HAabop NPU3HAKOB.
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[IpaKTU4YecKoe 3HaYeHe MoNeKyapHON
3BOJTIIOLUN

€

MepuuuHa
N HAc1eaACTBeHHOCTb

CpaBHeHUe reHOMOB
NOMOraeT HaxoAuTb MyTaLuy,
CBSI3aHHbIE

C HacneacTBEHHbIMMU
60n1e3HAMU, U TOYHEee
NOHMMATb, KaKne uaMeHeHus
HapywarT paboTy K1eToK

N TKaHEeN YyenoBeka.

KoHTpoONb MHPeKLn

AHann3 n3sMeHeHuu

B reHOMax BUpPYCOB

n 6aKTepuin No3BoONSET
oTCneXusaTb NOSABNIEHUE
HOBbIX BapMaHTOB, NMyTK
X pacnpocTpaHeHus

N BOBHUKHOBEHMUE

yCTOI7I‘-IVIBOCTVI K JIeKapCTBaM.

MopaenbHble
OpraHun3Mbl

MbiLLb N JPOXOKN LLUMPOKO
MCNONb3YIOTCA

B UccliegoBaHUAX, MOTOMY
YTO Y HUX U Yy YesloBeKa eCTb
obLme reHbl 6a30BbIX
NpoLecCcoB, a 3Ha4YuT,
pes3ynbTaTbl MOXHO
NepeHOCUTb Ha MeaULVHY.




OCHOBHbI€ MONEKY/IAPHbIE AOKAa3aTe/IbCTBA
oo6LLero NPoncxoXXxaeHms

EAVHDbIN reHeTU4YeCcKun Kop, CxogctBO [NceBpOreHbl U peTPOBUPYChI
nocneaoBaTesIbHOCTEM

MonekynsapHble Yachl CornacoBaHHOCTb MeTO[,0B
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JBOJ1IOUUA,
KOTOpPYIO

MO)XXHO
npoBepPUTb

MonekynsapHo-reHeTu4ecKkue
NaHHble JenaroT UCTOPUID XXN3HU
namepumown: no AHK n 6enkam
MOXHO BOCCTaHOBUTb POACTBO,
npocnegnTb MyTaumu u YyBUOETD,
KakK NocTeneHHO GopMUPOBanUCh
COBpPEMEHHbIE BUAbI.



