NMNoHATUE U 3HAYEeHMe HacneaCTBEeHHOM
M3IMEHYUBOCTU

HacnencrBeHHasa MU3MEHUYMBOCTb — K/THOY K Pa3HOO06pa3nto M 3BOTIOLLIUM XKUBbIX
OpPraHM3MoB.
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NcTtopua nayvyeHus
HacneaACTBEHHOM
N3MEHYUNBOCTM

N3yyeHme HacneagCTBEHHOM M3MEHYMBOCTM HaAYarmloChb C
OTKPbITUM MeHOensa, KOTopbIN CHOpPMYyNMpoBar
OCHOBHble 3aKOHbl HacnegoBaHM4a. B XX BeKe pa3BuUTHe
reHeTUKMN U OTKPbITUE CTPYKTYpPblI IHK noszsonmnm
MOHATb MEeXaHM3Mbl FEHETUYECKUNX M3MEHEHUW.




UTO Takoe HacneacrBeHHas UasMeHUYUBOCTDb

B oTnmnyme oT BpeMeHHbIX

HacnenocrBeHHad M3MEHUYMBOCTb — 3TO NI3aMeHeHna B Hac/1eaCcTBEHHOM o

d)eHOTl/II_Il/I‘—IeCKl/IX NM3IMEHEHWNI,
CMNOCOOHOCTb rEHOB N3MEHATLCA U MaTepumane 3akpenngatTca B IHK m

HaclencrBeHHble MSMeHeHUH
nepeaBaTb HOBbIE NMPUN3HAKWM NOTOMKaAaM, nepedaroTCHd OETAM, obecneymBad

COXPaHAKTCH B NMOKOJIEHUNAX N BJITNAKOT HA

oMU g pa3Hoobpasme BHYTPU BMAA. CTOMYMBOCTb M afanTaLuio.
bopmupys p P yTp n y n L ba3BUTHE BUAA.



OcCHOBHbIe BUAblI HacneacTBeHHOU USME@HYUBOCTU

KoMBUHaTMBHAYA
M3MEHUYMBOCTb BO3HUMKAET U3-
3a C/y4aMHOro coyeTaHms
reHoOB poauTenenm npu
MONOBOM PAa3MHOXEHUN,
CO30aBad YHUKalNbHblE
reHeTn4yeckme KoMobmHaumnm.

MyTaLuMOHHAa M3MEHYMBOCTb
CBA3aHa C UBMEeHEHNAMU B
nocnepoBaTtenbHocTn [HK,
NponcxoaaLlimMMmM CNOHTAHHO
N Noad BNMNaHMeM pakKTopoB
OKPYXKatoLLEeW cpefbl.

KoMbunHaTBHAa4A
N3MEHUYMBOCTb MPOABIAETCH
Ha Ka>XOOM MOKOMNEHUNN U
ObICTPO YBETMYMBAET
pa3Hoobpa3ne NPM3HAKOB.

MyTauMoHHasa M3MEHYMBOCTb
MPOUNCXOOUT pexe, HO
obecneymBaeT NogaBeHme
HOBbIX MPWU3HAKOB U
BO3MOYXHOCTEW 0519 2BOHOLLUW.



f[eHeTn4YecKass ocCHOBa
HacneaACTBeHHOM
NM3IMEeHUYUBOCTU

N3MeHeHusa B cTpyKType OHK

HacneOcrtBeHHble M3MeHEHMA CBA3aHbl C MOANDUKALNEN
6a30BbIX CTPYKTYP JHK — HYKeoTUaHbIX
MnocnenoBaTeNbHOCTEM, UTO MOXKET BTMATb HAa QYHKLINU
reHOB UM NMPU3HaAKM OpraHmnsmMa.

Po/ib XpOMOCOM U NreHOB

[eHbl PAaCcCMONOXeHbl HA XPOMOCOMaX, N BO BPEMSA Meno3a
MPONCXOANT OOMEH y4YacTKaMu Mexxay HUMU —
KPOCCUMHIOBEP, YTO YBENMMUYMBAET reHETUYECKOoE
pa3Hoobpa3ne.




3HaYeHue raMeT v 3Mrotbl B KOMOMHaATUBHOMU
NM3IMEHYNBOCTMU

B Menose NPEONCXoanmT cnyanlHoe pacripenesieHme XxpoMoCOM B NaMeTbl, CO30aBad
MHOXEeCTBO BO3MOXHbIX TeHETUHECKUMX BAPNaAHTOB.

OnnoooTBoOpeHME cryd4amHoO 06begnHAET raMeTbl KaXXO0ro poantensd, popMmpys
3UTOTY C YHMKaNbHbIM HAabOPOM reHoB.

