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CoBpeMeHHbIe NpeaAcTaBNneHnsda O reHe
U reHoOMe

[eH 1 reHoM: OT Kofa 6e/lka K cucTemMe perynaumm



MoueMy cTapoe npeacTaBeHUe O reHe CTano C/lIULLKOM
NMPOCTbIM

DopMyrbl «OOUH FreH — OOUH NPU3HaAK» U «OOMH
reH — OOAWH 6effoK» y>ke He OOBbACHAIOT
HacneOCTBEHHOCTbL. Y UenoBeka NMilb OKosno 20—
21 TbicA4YM BENOK-KOOAMPYHOLMNX FreHOB, HO OefTKoB
HaMHOro 6onblue 6narogapsa CNOXXHOM 0bpaboTKe
PHK 1 perynmpoaHuio HK.




OTO YMCNO MOKa3bIBAET. OOMH reH He paBeH
OOHOMY Besfiky M MOXKET paboTaTb Kak 4YacCTb
6ofee CNOXXHOM CUCTEMbI PErynaLmn.,

MpoeKT «f[eHOM YerioBeKa»; CNpaBoYHble OaHHbIe
Ensembl/NCBI

20-21 TbIC.

6enoK-KoaupyroLwmx reHoB
U3BECTHO Y YeJioBeKa



Pa3sMep reHomMma y pa3HbiIX OpraHM3mMoB

B Paszvep reHoma, nap ocHoBaHWI
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Escherichia coli L POXOKK Uenosek [TweHnya

CnpaBo4YHble reHoOMHble 6a3bl NCBI Genome, Ensembl Plants; opneHTUpOBOYHbIE 3HAYEH WS

BonbLlon reHoM He 0b6s3aTesIbHO O3Ha4YaeT
6onee CNoXXHbl OpPraHM3M: Ha ero pasmep
BSINAIOT MOBTOPbI, HEKOAMPYIOLLME YYaCTKM
N NUCTOPUA DBOJSTIOLUN.

ConocTaBneHMe NOKa3bIBAET, UTO C/TOXXHOCTb
HKN3HNM HE CBOOAUNTCH KHYUNCTTY MNap OCHOBaHUM
B LHK.




CTpoeHuMe reHa B 3YKapUoOTUYECKOM KJeTKe

NpomMoTop

[TPOMOTOP PACMONIOXKEH Mepen y4aCcTKOM TpaHCKpUNLumnm

N CNY>XUT MeCTOM nocagkn PHK-nmonmmMmepasbl BMecTe

C PaKToOpaMM TPAHCKPUNUWMK, 3aaBagd Havyasio CYUTbIBAHWSA
MHDOPMaLNN.

Hayano n koaunpyoLlada 4acTb

[locne TOYUKWM CTapTa TPpaHCKPpUNUUMM CUHTE3npyeTca PHK,
B KOTOPOW KOOUMpPYoLWME YHACTKMN SK30HOB HECYT
MHPOoPMaL Mo ANna dyayLlero 6enKka n ero BapuaHToOB.

UHTPOHDbI U CMJTAUCUHT

NHTPOHbI He BXOOAT B 3penyto MPHK: oHWM Bblpe3atoTcsa
MNPW CNJIAMCUHIE, @ SK30HblI COEOUNHAKOTCH B HY>KHOM
nocriegoBaTeNbHOCTU, POPMUMPYA OKOHYATENbHbIN
TIDHH(‘I-(IDI/II'IT

TepMUHaTOpP

TepMMHATOP 3aBEPLLUAET TPAHCKPUMLIMIO M MOMOIaeT TOYHO
OTOENUTb OOUH reH OT cneaytoLlero, obecrneymBas
MPaBUNbHYIO FPAHMLY CYNTbIBAHMNA HACcCNeaCTBEHHOM
MHPOPMaLnNn.




OT IHK K Nnpu3HaKy

NocnenoBaTeNIbHOCTb MOJIEKYNAPHbIX 3TanoB: oT cuuTbiBaHna JHK oo npoaBneHUa HacneayemMoro npusHaka.

o Bbixoa
cTapt TpaHcKpunums npoayKT o6paboTka CnnancuHr coapesaHhe TpaxcnopT - A TpaHcnaums c6opka Moandunkaummn ekt




Hekoaupyowaa AHK u ee pyHKLUUN

Perynauusa reHoB

HekoounpyroLme y4acTKM cogep»KaT CMIrHasbl,
KOTOPbIE BK/IOYAOT U1M OC1abnatoT paboTy reHoB.
brnarogapsa asToMy ogHa 1 Ta e HK Mo)keT no-
PAa3HOMY PaboTaTb B PA3HbIX TKAHAX M Ha Pa3HbIX
CTagunax pasBuUTUS.

