NEKLYI

Heanoea U.b.

CTPYKTYPA U ®YHKIUSA JHK

BepositHo, 20-iff BEeKk 3alIOMHHUTCS HCTOPHUKAM
Omonornyeckoi HayKu OTKpeITHEM cTpyKTypbl JTHK 1
MEXaHU3MOB €€ KOIIMPOBaHUS, a TAKKE MEXaHU3MOB,
C TIOMOIIIBIO KOTOPBIX HH(pOpMaIys, 3anpoBaHHAS
B JIHK, mepeHocuTcs B  aMHHOKHCIOTHYIO
[IOCJIEZIOBAaTeNIbHOCTh  OenkoB.  XOTSI ~ MCTOpUS
TeHETHUKN YeJIOBEKa He HAUMHAETCS C MOJIEKYJISPHON
Omosorny, oHa Ha HEW He 3aKaHYMBAETCS, TIOCKOIBKY
HaKOIJICHHBIE 3HAHWs Ceidyac HHTErPUPYIOTCS IS
OOBSICHEHHUSI JICHCTBHSL CIIOKHBIX OHOJOTMYECKHX
cucreM. MonekyisipHast OMOIOTHsl, OTHAKO, OCTagTCs
KITIOUEBBIM JIBUTATENIEM ITporpecca B OMOIOrHYeCKOM
[TOHMMaHUH.

Monekyna JIHK XpaHuT OHOJIOTHYECCKYIO
nH(pOpMAIIMIO B  BHAE TEHETHYECKOTO  KOja,
COCTOSIIIIETO M3 TTOCIIE0BATEIILHOCTH HYKJICOTH/IOB.

JHK  comepxxur wuHpOpMALHIO O  CTPYKType
pasnmnunbix BuaoB PHK u Gemnkos.
JIHK  (1e30KkcuprOOHYKIICMHOBAsE  KUCIIOTA)

— 3TO JIMHEHHBIA opraHuyeckuil nonumep. Ero
MOHOMEPHBIE 3BEHbsI HYKIICOTUABI, KOTOPBIE, B CBOIO
o4yepenb, COCTOAT U3:

® a30THCTOrO OCHOBAHMS;
® IISTHYIVIEPOIHOTO caxapa (TIeHTO3bl);

e (hocdarHOI TPYIIITEL.

Puc. 1. Ctpyxrypa JHK.

OcHopanus B JIHK ObIBalOT ABYX THIIOB:
Ilypunosvie: anenns ( A ) u ryanus (G);

Tupumuounoswvie: uro3ut (C) u tumuH (T).

Kaxnas aute JIHK cocrouT u3 yepenyrommxcs
MOJIEKYIT JIE30KCUPUOO03HI, 00BbeTMHEHHBIX
hochomudpUPHBIMU COSTUHSHUSIME U3 S’ -TTIOJI0KEHUS
OITHOM Te30KCUPHOO03HI K 3’ TIOJIOKEHHUIO CIICTYIOIICH.

HaBuTsie ofiHa Ha APYTYIO MOTUHYKICOTHIHEIE
LENH YACPKUBAKOTCS BMECTE BOIIOPOTHBIMU CBSI3SIMHU,
0o0pa3ylonuMucsT ~ MEXIY  KOMIUIEeMEHTapHBIMHU
OCHOBaHMSIMH  MPOTUBONONOKHBIX 1ened. [lpu
9TOM aJieHHH OO0pa3yeT mapy TOJBKO C TUMHUHOM,
a ryaauH — ¢ nuto3uHoM. Ilapa ocunoBanmit A—T
CTaOUIM3UpPYETCA IByMs BOJOPOIHBIMH CBSI3SIMH, a
napa G—C — Tpems. Bmecte 311 HUTH 00pa3yrOT
MPaBO3aKPyUYECHHYIO NIBOWHYIO crnupaib. [[Be HUTH
UAYT B TPOTHBOMNOJIOKHOM (aHTHIAPAIIIETHHOM )
HaTpaBICHWW, TakuM  o0Opa3oM, UYTO  OJHA
npoctupaercs ot 5 ‘mo 3°, a apyras — oT 3 ‘mo 5°
KOHIIOB.