Pe3yr| bTaTOM aBgeTCH 6osibLUoe pa3|—|oo6pa3l/|e NMNOTOMCTBaA C Pa3HbIMW
KOMbOUMHaUMamMm NPEM3HaAaKOB BHYTPW O4HOIO BHNAA.



CpaBHeHue KOM6MHAaTUBHOU U MYTAaLLUOHHOM
U3MEH4YUBOCTHU

Tabnunua AEMOHCTPUMPYET KJTKoHeBble OTITMHNA U

g XapaKTepUuctTuka KoM6uHaTnBHaNA MyTauunoHHasa
npmMepbl ABYyX BNOOB Hac/lle4CTBEHHOW
NM3IMEHHYUNBOCTMW. MexaHn3M MepepacnpeneneHne reHoB  VI3aMeHeHUda B CTPYKTYPE UMK YnCe reHOB
O6a TUMNAa M3MEeHUYUMBOCTU Ba)XXHbl O14 YacToTa npoaBneHund B Ka)XOoM nMoKoneHmm Pexe, Cﬂyqal;lHO
pa3Hoo6pa3Mg, HO MMeIOT Pa3Hble MeXaHN3Mbl N .
[NMpMepbl [M6pnabl pacTeHn CuHgpoM [ayHa, anbbuHMN3M
CKOPOCTb lNodABJIEHWNHA.

O606LWEHHbIE AAHHbIE MO NreHeTuKe



Tunbl MyTauum U nx NpUMepbLI

FeHHble MyTaLuuun: NpMMep cepnoBUAHOK/IETOUHOM
aHeMuu

I3MeHeHna B OOHOM reHe NpmBoaaT K aHOMaIbHOM
dopmMe remMornobumHa, Bbi3biBatoLLeM 3aboneBaHmne
KPOBW. DTO KTACCUYECKNI MPUMEP BINAHUSA MEHHbIX
MyTaLMM Ha 300P0OBbe YefoBekKa.

XpPOMOCOMHbIE€ MYTaLlUM U NEepPeCcCTPONKHU

BHYTPU XPOMOCOM UMK MeXXay HUMU Mponcxoaar
MNepecTpPoOnKM, KOTOPblE MOTYT M3MEHATb KOTMYEeCTBO UMK
CTPYKTYpPY FEHOB, UTO CKa3blBAae€TCA Ha MPU3HaKax
opraHunsma.

FTeHOMHbIe MyTauuun: cMHOapoM [layHa

N3MeHeHMe Ymcna XPOMOCOM B KEeTKax BeOeT K
crneunPrnyeckmnM HapyLLeHUAM Pa3BUTUSA, KaK Npu
TPMCOMUU 21 XPOMOCOMbI B Cllyvae cmHapoma [dayHa.




BnnaHue MyTaumm Ha opraHmM3m

[TonesHble

CoBpeMeHHble reHeTn4eckmne nccraegoBaHmsg, 2023

BONbLLUMHCTBO MyTaLI,l/Il;I HE CKa3blBAOTCH HaA
)KVI3H€CI'IOCO6HOCTI/I, HO Oa>Xe MaJlad OOJIH MNMOoJ1e3HbIX

M3MeHdaeT Nonynaumm yepes otoéop.

[Mone3sHble MyTauMM CNOCOBCTBYIOT aganTaLmm,
BpeOHble YacTo YCTPaHATCH, HeEUTPaNbHblE
coxpaHsatoTca 6e3 U3MeHeHUN.



MexaHu3Mbl BOSHUKHOBEHUS MyTaLun

CnoHTaHHbIE MYyTaulnN BOSHUKAKOT BCJ1eCTBUNE OLLMNOOK pennnkaunm AHK nnmn
AelTleHUNA KINeTOK, KOTOoPpble HEBO3MOXHO MNMOJIHOCTbHO n3bexxaTb.

BHelWwHMe MYTaleHbl, TaKMNE KaK pagnaulnd, XMMMNMHeCKne BellleCiBa N
\Z prale/lOﬂeTOBOe nN3nyyvyeHme, Moryt aHa4dymtesibHO yBEJTMHYNTb HaCTOTY MyTaLI,l/IVI.

Bupycbl CNOCOOHbDbI MHTENPUPOBATb CBOM MEHETUYECKNI MaTepman B KIETKM XO39MHa,
BbI3biBad M3MeHeHMa B LIHK 1 BO3MOXXHble MyTaL M.

3a+<per|neHme MyTaLI,l/IM NPEOoOnNCXogunmT, eCliih OHN HE TIPNYHNHAKT Bpeda U NnepeatoTCH
nocrieaAyrowmM MOKOJTEHNAM Hepe3 MNOoJ10Bble KINETKN.
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Ponb HacneacrBeHHOU USMEHYUBOCTU B CeNleKLUUun

Co3aaHMe HOBbIX COPTOB YnydweHue nopoa KpynHoro Cenekuus yCTOMUYUBDIX KYN1bTYP
pPacTeHUM pOraToro CKorTa .

