KKOYEeE S0OCTU

N3MEeHUMBQ AL U



BBeoeHume B
ONONOMMYECKYIO
M3IMEHUYMBOCTb

I3MEeHYMBOCTb — 3TO CNOCOOHOCTb OPraHM3MOB
NnpnobpeTaTb HOBbIE NPU3HAKKM MO4 BIIMAHMEM
HacNeOCTBEHHbIX N BHELLUHMX GAKTOPOB, 3a/10XKeHHagq
B OCHOBE 3BOJTIOLMOHHOIO npoL,ecca u
OUMOTOrMYEeCKOro pasHoobpa3ng.
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Knaccnomkaumga BUOoB
M3MEHYMBOCTU

HacnenocrBeHHaa NM3MEeHYMBOCTb
CBA3aHa C UBMEHEHUNAMM
reHeTU4YeCKOro MaTepmana,
nepenaétca NoToOMCTBY M POpMUMpPYeET
OCHOBY MreHeTMYeCKOro
Pa3HooObpPa3ng.

Kaxkgaa dopma M3MEHUYMNBOCTMU
BayKHa 419 aganTaumm opraHmM3MoB U
MOHMMaHMA BUONMOTNYECKMX
MPOLLeCCOB B MpuMpoae.
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MO,EI,MCIDI/IKaLI,l/IOHHaﬂ NM3IMEHHUMBOCTDb
MPOABJITAESTCAH MO BO30ENCTBUEM
BHELLUHEWN cpebl, He M3MEeHAET
reHoTni N He HacJleOQyeTCH
crieayrolimMnM nMoKoneHNAMN.



Ponb M3MeHYMBOCTU B
DBOMIOLUNU

Ob6ecneyeHne NCTOYHUKA pa3HOO6pa3ud

3MeHUYMBOCTb CO30aET 6OraTCTBO NMPU3HAKOB,
CNy»KalLMX MaTepmasioM 4ia ecTeCTBeHHOro otbéopa.
HoBble BapMaHTbl CMOCOBCTBYIOT NMOABMEHUNIO
aganTaLMOHHbIX U3BMEHEHMI U BUOOB.

Apantauua K USMeHAILWMMCS YCTOBUAM

Bnarogapa M3aMeHYMBOCTM BUAObI MPUCMOCcabnMBatoTCH
K HOBbIM UMW 3KCTPEMasbHbIM YCTOBUAM Cpefbl, YTO
MOBbILLAET UX LLAHCbl Ha BbDKMBaAHME M yCreLlHoe
Pa3MHOXeHMe.



MoaondPmMKayuMoHHag M3IMEeHYMBOCTD:
ornpegeneHme M oCoObeHHOCTH

Bo3HWMKaeT nog BO3OEeNCTBUNEM
PaKTOPOB OKPYXKaKoLLEWM Cpebl, TAaKMX
KaK TeMnepaTtypa, OCBELLEHHOCTb U
BJIQYXHOCTb, BNUAKOLWMX Ha
NposBneHne NPmM3HaKoB.

He cBA3aHa C U3BMeHEHUAMM
reHeTUYeCcKoro Matepmuana,
bEeHOTUMMYECKME N3MEHEHUS
OB6paTUMbI M HE HAC/IeayTCH
MNOTOMCTBY.

[MpoaBnaeTca B pa3HoO0O6pa3nm
BHELUHUX N GYHKLMOHANbHbIX
MPW3HAKOB, HaMpPMMep, OKPackKe,
pasmMepe nnm dopmMe OpPraHoB.

ObecrneymBaeT rMOKYO peaKLUo
OPraHM3MOB Ha U3MeHdtoLLMeca
YyCIOBUA 6€3 reHETUYECKNX
N3MEHEHUW.




[MpmMepbl MOONDUKALLMOHHOW
M3MEHYMBOCTM B Mpumpoae

3aBUCUMOCTb POCTa KYKYPY3bl OT
B/1arv

BblcoTa pacTeHUM KyKYpPY3bl 3HAYNTENbHO
BapbMpyeTcd B 3aBUCUMOCTU OT
KOomM4YecTBa Bnaruv B nouse. [Npu
OOCTaTOYHOM YBAAXXHEHUN KYKYPY3a
OOCTUIraeT MaKCMMasibHOro PocCTa, a Mpu
HeOoCTaTKe — CyLIECTBEHHO OTCTAET B
Pa3BUTUMN.

