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HeBUpycHble peTpoTPaHCNO30HbI

HeBUpPYCHble PeTPOTPaHCMNO30HbI B reHoOMe
mnekonutatowmx: LINE v SINE

» LINE: Long Interspersed Element — o2iMHHbIe
ANCNeprmpoBaHHblE 31EMEHTbI, ATMHON A0 6
K6, obpa3ytot 10 noacemencts

(B reHome yenoseka 600 000 camtos LINE)

» SINE: Short Interspersed Element - KopoTKkue
ANCneprnpoBaHHble anemeHTbl, AnnHou 300
n.o., obpa3ytoT 0aAHO HoNbLLUOE CEMENCTBO

(B reHome yenoseka 1 500 000 camtos SINE)




PacnpocTpaHeHue B reHOMaXx

* HeBUpPYCHbIe PeTPOTPAHCNO30HbI BCTPEYAIOTCA
VY NPOCTEULLNX, HACEKOMbIX U PaCTEHMIN, HO B
M306mMANN - B reHOMax BbICLLUNX 3YKAPUOT U
ABNAKOTCA XapPaKTEPUCTUKOU FrEHOMOB BbICLUUX

* HeBUpYCHbIe PEeTPOTPAHCNO30HbI
HaKanaMBaAUCb B FEHOMAX BbICLLUX 3YKapUOT B
npoLecce 3BONOLUUM MyTEM KONUPOBAHMUA
nocnenoBaTeNbHOCTEN N BKAOYEHUA UX B
HOBbIE CaUTbl



CnocobHOCTb K NnepemeLleHuto B reHome

Hesu PYCHblIe PeTpOoTPaHCMNO30HbI NOAPA3AENAIOT:

aBTOHOMHbIe — KOAUPYIOT pepMeHTbl, Heobxoanmbie
NN PETPOTPAHCNO3MNLUN

HeaBTOHOMHbIE — HE KOAUPYIOT pepMeHTbI ANA
NnepemeLL,eHns B reHoMme

* LINE anemeHTbl ABNAKTCA aBTOHOMHbIMM
PEeTPOTPAHCMNO30HAMM, KOTOPble KOANPYIOT
depmeHTbl 4nAa cObCTBEHHOrO NepeaBUXeHUS

* SINE snemeHTblI NpuHagnexaT K HeaBTOHOMHbIM
PETPO3/IEMEHTAM U 3aBUCAT OT aKTUBHOCTM BENKoB.,
KoanpyembiX LINE anemeHTamu




e O6bwaa cxema LINE:

Pr
—— . ——AAAAD>
SUTR orF1 OrRP2 3'UTR

LINE >

* Cpeau LINE Hanbonee nssecteH L1, oH Bnepsble
obHapyxKeH npu aHanmn3le [IHK yenoseka ¢
reHeTU4YeCKMUM HacneacTBeHHbIM 3aboneBaHuem

 O6blyHO L1 y TaKMX NALUMUEHTOB BKAOYEH B reH,
YTO Bbl3blBaeT OTK/IOHEHWUE, HO OTCYTCTBYET Y
obounx poantenen



CtpyKtypa L1
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Koaupytowuia
pervoH

A/T 6oratbi
pernvoH

Mpambie Pr, Stop- |
NOBTOPbLI KOAOHDI,
1K6

L1 - navHa 6 kb:

5’ HeTpaHcnpyembin pernoH — Pr-npomoTtop ana PHKI I
Kogupytowmii permoH BKAO4YaeT 2 pamMmKu CYHUTbIBAHUA:

- ORF1 koaupyet PHK-cBA3biBatoLWwmm 6enok
- ORF2 KoaupyeT sHAOHYK/1ea3y C aKTUBHOCTbO 0bpaTHOM

TPaHCKPMNTa3bl

Ha 3’-KoHue - A/ T-6oraTtasa obnactb




PeTpoTpaHCNoO30H L1 :

= L1 - B reHomMe YyenoBeKa BbiaBneHbl 6bosee 500 000
Konun L1, yto coctasnset 0o 17% ot AHK reHoma
yesi0BeKa

" bonbwKnHCTBO L1 B reHOMe YenoBeKa
GYHKUMOHANbHO HE aKTUBHbI, OHMU YKOPOYEHbI € 5'-
KOHLLA, UMEIT BHYTPEHHME NepecTaHOBKN NN
MyTauuun, n Tonbko Ao 80 Konun Ha 1 aaepHbIn
reHOM CMOCODOHbI K NepeMELLEHUNIO

" L1 aBnAeTcA OCHOBHbIM MCTOYHUKOM O6pPaTHOM
TPAaHCKPMNTa3bl B reHOME Yen0BeKa




L1/Homo sapiens (L1/Hs ):