CTabubHOCTb reHoMa

[TOBTOP®bI, CNeLlManbHble NocnegoBaTe/TIbHOCTU
N YYaCTKW, CBA3aHHble C peMOoHTOM [IHK, mnoMoratoT
COX[PaHATb LLe/TOCTHOCTb reHoMa. VIX HapylLleHunsa

MOTYT MNOBbllLATb PNCK OLLUMOBOK NnPen aeJieHmMm KJITeTOK.

CTpyKTypa XpOMOCOM

YHacTtb HekogumpytoLlen [JJHK yyacTByeT B ynaKoBKe
HacneacTBeHHOIo MaTepumarna, MoMoraeT

dOopPMUNPOBaATb XPOMATUH M MOoOAePXKMBAET
MPaBUIbHYO OPraHM3aL Mo XPOMOCOM B A4pe KINETKMN.

Heb6enkosBbie PHK

[feHbl pPHK 1 TPHK He koaunpytoT 6enku,

HO HeobXxoaoMMbl ANg cuHTE3a 6enka. OHU
MOKa3bIBAOT, UTO PYHKLMOHaNbHaa JHK BKto4aeT
He TONMbKO MHCTPYKUMW 019 aMUHOKUMCIOTHbIX LLerneu,




OCHOBHbI@ TUNbI NocneaoBaTe/IbHOCTEU B reHoMe

Tun

PYyHKUUA

3HauyeHue

OK30HbI

KoaupytoT 6enok

OnpepenarT npusHak

IHTPOHBI

Bbipe3atoTcs npu cnjiaicuHre

Cospgatot BapmaHTbl PHK

[TpomoTOpbI
N IHXaHCcepbl

3anyckarT 1 ycunmsarT
TPaHCKPUNLUUIO

MeHSAT YpOBEHb 3KCNpeccum

PPHK, TPHK, noBTopbl

CuHTe3 6enka n opraHnsauus
reHoma

BNunAoT Ha CTPYKTYPY
N 3BOJTIIOLNIO

YuyebHble MaTepuarbl MO MOSTIEKYTIAPHOW reHeTnKe, 0606LLEHHbIE CMPaBOYHble AaHHbIE

Tabnnua NokKasbIBAET, YTO Pa3Hble YY4aCTKM
JHK BbINOMHAKOT pa3Hble PYHKLIMM M BMECTE
bOopPMUPYIOT PaboTy reHoma.

[eHOM — 3TO cMcTEMa B3aUMOOENCTBYOLLMX
nocrnegoBaTelbHOCTEN, @ HE TO/TbKO Habop
6enNoK-KOOMPYHOLWMNX PparMeHTOB.




Odona koaupymouwen n Hekoaupyviouweun AHK

B Konvpyrowas AHK [ Hekoanpytowas IHK

CrnpaBoYHble JaHHble MO reHoOMY YesloBeka; 0630pHblIe MaTepualibl FTEHOMUKMA

[Jayke HeboNblLlaa 009 KOOMPYOLLMX
YYACTKOB HE OTPa)aeT BCEW CTOXXHOCTU
reHoMa: 60/bllaga YacTb HAaCNeOCTBEHHOM
MHPOPMaLIMKM paboTaeT vepes perynaumto
M opraHm3auuto.

[MpeobnagaHme Hekoaupytowen OJHK
NOOYEPKMBAET, UTO BaXKHA HE TOJIbKO 3arnuchb
6efKoB, HO M yrpaBneHune nx paboTomn.