Jmuuaa  pyxuenodeuHorr JIHK — oOvranO
HU3MEPACTCA YHCJIOM nap KOMIIJIECMCHTApPHBIX
HykiaeotunoB (m.H.). st momexyn JIHK, cocTosmmix
13 THICSY WJIM MUJUTHOHOB ITap HYKJICOTHIOB, IPHHSTHI
CAUHUIIBI T.I1.H. U M.II.H. COOTBETCTBCHHO. HaHpI/IMep,
JIHK xpomocombl 1 deroBeka IMpencTaBiseT coOoit
OJIHY IBOMHYIO CIUPAJIb JUIMHON 263 M.ILH.

HEOTHCT I
CCHOBGHMA:
IOaHMH (A),
TyEHHH (3],
LMo MH 0T,

THMMH (T) BopopoaHanA

CEAZE

Puc. 2. A30THCTBIE OCHOBAHHMS B JIBOHHON
cimpasmm JIHK  cTaGmim3upoBaHbl  BOXOPOTHBIMH
CBA3SIMU.

Oyuxuuu JHK:

1) olecreunBaeT COXpaHEHHE U IeEpeaady
TCHETHYECKOM HMH(GOpPMALUK OT KJIETKH K KIETKEe
U OT OpraHuszMa K OpraHu3My, 4TO CBSI3aHO C €€
CHOCOOHOCTBIO K PETUTUKALINY;
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Permkanus ~ obecrieynMBaeT — KOMUPOBAHUE
TreHeTUYEeCKOM wH(popManuu u  mepenady  ee
U3 TOKOJNEHUS B  TMOKOJCHUE, TEHETHYECKYIO

UICHTUYHOCTL AOYCPHUX KIICTOK, 06pa3y}01u1/1xcsl B
PE3YIbTATEC MUTO34a, U IIOCTOAHCTBO YUCJIa XPOMOCOM
IpU MUTOTUYCCKOM JACJICHUU KIICTKU.

2) perymsius Bcex MpolieccoB, MPOUCXOASIINX
B KIeTKe, oOecrneunBaeMas CIOCOOHOCTBIO K
TPAHCKPUIILUU C MOCIEAYIOIIEH TPAHCIISLUEH.

3) Ha JHK ocymectBusercs cunte3 PHK,
T. e. JIHK oTBewaer 3a mnepenauyy TreHETHUYECKOH
nHpopManuuBIHTOIIIA3MY. CHHTE30€1KaIPOUCXOTUT
B LUTOIUIa3Me, U ero cuHTe3 ocyuectBisier PHK.
A na JIHK cunresupyercs umenHo PHK. Ilpuuem
TpeX BHIOB: HMH(MOPMALUOHHAS, TPAaHCIOPTHAS
u pubocomanbhHas. PHK cunTtesupyercs Ha
onHoi u3 meneir JIHK Taxkke mno mnpuHIMITY
KOMIUTUMEHTApHOCTH (KaK 3TO MPOUCXOAWUT TpHU
yasoennn JIHK). [lanee wundopmaunmonnas PHK
ONpEAENsieT  MOCIEA0BATENBHOCTh  AMUHOKHUCIIOT
B Oenke, tpancnoptHas PHK — nocrasnsier
AMHHOKHCIIOTHl K MECTY CHHTE3a, a pubocoMalibHast
PHK Bxomut B cocTaB pubOCOM, KOTOPBIE SIBIISTFOTCS
mectoM cuHTe3a Oenmka. Cunte3 PHK na JIHK
Ha3bIBACTCS mMpaHCcKpunyuel, a cuates Oenka Ha PHK
— mpancaayuetl.