N3MeHeHue Maccbl XYXUBOTHbIX
npmcMmMeHe paunNoHa

Y YXMBOTHbIX Macca Te/la MEHAETCH B
3aBUICMMOCTUM OT Ka4yecCTBa U KONTMYeCcTBa
nnwm. Npwn 6onee 6oratoM paymoHe
Macca yBenmn4mBaeTcH, Npu
HeOOCTaTOYHOM MUTAHMM CHMXKAETCSH, UTO
He BIMAET Ha reHoTUM.

_

Ce30HHada oKpacka Mexa
APKTUYECKOU NUCULLDI

MeX apKTUYeCKOWM NINCULLbl MEHAET
OKPAaCKy C Ce30HOM: 3MMOW OH 6esblv Ang
MaCKWMPOBKW B CHErY, 1e€TOM — BypPblH, YTO
MNoMoraeT ns3beratb XULLHUKOB U ObICTpee
afanTUpPOBaTbCA K cpee.



MaKcMManbHaga pa3HKMLUa Macchl
KYP OOHOIro reHoTmMna npu
PAa3HOM KOPMJITIEHNU
OEMOHCTPUpPpYyET
SKCMNepUMMEHTaNbHO

YCTaHOBIEHHYIO HOPMY pPeaKLUMW.

DKCNeprMeHTA/IbHblIE MCC/TIeA0BAHMS B reHETUKE U
cenexkumm, 2023

HopMa PeaKUMMN — 23TO ONalria3oH
BblPaAXEHUNA MNPUN3HAKOB Y OPIraHN3MOB C
OONHAKOBbIM Nr’eHOTUTITOM B PA3HDbIX

YCITOBUAX Cpoedbl.



[(oadPMK HOPMbI peakuMM Npm3HakKa

PoOCT oBCa yBenmM4ymBaeTca C
no6aBneHmemM ygobpeHumm o
onpenenéHHoOro onTMMyMa,
nocsie KOToporo asinHa nobera
CHMYKaeTcs.

[JaHHble noaTBepP)XOatoT
CyLLEeCTBOBaHME ONTUMaNbHOIO
avanasoHa GaKTopoB a4
Bblpa*XeHMA NMPU3HakKa,
MNNIOCTPUpPYIOLLEE HOPMDI
peakLuunu.

Arpobuoriormyeckme mnccaeqoBaHms, 2022



[eHOoOTUNMM4YecKas
(HacneocTBeHHaqa)
M3IMEeHUMBOCTb: MOHATUME

[eHOoTUNMyeckad NM3MeH4YMBOCTb CBA3aHa C
M3IMeHeHMAaMUM B CTpyKType HHK,
CMOCOOHbIMUM NepenaBaTbCs crenyroLmnm
NMOKONEHUNAM N MPUBOONTb K MOABMEHUIO
HOBbIX HaceaCTBEHHbIX MPM3HAKOB.

BkntoyaeT MyTaumm 1 KOMOUMHATUMBHbIE
MPOLLECCHI, UTPasa Ba)XHYO POJib B 3BOTIOLNM
N POPMUMPOBAHUUM BUONOTMYECKOro
Pa3HoOObpPa3nNg.
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MyTaLMOHHAA M3MEeHUYMBOCTb 1N ee
NnocnencTBUS

MyTaLI,l/Il/I — 3TO UISMEHEHUNHA B T'€EHaX NJ1TN XPOMOCOMaAXx,
rnponcxogdwme CrioHTaHHO UJ1n 1o BO3OENCTBUEM
BHELWHWMX CI)aKTOpOB, BBOOALLNE HOBbIE NMPU3HaKW.

CNoOHTaHHbIE MYTalunMN BOSHUKAKOT BCJ1ieCrBUE OLLIMOOK

AelieHnNd KJINeToOK, MHOYUNMPOBaHHbIE — BCJ1IeACTBUNE
PaNaullnn, XMMNHECKUMX BELLECTB TN OPYIMNX MYTalreHOB.

