Paszaena 2. Hyki1eHHOBbIE€ KMCJIOTHI.

3ansaTue 6. CtpykrypHasa opranm3anus JIHK:

* XUMHUYECKASA CTPYKTYpa U IIPOCTPAHCTBEHHAA

opraHusanus /|

HK u PHK, crabunu3upyromiue

B3aUMOJICHCTBUSA B CTPYKTYypax.
I'erepoxommiekcnl ¢ JJHK.

* [Tomumopduszm [
* DKCTpasiJICpHEIE, T

\

rF
4

K.

naHcnosupyemsolie JTHK.



Bomnpoc 1. XuMudeckas CTpykTypa U
npocrpadHcTBeHHas opranu3anus JIHK n PHK,
CTAOMJIM3UPYIOLINE B3aUMOJICHCTBUS B

CTPYKTypax.

Hyxkiaennosbie kucjorsl (HK) — rerepononmmepsr,
MOHOMEpPaMH KOTOPBIX SBJISIOTCS HYKJIEOTHADbI.

HK conepsxarcst Bo Bcex 0€3 HCKIIOUECHHUS KUBBIX OpraHu3Max 1
ABJISIFOTCS HE TOJIBKO XPAHUTEJIEM M UICTOYHUKOM I'€HETUYECKOU
MH(GOpPMAaIIMU, HO M BBIIOJIHSIIOT PSJI APYTUX KU3HEHHO BaKHBIX

(bYHKIIUH.



’KU3HCHHO BAXKHBIC ()YHKIIMM HYKJICHHOBBIX KHCJIOT

CTaOMJIbLHOCTHL BH/IA
KoncepBaruBubie yuactku JHK
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B HK npucyTCTBYIOT a30TUCTBIE OCHOBAHUS ABYX THIIOB —
POU3BOAHBIC MypHHA (ITypUHOBEIC) — afeHUH (A), ryanuH (I') u
POU3BOHBIC MUPUMHUANHA (ITMPUMHUINHOBBIE) — IUTO3UH (1),

ypaui (Y) u tumuH (T).
[TypuHbI [TupuMuIHBI
N—"SN N NH NH
2N B l l
N /
H N ” N/J\N H, H /go H /&O
AJeHUH ['yanun [uto3uH Ypauun Tumun (MeTumyparun)

HyKJ1€0THI COCTOUT M3 Q30TUCTOT0 OCHOBAHMS, CBI3aHHOTO C HUM
IATUYIJIEPOAHOIO caxapa 1 ocTarka oprodpocdopHor KUCI0THI (P).

————————————————————

Ocrarok
dochopHOit -0

KUCJIOTEI Puocosa

Hykneo3uaHas yacTh HyKJICOTHIA —
0e3 ocTarka (pocPopHON KUCIOTHI

HyxkJieorna



Kax eIl HyKJI€0TH T IOJIy4aeT Ha3BaHUe A neHo3uHTpHudochar Mg conb
M0 BXOJIAIIEMY B HETO a30THCTOMY ol
OCHOBaHHIO, HAIIpUMeEDP aJCHUIIOBAS
KMCJI0Ta (MM aAeHO3UHMOHOMOChar
— AMOD):
ageHuH — puobo3za — P.
AM®O® moxetr GhochoprImpoBaThCs C
oOpa3zoBaHueM ajieHO3uHIMpoCcPaTa
— AJI® (apenun—pudo3za—mP~P ~ P);
bochopuarpoBaHue MOCICIHETO
IPUBOJIUT K OOpa30BaHUIO
aneHo3uHTpudochara (ATD).

B kierke AT® cyuiecTByeT TOJbKO B BU/I¢ MATHUECBOM COJIH —
KOMILJICKCOH.
Kaxnasa mosiekyia AT® nepegaer Mg?" B akTHBHBIIi LIEHTP

JHK n PHK nmosaumepas.
Bbe3 Mg?" B akTHBHOM LIeHTPe KATAJU3 HEBO3MOKEH.



[>xoynb — 3710 paboTa, Kanopus — 310 Konm4ecTBo

coBepLuaemas npm TennoTtbl, Heobxoanmoe Ans
nepemMeLleHNN TOUKM HarpesaHua 1 rpamma
NPUNOXEHNS CUMbl, paBHOWU BOObl Ha 1 rpaayc

OOHOMY HbIOTOHY, Ha Llenbcua npu ctaHOoapTHOM
paccTosHMe ogHOro MeTpaB aTMocepHOM
HanpaBfieHnn OeUCTBuS nasneHun 101 325 la.
CUITBl. 1 0k =1 H-M=1 Kkr-m?/c?

B anekTpuyecTBe mXoynb 03Ha4YaeT paboTy, KOTOPYHO
COBEpPLUAIOT CUMbI ANEKTPUYECKOro nomng 3a 1 cekyHay npwu
HanpsikeHun B 1 BOMbLT ANd nogaepkaHus cunbl Toka B 1 amnep

1 kKan = 4,1868 [1X To4uHO

HbIOTOH — 3TO cuna, nsmeHsawLwasa 3a 1 cekyHay CKOpoCTb
Tena maccou 1 kr Ha 1 M/c B HanpasneHun gencTBus CUnbl.
Takum obpasom, 1 H = 1 kr-m/c?.



YHUBEPCAIIBHBIM JHEPIETUYECKUM aKKYMYJIITOPOM B KIIETKE SIBISETCS
ATO.

[Ipucoennnenue ocrarka GochopHoi KUCI0Thl K AJID ¢ UCIOIB30BaHUEM
SHEPIUU OKMCJICHUS (IIpH JbIXaHUK) WX cBeTa (IIpU (OTOCHUHTE3E)
npeacTaBisieT «3apsaky». Ormermtenue gpocdara ot ATD ¢ oOpazoBaHHEM
AJ1® conpoBOKAAECTCS BBIXOIOM SHEPTUU — «PaA3PAIKAN.

[Ipyu ruaApOIMTUYECKOM OTIIEIUIEHUM ocTaTKa (hocPopHOr KUCIOTHI OT ATD
BbICBOOOKAaeTCs 12,6 kJIK, THAPOIIM3 K€ BTOPOH WIIM TpEeThel (ocdaTHOM
cBsa3u B AT® maet okoio 33,6 kK.

DHEPrusga MakpO3IPrudeckon csa3u ATAD pacxomyeTcs B KJIETKE HA Pa3HbIE
BUABI pab0T. Kpome AT®, MakposprudyecKiMu COCAUHEHUSIMU SBIISFOTCS
apyrue Tpudocharaykiaeoruasl (I TO, HTD, YT, TTD),
OCBOOOKIAIOIIME PU THAPOJIN3E KOHIIEBOU (hocdaTHOU CBSI3U OOJIBIIOE
KOJIMYECTBO YHEPIHUH.

IHoab3ysich NpeabIAyIIMM CJAANA0M, BBIYHCJIUTE PA00Ty, KOTOPasi MOMKeT

-~ owr h | h |



[Ipu oo6pazoBannm HK HyKI€OTHABI COEAUHSIOTCS APYT C IPYTrOM
C IIOMOIIBIO (POCHOPHO-3(PUPHON CBSI3H, BOZHUKAIOIICH MEXITY
OCTaTKOM (POC(HOPHON KUCIIOTHI Y IISITOrO aroMa prO03bl UJIH

O  IE30KCUPUOO03bI U THUIPOKCHIIOM TPETHETO aTOMa caxapa.

| NH OO0pa3yromasics MOJUHYKICOTHIHAS

)‘\\ y CIIOYKA MMCCT /IBAa KOHIIA.
1€ PACIIOJIOKCHA HCCBA3aHHAA

docdarnas rpynna, u
y KOTOPOM HAXOAUTCSI CBOOOIHAS
rpynma OH nipu Tpetbem arome

IICHTO3bI.



Hyxneoruasl PHK, cocTosime n3 hpochopHO KUCIOThI, pUuO03bI
1 a30THUCTOr0 OCHOBAHUS, COCAUHEHBI MEXKIY CO00M 37, 5 -
dbochoaudGUPHBIMMU CBSI3aMH, 3TO IPUAAET IOJSIPHOCTD
MTOJIMHKYJICOTUIHOW 11eT MoJieKyJibl PHK.

[IenTo30(ocharHbIii OCTOB YACPKUBAET A30TUCTHIE OCHOBAHUS.



DyHKIUA 2'-THAPOKCUIIA
2'-TUAPOKCHII JICNIAET:

1) HeBO3MOKHBIM cBOpaunBaHue Apylnenodeunor PHK B B-cimpans,
HO MO3BOJISIET €M (POPMHUPOBATH CIOKHBIC TPEXMEPHBIE CTPYKTYPHI,
kotopsie and JIHK nHenocTyIHs;

2) PHK HecTaOuiIbHOM, JJETKO MYTHPYIOIIEH U OBICTPO
pa3pyLIAONIEHCH.

OtcyrcrBue 2'-ruapokcuia B ae3okcupuoose nenaer JIHK Oomee
CTPYKTYPHO MOJATIIMBOM U MO3TOMY 00JI€€ YCTOMYUBOM K
MOJA(DUKAIUASIM U TIOBPEKACHUSAM, YTO MOTCHIIUAIBHO MOJIE3HO IS
HOCHUTENA TeHeTH4ecKkor nH(popmanuu. Mimenno nosromy JITHK, HO
He PHK, cnocoOHa coxpaHAaThCS B IIPUPOJIE BEKAMU.
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Homenkiarypa nykiaeoruaon, oopasyrwomux JTHK u PHK

A3zoTHcToe
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Ypauui
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Buabi PHK

gPHK — reHomHble PHK 10000-100000

mPHK - nHidoopmaymoHHble 100-100000

(MaTpuyHble) PHK

tPHK — TpaHcnopTHble PHK 70-90

rPHK — pubocomHble PHK HECKOJIbKO OANCKPETHbIX
Krnaccos oT 100 go 500000

sPHK — manble PHK 100-300 HECKOJTbKO CEMENCTB

Prnb6o3nmbl 200

BupycHble PHK



CemenictBo Maiabix PHK

AntucmsiciioBasi PHK (aRNA) — 3akpsiBatotT yuactok MPHK-MuIieHr oT TpaHCKpUMITUHU.
MukpoPHK (miRNA) — ocTaHaBIMBAIOT TPAHCKPHUIIIIUIO HEKOTOPHIX T€HOB (22
HYKJICOTH/IQ).

Maunsie siaepasie PHK, msa-PHK (snRNA) — cimalicusr, nogaep:kka 1eJ0CTHOCTH
TEJIOMED.

Maunsie sapsinikoBbie PHK (snoRNA) — kopoTkre ¢ IByMsI HECITApEHHBIMUA OCHOBAaHUSIMU
Ha koHIax — crnancudr TPHK, MPHK, maPHK.

Kopotkue PHK (shRNA) — 00pa3ytoT mnuiabKu, BHIKIIOYAIOT YKCIPECCHUIO TEHOB.
JIByxnenoyeunsie PHK (siIRNA) — yyacTByrOT B IpOTUBOBUPYCHBIX OTBeTax (21
HYKJICOTHU]I).

nuBu-PHK (piRNA ) — cBA3BIBAIOTCA C OCOOBIM TUIIOM O€JiKa — piwl MPEeKpaIllaroT
AKCIIPECCHIO MpH criepmaToreHese (26-30 HyKJICOTHIOB).

