buonornyeckue
noJiumepbl —
HYKJ/IEMUHOBbIE KUCJIOTbI:
0630p U K/l04YEeBbIe TEMbI

HyknenHoBble KUCNOTbl — PYHOAAMEHT HAacneACTBEHHOCTU U
OMOTEXHOOTUN.




YTo Takoe buonornyeckue nonmMmepbi?

e bunonorndeckue nonmmMmepbl — KPYMHble MONEKYIbI,
COCTOSALLME N3 noBTOpSAOLLMXCA MOHOMepoB. Cpeau
HUX BblOENATCS Oenkn, nonucaxapuabl U
HYKITEMHOBbIE KUCOTbI, UrpatoLme KrroveByr porb
B Nepenayvye HacnegcrtseHHoU MHdopmaumm m
dOYHKLUNOHUPOBAHUN KNETKMN.,




OcHOBHbIe BUAbI HYKJ1IEeMHOBDbIX KUC/TOT U X MOHOMEPDI
B (I

NHK n PHK — gBa rmaBHbIX Kaxgaa HyknenHoBagd YrneBon B COCTaBe

TUMNa HYKMENHOBbLIX KUCHOT, KMCnoTa NOCTpOeHa 13 HyKneotnga — nubo

OTBEYalLLINX 3a XpaHEHNE U MOHOMEPOB — nesokcupnbosa B AHK,

nepenadvy reHeTn4eckou HYKIIeoTnA0B, COCTOALLMX nnbo pnbosa B PHK, uto

MHdOOPMAaLIUN B KUBbIX M3 a30TUCTOro OCHOBAHWUA, BITUAET Ha CTPYKTYpPY U

opraHun3max. yrneBoagHOro KOMMNOHEHTA U doyHKUMKM MOneKyn.
doocaTHOU rpynnsbi.




CTpOeHMe HYKNneoTnaoe. a30oTuCtbieé OCHOBaHUA

A30TUCTble OCHOBaHUNA OENATCH Ha
MypPUHbI (a,El,eHI/IH y FyaHI/IH) C TUMUH NMPUCYTCTBYET UCKITIOHNTEITBHO

NBOVHBIM KOMbLOM M MMPUMUOUHDI B monekynax AHK, B T0 Bpems kak

ypauwun xapaktepeH Tonbko ana PHK,
(ngm_l?_%ml\;' , TAMUH, YPaLIUA) G O4HUM oTpaxas pasnnyna B UX CTPYKTYpe.

CTpoeHne ocHoOBaHMW onpeaenseT
npasuna crnapuBaHua u
obecne4ymBaeT TOYHOCTb Nepegayn
reHeTn4yeckon MHopmMaLmmn B
npoLecce pennunkauuu.

ALOEHVH N TyaHUH BXOOAT B COCTaB
NHK n PHK, obecne4ynBasa oCHOBHbIE

KOMMJ1eEMEHTApPHbIE B3aMMOOENCTBUSA
B HYKITIENHOBBIX KNCI1O0Tax.




dopmMmupoBaHme Lernen HYKJIEMHOBbIX KUC/OT

dopmMupoBaHme | Opranusauua AHKB | . |CTpyktypa OHKY | .. . . >
pochoamnacpupHon ceA3n ayKapuoTax NPOKapuoT

Mexay caxapHbiMu B kneTkax BbICLLUNX Y baktepun HK yacto
KOMMOHEHTaMW opraHmnamoB [JHK npegcrasneHa
HYKNeoTUA0B CYLLEeCTBYET B BUAe KONbLEBbIMU
obpa3syroTcAa CBA3M ONUHHbIX JIMHEUHbIX MOJSieKynammu, 4YTo
mexay 3'- n S'-atomamu MOEeKyn, ynakoBaHHbIX cnocobcTByeT
yrnepoga, co3gaBas B XpOMOCOMaXx, KOMMNAaKTHOMY
NPOYHLIN KapKac uenu obecne4vnBatoLLNX pasmMeLLeHUIo
HYKNEWHOBOW KUCIOThI. CTPYKTYPY M perynauuto reHeTn4ecKoro

reHOB. MaTtepuana un bbeiIcTpomy

perminumnpoBaHUIO.




IBonHasa cnupanb AHK v npuHUUN KOMN1EeMEeHTapHOCTMU

[BonHasa cnupanb JHK obpasyeTtca 3a
CUYET TOYHOrO criapmMBaHUSA a3oTUCTbIX
OCHOBaHWIN. afjleHNH CBA3bIBAETCSH C
TUMUHOM ABYMSI BOOOPOAHLIMU CBA3AMM,
a ryaHnH — C UMTO3MHOM TPEMS,
obecneymBaga CTabUITbHOCTb CTPYKTYPbI.