MyTauunun KaK UCTOYHUK HacneacTtBeHHOU U3MEeHYUBOCTU

Pa3Hble TUMNbl UBME@HEHUMN

MyTaunm ObIBAtOT TOYEYHbIMU,
BCTaBKaMW, geneumamm,
OynnmMKaumaMm m KpynHbIM U
NepecTpomKaMm XPOMOCOM.
OHWM 3aTparmBatoT

KaK oTaeNibHble 6ykBbl JHK, Tak
M 6onblUne pparMeHTbl reHOMa.
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Pa3HbI 6UMONOrM4YecKum
adpPeKT

OOHW MyTaLMKM MOYTU

He BMAIOT Ha OPraHm3M,
apyrme HapyLlatoT paboTty
6enKa Unn perynaumnto reHa.
NTOr 3aBUCUT OT MeCTa
M3IMEHeHMA, ero MacLuTaba
N YCNOBUI Cpebl.
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NMpuMepbl Anga YyenoBeka
N 6aKTepum

CeprnoBMOHOKMNETOYHAd aHeEMUS
N MYKOBUCLIMOO3 NMOKa3bIBaOT
HacleaCTBEHHble NOoCc/eacTBms
MyTaLWM, @ YCTONYMBOCTb
OaKTepPUIM K aHTUOMOTUMKAM —
KakK namMeHeHuma [I1HK nomMoratoT
BbI>XMBAHMUIO.

&

OcHoBa 3BONOUUMU

MyTauunm co3agaroT HOBble
BapWaHTbl HACNeaCTBEHHOMN
MHpopmMaummn. UMEHHO OHM
natoT MaTtepman

019 eCTeCTBEHHOIro oTbopa,
MNO3TOMY 6e3 HMX He Obl10 Obl
SBOJTIOLLMOHHbIX U3MEHEHWNM
nonynaumnin.




[eHOM YyenoBeKa KakK cucteMa BapuaLmn

OauHaKoBbI NOYTU BCe, HO He coBceM

[eHOMbI OBYX M1t0OeW COBMaaatoT MpMMePHO Ha 99,9%,

M UMEHHO 3Ta HeBOMbLUAA A0NA PA3TNYNIA OeNaeT KaXKgoro
YHWKaNTbHbIM. Ha XpoOMOCOMax TakMe BapmaHTbl BUOHDbI

Kak SNP, a TakXKe KaK 6bonee KpyrnHbie MepecTpoOmKn, KOTopble
MEHSIOT PaboTy NrEHOB U X OKPYXKEHUS.

Korpa MeHsieTca YMCNO KOMUM y4acTKa

CNV — 3T0O BCTaBKU UK nMoTepm 6onee KPYnHbIX
dparmeHTOoB HK. OHM MOrYT MOYTU HE MPOABNATHCH
BHELLUHE, HO MHOIMOAa 3aMeTHO BMAOT Ha pPasBuUTME, obMeH
BELLECTB M PUCK 3aboneBaHMN. Ha cxeMe Takme y4acTKuU
YyOOOHO BblAeNATb OTOENbHbIMU LIBETAMU M METKaAMMW.

CTPYKTYpPHbIE€ BapUaHTbI
U UX nocrieacTeus

MHBepCcun, geneumm 1 TPaHCNOKaLMM 3aTParnBatoT yyKe
He ogHYy BYKBY, a Liefnble oTpe3ku reHoMa. OgHU U3 HUX
HapyLUuatoT paboTy reHoB, Apyrue AatoT NPenMyLLLEeCcTBO
B KOHKPETHOW cpeae, MO3TOMY reHOM YesloBeKa HY»XXHO
PaccMaTpmBaTb Kak AMHAMUYHYIO CUCTEMY BapUaLIMNA.




KaK MeHaJIUCb TEXHOJIOr'MUN UTEeHUA reHoMa

] YpoBeHb TeXHONOrMYECKUX BO3MOXKHOCTEI]

O606LeHMe NO AaHHbIM 0630P0OB METOAOB CeKBEHMpPOBAaHUA [IHK 1 reHOMUKK, akTyanbHO Ha 2024
rog

Ka)kgoe HOBOe MNMoKoeHe MeToa0oB
PaACLWNPAIIO HE TOJIbKO CKOPOCTD,

HO N ONala30H 3ada4. OT UTEHUAHA OTOEJ1bHbIX
CbpaFMeHTOB 1O aHaJIN3a CITOXHbIX
nepecrtpoexK KNeTOYHOU HeEOOHOPLOOHOCTMW.

TpeHO oveBUMOEH: CEKBEHUNPOBAHME CTao
ObICTpee, gelleBnie 1 TodHee, a FreHOMHbIW
aHaANM3 — OOCTynHee ONga KIMHUKN

N MccnegoBaHUMNL




Kak aHanmM3mpyloT reHoMm B MeaAMLUMHe

CxeMa KJIMHNYECKOro reHoOMHOro aHasim3a: oT 6MoslIorM4yecKoro o6pasua Ao UHTepnpeTauum pesynbraTta

B ANarHOCTUKe U Teparimnu.

