[ eHeTnyeckme
OCHOBbI 3BO1HOUNN

Kak HacneacTBEHHOCTb MEHSIET XU3Hb BUOB




[Touemy reHeTnKa OOBbACHSAET 3BOJTHOLUIO

[lapBuH onucan otbop, HO MexaHN3M Hac/ieqoBaHUS
packpbifica no3xe. MeHaenb, CTpykTypa AHK

N NonynAaunoHHasa reHeTuka npesparunm 3BoKLMI0
B M3y4yaeMmbli NpoLecc, rae BUAHbI MyTauumn, apend,
Murpaumnsa n otoop.




HacneancTtBeHHas N3MEHYMBOCTb Kak OCHOBa 3BOJ1HOLNN

Pa3Hble annenu

HacnegcrteseHHas
N3MEHUYMBOCTb HaUMHaETCS

C pasfinuum B alfiensix.
/IMEHHO OHK co34aloT
pasHoobpasve nNpmu3Hakos,
Ha KOTOpOe MOXeT
«CcpaboTaTb» eCTECTBEHHbIN
0T60p 1 KOTOPOE nepenaétcs
NOTOMKaM.

KpoccuHroeep

B npodrasze | menosa
rOMOJIOTMYHbIE XPOMOCOMbI
0OMeHMBalOTCA yYaCTKaMMU.
OTO MEHSIeT coyeTaHus
annienen, He co3aaBas HOBbIX
reHOB, HO pPe3Ko yBennumBas
4yMC/1I0 BapnaHTOB NOTOMCTBA.

He3aBsncrnmoe pacxoxaeHue

[Mpy Menose XpOMOCOMbI
pacxoaaTcs B raMeThl
CNy4yanHOo N He3aBUCUMO OpYr
oT gpyra. l'Noatomy gaxe

Yy OIHUX poauTenen mMoryT
dhopmmpoBaTbCs MUI/IUOHBI
reHeTUYeCcKn pasHbIX
KOMOMHaLWN.

[1o10BOE pa3sMHOXeHue

Cny4yanHoe cnimaHne ramet
yCU/INBaET pasHoobpasme eLlé
cunbHee. Yem BbliLLe
Hac/eaCTBEHHaS
BapMaTMBHOCTb B MOTOMCTBE,
TeM 060/1blLle BEePOATHOCTb
NosiB/IEHNS NPU3HAKOB,
Nnosie3HbIX B KOHKPETHOW cpeae.



ICTOYHUKM reHeTn4yeckoro pasHoobpasmns

MyTauuv [ Pexomb6uHaus

Cnyuaiitoe onnogoteopeHvie [ Mvrpauus reHos
JuarpaMmMa nokasbiBaeT pa3Hble NyTu NoaaepXXaHns

N3IMEHUYUBOCTIN. OAHUN CO30al0T HOBbIE aJIJ1ETIN,

Apyrve nepepacnpeaensor yxe cyllecTsyloLwue
BapPUaHTbI.

Bce NCTOUYHUKM paboTatoT COBMECTHO, HO TO/IbKO
MyTaLnn doopMUPYIOT NPUHLMNNAIIBHO HOBbIE
a/IeNnn, a oCTasibHble YCUNBAOT UX COYETAHUS
1 pacnpocTpaHeHue.

YuebHas cxema, YC/10BHbIE 00/11 A/ HarnaaHoro cpaBHeHMsA npoLueccos.



MyTaunn Kak NICTOYHUK HOBbIX as1nenen

[eHHaa MmyTauma MOXeT 3aTPOHYTb BCEro o4MH HyKneotua, [lonesHble MyTauum BCTpeyarTca ropasgo pexe, Yem HenTpasibHble.
HO MHOr4a 3Toro A0CTarovyHo, YToObl N3MEHNTL 6EN0K 1N CBOWCTBA Ho B 0COObIX YCNOBKSIX OHM JAl0T 3aMEeTHOE NPenmMyLLecTBoO:
opraHu3ma. Yaltle Takne namMeHeHus HeuTpasibHbl NN BPeaHbI, Hanpumep, y 6aktepuin Tak oopMupyeTcs yCTOMUNBOCTb

OAHaKO MMEHHO TaK BO3HMKalOT HOBble HacNeACTBEHHbIE BapuaHThI. K aHTUOMOTUKaM, a 'y 4acTu nofen — Hac/eAcTBeHHbIe 0COGEHHOCTY

3allTbl OT MaJ1APUN.