MT-PHK (mtRNA) — HeoOsrunsiii Tunt PHK, xotopsiit neictByeT B kauectBe TPHK u
MPHK, o6HapyxeHbl BO MHOTHX OakTepusax U rmiactuaax. [Ipu octaHoBke pruOOCOMBI Ha
nedextHpix MPHK 063 cton-kogonoB, TMPHK nipucoenunsier HeOOIbIION NENTHI,
HaIpaBJISAONMN O0E0K Ha Aerpaaaluio.

I'un (penaktop) PHK (gRNA) — penaktupyer monekynsl JIHK u Bcex tunos PHK



0 Monaekynasl PHK uMeroT BTOpHYHYIO CTPYKTYPY — IIMHIBKH,
METIIN, CHUPAIH.

0 dnst o6pazoBaHus BTOPUYHOM CTPYKTYpPhl HEOOXOIUMO HATHMYHE
MMAJTUHAPOMHBIX MOCJIEA0BATEIILHOCTEN.

0 tPHK umerT TpeTHUYHYIO CTPYKTYDY.

0 ssRNA Oorarbl BTOpUYHBIMU U TPETUYHBIMH CTPYKTYPaMHU.

TpeTnuHbIMU CTPYKTYpaMu 00yCIOBJICHBI KaTaIUTUYESCKUE CBOMCTBA
pru6o3uMoB (RNA + enzyme = Ribozyme).



CTpyKTYpHbIE MOTUBbLI PHK
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Tpancnopmusie PHK (tPHK) — xopoTkue Mojekyisl (70-90 Hyk1.),
MMEIOIINE BTOPUUHYIO, U TPETUYHYIO CTPYKTYPhI.

BropuuHas cTpykrypa — "'kjeBepHbIN JucT'.
I[locnenoBarenrHocTh CCA Ha 3'-xoHIie oqnHakoBa 1t Becex tPHK.
K xoHI1IEBOMY a€HO3UHY (A) MPUCOCAUHSIECTCS AMUHOKHUCJIOTA.

Hannume B tPHK timuna (T), ncesnpoypuanna (W) B (TYC-nietie ),
u auruapoypuausa (AI'Y) (B D-nietiie) — MUHOPHBIX, T.€. PEIKO
BcTpevaronuxcs B PHK HykineoTH10B, yka3blBaeT Ha OCOOCHHOCTH €€

CTPOCHHUS, HEOOXOAUMBIE ISl 0€30IIHMO0YHOTO
y3HaBaHUs (pepMEHTAMM, JJIs 3aIUTHI OT
nercTBusa puoonykieas (mo3romy tPHK —
noaroxupyiue, B orinuue oT mPHK).

AHTHKOJOHORB AN
nMeTJIsa



Crpykrypa rpancnoprtHod PHK

TpernuHas cTpykrypa B
MIPOEKIIMU HA TIOCKOCTh UMEET
dbopmy OymepaHnra. 7

Pasznoobpazue nepsuunbix o w 4
cmpykmyp tPHK — 61+1 — 110
KOJIMYECTBY KOJTOHOB ‘;5;-: i
(COOTBETCTBEHHO YHCITY D nmet
anTukogoHOB B tPHK) + dopmuin-
MeTtruoHuHoBasA tPHK, vy
KOTOPOW AHTUKOJIOH TAKOU XK€,
Kak y metnoHnHoBoHt tPHK.

Pasznooopazue mpemuunoix
cmpykmyp — 20 (110 KOJINYECTBY
AMHHOKHCJIOT).

7 FAHTHKOT0HOBAA
R mers



Pubocomubie rPHK BbIIOIHSIOT QYHKIIUIO KAPKACOB CYyObETUHMIL
prOOCOM M IIPUHUMAIOT YYaCTUE B CUHTE3€ IOJIUMCITH/IOB

23S rPHK BX0oauT B KaTaIUTUYECKUN NENTHAMATPaHChEepa3HbIN
LEHTP

16S rPHK HeoOxoauma i1 ycraHOBKM Ha 30S cyObeAUHUIIC
MHULIUUPYIOIEero kKogoHa mPHK

5SS rPHK — m1s npaBriibHOM opueHTanuu amuHoannin-tPHK na
pudocoMe.

Bce rPHK o0iagaoT pa3BUTOM BTOPUYHOM CTPYKTYPOM: OKOJIO
70% HYKJI€0THA0B COOPAHO B HINMUJIbKH.

S — CBenfepr — BHECHCTEMHAs eIHHUIA U3MEPCHUS

koA uLMeHTa CeAUMEHTAIMN, KOTOPBINA ONPEASIISICTCS KaK
OTHOIIEHHUE CKOPOCTH OCAXKJICHHUS YaCTHII, B3BEIIICHHBIX B BOJIE, K
IEHTPOOEI)KHOMY YCKOPECHHUIO B LIECHTpU(DYTrax v yiIbTpalCHTpUPyTrax.



Manpeie PHK

sPHK o6napy:xeHsl B konudecTse 10°-10° komuii Ha KIIETKY.

OHu oOoraleHsl ypauuiom, mo3tomy HaseiBatoTcst U1, U2... Pazmep
ot 100 go 300 HyKII.

Koaupyrotcs B siape, HO padortaroT kak B sape (small nuclear - SN),
Tak U B nurToruiazme (small cytoplasmic - SC). B sinpe snPHK Bxogsr
B coctaB PHII (pubonykiieonpoTengHble KOMIUIEKCHI), Y4aCTBYIOIIAX
B MOJIMAJICHUJIUPOBAHUNH U CIUIAMCUHTE B IIUTOIIA3M€E BXOJISIT B
COCTaB UH(POPMOCOM.

Manas PHK U4 nipucyTCTBYET B KOMIUIEKCAX, YYACTBYIOIIMX B
MOJIMAJCHWIMPOBAHNH. ECITM MONy4YnTh aHTUTENA K O€JIKaM,
cBsi3bIBarOIMMcs ¢ U4, TO He MPOUCXONUT MOIUAACHUIMPOBAHUS U
CILUIAMCHUHTIA.

(ITpu KpacHOM BOJTYAHKE BbIPA0ATHIBAKOTCHA AHTUTEJA K 0eJIKam
koMIuiekca ¢ U4)



OctoB equnnuHoi nenu JJHK obnamaer V.
MOJISIPHOCTBIO. ©

[TenTo30(ocdarHbiil 0OCTOB yIEPKUBAET A30TUCTHIC

OCHOBAHUSI.

CTpykTypa 1€30KCHPUOOHYKIEMHOBOM KHUCJIO0THI



[TOMMHYKIICOAUTHBIE LIEIIOYKH IEPBUYHOMN CTPYKTYphI JIHK
JOCTUTAIOT TUTAHTCKUX Pa3MEPOB, IMTOATOMY 00pa3yroTcs ¢
ONPEACIIEHHBIMUA 3aKOHOMEPHOCTSAMMU.

IIpaBuna Yapradda

0 cyMma mypHHOBBIX HYKJICOTHIOB paBHA CyMME IUPUMUINHOBBIX
HYKJICOTHI0B, T. €. A+ / I[+T =1

0 conepxanue ajgeHrHa paBHO cojepkanuio TuMuHa (A = T, uaun
A/T=1);

0 conepxanme ryannHa paBHO coaepkanmio nurosuHa (I' = 1, umnm
I/ = 1);

[ koamdecTBO 6-aMUHOTPYIIIT PABHO KOJUYECTBY O-KETOTPYIIII
ocHoBaHMH, coaepxkammxca B JIHK: I'+ T = A + 11

0 wm3menumBa Tonpko cymMmma A + T u I' + L. Ecnmm A+T > I'-11, To 31O
AT-tun JIHK; ecam I'+11 > A+T, to 3Tt0 I'll-Tuin /IHK.

0 Otu mpaBuia roBopsT 0 ToM, uTo Iipu nmoctpoernu JJHK momxHo
COOIIOIATHCS JOBOJILHO CTPOTO€ COOTBETCTBUE (CITAPUBAHUE) HE
yPHUHOBBIX U MUPUMHUJIMHOBBIX OCHOBAaHUI BOOOIIE, a KOHKPETHO
TUMHUHA C AJICHUHOM U IMTO3UHA C TYaHUHOM.



OcHoBHbIe (pyHkuun JIHK

BocnpousBeieHne U nepegadya reHeTHYeCKoOM HH(POpPMAIUM B

IT

OKOJICHUSIX KJIETOK U OpraHU3MOB. ITa QYHKIHS

oOecIieunBaeTCs IIPpOnCcCCOM PCINUINKAITHUH.

/

HK sBisieTcs HocuTEneM IreHETHIECKOM MH(OPMAIIUH, YTO

obecreunBaeTcs (PaKTOM CYIIECTBOBAHMS T€HETHYECKOIO KOAA.

P

caJM3alus reHeTUYECKOM HH(POpMalluy B BU/JI€ OCIIKOB, a

TAKXKE JIOOBIX IPYTUX COCAUHEHUN, 00Pa3yIOIINXCS C

IT

OMOIIBIO OEJIKOB-(epMEHTOB. DTa (DYHKIHUS 00€CIIECYNBACTCS

IPOLECCaAMU TPAHCKPUIIIIAN U TPAHCIISLIUU.



dDopmbl opranusanuu Asyxuenodeunon JJHK

JIHK mMoxeT (hhopMupoBaTh HECKOJIBKO TUIIOB JJBOMHBIX CITUPAJICH.
B HacTosmiee Bpems n3BectHo mecth hopm (A, B, C, D, E u Z-popma).

Mouiekyia THK BbICOKOU BJIAKHOCTH MOJTYUYUJIAa HAZBAHUE
B-¢gopmbl. 910 ftoMuHUpYyOmMUNU CTpyKTypHbIM THH JJHK npun
(PU3UOJIOTUYECKUX YCIOBUAX (HU3KAs KOHIICHTPAIUs COJIU, BHICOKAs
CTENEHb TWIpaTaliii) — OCHOBHas opMa asyxiuenodedHon JJTHK
(Moxens YorcoHa-Kpuka).

[IIar cimpanu Takor MOJEKYJbI paBeH 3,4 HM.
Ha BuTok npuxoautcs 10 koMIiIeMeHTapHBIX Map a30TUCTHIX OCHOBAHUH.
[110CKOCTH a30TUCTBHIX OCHOBAHUU IEPIECHIUKYISIPHBI OCH CIIMPAJTIH.

CocenHne KOMIDIEMEHTAPHBIE MTapbl MOBEPHYTHI APYT OTHOCUTEIBHO
npyra Ha 36°.

Juamerp cnupanu 20A, myprHOBBII HyKIeoTu 3aHuMaeT 12A, a
MUPUMHIMHOBBIN — 8A.



Z-popma JIHK — oOpazyercsa B Mectax B-popmsl JIHK, rae mypunsl uepeayrorcs ¢
MAPUMUIMHAMY UM B IOBTOPAX, COACPKAIIUX METUIMPOBAHHBINA [TUTO3HH.



