OTKpbITUE TEeMbI: CTPYKTYPAQ,
dYHKUMNU N BUonornyeckKoe

SHa4YeHUUe KNetTovyHoro d4apa

KneTouyHoe 90po — LEeHTp ynpaBneHuUs
XU3HEeAeATeNIbHOCTbIO 3YKapPMOTUYECKOM KJ/IeTKMU.




UcTopua n 6monorna KneTo4yHoro aapa

BriepBble oTKpbITO PobepTomM bpayHom B 1831
rogy, KnetoyHoe a4p0 CTano K4eBbiM
OTIn4YneM aykapunoTt. OHO XPaHUT
HacneaCTBEHHY MHPOPMaLUIO U
KOHTPONUPYET NpoLecChl XXnsHeneaTebHOCTH
KNETOK, 3aJI0)XMB OCHOBY COBPEMEHHOM
reHeTuKMu.




HdnepHas
060/104Ka U
anepHbie Nopbl:
CTPpOEHUE n

PYHKLUUU

AOpo oKpy>XeHO ABOMHON MeEMOpPaHON —
AAepHON 0605I04KON, CBA3AHHOU C
aHOOoMIa3MaTUYECKNUM PETUKYTYMOM.
MembpaHa co3aaeT 6apbep, OTAENSAOLWNN
reHeTUYECKUN MaTepuan ot uuTonsasmeol.

B agepHon 060104YKe pacnosioXEHbI
AaepHble NopPbl — CITIOXHbIE 6ENKOBbIE
CTPYKTYpPbl, KOHTPONMPYIOLUE TPaHCNOPT
MONeKysn, obecneymBass 06MeH BELLECTB
Mexnay SApoM U LMToMnnasmMoun.



CTpoeHue n 3HaYeHne XpoMoCcoM

KoMnaKTHad ynakoBKa feHeTU4yeckas

OHK MHbopMauma n
HacneaACTBeHHOCTDb

Xpomocomsbl cocToAaT n3 [JHK n 6enkos-

FMCTOHOB, KOTOPbIE yNaKoBbiBatoT YenoBek nmeet 46 XpOMOCOM, KOTOPble

reHeTn4eCKnm Mmatepunasl B KOMMaKTHbIE HacneayrTcs B napax oT poauntenen. OHK

CTPYKTYpPbI AJid 3alinTbl U PpeErynaunin obecneymBaroT XpaHeHUe N NnepeparoT

dKTUBHOCTU N'EeHOB. HacnegcrtBeHHble NMPpn3HakKu noTomMcCTBY.

JKCnpeccusa reHoB v
N3MEeH4YUBOCTb

XPOMOCOMbI KOHTPOUPYHOT 3KCNPECCUIO
reHOoB, BNNASA Ha pa3BUTUE OpraHMU3mMa U
obecneymBas Haclle4CTBEHHYO
M3MEHYMBOCTb, YTO Ba>KHO A9 afganTtauumn
N 3BOHOLUN.



AApbILKO: CTPYKTYPaA U PYHKLUMN

AppbILWKO —
cneymann3npoBaHHbIM Y4aCTOK
aapa, roe CUMHTE3NpPYHTCS
pnéocomHble PHK 1 npoucxogut
cbopka pUB60OCOMHbIX
cyo6beanHuy. OHa coCcToUT M3
HECKONbKUX PYHKUMOHANbHbIX
30H.

OCHOBHble KOMMOHEHTHI
aapbllKa — GUOPUNIAPHbBIN
LEeHTpP, roe HauynHaeTcH
TPaHCKPUMNUUS, MNOTHbIN
GMOPUNNIAPHLIN KOMMOHEHT U
rpaHynapPHbIK KOMMOHEHT, rae
GoOpPMUPYIOTCA PUOOCOMHbBIE
YyacTuubl.



