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lposaBneHune reHoB B
OHTOINreHe3e: KJjiroueBble :
BOMPOCDHI

IccnegoBaHMe MeXaHMU3MOB, YMPaBAaLWLMX MPOABIEHNEM FrEHOB B Pa3BUTUM
opraHu3ma.
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NNCTOKM U 3HAUYEeHue
N3y4YeHUNa OHTOreHe3sa

OHTOreHes OMMChbIBAET YXU3HEHHbIM MYTb
OpraHmM3Ma OT ONJI0OO0TBOPEHNSA 00 CTapeHUS.
OCHOBbI reHEeETUKW 3a5oXnN MeHaenb N OTKPbITUSA
CTPYKTYpPbl IHK, 4TO OTKpPbIO B340 Ha
BHYTPEHHME MOJIeKyNgapHble NMpoL,ecchbl pa3sBmTUA.




[eH n ero posib B OHTOreHese

[eH NpencTaBageT cobom
y4yacToK [ HK, KOToOpbIN
COOEPXUT MHCTPYKLUNW O

CUHTE3a KOHKPETHOIO 6EenKa,
MTPAOLLLErO KNOYEBYIO POMb
B PYHKLMOHANbHOM
0eaTe/IbHOCTU KIEeTKMW.

benkn gopMmMpytoT
CTPYKTYpPHbIE 2/IEMEHTbI
KNETKN N YYACTBYIOT B
perynaymnm
PU3MONOrnMYeCcKmMx
NnpoL,eccoB, obecrneymBad
POCT M crieumanm3aumio
TKaHeW.

[Mpun oeneHnm KNeTku
reHeTnyeckaa MHdopmMaLma
nepenaeTca goYepHUM

KJIETKaM, UTO FrapaHTUpyeT
COXpaHeHne u
NPeeMCTBEHHOCTb
OMONOrMYecKmMXx GyHKLLMI.




MoneKynapHbleé MeXaHU3Mbl
9KCNpeccumn reHos

NMpoLueccbl TPAHCKPUMLMUU U TPAHCIALIUN

TpaHcKpUnumna — 31o cMHTE3 MPHK Ha ocHoBe [ HK,
Mocne 4yero nNponcxoguT TpaHCcaumsa, Ha pubocoMax
cobunpaeTca 6e/iok cornacHo MPHK. 2T npouecco
obecrnevymBatoT peann3aumto reHeTMYeCKom
MHPOPMaLnNN.

Perynaumsa askcnpeccum reHoB

[TPOMOTOPbLI M SHXaHCEePbl — PerynaTtopHble
aneMeHTbl 1HK, cBA3biBatoLWmMecsa C
TPAHCKPUMLMNOHHBIMM PaKTOPaMU, OMNPEenenatoT,
KOrga M B KAKOM OObEéMe reH byaoeT aKTUBEH.




OCHOBHbI€ 3Tanbl perynaumm sKcnpeccmm reHoB

CxeMa K/Tto4YEBbIX MPOLLECCOB Perynaumnm BHYTPU KITETKU

NHuumnaumusa

OCTTPaAHCITALNOHHDbIE

TPaHCKPUNLUMK

Moaupukaunm

CnnancuHr




TUNbl reHOB: KOHCTUTYTUBHbIE U

perynaTopHbie

01 02 03

KOHCTUTYTUBHbIE MeHbI PerynatopHble reHbl MEHAIOT MHoyumnbenbHble reHbl
MOCTOAHHO aKTUBHbI U aKTMBHOCTb B 3aBMCMMOCTM OT aKTUBUPYIOTCA U
KOOMPYIOT 6eNKu, CUIHaNoB, HanpaBIad NoOaBAatoTCa Noad BANAHUNEM
HeobxoamnMble ana 6a30BOro Pa3MYHbIe CTaanK Pa3BUTUS, BHELUHUX U BHYTPEHHMX
PYHKLMOHMPOBAHMSA KINETKMN, cneunanm3anpoBaHHble PaKTOPOB, KOHTPONMNPYSA
Hanpumep, PepPMeHTbI PYHKLMN KITETOK U OVHAMUNKY N3MEHEeHUS
OblXaTeNbHOM Lenu. aJanTUBHbIE peaKLLMn. KJTETOYHOro MoBeaeHuq.