 KNOHUPOBAHbI NOZIHOPA3MepPHbIe "aKTUBHbIE'
kKonun L1/Hs n onpeaeneHbl X CTPYKTYPHbIE
XapPaAKTEPUCTUKM

 AKTUBHbIE L1 cnOoCObHbI BbI3biBaTb MyTaL UK,
HacneacTBeHHble 3aboneBaHuA

 HeaKTUBHbIE KONUK obecnevynBatoT
nonnmopdumnsm [IHK n asnatoTca cantamm ana
pekombunHaumm, NpnBOAALLEN K NEPECTPONKAM
- Aeneymnam nam BCTaBKam
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PHK

O6paTtHaa TpaHCKpuNuuA
conpsA)XeHa € y3HaBaHUem
mecTa BCcTpamBaHua L1
TpaHcnopT
L1-puboHyKNeonpoTenHa
B A4APO:

e Inccoumaumna ORF1 6enkKa
e[TouCK cavta BCTpanBaHUA
ePa3pe3aHue cavrta
BCTpauBaHuA, rubpuansaumsn
polyA xsocta PHK c onuroT
CaMTa BCTpaMBaHUA

oCtapt OT, anoHrauma KAHK
ePa3pe3aHuMe BepxHEU HUTH
B CM

e3aBeplLUeHUe CUHTEe3A
BTropou uenu KAHK,
penapauua gynankauum
CanTa BCTpanBaHMUA.




CoOoTHOLLEHUEe MeXKay peTpoTpaHCNno3oHaMM B
reHome 4yesioBeKa

CuKBeHC noKasbliBaeTt
npemmyLiecTtBeHHoe
pacnpocTpaHeHue
HEeBUPYCHbIX
PeTpoOTPAHCNO30HOB B
reHomax BbICLUUX

KonnuecreBeHHoOe npenmyLL,ecTBO HEBUPYCHbIX PETPOTPAaHCNO30HOB
AO/IXHO OTPaAXaTbCA Ha CTPYKTYpe n GYHKL UM reHoMa



L1 B reHOMe yenoBekKa:

° L1 makcMmanbHO aKTUBEH B HEPBHbIX KN1eTKaxX roJIoBHOro
mo3ra (86,1 mapa HenmpoHoB 1 84,6 mapa HEUPOT/TUN )

* PervoHbl MO3ra XxapaKTepm3yroTCA BbICOKMM COAEPHKAHNEM
cCoOMaTU4eckux BctaBokK L1 - konnyectso aocturaet ao 800
Konuu Ha 1 KneTKy mos3ra

* [lepeaBukeHune L1 nponcxoamT B aKTUBHO
TpaHCKpubupyembix obnactax IHK ronoBHOro mosra (reHbi
PEeLLenTopoB M PeryiaTopoB CUHANTUYECKOM nepeaayn)

* OT peTpoTPaHCNO3NLUN MODUNbHbBIX 31EMEHTOB B TKaHAX
rO10BHOIrO MO3ra MOTYT 3aBMCETb MHAMBUAYA/IbHbIE
JIMYHOCTHbIE XapaKTePUCTUKMN, 0CODEHHOCTU XapaKTepa,
afanTUBHbIE peaKkLmnu

* AKTUBHbIE £O6Hapy)+(eHbl B COMaAaTUHECKUX TKAaHAX Ye/10OBEKA.
CRe/NIETHbLIX MbllWluUaX, cepaue n nevyeHn,




HoBaa KoHUenuua MmoneKynsapHbIX OCHOB BbiCLUEW
HEpPBHOW AEATE/IbHOCTU

PeTtpotpaHcno3unuusa L1 obecneunt Kaxxaomy
HEMPOHY MHAUBUAYANbHDbIA TPAHCKPUNTOM B
3aBUCMMOCTM OT MeCTa BCTPanBaHUA B reHOMe
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dopmunpoBaHue YHUKaJbHbIX HEMPOHHbIX
ceTen N1eXX1UT B OCHOBEe MHAUBUAYAbHOCTHU
- noseaeHusn »
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AKTUBHOCTb L1 cBA3aHa Cc naTtonoruen:

» OTO NOKa3aHo ANA pAaa HEBPOAOTUYECKUX
3abonesBaHum (BKNOYAA WN30PPEHULO)

» BblcOKaa aKTUBHOCTb L1 XxapaKTepHa AN TNHUM
PAKOBbIX KNETOK

MexaHn3ambl B ocHoBe L1-natonoruu:

* AKTUBHble L1 cnocobHbl BCTPanBaTbCA B HOBble CaUTbl
1 BbI3blBaTb MyTaLUW

* JHAOHYKNea3a peTpoTpaHcno3oHa L1 morkeT
BbI3bIBaTb ogHouUeno4yeYyHble pa3pbiBbl JHK

e HetpaHcampyemana obnactb L1 cnocobHa BAMATbL Ha
TPAHCKPUMNLUIO COCEAHUNX FEHOB

 TaHOEeMbl U3 HEaKTUBHbIX Konun L1 moryt npnBoauUTb
K olwmnbKam B peKoMbUuHauum




LINE cBA3bIBalOT CO CTAapeHnem opraHnuima

* [loBbilweHne akTuBHOCTU L1 HabatogaeTcs B
CTapelolmnx TKaHAX: yBeNnYnBaeTca YacToTa
nospexaeHnn AHK n mytareHesa, Bbi3BaHHbIX L1

* AKTUBHOCTb L1 noBbllWlaeTcAa B cTapelowem mo3sre
M cnocobCcTByET PAa3BUTUIO BO3PACTHbIX

NaTO/IOMNIN, CBA3AHHbIX CO CTAPYECKUM
cnaboymmem




3awmTa reHoma ot L1:

* B KNeTKax umerotca mexaHM3mMbl ANA nogaBneHuaA
PEeTPOTPaHCNO3NLNN N aKTUBHOCTK L1

* Kaxaomy M3 3Tanos XM3HEeHHOro umkna L1
NPenATCTBYIOT PAKTOPbl FEHOMA-X03AUNHaA:

] nopaBneHue aKcnpeccumn reHoB
] mexaHn3Mbl 3aLLUTbI OT BUPYCOB
J miPHK

] akTMBauua ayrodarmm




[MopasneHune sKkcnpeccum L1:

B monoabix Knetkax 6enok SIRT6 nrpaet Knto4veByto
PO/1b B Noaaep*KaHUM HeaKTUBHOIo coctoAHMA L1
nyTem ynakoBKW PeTPOTPaHCMNO30HOB B
HEeAOCTYNHbIN ANA TPAHCKPUNUUKN FreTepoXpoMaTmH

benok SIRT6 cBA3biBaeTcAa c npomoTtopom L1 n
3anycKkaeT cOopKy 6es1KoB reTepoxXxpomMaTMHA B 3TOM
PErnoHe

[1oNONHNTENbHO XPOMATUH NOABEPraeTcs
3NUrEeHETUYECKUM MOANDUKALMAM, KOTOPbIE TaKXKe
6hoKnpytoT akcnpeccuto L1

Korpa 6enok SIRT6 noknpaet L1, npomoTop
0CBObOOXKAaeTcA U HaYMHAEeTCA SKCnpeccus
PEeTPOTPAHCMNO30HA




SIR‘]’G.an enzyme encoded by a well-known
. ed gene, represses the expression
of L1 Iwhhdlngto the 5" untranslated region (5°
UTR) of the retrotransposons and packaging
- them into transcriptionally repressive
heterochromatin.
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Mouck nyten ona nopasneHuUs
peTpoTpaHcno3uuum L1

* [Mnepakcnpeccna reHa 6enka SIRT6

* Acnonb3oBaHWE MHIIMBUTOPOB O0OpPaTHOM
TPAHCKPUNTA3bl

* [MToBbiweHMe akTuBHOCTU benka SIRT6 Ha
TepaneBTUYECKOM YPOBHE - HU3KOKA/IOPUNHASA
ANeTa, CHNKeHMne ynoTpebneHuns roKo3bl,
nosbiweHne buoaoctynHoctn NAD+ (HUKOTUR-
aMuna-aaeHUHAUHYKNeoTua)
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SINE - peTpoTpaHCNO30HbI

* B reHomax ayKapunoT obHapyKeHbl Nnepeasuratomecs
NHK-Konuun pasHbiX TMNOB KNneTovHbiX PHK — 3710 SINE-
PEeTPOTPaAHCNO30HDbI:

TPHK, MuPHK (7SL PHK, 4.5S PHK), mPHK

* B reHOMax ayKapmoT Hapsaay C NePEHOCOM
nHdopmaumm ot AHK K PHK npoucxoamt obpaTHbIN
npouecc, ot PHK K 1HK, T.e. ee BO3BpalleHne B reHOM
B BUAE PEeTPOTPaHCNO30HOB

* Y MNEKONUTAOLWMX MOLLHOCTb BCTPEYHOro NOTOKA
mHpopmaumnmn ot PHK K IHK coctasnaet >10% ot
reHomHoun 1HK




PUBOCOMA SINE LnuTonnasma
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iV aanl 4 NMommnmo cobcTBEeHHbIX
Konuu LINE anemeHTbI
CcnocobHbI K TpaHcno3numumn
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Sy APYruX TPaHCKPUMTOB: B
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> MOOUIbHbIX 3/1IEMEHTOB
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TSD TSD