MonekynapHasa opraHm3auuma XpoMaTUHa

TuUnbl XpoMaTUHA U FreHeTU4YeCKada aKTUBHOCTDb Po/ib rMCTOHOBBbIX MOHM(I)MKaLIMﬁ

XpoMaTuH nogpasgendeTca Ha AYXPOMaTHUH, I'Ipe,EI,CTaBJ'IFlI-OLLI,VIMCFl AueTnnmpoBaHue U METUNNPOBaAHNE TMCTOHOB PEryanpyroT
PbIXJ1IbIM N aKTUBHbIM Y4aCTKOM, U TreTepoXpoMaTuH — MNJIOTHO AOCTYMNHOCTb reHoB K TPaHCKPUNMUMNOHHON MallNHE, NSMEHAA
yI'IaKOBaHHbIVI N MeHee aKTUBHbIN OJ1S TPaAHCKPUTLUNHA. CTPYKTYPY XpOMaTUHa U BJINAA Ha aKTUBHOCTb NreHOB.




Krnio4yeBble PYHKLIUU KNTE€TOYHOIO aapa

Aopo xpaHuT U 3awmwaeT HK, obecneuynBaa KOMNaAKTHOCTb U NpeaoTBpaLlliaa noBpexaeHua
reHeTU4YecKoro matepuana.

Perynupyet aKcnpeccuro reHoB, KOHTponnpysa cuHtes PHK 1 o6ecneymnBas TemM camMblM aganTauunto
KJTETOYHbIX NPOLLeCCOoB.

OpraHmsyeT KNEeTOYHbIN LUK, onpenendd (I)a3bl POCTa, permnkaunn n neneHnd, a npmn noBpexXageHnAx
3allyCKaeT MeXaHU3Mbl arnorTo3a.

Cnoco6CcTBYET pa3BUTUIO OpraHn3ma, obecneymBas nepegavy HacneacTBeHHOM MHPOPMaLINK U
KOOPANHALNIO GYHKLNKM Pa3fINYHbIX K/1ETOK.




CtpoeHue u yHKLUUU 9a4ePHbIX Nop

MoneKynsipHbiXA COCTaB
N KOJINYECTBO AAAePHbIX
nop

Komnnekc agepHon nopobl
cpopMUpOBaH N3 OKOJIO TPMALATU
HYKNEONoOpUHOB. B KfeTkax nevyeHu
NX KOJIMYECTBO MpeBbILLIAET ABe
TbiCAYKN, o6ecnevymBas akKTUBHbIV
OOMEH BeLLEeCTB.
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MexXaHU3Mbl
ceNnneKTUBHOIoO
TpaHCcNopTa

Manble MofieKkynbl MPOXOAAT Yepes
nopbl CBOOGOAHO, TOrga Kak
KpynHble 6enkn n PHK
TpaHCNOPTUPYHOTCS MPU MOMOLLNA
cneundmnyeckmnx curHanoB um
bepMeHTaTUBHbIX CUCTEM.



NMHuumnmpoBaHue

[ennkasa pasMaTbiBaeT
OBOWHYtO crivpanb OHK,
06pa3ysa PeENIMKATUBHYIO
BUKY, rOe Ha4yMHaeTco
CMHTE3 HOBbIX LleNew.

CuHTe3

npepbIBUCTOM
Luenm

[lopnMa3a co3OaéeT
KopoTkne PHK-npmmMepsbl,
HeobxoauMble 04
3anycka AHK-
NonmMMepasbl Ha

aHTUrMapasien bHOW LEenu.

dTanbl pennukauumm OHK

yYanmHeHume uenm

HNHK-nonmnmepasa
nepeMellaeTca BAOb
LLlennm, BOCCTaHaBNMBad
NocC/ie0oBaTENIbHOCTb
HYK1eoTnOO0B,
CUHTE3Upysa HoByto [ HK.