[TyTEM U3yYeHUa 1 UCMOSIb30BaHUA
HacnenocrBeHHaa M3MEHUYMBOCTb C NMoMoOLLbIO HaceOcTBeHHOM HacneaOCcTBEHHbIX BapuaLmin
MO3BONIAET CeneKkLumMoHepam M3MEHUYMBOCTU MOSydatoT CO3[4atoTCs copTa MNLeHULb,
BbIBECTU COPTa PacTeHUM, KOTopble BbICOKOMPOOYKTUBHbIE MOPOAb YCTOMYMBbIE K 3acyxe N 6one3HaM.
ny4ylue conpoTUBAAOTCA CKOTa C yNy4lleHHbIMW MOTOYHbIMU 3TO yBenmumBaeT
BpedNTEe/TdAM N 3aCyXaM. Takmne MM MACHbIMUMN KaydeCTBaMMW. CeﬂbCKOXO3$3Il;ICTBeHHyI-O
pacTeHua gatoT CTabubHbIN Cenekumnsa BKItOYaeT oToéop MPOAYKTUBHOCTb U CHUYKAET
YPOYKal gayke B CITOXHbIX YCITOBUSAX, YNBOTHbIX C BbIFTOOHbIMU 3aBUCMMOCTb OT MpenapaTos.

UTO BaXXHO OJ19 CEJTbCKOIo XO39NCTBa. Hac/ieaACTBEHHbIMUN NMPN3HaAaKaM U




100
MWUJIUOH
OB

Pa3/IMYHbIX FreHETUYECKUX

BapUaAHTOB CMNOCO6CTBYET

BbIDXXUBAHUIO N PAa3BUTUIO
XXUBbIX BUOOB.

[eHeTnYecKoe pa3Hoobpa3me nonynaunm
obecneymBaeT MaTepman anga ecteCTBEHHOro otéopa u

aganTaumm, KoTopble OPMUPYIOT HOBbIE BUAbI.
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Mpouecc nepenayum HacneacTBeHHbIX UBME@HEeHUU

STanbl 3aKpenneHna mn nepegadm MsMeHeHMM B reHax

[MoaBsneHue

[ToaBneHune 3akpenneHue [lepepava
HOBOrO

MyTauunnm Uiun NM3IMEeHEeHNA B NMOTOMCTBY
KOMOUHaUnn reHoTune yepe3 ramMeTbl

NpuU3HaKa y
NOTOMCTBa

EcTecTBEeHHbIN
oToOop
3akpennsaeT
NPU3HaKn
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MpuMepbl HacneaACTBEHHOU USMEHYUBOCTU Y PaCcTeHUM

Y rBO3amMK NMPOABJTIHETCH MHOXECTBO OTTEHKOB 6narouapq NM3IMEHUYMBOCTU NT’EHOB, YTO CITY>XXUT NpPpmMMepoMm
LLIBETOBOM BapHMaumin B PaCTeHUNAX.

CoBpeMeHHble copTa NLeHML bl OTTNYatOTCS A610HM Pa3HOOHPA3HbI MO BKYCOBbIM
YPOXXaMHOCTbIO M YCTOMYMBOCTbLIO K 6OTe3HAM, KayecTBaM U LBETYy NNogoB 6arogaps
4YTO OBYCNOBMEHO HAaKOMMeHneM Pa3HbIM BapuaHTaM reHoB, KOHTPOTMPYOLLMX

reHeTn4YeCKmMxX MyTaLI,l/Il;I. 2T MPUN3HaKW.
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MpuMmepbl HAcNeACTBEHHOU U3SME@HUYMNBOCTU Y XXUBOTHbIX

OKpacka WepcTU y Kollek

PasHoo6pa3re OKPacoB LLEePCTU KOLLEeK 0ByC/TOBIeHO
Pa3TIMYHbIMU anfenaMm reHoB, YTO MPUBOAUT K
MOABMEHUIO YHUKAbHbIX KOMBUHALWMN LBETOB Y
MOTOMCTBaA.

ONVHa ylien y KpoJIMKoB

Y KpONMKOB ONIMHA yLleWn BapbupyeTca BCneacTame
HacneacTBEHHbIX KOMOUHAL M FeHOB, obecrne4YymnBas
LLUIMPOKMM CMEKTP BHELWHMX MPU3HAKOB Y Pa3Hbix Mopoa.