TSD (Target Site Duplication) — aynankauma caitTa MULLEHU
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CooTHoLWIeHMe A/IMHbI Pa3/IMYHbIX TUNOB
PeTPOTPaHCMNO30HOB

Tyl ! copio retrotransposon

~F kb

LINE

| SINE

poly(A)

_:L ~0.3kb




e SINE oTHOCATCA K Hanboee BbICOKOKONMUUHbBIM
ANCNepPrupoBaHHbIM noBTopam B reHome (1.5 maH)

e CtpyKTypa SINE otimyaeTtca BapmnabenbHOCTbIO, T.K.
nna obpaTHOM TPAHCKPUNLUMKM UCMONb3YHOTCH
pa3nnydHblie PHK — TPHK, mPHK, pPHK, muPHK

* Obwana cxema ctpoeHma SINE:

Pr
—{Al—{B | appAD

v' SINE OKpy»eHbl NpAMbIMM NOBTOPamMu: - [>

v Conepr<at A/T obnactb Ha 3’- KoHUe

v He conep»aTt reHoB 6e/1IKoB A8 TPaHCNO3MLUK

v ConeprKaT BHYTpeHHMe npomoTopbl A- 1 B- obnactu



* K SINE oTHOCAT npoueccupoBaHHbIe NCeBAOreHbl,
NHK-Konun mPHK nocne cnaancmHra v
nonnaaeHnnnpoBaHmAa. OHU He cogeprKaT
MHTPOHDLI U cogepKaTt poly(A) Ha 3’- KoHUe.

* MaTpuua ana KonnmposaHMAa — 3penaa mPHK,
KOTOpaA 4aCTo coaepKaT CTON-KOAOHbI U Aeneuunm

* ONaHKUPOBAHbI KOPOTKUMU NPAMbIMU
nosTopamun- 3To CM anAa BCTpanBaHUA B reHOM

NPOLLECCUPOBAHHbIE [, , , , AAAA >
ncesAoreHbil exonl exon2 exon3 exon4




Fxaon | Intron 1 Fxom 2 Imtrowy 2 Fxom 3

[E |

leH

l TpaHcKpunuumA
MepBUYHDbIN
TPaHCKpUNT

CnnavcuUHrm
noaAnageHnAInpoBaHue

I | AAAA

O6paTHaA TpaHCKpUNTasa u
WHTerpasa BCTpauBaloT B

- HOBbIN CaNT
NPOL,ECCUPOBAHHbDIN

ncesaoren 1 —

— —

dopmMmupoBaHUe NpoLLECcCCMPOBAHHOIO NcesBaoreHa. [eH coaep»KuUT Tpu
9K30Ha 1 ABa MHTPOHA, KOTOpPble YAANSAOTCA NPU CnAaUCUHre U K 3'-
KoHuy MPHK pobasnaetca nonu(A)-nocnenoBatebHOCTb.

O6paTtHaA TpaHCKPUNLUUA U MHTerpauma cnocobCcTBYOT BCTPAMBAHUIO
ncesgoreHa B reHOM, KOPOTKME NMpAMble NOBTOPbI B CalTe BCTPanBaHUSA
0b6pa3yoTcs BO BpeMA UHTErpaLuum.



PeTporeHbl

* Ecnm SINE-peTpoTpaHCNO30H NPaBUAbHO
npoueccnpoBaH n ero [HK-Konua coaepXut
OTKPbITYIO PaMKy CYUTbIBAHWUA, TO Nocne
TPAHCKUMUWUU U TPAHCNALUM BO3MOXKHA ero

sKcnpeccus

* Takue SINE-peTpoTpaHCNO30HbI Ha3biBalOT
peTporeHamwm



TpaHcno3unuuna SINE

1. SINE — 3TO HeaBTOHOMHbIE 3/1eMEeHTbl, ICNO/Ib3YIOT
¥Un3HeHHbIN unKn LINE gna TpaHcno3snumnm

2. B otainune ot LINE-anemeHTOB SINE
TpaHcKpubupytotca PHKI 1l (A u B npomoTopbl).

SINE
YY4CTOK MPOMOTOPa KOPOBBET YYATOK, rOMOJIOTHYHB I
LINE TPHK  goven  3'-xomny LINE
5 Ky T TS S LSS 3
?r — J— ; . p—
*Tpanmpnnuun Tpanckp HOIHSA
T AR W P S N S B W A L W e laVataTatataveaRoWaNp R WERNaY, © © " " T U Sl
Toanc e Oo6paruan
PRECTHIL TPAHCKPHIOTA3A

CBs3bIBAHHE

3 -KOHUEeBOH :