3aBepLieHue 1
KOHTPO/JIb OLUUGOK

Jlnrasa coegmHgaeT
dparmMeHTbl OKasaky, a
MexXaHWM3Mbl penapaumnm
MCMPaBAAOT OLLNOKW,
obecneymBag TOYHOCTb
KOMMPOBaHMA reHOMa.
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Perynauuna reHeTnyeckom nHdopmauumm B aape

TpaHcKpunuusa HadynHaeTca ¢ npucoeanHeHna PHK-nonnmepasbl K [IHK Ha npomMoTope, YTo 3anyckKaeT
cunHTe3 PHK B HanpaBneHun afioHrauuu.

B npouecce anoHrauunm nponcxogut konmposaHme Mmatpuubl JHK B monekyny PHK, npu atom
perynmpyetca CKOPOCTb M TOYHOCTb TPAHCKPUNLUMN.

3aBepliaeTca npouecc TepmmnHaumen, korga cuHtes PHK npekpawaetcs. lNogaepxxaHune perynaumm
OoCyLllecTBNAeTCs anUreHeTUYeCKUMU N TPAHCKPUNUUOHHBIMN MeXaHU3MaMMu.




Konmn4yecTtBo XpOMOCOM Y pPa3/INYHbIX
OpraHN3MoB

OpraHusm KonnyectBO XpOMOCOM

Henosex 46 (23 napbl) Tabnuua geMoHCTpupyeT
CPaBHUTENbHbINA aHanM3 Yyncna
Co6aka 78 XPOMOCOM Y pPa3HbIX BUOOB, UYTO

OTpaXkaeT UX FEHETUYECKYHO
YHUKaNbHOCTb U CNIOXXHOCTb. KapuoTtun

Aposodpnna 8 MrpaeT BaXkKHYHO POb B

HacneacTBEHHOCTU U OMArHOCTUKU
Puc 24 reHeTUn4YeCcKmnx sadoneBaHun.
Makaka 42

Pa3nnymna B yncne XPOMOCOM OTpPa>akoT 3aBOJIOLUMNOHHbIE
OCOOEHHOCTH OPraHN3MoB U CJ1y>XaT OCHOBOW ONA ONarHOCTUKH
reHeTUYEeCKUX 3aboneBaHu, HarnpumMmep, TouCoMnu" 21 y 4HeJjioBEeKa.

o Campbell Biology, 2021



KniodyeBble PYHKLUU SAepPHOro
MaTpPUKCa

CTpYKTYypHasa noaaep)kKa aapa & OpraHusaumusa aaepHbIX KOMMNOHEHTOB

MaTpunKC cnoco6CTBYET pasfaeneHno GyHKLMOHANbHbIX
OOMEHOB, y4yacTByeT B popMUpPOBaAHUN N CTAaOUNIBHOCTH
A4PbILEK, YTO BaXXHO A/19 CUHTE3a pn6oCcoM U perynaumm

BHYTPUKTIETOYHbLIX NPOoLEeCCOB.

AoepHbIn MaTpPUKC 06pa3yeT NIIOTHYHO CETb OENIKOBbLIX HUTEN,
KOTOpada nogaepxmeaet ¢opMy U CTabUNbHOCTb A4Pa,
obecneymBasa CTPYKTYPHYH OpraHm3auuio 1 3aluTty oT

nedopmaunn.

Ponb B perynaumm n TpaHcnopTe

ApepHbI MaTPUKC y4acTBYeT B KOHTporne pennnkauun OHK, cTabunnanpyeTt NonoXeHne xpomaTmHa n obecnedymBaeT nnathopmy ans
TpaHcnopTa MONEKYN BHYTPU aapa.