HekoTopble MyTaunm NPMBOAAT K HAac1leOCTBEHHbIM
3abo0neBaHmAaM, apyrme crnocobCcTBYOT PA3BUTUIO
YCTONYMBOCTN Y MUKPOOPIraHM3MOB UM MOABIEHMIO HOBbIX

COPTOB PacTeHUN.
[MocnencTBMA MyTaLLMM BapbUPYOTCA OT JIeTallbHbIX

3d)d)eKTOB 0,0 MOJTOXXUNTENbHbIX 3BOTIOLUMOHHbBIX UI3MEHEHWW,
obecrneymBad reHeTUYeCKNM NoTeHUMan gnaga agantaumm.
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Tvnbl MyTaLUM U X NPUMEPDI

[eHHble MyTaLuuun U cepnoBUAHOKIIETOYHaA aHeMuUsd

[eHHble MyTalLMM CBA3aHbl C USMEHEeHUEM
nocneaoBaTeNbHOCTU HyKneoTnaos B HK. OTNMYHbIM
NPUMeEPOM ABMAETCH CEPMNOBUOHOKIETOUHAA aHeEMUG —
HacneacTBeHHoe 3aboneBaHMe, BbI3BaHHOE 3aMeHOM O4HOIo
HYKeOoTMAA, YTO MPUBOAUT K USMEHEHMI0 GOpPMbI
SPUTPOLIMNTOB.

XpoOMOCOMHbIe MyTaLMu Ha NnpuMepe cuHApoMa
KoLua4vbero Kpmka

XPOMOCOMHbIE MyTaLMKM MpearnonaratoT CTPYKTYPHble
M3MEHeHUs B XxpoMocoMax. CUHOPOM KOLLIAYbero Kpuka —
pe3ynbTaT AeNneLmnm YacTu KOPOTKOro rnieYya naTomn
XPOMOCOMbI, BbI3bIBalOLLMM XapaKTEPHbIM MnaYy y 60/bHbIX U
MCUXOMOTOPHbIE HapyLUEeHUA.

feHOMHble MyTauumn: cuHaApoM OayHa u
noammnnovamna pacteHUMn

[€HOMHbIe MyTaLLMN — M3MEHEHME YMCI1a XPOMOCOM.
CuHapoM [JayHa BO3HMKAET NpU TPUCOMMK MO 21-1
XPOMOCOMe Y YesnoBeKa. Y KyJIbTYPHbIX PpacTeEHUI
nonMnNaIoOnamMa CrocobCTBYET YBENMMUYEHMIO Pa3MepPOoB
MJ104OB M MOBbBILLEHUIO YPOXAMHOCTU.



KoMOMHaTMBHAA M3MEHUYMBOCTb: onpenerneHme u
3HaYeHume

KoMbunHaTmMBHag
M3IMEHYUYMBOCTb
BO3HWMKAET 3a CUET
NnepecTaHOBKM reHOB B
rnpoLuecce nosioBoro
PA3MHOXeHMA Yepes
MEeXaHWN3Mbl
KPOCCUMHIoBepa, YTo
CO30a€eT HOBblE
KOMOUMHaUMKM annenem
Y MOTOMCTBa.

He3aBuMcmMMoe
pacxoxgeHume
FOMOOTrMYHbIX
XPOMOCOM B MENO3E
rapaHTUnpyeT
ClyYanHbIM HAaboP
XPOMOCOM, YTO
yBenm4ymBaeT
reHeTn4yecKkoe
pa3Hoobpa3ne raMeT y
OJHOro OopraHm3ama.

CnyydyamHoe cnudaHme
raMeT npwu
OM/1I0O0TBOPEHUM
Nno3BoJ1I9eT O6beaNHUNTDb
VYHUKaNbHbIE
reHeTnyeckme
KOMOUMHaUMM 0Bboumx
poounTenen, NoBblLLad
adanTUBHDbIW
NnoTeHLUMan nonynaunn.



CxeMa
BO3HMKHOBEHMY
KOMOWMHATMBHOMU
M3MEHUYMBOCTMU

STanbl POPMMNPOBAHUSA
reHEeTUYEeCKOro pasHoobpa3nsa npu
MOJIOBOM PA3MHOMXEHUNU

13

KpoccuHroeep
B npodase
Meno3sa

Hes3aBucumoe

pacxoxpeHue

XPOMOCOM B
aHadase

Cny4yanHoe
CNUsiHWe rameTt
npu
OonnoA0TBOPEHUN

>

Pa3Hoo6pasune
reHOTUMNOB
noTomMcTBa



ICTOUHUNK

HacnenyemocTb

nanasoH
N3MEHEHN

[Mpnmepsbl
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daKkTopbl cpeabl
OTcyTCcTBYET