NMopoabl co6aK v OT60P NO NPU3HaAKaM

MyTéM LeneHanpaBneHHoro otbopa co3gaBanuchb
nopoabl cobak ¢ 0CObbIMU HAacNeACTBEHHbIMMU
XapaKTepPUCTUKaMU, TaKUMU KaK pa3mMep, popma U
XapaKTep LepCcTu.
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[eHeTUYeCcKUue 3a6o0n1eBaHUA KaK pe3ynbraT
MyTaLUWU

Cepl'IOBl/I,EI,HOKJ‘IeTOLIHaﬂ dHEMUNH —

MyYKOBUCLIMO03 BbI3blBAaETCA MyTaLLMaAMM feModunma cBasaHa ¢ gepeKTaMm reHa,
HacnencTBeHHoe 3aboneBaHme,
B reHe CFTR, BnnaowmmMm Ha paboTy KOHTPONMMPYIOLLEro CBEPTbIBAEMOCTb Ny
. g Bbl3BaHHOE M3MEHEHHbBIM reMOrOBMHOM,
OblXaTeNbHOM U NULLEBaPUTENTbHOM KPOBMW, YTO MPUBOOUT K KPOBOTEYEHUAM U
yXyOLlaoLwmMM CHabyKeHme opraHoB

CUCTEM. TpebyeT neyeHunq.
KNCNOPOOOM.
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CpaBHeHUe HacneaACcTBeHHOU U HeHacneaACTBEeHHOW

N3IMEHYNBOCTU

Kputepumn

[Nepenadva NOTOMCTBY
[MpoOo/MKNTENBHOCTb
BnnaHme Ha aBONOLMIO

[NpnMepbl

YyebHUK no 6mosiorum, 2023

HacneancrBeHHaqa

[1a

[TocTOAHHA

CyulectBeHHoe

LIBeT rnas

T86J'IVILI,8 MNOKa3blBaeT OCHOBHbIE OT/TMHUNA OBYX BUOOB
NM3IMEHUYNMBOCTU MO KITKOYEBbIM KPUTEPUNAM U NX BJTMAHUNE HA

2BOJTHOLUUIO.

HeHacnencreeHHasa
HeT

BpeMeHHaqa
OTcyTCcTBYET

3arap

TonbkKO HacneacTBeEHHAA M3MEHUYMBOCTb GOPMUMPYET
3BOJTIOLMOHHbIE MPOLLECCHI, BIMAA HA TEHETUYECKMNIA COCTaB
nonynaunn.
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dKoNnormyeckKkue acnekTbl HacneacrBeHHoOuU

NMSMEH4UYUNBOCTU

BblCcOKOe reHeTn4yeckoe
pa3Hoobpa3me B Monynaymax
MOBbILLAET NX YCTOMYMBOCTb K
OONe3HaM U
HebnaronpuATHbIM PaKTopPam
cpenbl.

HU3Knm ypoBEHb
M3MEHYMBOCTU, KaK Yy
3eMepoek, NMOBbILLAET PUCKU
BbIMUPAHUSA MPU PE3KNX
SKOMOMMYECKMX M3IMEHEHUSX.

[Monynaunm c BbICOKOWM

NM3IMEHUYMBOCTbIO — HallpmMep,

MbILLW 1 BOPOObM — nydlue
npucnocabnmBatoTca U
COXPaHAOT YNCTEHHOCTb.

MexaHM3Mbl noaaepXaHums
M3MEHUYMBOCTM BK/TOYUAIOT
MUTPALUIO,
MEXXMNOoNYNALUNOHHOE
CKpelmBaHMe 1 nosasneHune
HOBbIX MyTaL NN,
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NMpuMeHeHue 3HaHUUN O
HacneaocrBeHHOU USME@HUYUBOCTMH

reHeTUYeCKMUM aHanNu3 n npodPUNakKTUKa

COBpeMeHHbIe METOObl NMO3BOJIAKOT BblABJ1ATb
reHeT4eCKYHo MnpenpacrioyliooXeHHOCTb K OON1Ee3HAM U

MNPEOrHO3MpPOBaTb Hac/leACTBEHHDbIE HEePTbl Y 6yﬂy|_uero
MNOTOMCTBaAa.

Pa3pab6oTka reHHo-MmoaAnPULIMPOBaHHbIX
OpraHM3MoB

CosgaHume MO mcnonb3yroT o4 ynyylieHmsa
NPOOYKTUBHOCTUN N YCTONYMBOCTM
CENbCKOXO3ANCTBEHHbIX KYNbTYP, UTO Ba*XHO O/14
NPOAOBONBCTBEHHOM 6€30MacHOCTM.
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HacneacreeHHasa NSM@HUYUBOCTDb —
K104 K Pa3BUTUIO XXU3HW

HacnenocrBeHHaa M3MEHYMBOCTb NEXUMT B OCHOBE 3BOJTIOLINU U
nporpecca B 6I/IOJ'IOI'I/II/I, MeOUNLUMNHE N CENTbCKOM XO3AMNCTBE, OTKPbIBaH
NyTr OJ194 HOBbIX HAYYHbIX M TEXHOJTOITMYECKNMX OOCTVMYXEHUI,