KomnnemeHTapHaa opraHusaunsa ueneu
NO3BONAET COXPaAHUTb U TOYHO
nepenaBaTb reHETUYECKYHO
MHQOPMaLUIO, a TaKkKe CIYXXUT OCHOBOW
Ond nNpoLeccoB pennukaunum u
TPaHCKpUNuun.,




Tunbl n pyHKuumn PHK

MPHK nepeHocUT reHeTn4eckyto
nHgpopmauuto ¢ AHK k pubocomam, raoe
nponcxoauT CMHTE3 benkos, obecne4ymnBas
BblpakeHNe reHoB B KNeTKe.

pPHK BxoauTt B coctaB pndocowm,
dhopmMunpysa nx CTpykTypy n obecnevmnBas
KaTannTuyeckyro doyHKLUUIO Npu coopke
OenkoBon Lenu.

TPHK oTBeyaeT 3a goctaBky aMUHOKUCIOT K
pnbocome, obecneymBasi TO4HOE
cooTBeTcTBME Mexay kogoHom MPHK m
aMUHOKMCIOTON B berke.

Manble PHK, Takne kak MukpoPHK n manble
anepHble PHK, yyacTByoT B perynauum
aKcnpeccun reHoB N NpoLecce co3peBaHUS
PHK.




HyKnenHoBble KUCNOTbl Y BUPYCOB: NpUMepbI

HekoTopble Bupychbl cogepxat PHK B kavecTBe
reHeTU4eckoro matepuana, Hanpumep BNY n Bupyc
rounna, 4Yto BNUAET Ha UX penfinkauuo n metoabl
neyvyeHuns.

LOpyrue Bupycol, Kak baktepunodar T4 n supyc
repneca, ncnonb3ytoT JHK, koTopas onpeoender
OCOOEHHOCTU UX XXUSHEHHOro uukKna v
B3aMMOOENCTBUS C KITETKAMUM XO3AMHA.




MexaHUu3m
nepepauu
reHeTU4YeCKon
nHpopmMauum

OcHoBHble atanbl oT AHK K
benky B KneTke

~




KnioueBble aKcrnepMMeHTbl, NOATBEepAUBLLUNE CTPYKTYPY U PYHKLUN
HYKJIEUHOBbIX KUCNOT

PeHTreHOCTPYKTYpHbIX aHanus JKcnepuMmeHT Me3enbcoHa —
Pozanung PpaHKIvH Crans
\\ B 1952 rogy Posanung ®paHknuH B 1958 roagy onbIT N0 MapknpoBke
nony4una gortorpaduio CTPYKTypbl M30TONaMn nokasar
[OHK, koTopas cbirpana peLatoLLyto NONTyKOHCEPBATUBHbIA MEXaHU3M
\QODJ;;B [oKasaTenbCcTBe ABONHON pennukauum [IHK, noareepavs
nupany U NOHMMaHNU e€ CTPYKTYpbI. TEOPMIO TOYHOI'O KONnMpoBaHNA
N reHeTU4eCcKon NHGopMaLmn.

T
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CpaBHeHue: 1HK n PHK

CpaBHeHue knro4veBbiX cBoUCTB [HK v
PHK no cemu npmHUnnmanbHbIM
Npu3HakKaMm. CTPYKTypa caxapa, CTpOeHMe
LlenoYKn, OCHOBaAHUA, YCTONYNBOCTD,
doyHKLNN, MECTO CUHTE3A N POJSib BHYTPU
KNEeTKN.

[HK obecneynBaeT HageXHoe XpaHeHne
reHeTn4yeckon nHdopmauun bnarogaps
CTabunnbHOM CTPYKTYpPE N OCODBLIM
asoTUCTbIM OCHOBaHUsAM, Toraa Kak PHK
BbIMNOSTHAET pa3Hoobpa3sHble YyHKLUN

2 eﬂa\qm n perynaunm nHdopmaumm B

newke. \

~

.\\xﬁ

MpusHak

OHK

PHK

Tun caxapa

[e3okcnpnbosa

Pn6o3za

LlenoyeyHoCTb

[BOiHas

OpuHapHas

A30TNCTOE OCHOBaHue

TuMUH

Ypauun

YCTOMYMBOCTb

Bbicokas

CpenHsas

OcHoBHas hyHKUMA

XpaHeHne nHdpopmaumn

TpaHCKpUNums 1 perynsums

MecTo cuHTe3a

Appo

Appo n ymtonnasma

Ponb

Hocutenb HacnenCcTBeHHOCTU

MepeHoc 1 perynsums reHoB

Knaccunyecknuin dDMoxmmmnyeckmn cnpaBo4vHuk, 2023




['eH npencrtasnsaeTr cobon ydyactok OHK, kognpytoLmn
CUHTE3 KOHKpeTHoro benka nnu PHK, n asnsetcs
OCHOBHOW egunHULIEN HacneaCTBEHHOCTU, onpeaensoLlen
doeHoTUNMYecKkmne NPuU3HaKku.