f[eHbl HOX: KOHTpPO/b
cerMeHTaumm sM6pUOHa

Hox-reHbl onpenenatoT pacnonoXeHe opraHoB U
CerMeHTOB BAOO/Ib OCK TeNna, obecneymBad
NPaBUIbHOCTb MOPPONOrMYECKOro CTPOEHUS
SMOPUMOHA Y XXMBOTHbIX.

Y 0po30dubl MyTauMM B 3TUX reHaxX Bbl3blBAtOT
Ccepbé3Hble aHOMaATNK, YTO NOAYEPKMBAET
KOHCEPBATUBHOCTb MEXAaHM3MOB, CXOXKMX Y YemoBEeKa

“ Opyrmx BMOoB.




I ] YpoBeHb 3kcnpeccun Hox-reHoB Mo cTagusiM pasBuTis

45
Jdkcnpeccusa Hox-reHoB Ha
cTaauax SM6pPMOHANIbHOIO 4
pa3sBUTUSA

35

[JJaHHble OTPaXKatoT BPEMEHHYIO U
MPOCTPAHCTBEHHYIO crneuMdPnYHOCTb 30
aKTMBHOCTU reHOB B cerMeHTax Tena.

25
AKTUBHOCTb HOX-reHoB BapbumpyeTca no dasam

Pa3BUNTUNHA, YKa3blBadd Ha NX POJ1b B OPpIraHOIreHe3e

N cerMeHTauni. 20

PaHHAA cTagns CpenHsAA cTagus [To3aHAA cTaans

iccnepoBaHMAa aMOPUMOHANbHOIoO pPasBuTUA, 2022



dnUreHeTU4YeCcKne MexaHU3Mmbl peryndumm reHoB

9




CpaBHUTe/IbHaA Napamerp HacnepctsenHas SnureHeTMueckas
XapaKTepUCTUKA
HacneacTtBeHHOU MU
SAMUreHeTUYEeCKoOM
perynaummnm

Tabnuua 0eMOHCTPUPYET OCHOBHbIE Pa3inNyumg
N CXOXKECTU MEeXaHM3MOB perynaumm reHos.

ONUreHeTnKa obecnedymBaeT MMOKYIO

peryndumio reHoB, OOMNMOJTHAA YKECTKO 3aJaHHble
Hac/ieaCrBeHHble M3SMEeHEHUHA.

Nature Reviews Genetics, 2020



KnetTouyHble B3aMMoOAEeUCTBUSA B XoAe OHTOreHesa

— MOop@doreHbl — cneLumarnbHblie
CUMHalIbHble MOJ1IEKY/bl, KOTOPbIE
CO30atoT rpagneHTbl KOHLUEHTPAUMM O4
MNPaBUITbHOIO POPMUMPOBAHMA TKAHEN U
OPraHOB B MpoLecce pa3BUTUSA

CUrHanbHble 6ENMKM CMOCOOCTBYIOT = OpraHmn3ama.

KOMMYHUMKaUWNWM Mexxay KIeTKaMu,

obecrneydymBasd KoopamMHaumno nx
ONPPepPeEHULMPOBKUM U

MPOCTPAHCTBEHHOWM OpPraHm3aunm B

dopmMupyoLLLEeMcs SMOPUOHE. — KMEeTOUHbIN KOHTaKT UrpaeT

KPUTUNYECKYIO POIb, BTMAA HA
MOopQpOreHes m nogaepyXaHme
APXNTEKTYPbI TKAHEN, YTO
MOSTOXXUNTENBHO CKAa3bIBAETCA Ha
TOYHOCTU POPMUMNPOBAHMSA OPIraHOB.