PekombunHauma n HesaBMcMMoe HacneaoBaHue

O6MeH yyacTkamu

KpoccuHrosep B npodoase | Meiio3a MeHsieT y4acTKn MeXay roMo/10rMYHbIMM XpOMOCcOMaMu. B pesynbraTe
Yy MOTOMKOB BO3HWKAIOT HOBbIE COUYETAHUSA YXXE CYLLECTBYOLLNX asliefnieil, NoBblarLmue pasHoobpasne
Hac/eACTBEHHbIX NPU3HAKOB.

CnydanHoe pacnpeaeneHue

He3aBucrumoe pacxoxaeHme XpoMoCOM B Meo3e CO34aéT OrPOMHOE YMCN0 KOMOUHaLWN TeHOB B raMmeTax. OToT
MexaHn3M paboTaeT Kaxablin pa3 npu obpazoBaHNM NOMOBbIX KMETOK U 3aMETHO YBENMYnMBaeT BapuaTUBHOCTb
NOTOMCTBA.

He HOoBbIe IreHbl, a HOBble coYeTaHus

PekomOuHaumMs He cCO30aET HOBblE FeHbl, HO NMEPEMELLVBAET MMEOLLIMECH BapuaHTbl. Brarogaps aTomy nonesHble
MPU3HAaKN MOTyT 00beNHATLCS B OHOM reHoTune bbICTPee, YeM NPU HAKOMIEHUW OAHUX TONIbKO MyTauuiA.

Ponb B 3BOTIOLMN

Uem 60/bLLe reHeTUYECKUX KOMOUHaLMIA NOSABNSAETCS B NOKO/IEHUN, TEM BbllLEe BEPOATHOCTb, UTO cpefa «OTOepEeT»
Hanbonee yaadHble. [103TOMy pekoMOUHaLMsS YCKOPSIET 3BOIOLMOHHbIE N3MEHEHWS, HE HapyLUas
Hac/1eCTBEHHOCTMN.



OopMbl reHeTU4eCKon N3MEHUYNBOCTI

CpaBHeHme NnokKa3blBa€eT, KakKne UsmeHeHnsqa HacsieayroTcs
N I,CI,EI‘/’ICTBI/ITe]'IbHO MOTYT HaKaliJinBaTtbCA B NMNonynaAaynaAx.

SBO/IOLUMOHHOE 3Ha4YeHne NMeT TOJSIbKO
Hac/neACcTBEHHble n3meHeHns. MoandurkaunoHHas
N3MEHUYMBOCTb BaXkHa A/19 XXNU3HU 0COBU, HO HE MEHSAET
reHodooHA, nonynaunn,

MyTalnoHHasA

KombunHaTuBHasa

MoaudurkaunoHHas

N3ameHeHne AHK

HoBble coyeTaHus
anneneun

BnnaHue cpeapl

HeTt

[laéT HoBbIe annienu

Ycunneaet
pasHoobpasune

He 3akpennaetcsa



[lonynauma Kak eanHnua 3Bo 10U

He ocobb, a rpynna

SBO/IOLMOHHbIE N3MEHEHWSI NPOUCXOAAT HE B OTAENbHOM OpraHM3mMe, a B nonynsauun. VIMeHHo B Hell
Hakan/MBatoTCA Pa3/inunsl, KOTopble CO BPEMEHEM MEHSIOT OBLLINIA FeHOGOH,.

UacTtoTa anneneun

[na onncaHmnsa 3BoMKOLNN BaXXHO, Kak 4acTo BCTpeYaeTCA K&)K,D,blf/l as1nesib. ATOT NoKasaTesib NoKa3bIBAET, KAKOW
TeHETUYECKNN BapnaHT rlpeo6na,u,aeT N KaK OH MeHAETCA OT NOKOJ/1IEHUNA K NMOKOJ/1IEHUIO.

[leiicTBne dpakTopoB

OT60p, Apelid, Murpaums u MyTauum no-pasHoMy BAUSIOT Ha nonynsumio. OAHM annenn cTaHoBATCS 6onee
pPacnpoCcTPaHEHHbIMU, APYrne NcYe3atoT, a TPETbU NPUXOAAT U3BHE.

ITOr BO BpeMeHwM

Uepes3 HECKO/TbKO NMOKO/IEHUI NONYNSLNA MOXET 3aMETHO OT/IMYATLCA OT UCXOAHOWN. Tak 3BONOLMS CTAHOBUTCS
N3MEePUMbIM U3MEHEHNEM HAC/IeACTBEHHOIO Marepuasia, a He abCTpakTHON naeeun.