BbigeneHne

BuonHbopmaTuka NHTepnpeTauusa
IHK dop prnpeTal




dnUureHeTuka: oamHakoBasa [1HK, pa3Hble KNeTKu

MeTunuposaHue JHK

XuMmyeckme MeTtk Ha JHK MoryT cHM>XaTb MU YCUTUBATb
AaKTUBHOCTb NreHOB, HE MeHdAA caMy NMocnegoBaTe/IbHOCTb. TaK
KNEeTKa «3alMoOMUNHAET», KaKMe MporpaMMbl HY>KHO Oep»KaTb
BKJ/TFOYEHHbIMW, @ KaKMEe — NogaBaTb.

TMCTOHbI 1 YNAKOBKaA

Mooundunkaumm rmCTOHOB M3MEHSAIOT CTEMEHb YMAaKOBKM
XpoMaTuHa. Ecnm ydactok [JHK gocTyneH, reHbl nerye
CUNTbIBAIOTCH,; €CJZIM OH MJIOTHO YMNaKoOBaH, TPaHCKPUMLLMA
3aTPyOHSAETCA M KNeTKa paboTaeT Mo ApYyromMy CLeHapuio.

Perynauua PHK

HekoTopble PHK He KOOMpPYIOT 6eMKN, HO YN paBAatoT
AKTUBHOCTbIO ApYrnxX reHoB. OHM MOMOratoT TOHKO HACTpPaMBaTb
PabOTYy KMETOK, MO3TOMY HENPOH, MblLLeYHas KeTKa M K1eTKa
KOYXXWM MMEIOT pa3Hble QYHKLMN.




[eH, XpOMOCOMa U reHOM: KJ1loueBble pa3/In4ume

ConocTaB/IeHNE TPEX YPOBHEN

HacneacTBEHHOM MHPOPMaALLMM MOMOraeT
He NyTaTb JIOKanbHbIM y4acTok O HK, MoHsATHKe MacwTab Mpumep
CTPYKTYPHYIO eONHULLY YNMAKOBKW N MOSTHbIW
Habop reHeTMYeCcKoro Matepmana. [eH yyacTtok AHK reH MHCY/NInHa

[eH, XpOMOCOMa 1 reHOM OTHOCATCH Xpomocoma monekyna HK 21-51 Xxpomocoma
K pa3HbIM YPOBHAM OpraHmn3aLmnm

HacneacTBEHHOM MHPOPMALMKU [eHoMm BeCb Ha6op [HK reHoM YesioBeka
M OMUCbIBAOT HE OOQHO N TO XKe.

Ba3oBble onpeaeneHna MoneKynapPHOM GMONOrMmM U rEHETUKMN




[eHOMUKa B MeAUNLIUHE U CeJIbCKOM XO39UCTBE

HacnencrBeHHblIe 60ne3HuU

AHanmM3 reHoMa NoMoraeT HaxoOunTb MyTaLM, CBA3AHHbIE C peOKNMK
HacneacTBEHHbIMKM 3ab01eBaHUAMU, eLE 00 NOABIeHUA TAOXKENbIX
CUMMTOMOB. ITO MOBbILLAET TOYHOCTb AMATHOCTUKU N MO3BOAET paHbLUe
HayaTb HabNOeHME UK NTedYeHne.

NMNop6op Tepanuu

B dapmMaKoreHeTMKe reHOMHbIE OaHHbIe MCMOMb3YHOT 419 Bbibopa
NeKapCTB N AO03MPOBOK. TaKOWM MoAX0od CHUMMXXAET PUCK MOBOYHbIX 29DPEKTOB
M MOMOTaEeT YYUTbIBAaTb MHOMBMAOYATbHbIE PA3IMYMNeA B peakLmm

Ha eyeHume.

OHKONnornsd

B onyxoneBon TKaHM reHOMMKa BbIABAAET MyTaLMKM, KOTOPbIe
NoanepPXXMBatOT POCT PaKa. DTO MOMOraeT BbibMpaTb TapreTHble
npenapaTbl, OLLEeHMBATb MPOrHO3 1 OTCNIEXMBATb M3MEHEHWMA OMYXOSTN
B XOo4e Tepanuu.

Cenekuuma m arpoGMonoqu

Y pacTeHUMM N XXMBOTHbIX FTEHOMHbIE MapPKepPbl YCKOPAKT OTOOP
MOIe3HbIX MPU3HAKOB: YPOXaMHOCTU, YCTOMUYMBOCTU K 6ONe3HAM,
3acyxe M opyrum ctpeccamM. Cenekuma CTaHOBUTCA ToUHee 1 bbicTpee.