Mouiexkyiaa IHK 0osiee HU3KOM BJIAXKHOCTH MOJTYYNIA HA3BAHUE
A-popmsbl (Mozens Pozannag @paHKIINUH).

A-popMa oOpazyeTcs B yCIOBUSIX MEHEE BBICOKOW THpaTaIliH U IIPU
boitee BLICOKOM copepkannn noHoB Na™ wimm K'. Dra Gonee mupokas
npaBocOupalibHas KoHpopMalys uMmeet 11 map a30TUCTBIX OCHOBaHUI
Ha BUTOK. [[JTOCKOCTH a30TUCTBIX OCHOBAaHUM UMEIOT 00JI€€ CUIIbHBIN
HAKJIOH K OCH CIIUPAJIM, OHU OTKJIOHEHBI OT HOpMaJIu K OCH CIIMpaIu
Ha 20°. OTcroma ciaeayeT HAIMYUE BHYTPEHHEN TyCTOThI JUAMETPOM
5A. PaccTosaue MEXIY COCEIHUMU HYKJIeoTHAaMu cocTapiset 0,23
HM, JUIMHA BUTKA — 2,5 HM, JUaMETP COUpau — 2,3 HM.

A-popmy nmeet cnmpaib PHK-JIHK B koMruiekce maTpuiia-3aTpaBka,
a Takxke criupainb PHK-PHK u mmuneuynsie ctpykrypsl PHK (2°-
UJIPOKCUIIbHAS IpyIna puOo3bl HE M03BoJIsIeT MoJiekynaM PHK
obpazoBbiBaTh B-hopmy). A-popma JIHK oOHapykeHa B ciopax.
Ycranosineno, uto A-gpopma JIHK B 10 pa3 ycroriunBee kK 1€HCTBUIO
Y®-nyuei, uem B-dopma.

A-popmy n B-dhopmy HazeiBatoT kaHoHH4eckumu popmamu JIHK.



®opmbl C-E Taxxe npaBocnupaibHbIe, UX 00pa30BaHME MOKHO HAOIIOaTh
TOJIBKO B CHIECIIAATIBHBIX SKCIIEPUMEHTAX, U, IIO-BUINMOMY, OHU HE CYIIIECTBYIOT
in vivo. C-popma JIHK umeet crpykrypy, cxoanyto ¢ B-JIHK. Yucno nap
OCHOBAHHM HA BUTOK COCTaBISACT 9,33, JUIMHA BUTKA CIMpaliv paBHa 3,1 HM.
[Tapbl OCHOBaHMH HAKJIIOHEHBI HA YTOJI 8 TPalyCOB OTHOCHUTEIIBLHO
MEePHEHIUKYIIPHOIO monoxkeHus Kk ocu. B C-hopmy MOryT nepexoauThb
MIPUPOJHBIE U CHHTETUYECKHE MONMMHYKIeoTu 16l JIHK.

C-dopMa siBIsIeTCS OCHOBOM /IS ITOCTPOEHUS Tpexienodeunbix hopm JIHK.
I-moTuB, uin JJHK I-popmbl, COCTONUT M3 IBYX napayuielbHbIX C-HUTEH,
MHTEPKAJTUPOBAHHBIX MO MPUHIIUITY «OT TOJIOBBI 10 XBOCTA».

H-dopma JIHK u tpoiinsie cimpanu JIHK — oOpa3yroTcs npu HaIu4uu B
OJTHOM 1IETTM HOPMAJIBHOTO YOTCOH-KPHUKOBCKOTO AYIUIEKCA YYaCTKa,
COIEPIKAILETO TOJIBKO MyPUHBI, U BO BTOPOM 1€, COOTBETCTBEHHO,
KOMILJIEMEHTAPHBIE UM ITUPUMHUIAHBI.

G-kBajapymiekc (G-4) — yerbipexienoueunas cnupais JJHK, rae 4
I'YaHWHOBBIX OCHOBAaHHS M3 pa3HbIX lienei 0opasytotr G-kBapTeThl (G-
TETpPaJibl), CKPEIJICHHBIC BOJOPOJHBIMHU CBSI3sIMHU ¢ 00OpazoBaHueM G-
KBAIPYIUIEKCOB.



H-DNA Holliday Junction

Cwm. caaia 27

Cwm. caana 27
X0JNAeeBCKOE CoOeAMHEHE —

00pa3oBaHMUE TPEXIICIIOUCUHON
JIHK npu yuyactuu C-popMsl



Tpolinasa cnupane JHK (H-¢opma)
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Tpuada T=A-T C-1’ Tpuada €=6G-C* .1 l!I

Cocmaenstowue 610Ku Py-Pu-Py mpunnekca - KaHOHUYeckas uzopopmuaa TAT u CGC mpuadel.
Xy2cmeHo8ckoe CnapueaHue NOKazaHo Mexc0y 0CHOBaHUAMU Kpac-

Py-Pu-Py HO020 yeema, YOmCOH-KpUKOBCKOE CNapUBaHUEe MeXC0y 0CHOBAHUEM
§ & KPacHO20 U YepHoz20 yeema.
| |
T=A
G-C
cC-G ‘
CcC-G o]
T-A =
A-T —
y G-C L -
. G-C ~ - -l
TeA-T - o
TeA-T = ==
TeA-T 1
TeA-T 5
TeA=T =
C+G-C =
TeA-T 8
TeA-T —-; b [
TeA-T s 3
C+G-C Koo WP | 0 AN o
TeA-T — g
TeA-T —_9 8
$ .: 2 = -? g O6pasoeanue s
TeA-T — mpolinol cnupanu
TeA-T e . o —
TeA-T 0dwxa uz HUmel »
C+G-C i (mewmsio - curezo = =
TeA-T yeema) ocmaem-
"TeA-T 7 Hecmpykmy-
G-C pPUPOBaHHO). b . o =
G-C & & P
cC-G Cnnowroli wepHoU AUHUel NOKG2aHS6!
c-G YOMCOH - KPUKOECKUE Nap6l, Npepbi- Opuermayuu cnupanu JHK
c-G eucmol - Xy2cmuHoeckoe e2aumoded- Cxemamuyeckoe uz06paxcerue
g % E cmeue e bonsbwol Gopozdke dynnexc- mpotsol cnupaau AHK, asmu-
Hoti AHK npu 06pazoearuu mpunaex- nopoanensHol U napannens-
ca. HOU opueHmMayuu.

TpoiiHas cnupans JHK - Py-Pu-Py

MypuHosas yenes 06pasyem ¢ nUPUMUOUHOB0U KAHOHUYECKYH 080UHYH0 Cnupane. Tpemes NypuHOBds Yens fexum
6osewoli 6opo3dke 3moli dsoliHol cnupanu (ommedeHa 6ensiM). B nodnuUCU K pUCYHKY YOMCOH-KDUKOBCKOE 83aUMO-
delicmeue ommMeyeHo AUHUel, Xy2CmuHoeckoe e3aumodelicmeue ommeyeHo 38e3004Kol, NACOM OmMeYeHsl Mecma
npomoHupoeaHuAa 048 cmabuausayuu mpunaexcd.



OueHb OOJIBIIIOE CXOJICTBO, Aa?
TTAGGG — MBI

TTAGG — HacekoMbIe
TTTAGGG — pacrenus

G-kBaapymieke — 4-x nenodnas ¢popma yknaaku JIHK B Tenomepax.

Temomepsl BCEX MO3BOHOYHBIX COCTOST U3 MHOTOUYUCIICHHBIX
OBTOPOB iecTh HYKICOTUI0B TTAGGG, Temomepsl BCex
HaceKoMbIX — U3 ITOBTOPOB TTAGG, B TesoMepbl OOJIBIITMHCTBA

pactenut — TTTAGGG.



Z-dopma IHK — neBozakpydeHHas cidpajib, 00pa3yromascs npu
HEeUTpaJIM3alMy OTPULIATEIBHOTO 3apsjaa Ha pochoaudpupHoOM
Kapkace, 3To HaOmromaercs B yyactkax JIHK, rioe nmypunsl yepenyrorcs
¢ nmupumuanHamu (Harpumep, S’-1I'TII'TIT'T-3"), niu B moBTOpax 5’-
LI -3, conepxKamux METHIMPOBAHHBIN IUTO3UH. [1pn 3TOM,
npyrue ydactku JIHK B nenu ocrarorcs B kiiaccuueckon B-dopme.

Z-JIHK — HaumeHee ckpyuyeHHas (12 map oCHOBaHWM HAa BUTOK) U
Han0O0JIe€ TOHKAsI U3 U3BECTHBIX B IPHUPO/IE.

PaccTosiHue Mexay COCEITHUMM HYKJICOTUAAMU COCTABIISIET 0,38 HM,
IuHa BUTKaA — 4,56 aMm, quametp Z-IHK — 1,8 Hwm.

Kpome toro, BHemHWM BUI 3TorM MosieKynbl JIHK orimuaercs
HaJIM4ueM ogHou 0opo3aku. Z-popma JIHK Obuta 0OHapyskeHa B
KJIETKaX MPOKAPHUOT U SYKAPHUOT.



Cn))

L2
~

0

<V
€2 oo |
B-DNA L ’
Nucleation I__, 5(8.2) Propagation
4
<
(S

%

i AV

ij: a-DNA l_

¢*"> . = B-DNA
- ">
' : o

ITepexon B-dopmel B Z-JIHK. B-JIHK pa3smatrsiBacTcs
OTPHUIATEILHBIM CYIIEpPCONIaCOBaHMEM (BpaIllCHUE ABYX KOHIIOB B
pPa3HbIE CTOPOHBI), YTO BBIJABINBACT JIB€ IEPEBEPHYTHIC MMaphI
OoCHOBaHuM (1Ba B-Z-niepexona). lanbHenIe pacKpy4muBaHUE
oOpasyet nepyto Z-JIHK mexny nByms yuactkamu JJHK,
KPYTAIIAXCS B MPOTUBOIIOIOKHBIX HAITPABJICHUSIX.



Tpernunas crpykrypa J/IHK

Tpernunas crpykrypa JIHK o0pa3syercs B pe3ynbrare
OOIIOJHUTEILHOTO CKPYUYMBAHUS B IIPOCTPAHCTBE
ABYCHHPATBHON MOJIEKYJIBI — €€ CYNEPCIUPATU3ALIUU.
Cynepcnmpanu3anua MoJiekyiibl JIHK B aykaprotnueckux
KJIETKaX OCYIIECTBIISICTCS B (POPME KOMILJIEKCOB C THCTOHOBBIMU
1 HETHCTOHOBBIMHU OCJIKAMHU.

I'McToHOBBIE O€JIKH XPOMATHHA

['ucToHBI — pocCThIEe O€IKU, COCTABIAIOT 10 50% XpoMaruHa.
B0 BCcEX U3YUYEHHBIX KIIETKAX XKUBOTHBIX U PACTCHUU
OOHApY’>KEHO NMSATH OCHOBHBIX KJIACCOB T'MCTOHOB:

H1, H2A, H2B, H3, H4,
Pa3IMYAIOIIMXCS 110 pa3MepaM, aMUHOKHUCIOTHOMY COCTaBy U
BEJIMYMHE 3apsifia (BCET/IA MOJI0KUATEIBHBIN ).