B IHK TaxxeconepkaTcsnocieoBaTeIbHOCTH
HYKJIEOTHJIOB HEe KoAupyroomux Oenok. Ponb
9TOM WMHpOpPMANMKM B TOJHOH Mepe He W3y4yeHa H
HEU3BECTHA.

[IpennocsuikamMu K OTKpBITHIO MoJeKybl JJHK
KaK eIWHUIIBI HaclleIoBaHUsl ObUIM OTKPBITHS psijia
ydeHbIX. Menzaens B 1856 1. ommcan 1OMHHaHTHOE
U pelecCHBHOE HACJIEOBaHHE JI0 TOTrO, Kak Oblia
BBE/ICHA KOHICMIMS TI'eHa W Kak Obula W3BECTHA
XHUMHYECKasi OCHOBA HACIIEIOBAHMS.

JHK kak Mojekyna, Haxomdmascs B Sape
KUBOW KJIETKH, OblIa OTKpbITa O4YEHb JABHO, €Il
B 60-x romax XIX Beka. DTO OTKpHITHE CHAeIal
mBennapckuii Bpad Mumiep. bBblio ycraHoBiEHO,
YTO TEHETHYECKUH Marepuas HaXOAMTCA B spe
knetku, a JIHK, kak u3BeCTHO, SBISETCS OCHOBHBIM
XUMHYECKUM KOMIIOHEHTOM.

[locrenenHo ObLIO JOKa3aHO, YTO HWMEHHO
JIHK, a He Oeyku, KaK CYMTAIOCh PAHBIIIE, SBISCTCS
HOocHTelleM TreHeTHueckod wuHpopmanuu. OmHO
M3 TEPBBIX pEIAIONINX J0Ka3aTelbCTB TMPUHECIN
skcriepuMeHTsl OcBasib/ia DBEPHU U KOJUIET, KOTOPHIE
MIPOJIEMOHCTPUPOBATIH, YTO (EHOTHIT TIAJKHX HIIH
rpyOBbIX KOJIOHWM OakTepuil MHEBMOKOKKAa MOXKET
IIepeIaBaThCs OT KIETKHU K KJIETKe ToJIbKO yepe3 JTHK.

Brutots 10 50-xT010B X X BE€Ka TOYHOE CTPOCHHE
JHK, kxak u cmoco0 mepemadyd HaCICICTBECHHON
nH(pOpMaIM, OCTaBaJIOCh HEHU3BECTHHIM. XOTA U
ObLIO JTOMOJIMHHO M3BecTHO, 4To JIHK cocrouT m3
HECKOJIbKMX IEMOYEK, COCTOSIIINX W3 HYKJICOTHIOB,
HUKTO HE 3HaJ TOYHO, CKOJBKO 3THX IIETIOYEK M Kak
OHU COEJTUHEHBI.

B 1953 . Jlxxeitmc Yorcon u ®psncuc Kpuk,
OCHOBBIBasICh Ha JAaHHBIX PEHTIEHOCTPYKTYPHOTO
aHaynmza kpucramioB JAHK, mpunum k BbIBOAY, 4YTO
HatuBHasg JJHK cocTonT u3 1ByX nNoauMepHBbIX LeTeH,
00pa3yrouX ABOWHYO CIIUPAIIb.