NOCJIeIOB AT eJILHOCTH

(= LIS s a2 T W N W Wy oW o W W W W W W

1 *Cnm‘es rJIHK Cunres kJTHK

H HHTerpamHs H HHTerpanHs




Alu-anemeHTbl (SINE)

JAlu wmpoKo npeacrasieHbl B reHOME YeloBeKa
- 1000 000 cautos (10% ot reHOMa)

1 Alu coaep»<aTt canT ana pectpukTasbl Alu 1

_l Alu nokanmnsoBaHbl NpenMmyLLECTBEHHO PAAOM C
reHamMmu, B UHTPOHAaXx, caTennnTax, B Knactepax
reHHbIX CEMEMNCTB B MeMXKreHHbIX yYacTKax

] Bce Alu-anemeHTbl roMmonormyHbl reHam 7SL
PHK, B reHome 4yenoBeKka 3 pyHKUMOHA/IbHO-
aKTUBHbIX reHoB 7SL PHK

1 Alu BnepBsbie o6Hapy*eHbl Npu aHanmse AHK
naumMeHTa c HempodpnubpomaTo3om, y KOTOPOTO
nponsowna mytauma B NF-reHe




[€H IM30UMMa U ErO OKPYKEHME

< 50-60 kb >
Mo mRMNA Lysozyme Mo mRMNA
A, e i,
r W kT L]
A BN I Moo N I
Alu-peTpoTpaHCnoO30HbI Alu-peTpoTpaHCNO30HDI

OguHouHbIN TeH nusoumma (15 kb) n ero okpykeHue B reHome
LbINJIEHKA, COCTOUT M3 4-X 3K30HOB (CMHME) 1 3-X NHTPOHOB (CBETAbIE),
KpacHble CTPenKku yKasbiBatoT Ha noBTopbl Alu-peTpoTpaHCNO30HOB B
OKpPY*KEeHUU reHa




Alu-anemeHT

?n ; ——TQ
| NMpAamble
Mpamble NOBTOpPbI

NOBTOPbI NeBbiit PHK- Npasbiit PHK- Monu(A)
POACTBEHHbIN pPOACTBEHHbIN
per1oH pervoH

Alu-anemeHT coctont n3 apyx 7SL PHK-noaobHbIX, HO
PA3/INYAOLLMXCA MOHOMEPOB (1€BOE 1 NPaBoe nae4yn),
coegunHEeHHbIX A-boraTbiMm TIMHKEPOM, KOTOPbIN

obpa3oBanca Npm CANAHNN «ro10Ba K XBOCTY» ABYX
pa3nnyHbIX Alu-moHomepos




human Alu mouse B1 | 3 cnaHCUA reHOMOB

sequences sequences
| |
. LLI
© 000,000 woooo | 1E/IOBEKA M MbiliN
copies copies Alu and B1 snemeHTamu,

06a 3BO/IIOLMOHMPYIOT OT
reHa 7SL PHK, KoTtopbiu
Koaunpyet mu, PHK.

O6a, Alu and B1 anemeHThlI,
MHOTOKPATHO KOMUPYIOTCA
HEe3aBMCMMO OT NPUPOAbI
reHoma

N
(85

JSL ANA

millions of years ago
A

-~
o

TSL RNA

Alu-anemeHTbl de nOovo NOABAAIOTCA C BbICOKOM YaCTOTOU: reHOM
ogHoro u3s 20 HoBopoOXKAeHHbIX byaeT HecTu HOBYIO MHcepuuto Alu, B

TO BpemsA KaK HoBaA nHcepumsa LINE (L1) noasnsaeTtca B reHome ogHOro
uu2 50 HORONDOMW NOHUHRKIXY




CpaBHeHue noKanmsauum Alu n L1 B 6erta-
rnobMHOBOM KaacTepe reHoB Ye/I0BeKa U MbiLlUu

human PB-globin gene cluster Yenosek
. 6 ._,n
[ | N
e ‘”’l 1 lﬁfl
mouse -globin gene cluster MblLWb

E

T 10 1 uqm T

10,000

muclsotide pairs

Y yenoseka: Alu 3enenbie, L1 KpacHble (13:11)
Y mbiwn: B1 (Alu) ronybeble, L1 kentble (7:22)



SVA — peTpOoTpPaHCNO30HbI

L PA
— [5'UTR|  ORFA ORF2 3 UTR| AAA—>
Alu

- [:Ié;ftmiigme_r A-rich | Right monomer |AAA =

SVA pA

—» | (cccTCT), [ Alu-like [ VNTR | HERV-KIO-like | AAA—>

SVA-peTpoTpaHCNnoO30Hbl BKAYaloT CT-6oratbit nosTop, Alu-
nocnepoBaTeNIbHOCTU, TaHAEeMHble noBTopbl (Variable number of
tandem repeat, VNTR) v kopoTkue anemeHtbl SINE