Kak MeHAalTCa YacToThbl asinienen

Cxema nokasbIBaeT, KaK pa3Hble 3BOMOLMOHHbIE NPOLIECChl 04HOBPEMEHHO U3MEHSIOT reHOJOH/,
nonynsaumn.

'Y
L4
MyTaums HoBbil annenb PekoMBuHaLms pacnpepensiet OT60p FeHodoHA




[BUXYLLIME CU/bl 3BOIKOLIMN B MONYNSILINSX

Pa3Hble hakTopbl HE 3aMEHSIOT ApPYr ApYyra: OO4HW
HanpaBAAT N3MEHEHUS, pYre co3aatoT
C/ly4anHOCTb U HOBbIE BapuaHThl.

OT60p 3a4aéT HanpasfeHne, apend ycunmsaet
CNy4yalnHble KonebaHus, NOTOK rEHOB CBS3bIBAET
nonynaumn, a mytaumm nocToOSAHHO NOMOJIHSAOT
Hac/ieICTBEHHbIN MaTepual.

CxeMaTnyeckoe paHXxunposaHue hakTopos No GUosornyeckoli ponu, 6e3 amMnmpruyeckori
LIKaUIbl.
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EcTecTBeHHbIV OTOOP Ha rEeHETUYECKOM YPOBHE

[lenctBre Ha oeHOoTUN

EcTecTBEHHbIi OTOOP «BUANT» HE TEHbl
HanpsIMyto, a NPosB/SOLMECs]
npu3Hakn ocobu. OgHaKo BbhKMBAOT

1 OCTaBNAOT MOTOMCTBO Yallle

Te opraHn3mbl, YbW asienn nydile
pPaboTaloT B AAaHHbIX YC/TIOBUSIX CPEBbI.

I3MeHeHne yacToT asinenen

Ecnun npusHak nosbllLIaeT
npUcnoco6/1eHHOCTb, COOTBETCTBYHOLLNN
asinesib NOCTeneHHO cTaHOBUTCA 6osee
pacnpocTpaHéHHbIM B NonyAAaLUnm.
HebGnaronpuaTHble BapuaHThl,
HanpPoTMB, YMEHbLLAKT CBOK A0/110,
MOTOMY YTO MX HOCUTENN OCTaBNAOT
MEHbLLIEe NMOTOMKOB.

MpuMep NHAYCTPUAIbHOrO MenaHn3ma

Y 6ep€é30Bou nsageHuUbl TEMHas dpopma
nonyymna npenmyLiectso

B 3arpA3HEHHbIX panoHax, rage cTBosbl
nepesbeB TeMHeNN. MackmpoBKa
CHWXaJ1a pUCK noefaHuns, 1 yacTtota
TEMHOIO asi/1efia 3aMeTHO BO3poc/a.



[eHeTnyecknn apend n adodpekT ocHoBaTenNs

Cny4yanHOCTb BMECTO oT6opa

[eHeTnueckui apeidp — ato
cny4yaiiHoe KosiebaHmne 4yactoT
anfienen, He cBsiI3aHHOE HanpsaMyto
C NON1E3HOCTbIO NPU3HaKa.

OH 0COB6€eHHO 3aMeTeH Tam, rae
4YNCNEHHOCTb 0CObeN HeBenKa,

a BblOOpKa reHoB orpaHnyeHa.

e— %

AdopeKkT ocHoBaTenNA

Korga HOBYHO TEPPUTOPUIO 3acensieT
Hebo/bLIada rpynna ocoben,

eé reHodooHA, OTpaxxaeT /INLIb YacTb
NCXOAHOro pasHoobpasunA.

B nanbHenem pegkue annienm
MOTYT NCUYE3HYTb UK, HA06OPOT,
CcTarTb HEOXNAAHHO OObIYHbLIMM.

ByTbIJTOYHOE TOpP/bILKO

[Tocne katacTpody, annaemMnii
NN MaccoBOro UCTpebneHns
4YNCNEHHOCTb Pe3Ko najaer,
N BbDKMBLLASA rpynna HeceT
006eHEHHLIN HAOOP annenen.
[ToaTOMYy BOCCTaHOBJ/IEHHAS
nonynAaumMa 4yacto ocTaértcs

reHeTUYeCKN MeHee PasHoobPa3Ho.