B 1960-x romax noxkrop Bukrop MakkbloCHK
U ero kojuiern u3 MeauuuHckod mikoiael J[KoHa
XONKMHCA Ha4Yalyd KaraJoru3upoBaTb TeHbl U
reHeTH4YecKue 4YepThl dvenoBeka. llepBoe wuzganue
Karanora «MeH/IeJIeBCKOE HACJIEeJOBAHNE YEIOBEKa»
Obuto omyOnukoBaHo B 1966 romy. Brnocnencteuu
MOSIBUJIMCh ~ HECKOJBKO TEeYaTHbIX W3JaHui, U
ceifyac karajor nojjepxuBaercs B VMHTepHeTe Kak
«OHJIAHH-MEH/JIENIEBCKOEe HACJEI0OBAHHE YEJIOBEKa»
(OMIM), naxopsuiicss Ha www.omim.org. OMIM
MPU3HAH ABTOPUTETHBIM HCTOYHHKOM HH(MOpPMALUH
0 TeHax 4eJOBeKa M TeHEeTHYeCKUX MpH3HaKkax. B
KaTajore MOYKHO HalWTH I'eH, ()EHOTHII, JIOKYyC TeHOB
W MHoTHe apyrue GyHkuuu. B karanore npencrasieH
KpaTkuii 0030p reHa Wi MpHU3HaKa, BKII0Yast KpaTKoe
W3JI0KEHHE KIMHUYECKUX MPU3HAKOB, CBA3AHHBIX C
MyTanuaMu. CyIIecTBYIOT CCBIJIKM Ha JIpyrue 0asbl
JaHHBIX, OOecledyuBaloInue JOCTYH K TeHHbIM U
AMUHOKHCIIOTHBIM MTOCIIE0BATEIBHOCTSAM, My TAIlUSIM
U TaK jiajee.

YpoBuu opranuszanuu cTpykrypbl JJHK

JIHK B kaJIOM KJIETOYHOM SIJIp€ JOJDKHA OBITh
CUJIbHO YIUJIOTHEHA JJIsl pa3MENIeHUsl BCEro reHoMa B
OUYEHBb MAJICHHKOM IIPOCTpaHcTBE. OTPOMHBIN yUaCTOK
JHK, KOTOpBI COAEPKHUT KAXKIYI0O XPOMOCOMY,
Ha CaMOM JI€J€ SIBISIETCS BBICOKOOPTaHU30BAaHHOM
CTPYKTYPOI.

IIpuHATO BHIACHITH 3 YPOBHS CTPYKTYPHI

JIHK:

[epBuunass crpykrypa JHK — 310
MIOCJIEZI0BATENLHOCTD PACIIOI0KEHUS HYKJIEOTHIOB B
nonuHykiaeoruanon nenu JJHK.

Bropuunas CTPYKTYpa JHK
CTaOMIIM3UPYETCS BOMOPOMHBIMH CBS3IMH MEXKIY
KOMIDUIEMEHTApHBIMH ~ TapaMH  OCHOBaHWMH U
MIPEJICTABIIIET COOOW JBOWHYIO CHHpalh H3 JBYX
AHTHITAPAIIICNTHBIX [ENO0YeK, 3aKPYYEHHBIX BIIPABO
BOKpPYT ofHOH ocu. OOmmii BUTOK criupaiu — 3,4HM,
paccTosTHIE MKy IIeTTOYKaMH 2HM.

Tperuunas CTPYKTYypa JHK —
cynepcnepaimuszanuss JHK. [IBoiinas cnupanb
JAHK Ha HEKOTOpBIX y4acTKax MOXET IOJBEPrarbCs
JanpHeWIeld  cnmpanu3alud ¢ 00pa3oBaHUEM
CyTepcrypalid WM OTKPBITOM KOJNbLIEBOH (hOPMBI,
YTO YaCTO BBI3BAHO KOBAJIEHTHBIM COCJUHEHUEM HX
OTKpBITBIX KOHIOB. CymepcrnupanbHas CTPyKTypa
JAHK oOecneunBaeT 5KOHOMHYIO YIAaKOBKY O4Y€HB
qmuHHoM monekynsl JJHK B xpomocome. Tak, B
BBHITSIHYTOM opme unHa Monekyisl JJHK cocrasnsier
8 cM, a B hopme cyriepcupaii yKJIaabIBaeTCs B 5 HM.
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Xpomoroma

Kneria

Cpykrypa
XPOMOCOME
nocng
nepenneTeHinA

YBENWUEHHAR (TPYRTYDA WnTeR HK

XPOMDCOMB!