['ucton H1, mpeacrapiseTr coO0M HE YHHUKAJIbHYI MOJICKYITY, a KJ1acc
O€JIKOB, COCTOSIIIIUX U3 HECKOJBKUX OJM3KOPOACTBEHHBIX OCJIKOB C
IEePEKPHIBAIOIIMMHUCS TTOCIIEeA0BATEIbHOCTIMU aMUHOKHUCIIOT, UX
OOIIIMM CBOMCTBOM SIBJISICTCSA O0OTaIeHHOCTD JIM3UHOM.

['uctonsl H3 1 H4 oTHOCST K apruHUH-00TraThIM, U3-3a
OTHOCHTEJIBHO BBICOKOTO COACPKaHUSA B HUX 3TOM aMHUHOKHCJIOTHI.
OTH T'UCTOHBI SIBJISIFOTCS Han00J1e€€ KOHCEPBATUBHBIMU U3 BCEX
MCCIICOBAHHBIX OCIKOB: NX aMMHOKHCIOTHBIE TTOCIEA0BATEIAbHOCTH
MPAKTUYECKHA OJIMHAKOBBI JTAXKE Y TAKUX OTHAAJICHHBIX BUJIOB KaK
KOpPOBa U TOPOX (BCETrO ABE AaMUHOKHCJIOTHBIX 3aMEHBI).

['uctonsl H2A 1 H2B — 310 ymMepeHHO 00OramneHHbIM JTU3HUHOM
Oenku. Y pa3IMYHbIX OOBEKTOB BHYTPH ATUX I'PYIII TMCTOHOB
0OHapy>KUBAIOTCI MEKBHUIOBBIC BapHallUM B UX IIEPBUYHOM
CTPYKTYPE, B IOCIIEA0BATEILHOCTA AMUHOKHUCIIOT.



I'victon H1 MmiekonmuTarommx COCTOUT U3 OJHOM TMOJUTIETITUTHOMN
LIETIH, COJIEPKAIIECH MPUMEPHO 215 aMHUHOKHUCIIOT. PasMephl apyrux
€ TUCTOHOB BapbupyroT oT 100 mo 135 amuHokuciaor. Bece onn
CIIMPAJIM30BAHbBI U CKPYYEHBI B IJIOOYJTy AUAMETPOM OKOJIO 2,5 HM,
coaepKaT HEOOBIYHO OOJIBIIOE KOJIMYECTBO MOJI0KHUTEIBHO
3apsKEHHBIX aMUHOKHKCIIOT JIM3WHA U apTMHUHA.

[ UICTOHBI MOTYT OBITH ALIETUIIMPOBAHBI, METUJIMPOBAHBI,
dbochopunupoBaHsl, 110JIU(A D )-prnbo3nnpoBansl, a THCTOHLI H2A
n H2B — xoBaneHTHO cBA3aHbl ¢ YOUKBUTHHOM. [Ipeamnomaraercs, 4o
B 3TOM 3aKJIIOYAETCs MX CIIOCOOHOCTH B3aumojencTBoBarh ¢ JJHK u
o0ecreunBarTh OJUH U3 MEXaHW3MOB PETYJISILIUA ACUCTBHS I€HOB.

['uctonsl B3auMoaeucTByOT ¢ JIHK B OCHOBHOM 4epe3 MOHHBIE
CBSI3H (COJIEBBIC MOCTHKHM ), 00OPA3YIOIIUECS MEXKTY OTPUILIATEIILHO
3apspKEHHBIMU (pocdaTHeiMU rpynmamu JIHK u monoxxutenbsHo
3apsSHKEHHBIMU JIM3UHOBBIMHA M APTUHUHOBBIMH OCTAaTKaMH TMCTOHOB.



HerucroHoBbie 0eJIKM XpOMATHHA

Brigeneno 1o 590 pazubix dpakuuii JIHK-cBs3piBarommx
HETMCTOHOBBIX OeJIKOB. VX ele Ha3bIBAaIOT KUCIILIMU OEJIKaMH, TaK
KaK B MX CTPYKTYyp€ Mpeo0Ia1ar0T KUCIbIE aMUHOKHUCIIOTHI (OHU
SABJISAIOTCS MOJMAHUOHAMH).

C pa3zHO00Opa3neM HErMCTOHOBBIX OCJIKOB CBS3BIBAIOT
crieu(PpUUeCKyro peryisiuio aKTUBHOCTH XpoMaTtrHa. Hampumep,
(bepMEeHTBI, HCOOXOAUMBIE IS peranKaiuu U 3xkcrpeccun JJHK,
MOT'YT CBSI3BIBATHCSA C XPOMaTHUHOM BPEMEHHO.

Jlpyrue Oenku, HanpuMep, y4acTBYIOIIHE B Pa3INYHBIX MPOIeccax
perynsanuu, cBa3biBaroTca ¢ JJ{HK Tonbpko B cnenu@uyeckux TKaHsIX
WJIA Ha ONPENCICHHBIX cTagusax auddepeHanun. Kaxapii Takon

0€JI0K KOMILUIEMEHTAPEH ONPEACIEHHOMN MOCIEI0BATEIbHOCTH
nykineornaoB JIHK (cant JIHK).



K 3T10i1 rpynme 0eJIKOB OTHOCHT:

v

v

v

CEMENCTBO CaAUT-CIIEIU(PUICCKUX OCJIKOB TUIIA "IIMHKOBBIC MaJIbIIbI'".
Kaxapiii "IMUHKOBBIN manel y3HaET onpeIeaEHHbINM CalT, COCTOSIIUN
U3 5 HYKJICOTUIHBIX T1ap.

CEMENCTBO CaUT-CIIEIU(PUICCKUX OCJIKOB — roMOAUMEPHI. DparMeHT
Takoro Oesnka, koHtaktupyromuii ¢ JIHK, umeer ctpykrypy "cnupaiib-
ITOBOPOT-CIIUPAJIB .

Oesiku BbIcOKOM noaBM)KHOCTH (HMG-0enku — ot anni, high mobility
gel proteins) — rpyImmna CTpyKTYPHBIX U PETYISITOPHBIX OCIKOB, KOTOPBIE
MOCTOSIHHO aCCOLIMUPOBAHbBI C XpOMaTHHOM. OHU XapaKTEPU3YIOTCS
BBICOKHMM COJIEpKaHUEM 3apsIKEHHBIX aMUHOKUCIOT. biiarogapsi
HeOoJIbIIoN MoJIeKyIsipHON Macce HMG-0enku 001a1at0T BHICOKOM
MOABUKHOCTBIO MPU 3IEKTPOPOpeE3e B MOTUAKPUIAMHUTHOM TelIe.

(bepMEHTBI PEIIUKALIMNA, TPAHCKPUIILIMK U PEMApaIlyH.

[Ipu ydacTHu CTPYKTYPHBIX, PETYISTOPHBIX OCIKOB U (DEPMEHTOB,
yuactBytonux B cuHTe3e JJHK n PHK, Huth Hykneocom npeoOpazyercs B
BBICOKOKOHJICHCUPOBaHHbIN KoMIiekc 0enkoB 1 JJHK. OOpa3zoBannas
ctpykrypa B 10 000 pa3 kopoue ncxomnou monexkynsl JTHK.



1400 nm

XPOIOCOB!

CmpykmypHasn opzaHuzayus HK e xpomocomax
(YpOoEeHU KOMNnaxKkmusayuu)

XPOrMOCOMLS

Yyacmox deolrold cnupanu HK

HyKkneocomHell yposeHs

AHK HamomaHa Ha 6enkoesie "6ycuHbl” -
6enKU - 2UCMOHbBI € O6Pa30BaHUEM
HYKAE€0COMHOU HUIMU.

ConeHoudHbIlU ypoe8eHb

CKpyvueaHUE HyKAE€OCOMHOU HUMuU ¢
o06pa30aAHUEM XPOMAMUHOBOZ0 8O0ANOKHA -
Pubpunner. KoMnakmHasa yknadka "6ycun”
no muny coneHouda unu cynepbuda.

Memneesoii ypoeeHs

YNaKkoeka xpomMamuHoesblx Gubpunss nemasamu.
fMMemau QUKCUPYrOMCca cneyuanbHeiM 6enkKoabiM
MaOMmpuKcom (ckadpdona).

AomeHnHbild ypoaeHs

O6pa3oeanue NemenbHbIX doOMeHo8, KOomopsile
CEOUM OCHOBAHUEM NPUKPENARSIOMCA K 6€AKO8OMY
Mampukcy e SAR (scaffold attachment regions)
o6aacmsax - ppazmemmuax JHK C ebicoxkum
codeprcanuenm A/T Nnap HyKA€eomudoe.

XpomocomHerld ypoeeHs

nocaedrul (e@uicuiul) ypoeers KOMNaKmusayuu
AHK. MumomuYvecKkas XpomMocomMa, CoCmoswas
w3 deyx xpomamuod.



Bonpoc 2. IlToaumoppusm JIHK.

JIHK nonumopdursm — cymecTBoBaHUE Y OAHOTO BUJIA
PA3JIMYUU 110 HYKJIEOTHUIHOU MOCIEI0BATEIILHOCTH.
Hctounukom JIHK-nmonumopdusma cioyxat Mmyraunmm,
KOTOPbIE MOT'YT HE TOJIBKO IMEpeaaBaTbCa MMOTOMKOM, HO U
Pa3MHOXKATHCS B ITOMYJISIIUU.

Koraa oguH U3 BapuaHTOB HYKJICOTHUIHBIX MMOCJIEA0BATEb-
HocTen onpenencHHoro yuyactka JIHK BeisBaseTcs 0onee yem
y 1% oco0eii, To Takyro BapraOeIbHOCTh Yallle BCETO
Ha3piBaroT JJHK-nmomuMopduzmomMm, ecinu ke MeHee 1% —
IIPOCTO MYTAIIUEM.

Omauuue mexncoy Mymayuamu u ROIUMOPHUIMOM 00CHAMOYHO

VCI0BHO.



IIpy4nHbI BO3HUKHOBEHHUE MYTAllUU — BHECUIHHE:!
KocMmuueckas u conHeunas paauanus (YO, peHTT€HOBCKOE
M3JIyYCHHUE); 3€MHas pajaualiusi.

MyTareHsl OKpyXaromien cpeabl (B OCHOBHOM — aHTPOIOTE€HHOMN
MPUPOJIBI: TPOMBIIIIICHHBIE U OBITOBBIE OTXO/IbI, SIICPHBIE B3PHIBHI;
yIOOpEHUS U SIAOXUMHUKATBI, MyTareHbl IMMUIIECBBIX HpOI[YKTOB

JIEKapCTBa). é
-

Kaamuit D YrapHbin
ras
BytaH

Knem HUKOTUH

[ekcamuH

a eIe aleTaabJICIu/I,
aKpOJICUH, U
IOJIOHUH

AMMOHMM

o

Kpacka

bymara

MblLLbSK YrapHbin

ras -
% MeTaHon

‘4 A

Hutpo3zamuHbl — 00pa3yroTcs U3 aJKaIoug0B Tabaka ( 3J10Ka4. OIyXOJiIu
JETKUX, IUIIEBOA. .. ).