eAM HA U‘bl B [TpoMOTOpPbI 1 TEPMUHATOPLI — PErynaTOpHbIE

nocnenoBaTeribHOCTU, KOTOPbIE KOHTPONMUPYHOT Ha4arno v
cCOCTaBe OKOH4YaHMe TpaHcKpunummn, obecneymBas TOYHYHO

HYKJIEUHOBDIX | *Poeoreiesprntssee
KUCNOT

Y NpOKapuoT reHbl YHacTo OpraHn3oBaHbl B OMEPOHbI,
NO3BONAS KOOPAMHUPOBATL 3KCMPECCUI0 CBA3AHHbIX
dyHKUMW, TOraga Kak y ayKkapmoT perynaumnsa donee crnoXHa

N MHOTOCTYyMNneH4arta.




[MpenmyLL,ecTBa HYKNIEMHOBbIX KUCNOT ANA XpaHeHua uHdopmal,

XnmMmu4yeckas
ctabunbHocTb AHK
obecneymBaeT
OOnroBpemMeHHoe
COXpaHeHune
reHeTn4yecKou
MHdopmaummn bes
3HaYUTENbHbIX
N3MEHEHUWN, YTO KPUTUYHO
Onst TO4HOro
HacrnegoBaHUA NPU3HAKOB.

Bbicokag TOYHOCTb
pennukaunm rapaHTmpyer
MWUHUMaJ1bHbIE OLLNOKW
Npun KONMpoBaHUU
MaTepuarna, a CUCTEMbI
penapaumn ncnpasBnsoT
NoBpEXOEHUS,
nogaepXxmBas
LEeroCTHOCTb reHoMa.

Cneuundonyeckme

MeXaHU3Mbl perynauum
NO3BOSIAIOT U3bMpaTenbHO

dKTUBUPOBATb INEHHbLI,

obecnevymBas agantauuio
N KOHTPOSIb KINETOYHbIX

doyHKLNN B OTBET Ha

BHELWLHNE N BHYTPEHHWE

CUTHAIbI.




Pa3Butue metonoB CeKBEeHUPOBaHUA HYK/NTIENHOBDbIX KUCHOT

MeTopn CaHrepa — peosouus B paclumdppoBke
AOHK

B 1977 rogy ®penepuk CaHrep paspabortan metoa
CEKBEHNPOBAHMS, OCHOBAHHbIN Ha UCMOMb30BaHU
LleNoYEeYHbIX TEPMMNHATOPOB, YTO BrMeEpBbIE MO3BOSINIIO
TOYHO OrnpeaenuTb NocreaoBaTeribHOCTb HYKITEOTUAOB.
OTOT noaxod ctan doyHaaMeHTOM A8 N3yYeHUs
reHOMOB.

CoBpeMeHHble TeXHONOrmu:
BbICOKONpoOU3BoAuUTeNIbHOE CeKBeHUpoBaHue
(NGS)

TexHornornm NGS obecneumBatoT ObICTPbIN K
MacLTabHbIN aHann3 reHoMoB, NO3BOMNSAA BbIABMNATb
MyTauun N aHanmanpoBaTb CIoXHble obpasubl. Ux
NMPUMEHEHNE BaXXHO ON1A AUarHoCTUKM 6onesHen u
Hay4HbIX UCCNeaoBaHUN Ha KIETOYHOM YPOBHE.




[MLUP — O6bicTpasa n ToyHaa metoamka
aMnnmMduKaunm KOHKPETHbIX
dparmeHToB [IHK, nossonsatoulas
NONy4YnTb MUNNUOHbLI KOMWUKU 3a
HEeCKOJIbKO YacoB Ansd ganbHeunwero
aHanusa.

CynebHasi meguumnHa Ucnonb3yeT
MUP ana naeHtndpmnkaumm nn4HOCTEN

no obpasuam AHK ¢ mecTa
NPECTYNNEHNS, NOBbILLIAA TOYHOCTb
nokasaTtenbHou 6asbl.

[TpnMeHeHne BKNoYaeT KIMMHUYECKYIO
OVArHOCTUKY MHMPEKLUUN, TaKMUX Kak
COVID-19 n B4, yto nomoraet
BbISIBNIATb BO30yaAuUTENEN HA paHHUX
cTaguax saboneBaHus.

B reHeTuKe MeTod NpUMEHAETCH ang
BbISIBIIEHUA HACcneaCTBEHHbIX
MyTaunm n TUNUPOBaHUS
3aboneBaHnn C LESbIO
CBOEBPEMEHHON NPOMUNAKTUKA U
Tepanuu.




Ncnonb3oBaHue HYK/IEMHOBbIX KUCNOT B reHHOU UH)XXeHepum
B S .