[loyemMy 3TO BaXKHO

[pend MoXeT ycunmeatb pasninyuus
MexXxay nonynauusmm gaxe

6e3 cubHOro otbopa. Y renapaos
N HEKOTOPbIX OCTPOBHbLIX BUOB
CHWKEHMEe pa3Hoobpasunsa aenaet
BUAbI 60/1€€ YA3BUMbIMU

K N\3MEHEHNAM cpefpbl.
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[Ipend B MasibIX 1 601bLUMX NONYAAUNAX

Manas nonynsiuns [ Bonbluas nonynsiyus

1.0

Ha rpadmke nokasaHa He KOHKpPETHas npupoaHas
cuctemMa, a TUNMYHast JUHaMmKa 4acTtoTbl asinens.
LLIKana nnarCcTPUpYeET, Kak pasMmep nonynsumnm 0.8
B/IUAET Ha CU/Y C/TlydalHbIX KOSiebaHun,

0.9

0.7

o 0.6
B mMasibix nonynaumax apend MoxeTt 6bICTPO

3aKpenuTb cay4valiHbliil annenb. B 60nbLumnx 0.5 /
#

NonynsaumnsaX YacToTbl MEHAKOTCS MeaJ/IEHHEE, et
NO3TOMY C/ly4aiiHOCTb BblipakeHa cnabee. 0.4

0.3 |

CxemaTtunyeckasi WiatcTpauus Ha OCHOBE NPUHLMNOB NONY/SILMOHHON rEeHETUKN



3onauma n BuaoobpasoBaHme

[eorpachnyeckuii bapbep, CMeHa
yCNoBUiA cpefbl NI 0COBEHHOCTU
pPa3MHOXeHUS npekpaularoT
CBOOOAHLIN OOMEH reHaMun Mmexay
rpynnamMmm ocoobei.

B n3o/mpoBaHHbIX rpynnax
BO3HMKaOT MyTaLuu, a oTéop

N opend AencTBytoT He3aBMCUMO,
MO3TOMY reHoqoOHAbl HaYMHaoT
pacxoguTbCs.

C0 BpeMEHEM MEHSIIOTCS CPOKM
Pa3MHOXEeHUs, NoBeaeHne, CTPoeHne
OpraHoB 1 COBMECTMMOCTb FaMeT, YTo
3aTPYAHSET CKPeLLBaHNeE.

Ecnun 6apbepbl CTAaHOBATCS
YCTOAUYNBBLIMM W NMOTOMCTBO 60/1bLLUE
He 06pa3yeTcs UM ocTaéTcs
6ecnnoHbIM, N30/IMPOBAHHbIE
rpynmnbl NEPEXOAST B pasHbie BUAbI.



[yTb OT NnonynsumMn K HOBOMY BUAy

Cxema oTpaxaeT nocneaoBarTesibHOCTb NONYASLMOHHbBIX NPOLIECCOB, NPUBOASALMX K PENPOAYKTUBHOW

n3onaunm n BuaoobpasoBaHuio.

BpeMeHHble [MoBegeH4yeckune
NcxogHasa

Asur —»
nonynsyus

JKonornyeckume

N3onaunsa

AHaToOMUYyeckmne

HHHHHHHHHH

[eHeTU4eckue
pasnnyuns

[eHeTn4yeckue

oTbop

PacxoxpgeHune
NPU3HaKoB

3pbIB f——p

PenpoaykTuBHble
6apbepbl

>

HoBbin BUA,
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PenpoaykTnBHble 6apbepbl

[pea3nroTnyeckum Pa3Hble CPOKM pPasMHOXEHUA
[Mpen3nroTuveckui HecoBMeCcTUMOCTb rameT
[ToCT3UroTNYECKUM Myn

Tabnuua nokasbIBaeT, KakMue MexaHn3Mbl NPenaTcTBYOT
CKpeLlMBaHUIO 10 U Nocsie ob6pa3oBaHns 3Ur0Thbl, U Kak 3TO B/INSIET
Ha coxpaHeHne 060Cc0o6/1eEHHOCTM BUAOB.

CKpelwmBaHne He nNponcxoguT
OnsiogoTBOpEHME HeyaayHo

becnnogHoe NOTOMCTBO

MNpepa3urotTnyeckue bapbepbl NpeaoTBpaLLaloT 0bpa3oBaHne
rmépuaoBs, a NOCT3UTOTUUYECKNE CHUXKAIOT UX XXU3HECNOCOOHOCTb
nnn nnogoBuTocTb. O6a TMNa NnoaaepXnsatroT pa3aeseHne BUaoB.