BrinssHue okpy)xarwLlieun
cpepAbl Ha NposaBeHne reHoB

DaKTopbl OKPYXXatoLeW cpenbl, BKo4Yad
XMMUNYEeCKMe coeaMHeHa N TeMnepaTypy, MoryT
M3MEHATb aKTUBHOCTb NreHOB MOCpPeaCcTBOM
SNMUNIrEHETUYECKUX MOOMNPUKALMN, KOTOPbIE
perynmpyroT 4ocTtynHoCcTb HK ona TpaHCcKpunumn.

[TPUMEPOM CAYXKUT N3MEHUYMBOCTb OKPACKU LLEPCTU
Yy TMManancKmMx KpPOoMKOB, e HM3Kaga TeMrnepaTypa
MOBbILLIAET aKTUBHOCTb PepMeHTa TUPO3MHA3bI,
B1MAA9 HA MHTEHCMBHOCTb MUITMEeHTaL NN,




I | Anana3oH HOpMbI peakuyn reHoTuna
80

NMnactuyHocTb PpeHoTUNa: &
Avana3oH HOPMbl peaKuuu 7

65

60

ITOT rpadUK OEMOHCTPUPYET, KaK OKpYy>KatoLme

YCIOBUWA BITNAKOT Ha MNMpPodBJiIeHNEe OOHOTIO o5
reHoTura, CoO30aBad Pa3/iIM4YHbIE CI)@HOTVH_H:ﬂ 34 50
cyerT B3aV|MO,£|,el7|CTBV];| reHoB N Ccpedbl. 45
[laHHble NOOYEPKMBAIOT BaXKHOCTb Cpefbl B 40
bOPMUPOBAHUK DEeHOTMMNA, MOKa3blBad 35
rMOKOCTb MNPEOABJIEHNEA reHeTnYeCcKou 30
MHPOPMaLIMK B Pa3HbIX YCITOBUSX. Huskas TemMneparypa OnTUMasibHas Temneparypa Bbicokasi Temneparypa

NccnepoBaHMA Mo reHoTUN-cpena, 2020



[eHHble MyTauuumn U nx BMaHue Ha pasButume

MyTaunm B CTPYKTYPHbIX reEHaxX MOryT HapyLaTb CUHTE3 OEMKOB,
NnPuMBOAOA K 3ab0neBaHMaM, HanpumMmep, PeHUNKETOHYPUI,
BbI3BAaHHOW OedeKTOM pacLlenieHMsa aMUHOKNCOTbI
deHmnanaHnHa.

AbeppaL i XpPOMOCOM, Hanpmumep TpmcomMma no 21-m xpomMocome,
BbI3bIBatOT CUHAPOM [JayHa ¢ MHOIroo6pa3HbIMKW MaTONOrMAMM

Pa3BNTNA N YMCTBEHHBIMN HapyLLEeHWNAMMN.

MyTaunm B perynatopHbIX ydacTkax HK, TakMe Kak B reHe
peuenTopa FGF3, npmBoOaT K axoHapon1asmm — s1ay
KapJ/IMKOBOCTU, CBA3aHHOMY C HapyLUeEHMEM POCTa KOCTEN.

HapyLueHMq peryJ1dumit aKCripecCC reHoB MNnpm MyTaumMdXx
Bbl3bIBalkOT 3HaA4YUNTEJ1IbHbIE OTKJITIOHEHNH B XOO€ OHTOINreHe3a, 4UToO

oTpaXaeTca Ha MopPdonormm n GU3noNormm opraHmamMa.




Hamnbéonee naBecTtHble reHeTU4YeckKue
32a601eBaHUY OHTOreHe3sa

Tabnuua 0eMOHCTPUPYET OCHOBHbIE

bones3Hb 'eH MpoaBneHus HacnepoBaHne Y4ac XapaKTePUCTMKM 3a00neBaHni,
CBA3adHHDbIX C MYTaUMNAMWN B
oTOeEJ1bHbIX TEe€HaX, X TTPOABJIEHNA U

Croco6bl HacegoBaHMA.

BonblUMHCTBO 3a60/1eBaHMI CBA3aHO
C MyTaLMAMU €ANHUYHbBIX TEHOB, YTO
obneryaeT OMarHOCTUKY U
Pa3paboTKy TapreTHOM Tepanumu.