[ eHHasa UHXeHepus Co3gatoTcs TpaHCreHHble [Tpon3BOACTBO
mMaHunynupyet OHK c pacTeHusd, yCToONYuMBbIE K 4YeroBEe4YeCKOro MHCynmHa ¢
NMOMOLLLI PEPMEHTOB BpeanTensam u NOMOLLbIO reHETUYECKHN
pecTpukTas n nuras, HebnaronpuUATHbIM MOANMPULNPOBAHHbIX
NO3BOJASA Bbipe3aTb U YCNOBUAM, YTO bakTepun n Tepanus
BCTaBNATb reHbl An4 CNocobCTBYET NOBLILLIEHUIO reHeTU4YeCcKnx 3abonesaHnn
co3faHuA LeneBbiX YPOXXanHOCTU U OOCTUrarTCcAa BBeOEeHNEM
M3MEHEHNN B TeHOMe. YCTONYMBOCTU NCKYCCTBEHHO
CENbCKOX03ANCTBEHHbIX CKOHCTPYMPOBAHHbLIX FEHOB.

KYIbTYP.




PHK-nHTEpEPEHUNA — MEXAHN3M NOAaBEHNS
aKTUBHOCTW onpeaernéeHHbIX reHOB C MOMOLLbIO MasbiX
PHK, koTtopble cBs3biBatoTca ¢ MPHK u brnioknpytot eé
TPaAHCNALUUIO NN BbI3bIBAKOT pa3pyLleHne.

PHK-
MHTGpCI)epeHIJ, SIRNA 1 miIRNA — knto4yeBble MOJeKyIbl,

. OCYLLEeCTBNALME CenekTUBHOE BbIKNOYEeHMe reHoB,
NA. perynﬂ U‘Mﬂ obecnevnBasi TOYHYIO MNOCT-TPAHCKPUMNLIMOHHYIO pPerynsumio.
9KCnpeccumn

reHoB

OTOT npoLecc HaxoauT TepaneBTUYeckoe NPMMEHEHNE, B
4YaCTHOCTU, NS NogaBIEHUSA SKCNPECCUN OHKOreHOB U
3aMeaJIEHNS POCTa 3JT0OKAYECTBEHHbIX KINETOK B OMYXOnsiX.




HacnepcrteBeHHble 3a6oneBaHus, cBsi3aHHbIe C
HYK/IeMHOBbIMUW KUC/IOTaMM

MyTauum B reHax HYKIMeUHOBbIX KNCIOT
NPUBOOST K pa3fiMiHbIM
HacneacTBEHHbIM DOne3Hsam, Hanpumep,
MYKOBUCLMO03 0OyCnoBneH JedeKToM B
reHe CF TR, 4yTo 3aTparnBaeTt yHKLUIO
CITU3UCTbIX 0DOSIOYEK.

[1na guarHoCTUKM UCNONb3YyTCA MEeTobl
[1LIP n npamoro cekBeHnpoBaHu4,
NO3BOSIAIOLLIME TOYHO onpeaennTb
reHeTU4YeCckne N3MeHeHUs, YTO BaXKHO
ONs NPOrHoO3npoBaHUA U BblIOOpa
Tepanuu.




COBpeMeHHbIe nepcnekKTnebl U3y4eHUA HYKJIEeMHOBbIX KUCI

[lepcoHannanposaHHas PenaktupoBaHue reHoma buoTtexHonormn Ha
MeaunLUuHa pa3BuBaEeTCcA C NMOMOLLbIO OCHOBE HYKNeWHOBbIX

Ha OCHOBe aHanusa CRISPR/Cas9 oTkpbiBaeT KWCNOT pacLUnparoT
reHeTn4ecKoro npogouns HOBble BO3MOXXHOCTMW ONS NPMMEHEHNE B CENMbCKOM
nauuneHTta, obecneymsas KOppPEeKUUN reHETUYECKNX X03AUCTBE,

bonee aPPEKTUBHLIN U nedeKToB U co3gaHud KPUMUHANUCTUKE U
6e3onacHbIn nogbop MHHOBALMOHHbIX Teparumn. OVarHocTuke,

reyeHus. crnocobcTByd nporpeccy

BO MHOIMX obfiactax
HayKn N MmeguLUnHbI.




7 3aKJ1louyeHue: KjdyeBas
POJiIb HYKJ/1IEMHOBbIX
KUCNOT B 6MON1I0rMm u
MeauuuHe

HyknenHoBble KMCNOTbl — OCHOBA HaCEeACTBEHHOCTU U perynsauum
KNETOYHbIX MPOLIECCOB, 3HAHWE NX CTPYKTYPbI U PYHKUMIA KPUTUYHO OIS
MOHUMAaHNSA reHeTUKN, paspaboTkn COBPEMEHHbIX METOIOB ,EI,I/IaI'HOC
Tepanuu.