B >xapeHOM Msice — reTepOlMKINYECKUE aMUHBI, B KOITYEHOM

— TMOJIUIUKINYECKHE THAPOKAPOOHATHI



IIpyYyuHbI BO3ZHUKHOBECHHUE MYTAIIMI — BHYTPEHHUE:
Nuadexnum — BupycHble. Pa3aMHOXasCh B KIIETKaX
X039MHA, BUPYCHBIC YaCTUIIbI BCTPAUBAIOT «XO3SUCKUEY
ressl B cBoro JIHK.

\

Omunokm npu permmkanuu JJHK (HemocTtatouHo
a(pdekTrBHAs paboTa cucTeM penapanun). Kaxapii pas,
KOIJIa KJICTKA JICIUTCS, KOMUPYETCs > 3 MIP/.
HYKJICOTHIOB!

deHoMeH TOYHOTo yaBoeHus moJiekysbl JIHK, B ocHOBE
KOTOPOI'O JIEKUT KOMILIEMEHTAPHOCTh OCHOBAHUU 3TOU
MOJIEKYJIbI, COCTABIISIET MOJIEKYJISIPHYIO OCHOBY
HACJICJICTBEHHOCTH M 00ecIieunBaeT OyayIee BCero Bu/ia.



Yem Oonbiie pa3 konupyercs (permmuupyercst) JJIHK, Tem
OOJIbIIIE B HEM HAKAILJIMBACTCS OIIMOOK.

Ommokn pCINIMKAllNX — IIPpUYHUHA TOI'O, YTO Y HOBOPOXKACHHOI'O YCJIOBCKA,
«MYKCKHX» MyTallMil B CPEAHEM B 5 pa3 OOJIbIIIE, YEM «KEHCKHUX).

Oouut — 10 Mero3a IMPOXOIUT Yepe3 25 MUTO30B.

Huci10 MUTO30B, YEPE3 KOTOPOE MIPOXOIUT CIIEPMATOTOHUM 10

MCIZO?)&, 3dBUCUT OT BOBp&CTa MY)K‘II/IHBIZ
e eciu 18 et — 100 MUTO30B
e ecau 50 et — 800 MHUTO30B

PE3VIJIBTAT:

Ot Marepu peOCHOK MOIy4aeT B CpeAHEM 15 MyTanuii, He3aBUCHUMO OT €€
BO3pacra.

OT oTIa — B 3aBUCUMOCTH OT BO3pacra:

oty 20 net — 25 MyTanuuu,

oty 40 mer — 65,

oty S50 et — 85 MyTanum.



MyTaunm npogonxarTca nocne 3adatug!

TornbKo B ronoBHOM MO3re K MOMEHTY
poXxaeHuns Habnogaetca 4o 400 myTaumu.



Bujabl reHeTu4ecKoro noJumMopgusma:
MOIUMOP(HU3M €IUHUYHBIX HYKJICOTHIOB —

SNP (Single Nucleotide Polymorphisms) —
CaMblid paCIPOCTPAHEHHBIN THUII

Bapra0EIbHOCTH HYKJICOTHIHBIX
nocinenoparenbHocTe [JTHK (99% Bcex
M3MEHEHHBIX BApUAHTOB).

MBI oTar4daeMcs apyr oT Apyra B 1
no3uiny Hykiaeotu1oB u3 800 — 1000.

SNP — 0oCHOBHas MpUYMHA UHAUBUIYaTbHBIX

TEHETUYECKUX Pa3IUYUN.

Koporkue tannemusie moBTOpsl — STR
(Short Tandem Repeat) — paznuune B
YHUCIIe KOPOTKUX HYKJICOTHUIHBIX
ocJeA0BaTeIbHOCTEN (MUHU- (>7) 1
MHKpocaTeIuThI (1-7)).

STR ABISIOTCS MPUYMHON HEKOTOPBIX
HACJICICTBEHHBIX OO0JIE3HEN TOIBKO Y
YyeJI0BeKa.

J repeats

NP short tandem repeat (STR)

Man 1 GTA[CT"KMCTMCMCTACTACTA}CTGGTG.

CTACTG

Man2 GTACAAGACTACTACTACTACTA

, 6 repeats

Man3 GTACAAGACTACTACTACTACTACTACTA

7 repeats



SNP oTBeUaroT 3a HaJIW4Me Ka4€CTBEHHO HOBBIX CBOMCTB OpPraHH3Ma,
4acToTa UX PACHPOCTPAHECHUSA OTIIMYACTCA MEKIY PAIIMYHBIMU
ATHUYECKUMH WUJIM TeorpauuecKMMU rpyInaMi, B COOTBETCTBUHU C
OIIPEJCIICHHBIMU YCIIOBUAMMU KU3HEACATEIILHOCTU KOHKPETHOU
TTOTYJIALIAY.

B ortnenpHbIX cinydasx SNP MoryT nmpuBoauTh K aMUHOKUCIOTHBIM
3aMEHaM C pa3BUTUEM MOHOT€HHOIO 3a00JICBaHMUSI.

Tak, Bo MHOrux crpanHax Asuud U AQpuUKHU, II€ B3POCIbIE HE MbIOT
MOJIOKO, JIAKTa3a IIEPECTAET CUHTE3UPOBATHCS TOCIE IATHIETHETO
Bo3pacrta. Ilpu 3TOM, ynoTpeOiIeHHEe KOPOBBETO MOJIOKA MPUBOIUT K
PACCTPOMCTBY IUILIEBAPEHUA.

Y yacTtu €BponeuIeB yIOMSHYThIA (PEpMEHT CUHTE3UPYETCS BCICIACTBUE
HaJIMYMsl MyTalMUd B PErysTopHOM obOmactu komupyromiero reHa LCT,
a nMeHHO: C-13910T, G-22018C u ap., KOTOpBIE MOSIBUIMCH OKOI0 9-10
THIC. JIET HA3aJl MOCJE NOABJICHUS MOJIOYHOIO KHUBOTHOBOJICTBA.



[I;maroli 3a MOBBIICHUE BBIKUBAHUS U MPUCIIOCOOJICHHOCTh
reTEPO3UTOTHBIX HOCUTEJIEH MyTallMii MOKET OBITh THOENb

TOMO3HUTOTHBIX HOCHTENCH, KOTOphIE BCTPEUAIOTCS Ha IOPSIO0K pExKe.

Hampumep, B retepo3uroTHoM coctosiHun MyTtarus rena HEXA
00yCITaBIMBAET HEBOCIPUUMYUBOCTh K MUKOOAKTEpUSIM TyOEpKyJie3a,
B TOMO3UTOTHOM — HacJieACTBEHHOE 3a0oseBanue Tes-Cakca.

Hocutenun myTanuu CeprnoBHAHO-KJIECTOYHOW aHEMUM HE 00JICIOT

MaJISIPUEN.

Mytauun resa CFTR (a mmenHo: AF508, G542X, R553X, W1282X,
N1303K, dele2,3(21kb) u ap.), KOTOpble NPUBOAAT K HaAPYIICHUIO
PETyISIuy BOJHO-AICKTPOIUTHOrO OajgaHca, B TOMO3UTOTHOM
COCTOSTHUM BBI3BIBAIOT MYKOBHCIIHJI03, a4 B T€TEPO3UTOTHOM — CHHKAIOT
MHTEHCUBHOCTH BBIJICJICHUS )KUIKOCTH Yepe3 CTCHKH KUIIICYHUKA.



I'en HEXA — ren rekcozamMmuHau1a3el A JIOKaau3yeTca Ha 15-ou
XpoMocome denoBeka B mo3unnu q23-q24 (Takeda K., 1990; Nakai H.,
1991).

I'en HBB — ero myranus npyuBoauT 3aMeHE TNIyTAMUHOBOM KUCJIOTHI B
IIIECTOM MOJIOKEHUM -1 reMOonIo0MHa Ha BaJIMH, BCIICICTBUE YETO
CUHTE3UPYETCS aHOMAaJbHBIA Fr€MOIJIOOMH S, KOTOPBIA B YCIOBUAIX
TUIIOKCHH MMOJIMMEPHU3YETCS U 00pa3yeT JIIMHHBIC TSKH, B PE3YJIbTATE
4Eero PUTPOLUTHI IPUOOPETAIOT CEPIOBUIHYIO (hopmy. B
re€TEPO3UTOTHOM COCTOSIHUH 00€CIEYMBACT YCTOMUYMBOCTh K MAJISIPHH.

['en CFTR Cystic Fibrosis Transmembrane conductase Regulator — ren
TPAHCMEMOPAHHOIO PETYJISITOPHOrO OEJIKa, MyTaIysl KOTOPOIo

BbI3bIBAET MYKOBUCIIU03, JIOKAJIU3YETCS HA /-0 XPOMOCOME B JIOKYCE
q31.2.



Ecim MyTanmusi HE HECET Yrpo3bl CYIIECTBOBAHUIO BHJAA, WU
JaXKe ABJISIETCSA TOJE3HOM, TO B TCYCHHUE HEKOTOPOIO0 BPEMEHHU
OHA PaCOPOCTPAHACTCS CPEAN MOMYJISIIUUA. ITO IPUBOJIUT K
TOMY, 4TO OKOJIO 90% CpaBHUTENBHBIX HYKJICOTUIHBIX
MOCJIEA0BATEIABHOCTEN PA3IMYHBIX JIFOAEH OyAyT OTJIIMYAThCA 110
OT/ICIbHBIM OCHOBAaHHUSAM, YTO HA3bIBAIOT MOJIMMOP(DOU3MOM

MPOCTBHIX HYKJIEOTUIOB.



Pa3zmep STR o0uacreii B renomax

BapbupyeT mexay TakCoHaMmu:

« Y opoxoxken oH gocturaet 20%.
e Y MnekonurtarwLwmx oo 60%
* Y pacTteHU MOXET npesBbilaTb 80%.

~



OHK nosTopbl

YacTtble
NOBTOPbI

CaTtennutHas
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YMepeHHble
NOBTOPbI

TaHOeMHble
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MuHu-
carennuT
bl

MHOXeCTBEHHbI
e KOMNMn reHoB

TaHOeMHble
NOBTOPGI
NepeMEHHOIro YNCIE

C ANMUHHBIMU
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NOBTOPaAMU
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caTennuTt
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C KopoTKMMU
ANCneprupoBaH-

OvHykne- HbIMW NMOBTOPaMMU
oTUabI

bes AnnHHBbIX
KOHLEBbIX
NOBTOPOB




Knaccudumkaumsa STR

1. ITo B3auMHOM OpUEHTALIUN
v npsamMbie,
v/ UHBepTUPOBaHHbLIE,
v CUMMeTpPUYHbIE NOBTOPLI,
v NanuHOpPOMbI,
¢/ KOMNNeMeHTapHble NanMHAPOMBI



> >
A po3a ynaJia Ha jany A30pa — TEKCTOBasi CHMMETPHA.

[aauHApPOMBI (IEPEBEPTHIIIMN ) — OJUHAKOBOE YE€PEIOBAHUE
HYKJICOTHAOB BIOJb LICIIM CIIpaBa HAJIEBO M CJIEBA HAIIPABO («IIIAJaID)).
[TamuHAPOM XapaKTEPU3yeTCs HATMYNEM UHBEPTUPOBAHHBIX ITOBTOPOB
MOCJIEAOBATEIbHOCTEN OCHOBAHUN UMEIOIIUX CUMMETPUIO BTOPOTO
MopsiKa OTHOCUTENBHO IBYX 1eneun JIHK.