MedLinePlus, 2023



15ql11-ql3

AB/1IAETCA K/THOYEBbLIM PEMMOHOM, e
POONTENBCKOE MPOUNCXOXKOEHWME anneneu
BJINAET Ha Pa3BUTME HaCeOCTBEHHbIX
CMHOPOMOB, TaKMX KaK [lpagepa-Bunnu
N AHIresibMaHa.

Nature Genetics, 2022

DTOT YY4aCTOK Ha XPOMOCOME MMEET
OCOObIN NNreHeTUYECKMIM CTaTYC,
ornpenensaromm akTMBHOCTb FrEHOB B
3aBUCUMMOCTWM OT TOro, Obiy1a N annenb
yHacnegoBaHa OoT MaTepum Uam oTL.a.






[eHHasa Tepanua n coBpeMeHHble noaxoabl
KOPpPeKLUUU Pa3BUTUS

[eHHad Tepannga MCNOoJ1b3yeT
BUPYCHble BekTopbl M CRISPR
ONg BHeOpeHma Unu

PenaKTUPOBaAHMA MrEHOB, YTO
MO3BOAET KOPPEKTUPOBATb
HacneacTBeHHble gedeKTbl
Ha MONEKYNAPHOM YPOBHE.

CoBpeMeHHble TEXHOTOIMK
HanpaB/ieHbl HA TOYeYyHoe
BITMAHME Ha SKCMPEeCCuio,
BK/1lOYaA MUCMoJ/1Ib30BaHMe
KOPOTKMX PHK, KoTOpble
PErYIMNPYIOT PaboTy reHoB
6e3 N3MeHeHUS
nocnepoBatenbHocTtm AHK.

OOHaKO OCTakoTCA Bbl3OBbI:
PUCKM HenpeaHaMepeHHbIX
MyTaLUWM, STUYECKME

BOINPOCbI N BbICOKa4
CTOMMOCTb OINpaHMN4YMNBakOT
LHNPOKOE NMPpmMMeHeEHNME
MEeTOOOB.




CoBpeMeHHble nuccnenoBsaHmMa U NepcneKTuBbl B N3y4yeHnu
npodABJiIeHNA IeHOoB

Z MopoenmpoBaHMeE MTeHETUYECKUX CETEN ‘.

MHAMBMAOYaNbHbIW
aMNUreHeTn4YeCcKni Npodusb

KoMnbtoTepHble MOAEeNM NMOMOTratoT MOHATb C/TOXKHble NOoeHTUPUKaumMa oTIMdmMmM peakumnm Ha BHeLlHWe dpakTopbl
B3aMMOOENCTBUA MeXXaOy reHaMm U MpeackasbliBaTb NOC1eacTBUSA yepes annreHeTnYecKmne MeTKM CrocobCTBYET Pa3BUTUIO
M3MEHEHUIW B PEryIATOPHbIX LieMoYKax. NepCcoHanM3npPoOBaHHOM MegULMHDbI.

a MCKYCCTBEHHbIN MHTENNEKT B
B reHomMuke

NN aHanm3npyeT orpoMHbIe JaHHble, BbIABAA 3aKOHOMEPHOCTU
1 OTKPbIBada HOBbIE MYTU ANArHOCTUKN U Tepanmnm reHeTUYECKMX
3a60/1eBaHUMN.



MposBneHne reHoB — OCHOBa YHUKAJIbHOCTU
U 300pPOBbSA

Pa3Hoobpa3ne NpoaBneHnm reHoB PopMmMpyeT MHONBUAOYAbHbIE

OCOOEHHOCTU N adanTUBHbIE BO3SMOXXHOCTW. COBpeMeHHble SHaHWH
OTKPbIBAOT HOBDbIE TNMYTU K 3CI)C|D€KTMBHOI;I MeaONUMNHE U Fﬂy6OKOMy
NMOHNMMAaHWNIO Pa3BUNTUA HEJTOBEKa.