MexXxaHu3Mbl TPaHCNopTa MeXay SApoOoM U
LLUTOMJ/1A3MOMN

O6MeH MaKpOMOJeKyaMn oCyLeCTBASEeTCS
yepes aaepHble Nopbl, KOTOPbIE AENCTBYIOT KakK
ceneKkTuUBHble GUNbTPbI, MOAAEPXMUBas FTOMeEOCTa3
aapa v perynmpys BXof, 1 BbIXod MOJeKy.

okcnopT PHK 1 pnéoHykneonpoTengHbIX
KOMMIEKCOB PerynnpyeTca akcnopTepamu,
obecreymBasd CBOEBPEMEHHbIN BbIXO[,
CreHepupoOBaHHbIX MOJIEKYNAPHbIX MPOLYKTOB U3
A4pa B UMTONIa3Mmy.

iIMNopT 6enKoB C A4epPHbIM JTOKaNnmM3aLUOHHbIM
CUTHaNIOM NPOUCXOAUT C MOMOLLbHO cneunanbHbIX
TPaAHCMNOPTHbIX 6€/IKOB — MMMNOPTUHOB, KOTOPbIE
Y3HarOT CUrHan u goCcTaBnArOT 6e/IOK BHYTPb A4pa.

HapyLweHnsa B 3TUX MexaHn3mMax TpaHCcnopTa
MOTrYT NMPUBOAUTb K Pa3BUTUIO 3a00NeBaHNM,
BKJ1OUYas pa3fiMyHblie GOpMbl OHKOTOMNK, U3-3a
HeNpPaBWIbHOrO KOHTPOA FEHETUYECKOrO
MaTtepuana.




ApepHble NTaMUHbI CO34ak0T MPOYHYIO
CeTb Ha BHYTPEeHHeUn MeMbpaHe,
obecneymBaa MexaHU4YecKyHo

YCTOUYMBOCTb U NPUKPENEHNE
XpomaTunHa. Ix MmyTaunm Bbi3blBatOT
naMmnHanaTun — cepbE3Hble
reHeTu4yeckKme naTosiornn.

i
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npPpoUueHTOB MyTaLl.Mi:l B reHax 1aMMHOB CBAA3aHbl C
TSA)XesNbiIMU HacneacTBeHHbIMU 3a60/1eBaHUSAMU KOCTHO-

MbILUEYHOU CUCTEMDI U npexaesppeMeHHbIM CTapeHneMm.

HayuHble nccnepnoBaHma B 0671aCTU MONEKYNAPHOM
ononoruun, 2023

14



IAMHaMuKa aapa
npu MUTO3Ee U
Meunose

® B mMmuUTO3€ Nnponucxogut pacTBOpPEHME
AAEepPHOU 060JST0YKU, YTO NO3BONSIET
XpomMocomMam paBHOMEPHO
pacnpenensitbCa Mexay AodYepHUmMm
KneTkamMmm, obecrneymsasi UX WOEHTUYHOCTb

N COXpPaHEHWe reHeTn4Yeckom MHpopmaLmn.

® Meno3s BKYaeT aBa nocnenoBaTenbHbIX
neneHunsa, npuBoaalmnx K opMunpoBaHuto
raMeT C rannomgHbiM HaGOpPOM XPOMOCOM,
4YTO 06ecrneyvymBaeT reHeTUYeCKoe
pa3Hoobpa3ne U cTabunbHOCTb BNOOB.
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9BOTIOLMOHHbIE acNeKTbl BOSHUKHOBEHUSA
KJ1IeTOYHOro sapa

MpoucxoxxaeHue aapa vyepes PasHoo6pa3ue saep y ayKapuoT
MeM6paHHy|o MHBarMHauMIIO Y 0QHOKNETOYHbIX U MHOIOK/TETOYHbIX OpraHN3MoB A4pa
Cornacho runoTese aBoMoLHM, AAPO ChOpMMAPOBaCS nyTem  STAIIOTEA N0 SMCTY, GODE 1 pasuepy. Hanpawep uHpysopin

CKnag4aToCTu nnasmaTuyecKoun MeM6paHbI APEBHUX KNTETOK, YTO
N3nonornyeckme NnoTpebHOCTM.
obecneyvymno n3onaunro reHeTn4eckoro MaTepuasia U NnoBbllUEHNE q) P oc