Takue 1mocnen0BaTeaIbHOCTH ABJISIOTCS CAMOKOMILIIEMEHTAPHBIMU U
MMEIOT CKJIOHHOCTb K 00pa30BaHUI0 IINMHUJIECYHBIX WIIH
KpPecToo0pa3sHbIX CTPYKTYp. LHINUIBKKM NOMOTaT PETYIATOPHBIM
OelKaM y3HaBaTh MECTO CUMTBhIBAaHMS reHeTuueckoro Tekcra JJHK
XPOMOCOM.



Ecii maBepTHpOBaHHEIN ITOBTOP IPUCYTCTBYET B OJTHOM M TOM JKE
uenu, JIHK Ttakas mociemoBareibHOCTh HA3bIBAETCS 3€PKAJIbHBIM
ITIOBTOPOM.

3epKajbHbIE TOBTOPHI HE 00JIAa0T CBOMCTBAMU
CaMOKOMIIEMEHTAPHOCTH M, II03TOMY HE CITOCOOHBI K
(OPMHUPOBAHUIO IIMUJICUHBIX WU KPECTOOOPA3HBIX CTPYKTYD.
Hannuwne B cocraBe PHK unn opgnonenoueunsix JTHK
CAMOKOMILJIEMEHTAPHBIX MOCIEA0BATEIbHOCTEN CITYKUT
OCHOBHOM IPUYUHOU CBOpAYMBAHUS B pACTBOPAX

HYKJIEMHOBOW 1IEMH B ONPEACITICHHYIO IPOCTPAHCTBEHHY IO
CTPYKTYPY, OTIIMYAIOIYIOCS (POPMHUPOBAHUEM MHOXKECTBA
«IITTUIIEK.



IMaaunapombl — cnenuduueckue mnocieaoBaTrelbHOCTH B AByuenodedHon JIHK,
oOJiafaronye CUMMETPUEH BTOPOTO MHOPSJKA. ITO O3HAYAET, YTO MHPHU MOBOPOTE
JIBYLIETIOYCYHOU OCJIEJOBATEIHLHOCTU Ha 180° OTHOCHUTEIILHO OCH,
MEPIICHAUKYJISIPHOM K IUIOCKOCTA B KOTOPOM PACIIOJIOKEHBI OCHOBAHUS,  HX
nojoxeHus B AByXx uersax JAHK He uzmensrces.

J{1 HanokeHrWe OAHOIo MOBTOPa HA APYroM €ro HE0OXOAMM BHadajle IMOBEPHYTh Ha
180° OTHOCUTENILHO TOPHU30OHTAIBHOM OCH, a 3areM Ha 180° OTHOCUTENBHO
BEPTUKAJIBbHOMN OCH (KaK 3TO MOKAa3aHO IIBETHBIMU CTPEIIKAMHU.

Palindrome
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3epkajbHble MOBTOPbI — CHEIU(PUUECKUE MOCIEIOBATCIBHOCTH, OTIWYAKOIIHECS
cummerpuerd B kaxaou uenu JIHK. /[t HanoXXeHUs OJHOTrO IMOBTOpa Ha APYyrou
JIOCTATOYHO OJHOTO €UHCTBEHHOTO MOBOPOTA MOCIEA0BATEIHLHOCTH HA 180° BOKpyT

BeptukaibHOM ocu (Nelson D.L., Cox M.M., Lehninger Principles of Biochemisty,
W.H. Freeman (ed.) San Francisco, 2004).

Mirror repeat
wp = TTAGC'ACCA(__:GATT

e R R R}
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HInuaeynas crpykrypa PHK
[TanmuaapoMHAdg MOCIEA0BATEIbHOCTD
B PHK, cmnocobHas ¢opmupoBarh
aJIBTEPHATUBHYIO CTPYKTYpPY 3a CYET
BHYTPHUILIETIOYEYHOTO CIIAPHUBAHUS
ocHoBanui. lllnuibka, xapakrepHas
111 ogHolenoyeuHor PHK.
KpecroooOpasnas crpykrypa JIHK
[TanmuaapoMHaAsg MOCIEA0BATEIbHOCTD
B JIHK, popmMupyromas aabrepHaTHB-
HYIO CTPYKTYPY 3a CUET BHYTPHUIIEIIO-
YEYHOI0  CIIAPUBAHUI  OCHOBAHWHU.
JIBoriHoun yyactok JIHK, comepxaimmu
NaJIMHAPOM, OOpa3yIOIIUM KpeCcTOO00-

Pa3sHyIO CTPYKTYDPY. 5
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KpecTtoobpasHas cTpyKTypa



Knaccudumkaumsa noBTopoB

2. Ha ocHoBe peHaTypauymm
v/ BbICcTpble NOBTOPbI
v YMepeHHble NOBTOpPLI
¢/ YHUKarnbHbIE reHbl



CatennutHasa OQHK

OHK ¢ TaHoemMHoO-opraHn3oBaHHbIMU
BbICOKONMOBTOPEHHbIMU

Y HEKOTOPBIX BUJIOB 3TH ITOBTOPHI COCTABISIOT OOJBITHHCTBO
renomHou JIHK. Hanmpumep, y keHrypoBoit kpbickl (Dipodomys
ordi1) 6omee 50% Bcero reHoMa COCTOMT M3 TPEX MOBTOPEHHBIX
nocienoBarenbHocTel: AAG (2,4 mupa. konuit), TTAGGG (2,2
mipa. konuii) 1 ACAAGCGGG (1,2 mipa. Komnui)




Knaccudgukauuma catennmtoB

1. Mwukpocarennutbl—0T 140 10 nap
OCHOBaHWMN B OCHOBHOM
noBTopstoLlemcs brnoke

2. MuHucatennutbl —c OONbLUNM YACIIOM
nap OCHOBaHU B UHOANBUAOYaNbHOM
NoOBTOpPE



Buabl catennutoB

1. Knaccuyeckue catennurbl

Caresut 1, UMEIOIAM 3JIEMEHTAPHYIO HOBTOPSAIONIYIOCS CAUHUAILY
IIUHOM 42 H. 1. 1 0OHApPYKEHHBINA HA Xpomocomax 3,4, 13, 14,
15,21,22;

Caresut 2, UMEIOIIAN 3JIEMEHTAPHYIO MOBTOPSIONIYIOCS CAUHUALLY
IJIMHOM 5 H. 1. 1 0OHApYKEHHBIN Ha XpoMocomax 1,2, 10, 16;
Carenur 3, UMEIOIINAM 3JIEMEHTAPHYIO MOBTOPSAIONIYIOCS CAUHUALLY

IJIMHOM 5 H. 1. 1 0OHApYKEHHBIN HA XpoMocomax 1,5,9,10, 13,
14,15,17,20,21.,22,Y ;

H. II. — HYRKJICOTHJIHBIX AP



Buabl catennutoB

2. g-caTeJIJINTHbIE MOBTOPbI, UMEIOIIHUE SJIEMEHTAPHYIO MOBTOPSIONTYIOCS
equuuny quuHoi 171 H. I1. u 06HapyKEeHHBIE HA BCEX XPOMOCOMAX Y€EJI0BEKA;

3. P-caressiMTHBIC OBTOPbI, HMEIOIIXE SJIEMEHTAPHYIO TTOBTOPSIOIIYOCS
equHULY aauHOoM 68 H. I1. m 0OHapyxeHHBIE Ha XpomMocoMax 1,3 ,9, 13, 14,
15,21,22,Y;

4. y-caTeJiUIMTHBIE OBTOPBI, UMEIOIINE JIEMEHTAPHYIO OBTOPSIIOIITYIOCS
equanny aauaon 220 H. I1. u 06HapyKeHHBIE Ha XpoMocoMax 8 , X

5. caTeJITIMTHBIE MOBTOPBI , UMEIOIIHNE AJIEMEHTAPHYIO MOBTOPSIONYIOCS CIUHUALLY
nnvaoM 48 H. 1. m 0GHapyxeHHbIe Ha XpomocoMax 13,14 ,15,21,22,Y ;

6. Sn5-caTe/IMTHBIE TTOBTOPLI, OOHApPYKEHHBIEC Ha XpoMocoMax 2 , 13,14, 15,
20,21, 22 (nnuHa MOBTOPSIOIICHCS €IUHUIIBI HEU3BECTHA).



OcobeHHOCTU caTennnuToB

1. 9ra IHK HMKOI1a He TPAHCJIUPYETCH U BCTPeYaercs B
KOHCTUTYTHBHOM I'eTePOXPOMATHHE

B xpoMocoMe yepenyrTcsa y4acTKA reTepoXpoMaTuHa U
JYXPOMATHHA.

v/ Y4acTku XpoMOCOM, KOTOPBIE€ B 3aBUCUMOCTH OT CTaJIuU
KJIETOYHOI'O IIUKJIa MOTYT OBITh B COCTOSIHUU KaK reTepo-, TaK U
3YXPOMATHHA HA3BIBAKOT (PAKYJIbLTATUBHBIM reTEPOXPOMATHHOM.

v/ Y4acTKu, KOTOPBIE BCETIA YIUIOTHEHBI — KOHCTUTYTUBHBIH
rerepoxXpoMaruH. B HEM, Kak IPaBuUIIO, TEHOB HET.

2. CaresututHass JIHK o0si3aTesibHO pacmoJiaraercs B
HEHTPOMEPHOM PAUOHE

B Mmecrax pacnionioxkenus carennmutHor JIHK makcumanbHo
KOMITAKTU30BaHA. B KOHCTUTYTUBHOM TE€TEPOXPOMATUHE BCE YETHIPE
ypoBHs yrakoBku JIHK nipencrtaBieHsl gaxe B uHTEpQA3E.



OcobeHHOCTU caTennuToB

3. CaremmutHas JIHK Bcerpa pacrionaraercst TaHJIEMHO
mo 100-200 equaUII B OJIOKE.

4. Y HenaBHO 00pa30BaBIIMXCS HA OJHOM TEPPUTOPUU
onu3kux Bu0B careuiutHas JJHK paznas.




2. YMepeHHbIe MOBTOPbI

TpanckpuOupyembie M TPAHCJAUPYEMbI€ WJIH TOJBKO
TpaHCKpuOupyemsbie nocjaeaosarebHocT JTHK

I'eHBI

Peryasitopubie
Y4ACTKH

Tpanckpubupyemsbie
U TPAHCJIUPYEMBIE

[ eHbI OEIIKOB
pubdocom,
TMCTOHOBBIC T€HBI,
reHbl MEMOpPAHHBIX
OCJIKOB,
[UTOCKEIETHBIX
OCJIKOB, TCHEI
MMMYHOTJIOOYJIMHOB

Tpanckpubupyemsbie
I'ensl TPHK, sPHK,
tPHK

DHXAHCEPHBIE
MOJYJIH, OT1
Permmukanumn,
IIPOMOTOPHI U
TEPMHUHATOPHI
TPAHCKPHUIILINA




l. Knaccudmkaumsa reHoB
(B TOM Yncre yHUKanbHbIle reHbl

(3))

1. YHuKa/IbHbIE I'eHbl, UMEKIINE CHIeUUATU3UPOBAHHY IO
(PyHKUUIO.

Hanpumep, ri1o0MHOBBINA, HHCYJIMHOBBIN U Ipyryue reHbl. OHu
SKCIPECCUPYIOTCS JIMIIIb B ONPEJICTICHHBIX KIECTKaX.