OrpaHu4yeH HOPMOWU
peakumu

Okpacka Lepctmn y
YXVBOTHbIX

[eHeTnKa
[1pucyTcTByeT

LLUnpoknin, BKIIOYAET MyTaLun U
pekomounHauum

CepnoBnaHOK/1eTOYHAS
aHeMus

«bunonorma: reHetmnka», 10 kaacc

CpaBHeHWME HacneacTBeHHOM
N MOONPUKALMNOHHOU
M3MEHYMBOCTM

Tabnmua AeMOHCTPUPYET pas3nmymng
MeXKay HaceacTBEHHOUM U
MOONPUKALMNOHHOM M3MEHUYMBOCTbLIO MO
UETbIPEM OCHOBHbIM KPUTEPUAM.

HacnenocrBeHHaa M3MEeHYMBOCTb
ABAETCA OCHOBOW 3BOJTIOLMOHHDbIX
N3MEHEHUW, B OTNIMYME OT
MOONPUNKALLMOHHOWN.
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Pofib MU3AMEHYMBOCTUM B MICKYCCTBEHHOM
oTbopE

BbiBeieHMe CopToB pacTeHUU Cenekuus YXUBOTHbIX
I3MEeHUYMBOCTb NMO3BOJIAET CO30aBaTb HOBbIE COPpPTa OT60p Nno "NasMeH4YMBbIM TNMPN3HaAKaM NMNoMOoraeT
C yﬂyl—ll_lJeHHblMl/l KaH§CTBaMVI, TaKNMMUN KaK MoJiydarTtb rnoponbl C 3adadaHHbIMU Kadv4eCTBaM —
YPOXKaANHOCTb N YCTONHUNBOCTD K 60}'Ie3H§IM, 4TO rsicogopoamnem, BHellHMM BUOOM, nopegeHmeMmM, 4T1o
Ba>XXHO OJ149 CeJ1IbCKOIO XO3dNCTBa. NNeEMMeHMMO B XXMBOTHOBOLOCTBE.

Moaudunkaumsa NpmM3HaKoB NcTopUuyeckue npumMepbl

oaAoOMalllHUBaHUA
Ncnonb3oBaHWeE Hac1eOCcTBEHHOM N3IMEHHYUNBOCTU C APEBHUMX BpeMéH HeJ10BEK NCT1O0J1b30Ball
CHOCO6CTByeT BHELPEHWIO >XeJ1laeMbIX MyTalll U M3IMEHHYMBOCTD OJ1A NMPUNPYHEHNA N YITyHLLUEHWNH
peKOM6l/IHaLI,l/Il/I A4 YIydleHWAd MpoaAyKTUBHOCTHA PaCTeHNIN N XXUNBOTHDIX, HaripnMep, rueHmLuy,
N adariTaulni. AOTOHIO N OOMALLUHUX YXUBOTHbIX.



O1

02

M3MeH4UYMBOCTb
NMPOUN3HAKOB Y
UenoBeKa

[TonMepbl HACeOCTBEHHbIX
MPUM3HAKOB BKJ/TKOYAIOT LBET M1a3s,
rpoyrnny KpoBu M GOpMy HOCA. ITU
MPEM3HAKM OOYCNOBMNEHDI
reHETUYECKMM MaTePUMATIOM U
nepenaroTcd NMOTOMCTBY.

MoonpPUKaumMoHHbIE MPU3HAKK, TaAKME
KaK Macca Tefla UK 3arap KoXxwu,
3aBUCAT OT YC/TOBUMIW BHELLUHEW Cpeabl U
ob6pa3a XM3HU, MOSTOMY MOIyT
3HAYUTENBbHO Pa3nnMyaTbCca y

ONMM3HELOB C MOEHTUYHbBIM FEHOTUTMOM.

16



BnnaHme okpy»xatowemnm cpebl Ha
M3IMEHYMBOCTb

TeMnepaTypa BAMgeT Ha eHOTUNMYEeCKme
01 M3MEHEeHMS, HarnpuMep, CMeHy onepeHud

y NTUL, 3MMOW M NTETOM, aganTunpya Mx K

KITMMaTUYECKUM YCITOBUAM.