Ponb SINE B reHOme

SINE B reHome — 3710 nctouyHMK miPHK, KoTopsble
ABNAKOTCA K/OYEBbIMU PEryaaTopamm aKkcnpeccmu
reHoB

SINE B 5’- 06nacTn reHOB MOryT B/AIMATb Ha
TPAHCKPUNUMUIO TEHOB X03AMHA 3a CYET BHYTPEHHMUX
NPOMOTOpPOB

SINE B 3'-HeTpaHcanpyemomn obnacTm reHOB TaKKe
MOTYT BAUATb Ha PEryAALMNIO TPAHCKPUNLUUMN,
OrpaHnU4YMBan ypoBeHb CUHTE3a b6enKa

SINE — 3TO KOMNOHEHTbl MEXaHN3MOB
TPAHCKPUNLUUK, BaXKHble PYHKLMOHA/IbHbIE
COCTaBAAIOLLME annaparta peryaaumm reHoma
MJ1IEKOMUTAIOLLLUX



CooTHoweHuUe pa3anuYHbIX TMNos M3, OT KOTOPbIX
npousownun reHol miPHK

OcTanbHbIE

Catennurtbl
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NMoBTOopAoWwMeca anemeHTbl B CTPpyKType reHa HGO,
Kogaupylowero AMoKkcureHasy: 14 sk3oHos, 13 nHrpoHos, 10
Alu, 16 SINE, 10 LINE, 12 LTR, 7 catennntoB = 82 KOMMNOHEHTA



3HAYMMOCTb ANA MmeAULUHbI

[1lo coctoAHMto Ha 2012 rop,
3a40KYMEHTUPOBAHO 96 pa3/INYHbIX
3aboneBaHMM YenoBeKa, NPUYNHOU KOTOPbIX
ABNSAIETCA BCTpamBaHne de novo MobunnbHbIX
reHeTU4YeCKUX a1IeMeHTOB.

Alu-noBTOpPbI YACTO BbI3bIBAOT XPOMOCOMHbIE
abeppauuun un asnaetca npninHom 50
pa3HoBUAHOCTEN 3ab60/1EBAHUN.




[lona Mo6UNbHbDbIX 3/1IeMeHTOB B reHoMax

MobunbHble 3aeMeHTbl HaKannmMBarTCS B

reHoMax U CTaHOBATCA CTPYKTYPHbIMA
ANIeMEeHTaMn TeHOMOB.

- y HemaTtog ~10% reHoma
-y pblb ~15% reHoma

- Y Kypuubl ~23% reHoma

- Y MbllWK ~45% reHoma

- y npumaTtoB ~ 50% reHoma
- yenoseka ~ 50% reHoma

- y BbiclwiKnx pacteHunn oo 90% reHoma MOXeT
COCTOATb N3 MOOUNMbHbLIX 31IEMEHTOB




LINE retrotransposons
Mouse LINE-1

Pol N

I ~7 kb

SINE retrotransposons
Mouse B1

Pol
| ~140 bp

T7SL RNA A-rich
head taill

LTR retrotransposons
Mouse IAP

Pol il

' ~6.5kb

Human LINE-1
Pol Il
| ~6 kb
Human Alu
Pol Il

M
7SLRNA 7SLRNA  A-ich

head tail
Human HERVK (HML2)
Pol Il

l ~9.5kb




CoOTHOLLUEHME PA3HbIX TUNOB MODBUIbHbIX
3/IEMEHTOB B FrEHOMAaxX YeN10BEKA N MblLLN

% Human % Mouse
genome genome

3 1

DNA transposons IR Transposase

LTR retrotransposons [ER‘Us]ﬁ gag H pol —m— 8 10

Non-LTR retrotransposons

LINE-1 surr JOREM .. orr2 ., [SUR XU 1 19
SINE i Aln) — 13 8

41% 38%
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comprised by repeat class (%)
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representing ~25 million years each

d 107
$ 9
£ o
8§ 6
15
"534-
§8 3
OF 2
&
SR 4l
Qo
07
FEXS
v N oo o
¢ & ¥
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MobunbHble
3/1eMeHTbl B reHOme
yesi0BEeKa U Mbiluun

* CocTaB u
KO/INYeCcTBO
MOOUNBbHbIX
3/1eMEeHTOB
CUIbHO
BapbupyeT He
TO/NIbKO MeXKay
PA3/INYHbIMU
TaKCOHaMM, HO U
Mexay
6a1n3KopoacTBeH
HbIMU BUAAMU U
naxke mexay
npeacTaBUTENAM
N OAHOIO U TOro
e Buaa.