2. YHUKAJIbHBbIE TeHbI, 00/1a1a0ue 00uMH PYHKIMAMH,
KCIPECCUPYIOIIUECS B MOAABIISIIOIIEM OOIBITMHCTBE KIIETOK.

OTH TEHHI IJI0XO0 U3YYCHBI.
3. MHOKeCTBEHHbIE CIPYIIIIUPOBAHHBbIE I'€HbI.

210 re’bl TPHK, yacts renos tPHK, yacTh THCTOHOBBIX IT'€HOB.
4. MHOKeCTBEHHbIE paccesiHHbIE I'eHbl.

DTO OCTaBIIAsACS YaCTh TUCTOHOBBIX T'€HOB, OCTABIIIMECS T€HBI
tPHK u 6onpmmucTBO reHoB sPHK, a tak sxe MJII' (MoOuiIbHBIE

THCIIEPTUPOBAHHBIC (PACCESIHHBIC) TEHBI).
5 e
é ~%
~



Il. Knaccudumkaumsa reHoB

reHbl «JJOMAIIHEr0 X03SIMCTBA» (KOIUPYIOT
TO, YTO BCEIJIa HY>KHO JHO00H KIIETKE
HE3aBUCHUMO OT THIIA TKAHU: THCTOHOBEBIC
reHsl, redsl tPHK, rPHK u 1.11.)

reHbl KPOCKOIIMN» (3TO I'€HbI, KOTOPEIC
IKCIIPECCUPYIOTCS B KJIETKaX ONPEICICHHBIX

TKaHEH M B ONPEACICHHOEC BPEMSI).
~



®,

o
»  CTpyKTypa reHoMa 4e/10BeKa

63-74% nauHBI reHOMA 3aHUMAIOT
MEKT'€HHBIE ITPOCTPAHCTBA, a IMOJIOBUHA U3
HUX — IIOBTOPHI.

['en uenoBEeKa BHYTPH «ITyCcTOM»: 95%
BHyTpUreHHou JIHK — HHTpOHBL.

OOmas mmHa 0e10k koaupyromein JJTHK
okosio 1% ot renomuoi JIHK uenosexa.

JlimmHa, kogupyromen JIHK yenoBeka, auiib B
3 pa3a Oonble JJIMHBI TeHOMa OaKTEPUN.



PacnpenencHue PyHKIHNA T€HOB Y€JIOBEKA

Cell adhesion (577, 1.9%) Chaperone (159, 0.5%)
Miscellaneous (1318, 4.3%) | | Cytoskeletal structural protein (876, 2.8%)
Viral protein (100, 0.3%) | | | ; Extracellular matrix (437, 1.4%)
-. : :
Transfer/carrier protein (203, 0.7%). | ', || jramunogiobuliin (264;:0.996)

lon channel 406é1'3%)
Transcription factor (1850, 6.0%) Motor (376, 1.2%)
Nucleic acid enzyme (2308, 7.5%)

Structural protein of muscle (296, 1.0%)
Proto-oncogene (902, 2.9%)
Select calcium-binding protein (34, 0.1%)

Intracellular transporter (350, 1.1%)

Signaling molecule (376, 1.2%) A~ Transporter (533, 1.7%)

Receptor (1543, 5.0%)
Kinase (868, 2.8%)
Select regulatory molecule (988, 3.2%)

Transferase (610, 2.0%)

Synthase and synthetase (313, 1.0%)
Oxidoreductase (656, 2.1%)

Lyase (117, 0.4%)
Ligase (56, 0.2%) " | |
Isomerase (163, 0.5%)' |
Hydrolase (1227, 4.0%)’

Molecular function unknown (12809, 41.7%)



Bomnpoc 3. DkcrpasizepHblie,
TpaHcno3upyemblie, BUpycHblie THK.

DKCTpasaepHbIe (PKCTpaxpoMocoMHbIX) JIHK
IIPOKAPHOT 1 DYKAPHOT:

1. JHK mna3mug (0akTepuu, HU3IIKE TPUObI U 1Ip.).

2. IHK opranemn (MUTOXOHAPHM, XJIOPOILIACTHI,
KUHETOILIACTHI).

3. IHK aMnindumyupoBaHHBIX U TPAHCHO3UPYEMBIX
TCHOB



niaa3aMmnibl
(KOHbHOraTUBHbIE

nnasmuasbl
(HEKOHBIOraTUBHLbIE

F-nna3smuabl

Hly-nnasmuabl

[Mna3munabl

TPpaHCMUCCUBHbIE
niaasmMmunabl

R-nnasmuabl

Col-nnasmugbl

Ent-nnasmunabl




IL1a3Muabl — BHEXPOMOCOMHBIE MOOMJIbHBIE FeHeTHYeCKUE CTPYKTYPHbI,
IpEeCTABIIAIONINE COOOM 3aMKHYThIE€ Koyblia AByHHTYaTon JIHK, nx
OTJIMYUTEIBHON CIIOCOOHOCTBIO SBJISICTCS aBTOHOMHOE KOIIMPOBAaHUE
(pEIUIMIIMPOBAHHUE).

INMCOMBI MOTYT BKJIIOYAThCS (MHTETPUPOBATH) B XpPOMOCOMY U
PEILTUIIUPOBATLCA BMECTE C HEM.

TpancmuccuBHbIe (KOHBIOTaTUBHBIC) TIA3MHUILI MOTYT MIEpEAaBaThCs U3
OJTHOM OaKTEpHUHU B APYTYIO.

HeTpaHcMuccuBHBIE TJIa3MUJIBI HE MOTYT MEPEAaBaThCs U3 OJTHOU OaKTepHUH
B IPYTYIO.

R-nj1a3Mu/ibl, HECYT T€HbI, OTBETCTBEHHBIC 32 MHOKECTBEHHYIO

YCTOMYMBOCTD K JIEKAPCTBEHHBIM IMpEIapaTaM — aHTUOHOTHKAM,
cyJb(haHuIaMuIaM U JIp..

F-nuiasmMuibl — OJIOBOM (pakTOp OaKTepuii, ONPEACIIIOMINNA UX
CIIOCOOHOCTh K KOHBIOTAIIMA U 00Pa30BaHUIO MOJIOBBIX MUJICH YEPE3 KOTOPHIC
MIPOUCXOAUT MIEPEHOC OCHOBHOW MOJIEKYJIbI JIHK miin TpaHCMUCCHUBHBIE
TUIA3MUABI.

Ent-niasMuabl, 1ETEPMUHUPYIOT OPOAYKLIMUIO SHTEPOTOKCHUHA.
Col-mia3zMuabl — KOJTUIUHOB.
Hly-miiasMuabl — reMOJIU3UHOB.

M3BeCTHBI TLU1a3MU/IbI, KOHTPOJIHUPYIOIIKWE PA3PYILIECHUE MHOTHUX
OpraHMYECKUX COCAUHECHUN U JIp. CBOMCTBA. biarogaps akropy mepeHoca
TU TTITIARMUIIBI KOHBEHOTATURHBEIL.



MooOuu3yemMblie (HEKOHBIOIaTUBHBIE) IJIA3MU/IbI HE COAECPKAT
AETEPMUHAHTOB, IPUIAIOIINX OaKTEpHUAIbHBIM KJIETKaM CBOMCTBA
FCHETUYECKUX JJOHOPOB, X OATOMY OHM HE CIIOCOOHBI
CaMOCTOSITEIILHO IIEPEAABATHCS OT OJHUX KJIETOK K JPYTHM.

MooOuau3ywiiue (KOHbIIaTUBHbIE) MJIA3MHUAbI OCYIIECTBIISIOT
IePEHOC MOOMIIM3YEMBIX IIJIA3MUJI B PEIUIINECHTHBIC KICTKH.



[Lma3Mu sl MOTYT OOPEAEHSATh BUPYICHTHOCTh OAKTEepUH,
HaIpUMeEP BO30YAUTEIICH YyMbI, CTOJIOHSAKA, CIOCOOHOCTD
MIOYBEHHBIX OaKTEepH UCHOIb30BaTh HEOOLIYHBIC HCTOUYHUKU
yIJIEpOoaa, KOHTPOJIMPOBATh CHHTE3 OCJIKOBBIX
AHTUOMOTHUKOIIOIOOHBIX BEIIECTB — OAKTEPHOLIMHOB,
OETEPMUHUPYEMBIX IIa3MHUIaMHM OaKTEPUOIIMHOICHUH, U T. .

CyIIeCTBOBAHUE MHOXKECTBA IPYTUX MJIA3MUJ Y
MHUKPOOPTaHU3MOB ITO3BOJIAET MOJIAraTh, YTO AHAJTOTUYHbBIE
CTPYKTYPBI HIUPOKO PACIIPOCTPAHEHBI Y CAMBIX pa3HOOOPA3HBIX
MUKPOOPTaHU3MOB.

[1ma3Muapl mOABEPKEHBI PEKOMOMHAIIASIM, MYTaIIHSIM, MOTYT
OBITh DJIMMHUHUPOBAHHKI (yIaICHbI) U3 OAKTEPHUid, UTO, HE BIIMSICT
Ha UX OCHOBHBIC CBOMCTBA. binarogapst ObIcTpoMy
CaMOKOIIMPOBAHUIO ¥ BO3MOYKHOCTH KOHBIOTAIIMOHHOM
nepeaayy miasMu BHYTPU BUIA, MEXKIY BHAAMH WU JaXKe
pPOIaMU IUIA3MHUIBI UTPAIOT BAXKHYIO POJIb B DBOJIFOIINHI
OaKTEepHH.



MuTtoxonapuaasubie JIHK xapakrepu3yroTcs HEOOIbITUMHU
pa3Mepamu.

Hanpumep, pazmepsl mosiekyn JJHK mutoxoHapuit pasHbix
»KMBOTHBIX (BKJIIOYas IJIOCKHUX YepBEH, HACEKOMBIX U

MJIEKOITUTArOMKX) cocTaBiisitoT 15 700 — 20 000, yenoBexka —
16 569 n. o.

Y tpumanocom u napamenui oH papeH 22 000 u 40 000 m. o.;
xaopomiactoB 12 000 — 200 000 1. o., y apoxsxent — 78 000 1. o.

Bo MHOrHX ciiyyasx nokasaHo, yto JJHK muroxonapuit n
XJIOPOIIACTOB CIUIOMIb COCTOUT U3 HYKIIEOTUIHBIX
[MOCJIEAOBATEIBHOCTEN, TOMOJIOTUYHBIX [MOCIEI0BATEIILHOCTAM
xpomocomHou JTHK.