OCBELLEHHOCTb M KQ4eCcTBO NMMTaHM4

onpenensaroT PpasBUTUE NPUM3HAKOB

PACTEHUNWN, TAKNX KAK MHTEHCUBHOCTb 02
POTOCMHTE3A N OKPACKA JINCTbLEB,

HaMNPAMYIO BIMAG Ha NX POCT.

CTpeccoBble QaKTOPbl Cpenbl MOBbLILLAOT
BEPOATHOCTb BO3HUKHOBEHMSA MyTaLIMN,

03 CO3[0aBagd reHeTUYECKYHO BapMabenbHOCTD,
Ba>XHYIO O19 3BOMOLIMOHHOWM aganTaumm
NOonNyndaLmnn.
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[eHeTMYecKme 3abos1eBaHMSA, Bbl3BaHHbIE

MyKoBUcUMNOo03 — CUCTEMHOE
HapyLwleHue obMeHa

MyKOBUCLIMO03 O0OYCNOBNEH MyTaLMAMM B
reHe CFTR, npuBoOALLMMUM K HAPYLLUEHWNIO
PYHKLUNN SMUNTENMANTbHbBIX KITETOK.
3abosieBaHMe BbI3blBAaET CEPbE3HbIE
Npo6neMbl C OblXaTelbHOM U
NMLLLEBAPUTENBHOM CUCTEMAMM.

MYTalUMNAMU

PeHUNKeTOHypUa —
MeTabonnyeckum aedekr

CDeHl/I}'II-(eTOHypl/IFI BO3HUWKaET N3-3a
OTCYTCTBUH cbepMeHTa CI)eHl/U'IaJ'IaHl/IH-
rMMOPOKCKMMIAa3bl. HakoneHune
dMNMHOKWNCJIOTDbI cIJeHmnanaHlea BEOET K
TAXKENbIM HapyWeHUNAM Pa3BUTNHAH
HepBHOl;I CNCTEMDI.

ANb6MHN3M — OTCYTCTBUE
nAUrMeHTaumm

ANbOVHN3M XapaKTepn3yeTcs
OTCYTCTBMEM MeSTaHMHA B KOXe U Masax,
CBA3aH C MyTauUMAaMU, BANAIOLLMNMU Ha
CUHTE3 MMITMEHTOB. 2TO NMPUBOANT K
CBETOYYBCTBUTENBbHOCTUM N PUCKY KOXKHbIX
3aboneBaHUN.
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BimnaHme nmaMeH4YmMBOCTU Ha
Obmnonornmyeckoe pasHoobpasme

I3MEeHYMBOCTb CMTOCOOCTBYET
POPMUMPOBAHUNIO HOBbIX BUOOB,
obecneymBaqa pa3Hoobpasme
reHeTUYeCKMX NMPU3HAKOB U
aganTauMi K pas3nmyHbIiM cpegam
obUTaHUS.

Buronormyeckoe pasHoobpasune
CO30Q€&T yCNoBMaA ANna o6pa3oBaHUS
MHOYXeCTBa 9KONOIrMYEeCKMX HULL,
CMOCOOCTBYSA CITOXXHOMY
B3aMMOOENCTBUNIO OPraHM3MOB B
coobLLEecTBax.

NMogoep»aHe N3MeHYnBOCTU B
nonynaumax co3gaéT YCTONYMBOCTb
3KOCUCTEM, MO3BOMAA UM
BblOEPXXMBATb BHELLHME CTPECCOBbLIE
BO3OEeUVCTBUSA.

JonrocpoyHaqa 3BOMOLLIMOHHAA
YCTOMYMBOCTb BUOOB 0becrneymBaeTcH
MOCTOAHHbIM MOCTYMN/IEHNEM HOBbIX
reHeTUYECKUX BapmaLMm 1 aganTaumnm
K MEHAOLWLMMCSA YCNOBUAM.



3Ha4YeHne N3MeH4YUBOCTU B XXU3HU N HayKe

M3MeH4YMBOCTb NMPMN3HAKOB — KJ1HOY K 2BOJ1FOUNN N adallTauAn. OHa

obecne4ymBaeT bMoormyeckoe pasHoobpasme, pasBmutTe MeguumHbl U
ceneKkumnK, a TakxKe NoMoraeT CoXpaHaTb NPUPOLOHbIE SKOCUCTEMbI M CO30aBaTb

YCTOMYMBbIE COPTA PACTEHUM U XMNBOTHDbIX.