MonekynapHblie aokasaresibCTBa 3BO/THOLUNN

CpaBHeHne HK no3BosigeT oueHnTb PoACTBO OpraHn3mMoB
Mo Yncny pas3nnynn. Yem mMeHblLLe pacxoxaeHuin

B HYK/1€0TUAHOW NOC/e0BaTEe/IbHOCTU, TEM B/1MXKe 00NN
npeaoK n Tem HeflaBHee pasfeneHne NIMHNN.

CX0fHble reHbl Y Pa3HbIX BUAOB YaCTO BbIMOAHAIT 6/IM3KNe
PYHKUMN 1 MMEOT 06LWMIA NCTOYHUK. VIX cpaBHEHME nomoraeT
npoc/egnTb 3BOJTIOLNOHHBbIE CBSA3M JaXe MEXIY OYEHb
pPa3HbIMW OpraHn3Mamum.

[eHETNYECKNI KOA, MOUYTN ONHAKOB Y BCEX XMBbIX OPraHnU3MOoB,
YTO YKa3bIBA€ET Ha 06LEee NponcxoxaeHne. 3To 04HO U3 CaMbIX
CU/IbHbIX CBUAETENLCTB e4MHCTBA XNU3HW Ha 3eM/e.

[TceBAOreHbl — 3TO «C/IOMaHHbIe» KOMUM reHoB, yTpaTtusLLne
doyHKLUMIO, HO COXPaHUBLLKE Crieflbl NPEXHEro cTpoeHus. OHn
OCOOEHHO LIEHHbI KaK MONEKYNSPHbIA apXuB 06LLEero
MPONCXOXAEHUA BUOB.

17



[ @HOM YyesioBeKa 1 poacTBO C APYIrMMK NpuMaTamu

Bbicokoe cxoacteo AHK

CpaBHeHne reHOMOB NokasbiBaeT, YTo JHK yenoBeka 1 WwmmnaH3e cosnagaeT
6onee yem Ha 98%. DTO roBOPUT O CPABHUTESIbHO HEJABHEM PaCX0XaAeHUN
NX 3BOSTIOLUMOHHbIX JTMHUIA.

OO6Lme QyHKUUOHabHbIE TEHbI

Y yenoBeka u Apyrux NnpUMaToB 0GHAPYXMBAKTCS CXOAHbIE FeHbl, CBS3aHHblEe
C pa3BUTMEM MO3ra, UMMYHUTETOM 1 0OMEHOM BellecTB. Takne coBnageHus
NoATBEPXAAIOT 06LLEE MPOUCXOXKAEHMNE U POACTBO rPynM.

CpaBHEHNE XpOMOCOM

[laxxe nNpu pa3nmMumnax B YMCe U CTPOEHUN XPOMOCOM MOXHO YBUAETh
COOTBETCTBYHOLLMNE YyYaCTKN, yHAC/IeA0BaHHble OT 0bulero npeaka. NMoatomy
reHOMHbIE CPaBHEHWNS AOMNO/HSOT AaHHble aHATOMUN N Nas/IEOHTO/OTUN.




Kak reHeTuKa 00bsCHAET aganTtauuto

[Toka3aHHble NpPUMepPbl OTHOCATCA K pa3HbIM rpynnam
OpraHn3MoB, HO MeXaHM3M OfINH: OTOOP COXpPaHSET
Hac/ie4CTBEHHbIE BapmnaHTbl, KOTOPbIE MOBbILLAKT
BbDKMBAHME U YCMNELUHOCTb Pa3MHOXEHUS

B KOHKPETHOW cpeae.

Apantaunsa He BO3HUKAET MIHOBEHHO. OHa
pPa3BMBaETCs U3 YXKe CYLLECTBYIOLLLEN N3MEHUYMBOCTMN,
a 0TO60P yBENMUMBAET YaCTOTY NONE3HbIX asnnenei

B NONy/sILNN.

CxemaTtnyeckasi nogoopka Knaccu4eckmx NnpMMmepoB aganTtauumn B LLKONLHOW 61onornm

Mpumepsbl aganTawnii




OBOMIOLNA CTAHOBUTCA U3MEPUMOW

[eHeTuKa nokasblBaeT, Kak MyTalunu, pekoMmbunHaumsa, otéop,
apend 1 n3onaunsa MeHsaT NonynAUunMn BO BPEMEHMN.
Bnarogapa aTomMy 3BOJIHOLMIO MOXHO HE NPOCTO ONUCbIBaTb,
a npoBepATb Ha ypoBHe AHK n Buaos.