[Oe reHOMMUKA Y)XXe AAET NpaKTUu4YecKum asdpodbeKT

B (pakTuueckuii adhdoekT

Gef’*'E‘"{““l‘w;!h v

O606LeHMe HanpaBneHnM NPUMeHEeHNa FreHOMMKM MO y4ebHbIM 1 0630PHbIM MaTepmanaMm, akTyanbHo Ha 2024
ron,

HambonblUyto LEHHOCTb NTEEHOMHbIE MeTOoAbl
OatO0T TaM, rae HY»XHO ObICTPO COMOCTaBUTb
MHOYeCTBO BapUMaHToB IHK ¢ KNMHNYECKNM
NN XO3AMCTBEHHbBIM PE3Y/IbTAaTOM.,

[eHOMWKa 0COBeEHHO apdPeKTMBHA B 3aga4ax
PaHHEero NomckKa MyTaumMm, MOHUTOPWHIA
MaTOreHoOB W NEePCOHANMN3NPOBAHHOIO

BblOOpa peLleHMN.




STUYeCcKune Bonpocbl paboTbl C reHOMHbIMU AaHHbIMW

KoHbupaeHUManbHoOCTb

[eHOMHaa MHbOPMaLMA MOXKET PacKpPbiBaTb HE TONTIbKO OCOBEHHOCTU
yenoBekKa, HO U cBegeHMa O ero poacTBeHHMKax. [1o3ToMy OaHHble
HY>KHO XpPaHWUTb U NepeaaBaTb OCOBEHHO CTPOro, C HaaéXXHomn
3alUMTOM gocTyna.

MHPopMUMpOBaHHOE corfnacue

I_IepeJ:L TEeCTNPOBaHNMEM HeJTOBEK OOJDKEH NOHMMAaTb LEJ1b
NncerneagoBaHMd, BO3MOXHbIE pe3y/ibTaTbl N Or'pPpaHNYEHINHA
MHTEpnpetTaumnin. OTO BaXXHO, MNOTOMY HTO cnyqal?lele HaXOOKWM MOTYT
OKa3aTbCH NMCUXOJNNIONrM4YeCK1 N opnagmny4eCkKkm sHa4ynMMblMU.

PUCK AUCKpUMUHaLUUNU

[eHeTnYecKMe JaHHble He OO/HKHbI CTAHOBUTbLCA OCHOBaHMEM

019 OTKa3a B paboTe, CTPaxoBaHMM UMK obydeHnn. MHave Hay4Hasd
MHPopMaLMa NpeBpPaLLaeTca B MHCTPYMEHT COLLMaNIbHOIO
HepaBEeHCTBa.

FpaHULIbl peAaKTUPOBaHUA

OCOBEHHO OCTPO OBCYKOAKOTCA BMeLLATENbCTBA B 3apO4blLLUEBYIO
VMHUIO, MOTOMY YTO MX MOCNeacTBUA MOMyT nepeaaBaTbCcs
MOTOMKaM. 340eCb HY>XHbl HAy4YHaa OCTOPOXXHOCTb M OOLLECTBEHHbIN
KOHTPOb.




PepaktTnpoBaHue reHomMa: BOSMOXHOCTU U OrpaHU4YeHus

CxeMa oTparkaeT TUNUYHbIN pabounn unkn CRISPR-peaaKTUpoOBaHUSA U 3Tarbl NPOBEPKU pe3ysibTaTa
B 1a60OpaTOPHOMU NMpPaKTUKe.

3 CRISPR- [locTaBKa PepaktnpoBaHue MpoBepka
On3anH BBeOeHne [ocTtyn KOHTPOJ1b
cuctema B KNEeTKy OHK pesynbTaTa




[eHOM KaK fA3blK
HacleacTBeHHOCTU

CoBpeMeHHada reHeTUKa NOKa3bIBAET, UTO reH — 3TO

He TONTbKO Kof, 6eika, HO U CTOXHas CUCTeEMa perynaumm.
[TOHMMaHME reHoMa KaK OMHAMUNYECKOWM CETU OTKPbIBAET
NyTb K TOYHOM MeanuUmnHe, 3pPpeKTUBHOW cenekumm n bonee
rMyO6OKOMY N3YYEeHUIO HAacIeaCTBEHHOCTW.