KOHTPO/1Ib MOBU/IbHbIX 3/1EMEHTOB K/1eTKOM

B anddepeHUMPOBaAHHBIX COMATUUYECKUX KNEeTKaX
AKTUBHOCTb MOBOUNBbHDbIX 3/1eMEHTOB HAaX0AUTCA NoA,
XECTKUM KOHTPOEeM CO CTOPOHbI PA3/INYHbIX
KNIE€TOYHbIX CUCTEM:

* MetunuposaHue CpG - 610KMpyeTca TPAaHCKPMNLUUA

 He3aBeplé&HHaA TPaHCKpUNUUA - HepyHKLUMNOHANbHAA
PHK

* [eTepoxpomaTtuHU3auma - broKkmpyeTca TPaHCKPUNUUA

* PHK-unTepdepeHuma - aerpagauma PHK

e Nerpagauma ogHoHuteBou AAHK - nerpagaumnsa npoayKkTos
ob6paTHOM TPaHCKPUNL MM

* OTcyTCcTBME CUTHANA NOANAAEHUNINPOBAHUA - He
cTabunbHasa PHK



3Haummoctb M3:

1)

PeTpoTpaHcno3numa BeaeT K yBeUYeHUIo
reHoma u GopmMmMpPOBaHUIO HEKOAUPYIOLL e
4acTu reHoma

Haubonee «apeBHME» HEaKTUBHbIE
PETPOTPAHCNO30HbI ABAAIOTCA CTPYKTYPHbIMM
KOMMNOHEHTaMU FreHOMOB



Pasmepbl reHOMOB pacTeHUN N AoNA
MOOUIbHbIX 9N1EMEHTOB B HUX

Bua pacteHun Pasmep reHoma, n.H. CopepxaHue
(% 10¢) M3, %

Arabidopsis 125 14
thaliana

Oryza sativa (puc) 389 34
Vitis vinifera 487 41
(BMHOrpan)

Glycine max (cos) 1100 59
Triticum aestivum 17000 88
(nweHunua)




Y pacteHunn ¢ 6onblMm pasmepom reHoma, Kak
nweHunua, reHbl opraHM30BaHbl B BUAEe reHHbIX
OCTPOBKOB, OKpY*eHHbIXx M>3.

[€eHHble OCTPOBKWN HE OOHAPYHKEHbI Y PACTEHUM C
Ma/IEHbKMM pa3mepom reHoma — Arabidopsis
thaliana

B ocHOBe yBeAMYEHUA pa3mepoB reHOMOB
PACTEHUUN NEXNUT aMIIMDUKALMA MOBUNBbHbIX
31IEMEHTOB

LTR-peTpoTpaHCNO30HbI ABNAOTCA Hanbonee
npeacrassieHHbIM cemenctsom MS B reHome
PaCcTEHUN




B3amoceAasb mexay M3 u ctpeccoBbiMU YCI0BUAMMU

 HakanausaoTtca AaHHble 06 nHAYKUMK M3 B
CTPECCOBbIX YC/I0BUAX: YP-001yyeHue,
TemnepaTypa, XMMn4yeckne coeamHeHuns, BUPYCHbIE,
bakTepuanbHblie N rPUbKoBble MHDEKL NN,
rosiogaHue n pocT Ha beaHbIX cpeaax - «BCMbILIKU
TPAHCNO3ULUNY.

* OnuncaHbl MONEeKy/APHble KaCKaabl KN1eTOYHbIX
CTPECCOBbIX OTBETOB, B KOTOPbIX 0c0b6an posb
NPpUHaANeXuT L1-anemeHTy

e L1 akTnBupyetca noasneHmem nospexaeHnin HK,
Bbl3bIBAEMbIX TEHOTOKCMYECKMMU PAKTOpPaMM, U
YYaCTBYET B penapauum Taknx noBpeKaeHun.



3HayumocTtb M3:

2) M3 yyacTBYIOT B 3BON1IOLLUM FEHOMHOM
perynauum

J/InHammnKa BKAOYEHNA cooTBETCTBYOLWMX MUPHK
yenoseKa B 6a3y AaHHbIX mirBase cBUAeTeNbCTBYET
0 TOM, YTO M2 ABNAKOTCA rNAaBHbIM U A0 CUX NOP
HeaooOUeHeHHbIMm pe3epByapom MUPHK

JPHK n 6enkn M3, nx npomoTopbl U perynaTopHble
canTbl, miPHK-copep:<kawmne dparmeHTbl CNOCOOHDbI
BAUATb Ha SKCNPecCcuro reHoB, MOAYAINPOBaTb

PEerynaTopHble KacKkaabl M Y4aCTBOBATb B 3BO/IHOLIUM
nyTen perynaumm




3HayumocTtb M3:

3) M3 yuyactytoT B 06pa3oBaHMM HOBbIX reHOB

OnbITbl NO KNOHMPOBaHUIO 6eTa-robUHOBLIX
reHOB NPUMATOB NO3BOJ/IN/IN YCTAHOBUTD,

YTO reHbl Gru Ar NPOMN30LLIN B pe3y/bTaTte
HepPaBHOro roMo10rMYHOro KPOCCUHroBepa
mexay Asyma L1 nocnenosatebHOCTAMMU



3HayuumocTtb M3:

4) M3 aBnal0OTCA cauTamm ANA roMoJIOTUYHOMN

peKombunHauumn 1 y4yactByOT B XPOMOCOMHDbIX
nepecTpomnKax

* PeKOMBUHaUMM mexay ABYMA KONMMAMU OAHOTO U
TOro e mobunbHoro anemeHta B IHK npmneBoaaT K

aeneumnam, MHBepCcuAM, TPaHC/IOKaL UK,
ayonnkauuu.

* B 3BOIIOLMOHHOM acneKkTe MobusibHble
3N1eMeHTbl 406aBAAIT NIAaCTUYHOCTU rEHOMY



3HayumocTtb M3:

5) Crabununsupyrowan PyHKLHUA:
* BbINOJHAOT PO/b TEIOMEP Y APO30PUbI

* YYaCTBYIOT B MPOCTPAaHCTBEHHOM OPraHMU3aLmUn
XPOMaTUHA

* yY4acTBYIOT B GOPMUPOBAHNN AL4EPHbIX
KOMMapTMEHTOB

* YYaCTBYIOT B JIMKBUAAUUN ABYHUTEBbIX
pa3pbiBoB [JHK, cnocobcTBYOT COXpaHEHUID
LLe/IOCTHOCTU reHoMa



3aKkn4YeHue

PaHee coopmnpoBanocb MUPOBO33PEHUE, YTO
M3 ABNAOTCA MONIEKYIAPHBIMM NAapPasnUTaMM.
OHU He umetoT buonornyeckon pyHKUMM B
K/IeTKax X035iMHa, 3a 4To OblIK onpeaeneHsbl
dpeHcncom Kpnkom Kak « 1HK-aronctbi»

CeKBeHMpOBaHMG UM aHHOTAUUNA T’EHOMA, HOBbIE
dKCNepnumMmeHTaJibHble AdHHbIE NMPUBEIN K
NPOTUBOMNMOJZIOKHOMY 3aK/THOYHEHUIO




3aKkn4vyeHue

e N306nnme mobunbHbIX 3/1eMEeHTOB B reHome
NOMONHAETCA 3a CHET MeXaHU3ma 0bpaTHOM
TPAHCKpPUNUUU

* MobunbHble 3ieMeHTbl UrPatoT CYLLLEeCTBEHHYI0
po/ab B opraHn3auuu, PyHKLMOHUPOBAHUU U
3BO/IIOLLUM reHOMa



XECUH PomaH beHnamunHosuvy
(1922-1985 rr.)

CoBeTCKUN BUOXMMUK N TEHETUK,

yneH KoppecnoHaeHT AH CCCP,

aBTOp Tpyaa «HenocToAHCTBO reHOMa»

CBEPAJ/10B EBreHuu [laBnaosuy

1938 r.p.

COBETCKUM N POCCUNCKNIN BUOXMMUK,
npodeccop, YneH-koppecnoHaeHT AH
CCCP, akapemuk PACXH, nenctsntenbHbIn
yneH PAH, AOKTOp XMMHUYECKUX HaYK.




IlMnoTte3a laTpywiesBa

Ona obbAacHeHMA raBHOM GYHKUNN «MU306bITOYHOM JHK»
B reHOMeE 3YKapUOT NpeasiorKeHa rmnoresa
«anbrpymucrudeckon» AHK (1.1.NaTtpywes, 1997):

* N36bITOYHbIE [IHK OKa3biBatoT cTabunmsmpyollee
B/IMAHNE HA reHeTnYecKyto Hdopmauuto. OHM
pa36aBAAOT KogmMpyowme Nocneao0BaTe/IbHOCTU U
BbIMOJIHAIOT POb IOBYLLEK A1 MyTareHoB atoboro
BUAA

 OpraHM3mbl, y KOTOPbIX FreHbl MaKCMMabHO
3allMLLEeHbl OT MyTareHoB, 06/1a4at0T 3BONOLMOHHbIM
npeMmyLLecTBOM MPu ecTecTBEHHOM oTbope

 Takum obpazom, n3bbITOUHbIE NOCNEA0BATE/IBHOCTU
NPUHUMALOT yaap Ha ceba 1 3aWULLAOT })KU3HEHHO
BaXXHble y4yacTkn 1HK oT myTauum