MMUTOXOHAPUAIBHBIM T€HOM YEJIOBEKA COCTOUT U3 37 T€HOB,
KOTOpbI€ KOAUPYIOT cOOCTBeHHBIE prbocomubie PHK (12S- 1 168-
pPHK.) u 22 pa3usie Tpancnoptasie PHK, a Takke pa3znbie
MOJUIECOTHABI, BKIIIOUask CyObeAuHUYHBIC KOMIOHEHTHI I, 11, 111
okcuaasbl uToxpoma C, cyobeaunuisl AT®aszel, niuToxpomMa B u
JEBSITU JPYTUX OCJIKOB, (PYHKIIMH KOTOPBIX HE N3BECTHHI.

['eHOM XJIOPOILIACTOB PSAAA BBICIIMX PACTEHUH COCTOUT U3 120 reHoB.
Onu koaupyroT 4 pudbocomubix PHK, 30 puboCcoMHBIX O€JIKOB, 4aCTh
cyobeaunull xaopomnactHor PHK-nonrumepassl, 4acTh OCIKOB,
coaepxkamuxcs B porocucremax I u Il, 6enkoBbie CyObeIMHUIIBI
AT®-cuHTEeTa3bl U OTACIBHBIX (DEPMEHTOB 1I€NIA TPAHCIIOPTA
3JIEKTPOHOB, a TAKXKE OCIIKOBYIO CYObEIUHHUILY
puoyno3ooucdocharkapobokcuaasbl U oueHb MHOTuUX TPHK.
XJIOPOIUTACTHBIN TEHOM OYEHB CXOJICH C OaKTepHaIbHBIM FT€HOMOM,
KaK [0 OpraHu3alliu, TaK U MO (PYHKIIUSM.



B MUTOXOHApUATBHOM I'€HOME YEJIOBEKA, BEPOSITHO, UHTPOHBI, HO
B JIHK xy10pomnnacToB HEKOTOPBIX BBICHINX PACTEHUM, A TAKKE B
JIHK MuToxonapuii rppO0B HHTPOHBEI OOHApyKEeHbI. CUUTAIOT, YTO
XJIOPOILIACTHBIE TEHOMBI BBICIIIMX PACTEHUM OCTAIOTCS 0€3
U3MEHEHUU TIPUMEPHO HECKOJIBKO MUJUITMOHOB JIET. BO3MOXKHO, UTO
Takas IPEBHOCTH XapaKTEepPHA U JIJII MUTOXOHJIPHUATIBHBIX TEHOMOB
MJIEKOITUTAIOIIMX, BKJIFOYAsS YEJIOBEKA.

JIHK, BXos111ast B COCTaB KHHETOIJIACTOB COCTOUT U3 THICSY
KOJIBLIEBBIX JIBYXIIEIIOYECYHBIX MOJIEKYI pazMepoM 20-38 (MakcH-
konbla) win 0,5-2,5 (MMHHU-KOJIbIIA) THIC. M. 0.; MAKCU-KOJIbIIA
UJICHTUYHBI MUTOXOHApUanbHOU JIHK 3ykapuort, B TO BpeMs Kak
Omojoru4eckasl pojib MUHHM-KOJIEI] IOKa OKOHYATEJILHO HESICHA;

Koasuesas /IHK xapaktepHa U1 TPUIIAHOCOM OTPsIIA
Kinetoplastida.



JHK ammivpuuoupoBanHbix reHos. JOrta JIHK Bcrpeuaercs B
(bopMe PKCTPAXpPOMOCOMHBIX KOJIbIIEBBIX MOIeKyJ. Hampumep,
KOTJ1a YKApUOTHUYECKUE KIETKU KYJIbTUBUPYIOT B CpEAAX C
JIEKAPCTBEHHBIMM BEIIECTBAMU, TO IMMPOUCXOAUT CEJICKIIUA
PE3UCTEHTHBIX KJIETOK C MTOBBIIIEHHBIM KOJIMYECTBOM KOIHM I'€HA,
KOHTPOJIMPYIOIIETO PE3UCTEHTHOCTh. KJIIETKM MHOTHUX OITyXOJIEU
COZICPKAT TAKXKE IKCTPAXPOMOCOMHBIE aMILIM(PUIIMPOBAHHBIC T'CHBI.
ITH MOJIEKYJIbI BCTPEUAIOTCS B [IUTO30JIE, B AAPE U MUTOXOHIPHUSIX
KJIETOK MHOTHX OPTaHU3MOB-3YKapUOTOB.

[IouTH TOJI0OBHMHY réHOMA YE€JI0BEKA COCTABISIOT PA3IMYHbIC
TpaHCIO3UPYyEMBbIE ANeMEHTHI (transposable elements, TEs). Onu
nensTca Ha aABa ocHOBHBIX Kitacca: JIHK tpancnozonsr (DNA
transposones) U peTpolIeMeHTHI (retroelements).



JIHK-TpaHCcnio30HbI MEHSIOT SBOIIOIIMOHHYIO TPACKTOPUIO CBOETO
X03gMHa Onaroaaps CICAYIOIINM MEXaHU3MaM:

1) yepe3 n3MeHeHne PyHKIMU F'€HOB MyTEM BCTaBOK I'€HOB,
PETYIISITOPHBIX 3JIEMEHTOB, «IIEPETACOBOKY» 3K30HOB U UHTPOHOB;

2) 4epe3 HHAYKIHUIO XPOMOCOMHBIX ITEPECTAHOBOK;

3) KaKk MCTOYHUKHM Koaupyromen u He kogupyromen JIHK, kotopas
IIO3BOJISAET IOSABIATHCA PA3JIMYHBIM T€HETUYECKUM HOBUHKAM,
TAKUM KaK HOBBIE IT'€HbI U PETYIATOPHBIE MOCIIEA0BATEIILHOCTH.

TpaHCTIO3UpYyEMBIE AIIEMEHTBI KJIIETOK-IIPOKAPHUOT MTEPEMEIIAIOTCS
0 MapuIpyTy XpoMOCcoMa —IUIa3Muia —apyras Ia3MuIa
—XpOMOCOMa.

IIepemMelieHre TpaHCIO30HOB 00ECIIEUNBACTCS
CIICIHAJIM3UPOBAHHBIM PEIJINKATUBHBIM MPOIIECCOM, KOTOPBIA HE
CBSI3aH C T€HEpaIMe SKCTPAXPOMOCOMHBIX (hOPM.

B skcriepuMeHTalIbHBIX YCIOBUSX JIFOOOH TPAHCIIO30H MOKHO
BKJIFOUUTH IIPAKTUYECKHU B JIIO0YIO TIA3MU/TY.



[ eHEeTHYECKHUE SIIEMEHTHI, CXOJIHBIE C TPAHCIIO3UPYEMBIMH,
CYILIECTBYIOT TAK)KE B KJIETKaX 3yKapHOTOB, IJIC OHU
IIPEACTABJICHBI PA3HBIMA MTOBTOPSIOIIUMUCS
nociuenoBareabHOCTIMU JIHK. OmHu n3 3THX 2JIEMEHTOB
TPAHCIIO3UPYIOTCS B PE3YJIBTATE TOBTOPHOTO BKIOUCHUS
(peMHCEPLIMK) B TCHOM HNPOAYKTa PEBEPCUBHOM
Tpanckpuniuu (konuu PHK). Takue snemMeHThl mony4Yuiiu
Ha3BaHUE PETPOIIECMEHTOB (PETPOTPAHCIIO30HOB).

HarmpoTtus, npyrue 3j1€eMeHThl TPAHCIIO3UPYIOTCS MIPSIMO
yepes konuu JIHK.

HaunOomee n3BeCTHBIMU PETPOITIEMEHTAMH SIBJISTFOTCS
PETPOTPAHCIO30HBI C KOPOTKUMU TEPMUHAITbHBIMU
MOBTOPAaMU. TaKUMHU SABJISFOTCSA PETPOTPAHCIO30HBI | nin
R2 y npozodui, Line — y MIEKONIUTAOMMX, INg1 — Y
TPUIIAHOCOM.



Konuu 3TUX peTpoTPaHCIO30HOB KOJUPYIOT OCIIKH,
HEOOXOAUMBIE JJIs1 OOpaTHOM TPAHCKPUIILUH, T. €. UX
TPAHCIIO3UIUA OCYIIECTBIACTCS ¢ Ucnojib3oBanueM PHK B
KaueCTBE UHTEPMEIHATA.

K 3Toli Kareropuu peTpodIeMEHTOB IPUHAIJICKAT TAKKE
MOCJICA0BATEIAbHOCTHU C JIUHHBIMU TEPMUHAILHBIMU
[IOBTOPAaMM, B YaCTHOCTH MOCJIEA0BATEILHOCTH Copla U
gypsiy apozodui, TY-pakrop apoxxken u LI — s1eMeHTHI y
MJICKOIIMTAIOIIHUX.

Y 3TUX MOCIIEA0BATEIILHOCTEN ITOBTOPHI JocTUraroT S00 1. o.

PeTpoTpaHCII030HAMH MHOTHE CUMTAIOT TAKXKE
ITOCJIEA0BATEIbHOCTH, KOTOPBIE, IOMHUMO MHCEPIIMOHHOM
CIIOCOOHOCTH, 00JIafar0T MHOUIMPYIOIIUMHA CBOMCTBAMU, 3TO
OTAEJIbHbBIE PETPOBUPYCHI: JIEUKO3a MTULI, TCUKEMUHU
MJICKOTTUTAIOIIUX, HMMYHOAC(OHUIIUTA MICKOTIUTAIOIIMNX.



M crionb3oBaHHadg JuTeparypa:

|
2

3

4

5

6

7

. https://mplus1.ru/news/2016/08/04/2primehydroxy

. PemrernuxoB P. B., KonsuioB A. M., I'onoBun A. B. Knaccudukanus G-
kBaspymiekcHbix JIHK 1o yrmy BpaiieHus kBajpyIiekca u miaHapHoctu G-
kBapTeToB // XKypHan Acta Naturae (pycckosizeiunasi Bepeusi), Ne 4, tom 2, 2010

. UanoB B.1. A-JIHK. buonorus // CopocoBckuii 00pazoBaTeabHbIN KypHal, N1,
1998.

. Tonopos .H. MUTOXOHIpHUU: OKUCIIUTEIIBHBIN CTPECC U MyTallUU
muToxoHapuanbHOoM JJHK B pazButuum naronoruit, npouecce ctapeHus u
aronro3se // XK. Poc. xum. 00-Ba um. /.M. Menaeneena, T. LI, N 1, 2007.

. PemetnukoB P. B., KoneimoB A. M., I'onoBun A. B. Knaccudukanus G-
kBasipyruiekcHbIx JIHK mo yrmy Bpanenus kBajapyruiekca u maHapHocta G-
kBapTeToB. JKypHan Acta Naturae (pycckosizprunas Bepcusi), Ne 4, tom 2, 2010

. sanoB B.1. A-JIHK. buonorus // CopocoBckuii 00pazoBaTeabHbIi KypHa, N1,
1998.

. Tomopos M.H. MUTOXOHIpHUU: OKUCIIUTEIIBHBIN CTPECC U MyTALIUU
MuToxoHApUanbHOU JIHK B pazBuTHM 1aTOIOTUM, IPOLIECCE CTAPEHUS U
aronTo3se // XK. Poc. xum. 00-Ba um. /.M. Mengeneena, T. LI, N 1, 2007.