PErynsaTopHom apPeKTUBHOCTMU.
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be3baaepHbIe KNEeTKU: NpuMepbl U
dU3noNornyecKoe sHavYeHume

® OpuTpoUUTblI MNEKOMNUTAIOLUX TEPSIOT A4P0 NpU ® B KOPKOBOM CO€e KOXU anuTennanbHble KIEeTKN
CO3peBaHuUn, YTO YBENMNYMBAET MPOCTPAHCTBO ANS yTpaynBaroT 94po, bopMUpys NaoTHbIM 6apbep,
remMornoéunHa un ynyJdwaeT TpaHCNopT KUciopoaa B 3alUuLLaoWwmMm opraHM3amM OT BHELLUHUX
OpraHmsme. NOBPEXOEHUN N NHPEKUNN.

O B PaCTeHUAX CUTOBUOHDbIE pr6KM HE MMEIOT daep AJA OI'ITMMMSaLI,VIM TPaHCMOPTUPOBKU MUTATEJIbHbIX BELLECTB
MeXAy KIeTKaMu 6naro,u,apﬂ BbICOKOM MNPOXOoANMMOCTH TKaHewW.
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f[eHeTn4YecKue naTosnormun, cBA3aHHbIE C KJ1IeTOUYHbIM

A0POM

MyKOBMcuMnoé

. JedekT B reHe CFTR npmnBoauT K
. HapyLleHWo paboTbl 6efkoB

. KaHallbHbIX CTPYKTYP, Bbl3blBag

. TA>Kenoe HacneacrBeHHoe

. 3aboneBaHMe OblIxaTeNbHOW U

L MNWEBAPUTENTbHOW CUCTEM.

MbliLLleYHble J:I.bélCTpO(I)VIVI

. MyTaunm B aepHbIX NpoTenHaxX

. HapPYLLaKT CTRPYKTYPRHYO Noaaep>XKy
: KJ1IETOK, BbI3blBad MporpeccmpyroLLyo
. NMOTepPIo MblLUEYHOW: PYHKLLINN U

. CNaboCTb. :

Nporepua

. Peokume MyTaumm B reHax TaMUHOB

- MPUMBOOAT K YCKOPEHHOMY CTapeHUIO

. OpraHu3Ma, NPosIBAASACH B PaHHUX

. BO3PACTHbIX MUBMEHEHUAX U CHUKEHUNI

. YKU3HEHHOro pecypea.
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KneTouyHoe aA4p0 KaK O6beKT
COBpPEeMEHHbIX 6MOTEXHONTOMMHU

TexHonorua CRISPR/Cas9 no3sonsieT TOYHO pefakTupoBaTb reHOM B
appe, YTo OTKPbIBAET NepCcrnekKTUBbl B 1e4YeHUN HacneLCTBEeHHbIX
60/1e3HEN U COBEPLUEHCTBOBAHUN CENMbCKOXO3ANUCTBEHHbIX KYNbTYP.

MeToabl KJIOHNPOBaHUA U TapFeTHOVI Teparnnm oOCHOBaHbI Ha

MaHUNYNALUUAX C AAEPHBIM MaTepPUasioM, NO3BOJIAA CO34aBaTb
MHOUBUMAOYaJibHbl€ Noaxoabl K 1Ie4YeHNO U reHETUNYECKOU NHXXEHEPNN.
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3aKn4yeHue: 3HaYeHuMe KJ1eToYHOoro aapa
B HayKe U MeaAULIHe

KneTouHoe AP0 — OCHOBA XU3HeOeATeNbHOCTU KIIETOK, KOHTPOMPYoLiee HacneACcTBEHHOCTb
M B3aUMOJENCTBUE C OKpYXKatoLen cpenon. OB6LLIMpHbIE 3HAHWUSA O AAPE CNOCOOCTBYIOT
Pa3BUTUIO MEeAULMHBI U BUOTEXHONOM M ANA yNydlleHUsa 300poBba YenoBeka.
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