Mapel OCHOBAHMA =

Omneneran nire JHK

Orpesrm [IHK,
HASHBEAEHEE TEHAMH

Puc.3. YpoBHu opranuzauuu ctpykrypst JJHK.

DyHIaMEHTAIBHON ~ €AUHMIIEH  XpomaTuHa
SIBJISIETCSI HYKJIEOCOMA, KOTOpasi COCTOUT u3 146 map
ocHoBanuii JIHK Bokpyr siapa, cocTosimiye u3 ABYX
KOTIHI Ka)XI0ro W3 4eThIpéx OenkoB ructona (H2A,
H2B, H3, H4). Oun pacmonararorcs Kak «IIapuKd
Ha BepéBouke». Jnamerp Hykineocombl — 11 HM.
HykneocoMbl, B CBOIO ouepeib, KOHAECHCUPYIOTCS
B CTPYKTypy paszmepoM 30 HM. 3areM HpOUCXOIUT
CKpyYMBaHHE U KOHJEHCAaUusl Al OOpa30BaHUS
MeTada3HOM XPOMOCOMBI.

2 nm “raked DNA®

11 nm “beads on a string”

e -‘.'ob <

30 nm chromatin fiber

Puc. 4. Hykneocomst.

HNurepecnbie pakrel 0 IHK

Onna wmomekyna JIHK demoBeka Bmemiaer
nopsinka 1,5 rurabaiita mHbopmanuu. [Ipu stom,
JHK Bcex KIETOK YelOBEYECKOro OpraHu3Ma
3aHUMaroT 60 MIIpa. TepabailT, YTO COXPaHSIOTCS Ha
150-160 rpammax JIHK.

Mexnynaponublii 1enb JJHK ormewaercs 25
ampenst. Umenno B atot nenb B 1953 rogy Jlxeiimc
Yorcon n @psrcuc Kpuk omy0iarkoBainu B KypHaie
Nature cBoto cTaTh0 110/1 Ha3BaHueM « MonexynsapHas
CMPYKMYpa HYKAEUHOBLIX KUCA0mM», TIE OIUCAIN
JBOIHYIO cnivpais Mosekyisl [JHK.

Hute JIHK 3T0 1eHiCTBUTENBLHO HAHOCTPYKTYpA,
110 KpailHeW Mepe, €€ TOJIMHA OYEHb MaJCHbKAas.

JlyinHa ee MOXKET OBITh OIPOMHOM, B 3aBUCUMOCTHU OT
TOTO, KaKkoi nnuuel Monekyna JIHK. Hanpumep, ecnu
BBITSHYTH Bce MoJekynbl JIHK B siape nameit ogHoi
TOJIBKO KIJIETKH, TO TOJYYUTCS KOJIOHHA TOJIIMHON
2 HaHOMeTpa, a JUIMHOM moutu 2 meTpa. U Bed 3Ta
TOHIOCEHbKAsl JTMHHIONIAS MOJIEKYJIa OKa3bIBACTCS
YIaKOBaHA BHYTPH KJIETOYHOTO SAPA.

Ienom uyenoBeka cOCTOMT H3 Oosiee dYeM
3 MwumapioB 0Oa3oBbix mnap ocHoBanuii JIHK,
Haxomsamuxecd B 23 mapax xpomocom. Kaxnas
XpPOMOCOMa COCTOMT M3 OJHOW HENpPEpbIBHOU
monekynbl JIHK, oxBaTpiBaromield OT NECSITKOB 0
COTE€H MUJUIMOHOB I1ap OCHOBaHU.

Penymmkanus JIHK

Pemummkanma JJHK - »10  mporece
yaBoeHus: ponutensckux monekyn JJHK Bo Bpems
BOCIIPOM3BOJICTBA KJIETOK JKUBBIX OpraHu3MoB. To
€CTh MPOLECC PEIUIMKALMY IPEAIIECTBYET JEICHUIO

Ki1eToK. OCHOBHBIE MMPUHIMAIILI PCTUIAKAIIAN

Marpu4HbBIil _1polecc — MNpU  PerIUKauu
uenu Mouekynbl JIHK pacxopstes u kaxknas U3 HUX

CTaHOBUTCA ManHL[eﬁ, Ha KOTOpOﬁ CHUHTC3UPYCTCH
HOBas KOMIUIMMCHTApHAad LCHb.

KomMmnmmeHnTapHOCTh - HYKJICOTHIbI
HOBBIX LENEH CHapuBarOTCs  KOMIUIEMEHTApHO
¢ wmykmeornmamu crapeix memed (A ¢ T, T' ¢
I1). B pesynerate oOpa3yloTcst [BE JOuYEpHUE
nBycnupaibibele Monekynsl JIHK, He ommnuuMmelie oT
POANUTENBECKOI MOJIEKYJIBI.

CDDaFMeHTaDHOCTB NI TOJIYHEHIPEPLIBHOCTH
— CHHTE3 OTHOW Tenu (JIMTUPYIOMmIe) TTPOUCXOIUT
HETIPEPBIBHO, a APYTo# (OTCTaromei) — UMITYIIbCHO,
mutn JIHK curTe3upyrorcss B BHIe (DparMeHTOB,
KOTOPBIE 3aTEM COEIUHSIOTCS MEXKIY COOOM.

ITonyKoHCEpPBAaTUBHOCTb — KaXKIash MOJIEKyJia
JHK cocTouT 13 01HO# 11eMTH HCXOTHON POTUTETHCKON
MOJIEKYJIBI M OJTHOM BHOBb CUHTE3UPOBAHHOM 1IEMH.

AHTHnapanneapbHOCTh —  KaKjaas  BHOBbB
CHUHTE3UpPOBaHHAS IeIhb aHTUNapaJIeIbHa
ponutenbckor (Marpuunas uens JHK 37 — 5°, a

cunrezupyemas JJHK 5°—3°).

ITorpebHOCTE B mpalimepe — [UIs Hayaja
cuareza JIHK weoOxommmer  PHK-mpaiimepst,
koTopeie  TpaHckpuOupytorcs  JIHK-3aBucumoint
PHK-monmumepasoit  (mpaiima3oil) W WHUIHMHPYIOT
PeIIMKALHUIO.

HegopennHKagHﬂ TEJIOMEPHBIX KOHITIOB

- ylajeHue KpaltHuX PHK-npaiimepos,
KOMIUIEMEHTApHBIX ~ 3’-KOHIIaM  o0eux  I1emei
JIMHEMHOW  «MarepuHckoi»  monekynsl  JIHK,

MPUBOJUT K TOMY, YTO JIOYEPHHUE IETTH OKA3bIBAIOTCS
kxopoue Ha 10-20 HyKJIeOTHIOB.

OcHOBHBIE gbeQMeHTl)I PEIVINKAIINHN
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Tomou3zomepasa — paspeiBaet Gochoaudpup-
HBIC CBSI3H, CHUMAs HATIPSKEHHE,

BBI3bIBACMOC PACIIJICTCHUEM CIIMPAJIN U PacCXxo-
KICHUEM ueneﬁ B pCHHHKaTHBHOﬁ BUIJIKE.

Tenukaza — OcyluecTBiseT pacIUIETaHHE
JBOMHOM Lenu Ha OJUHAPHBIC, UCIIONb3YSl SHEPIHUI0
rugponuza ATO.

Ipaiima3a — depment, odmamgarontuit PHK-mo-
JIUMEpa3HON aKTHBHOCTBIO; CIY’KHT JJIs 00pa3oBa-
aus PHK-mpaitmepoB, HEOOXOAUMBIX TSI MHUATTAAIIAN
cuaTesa JJHK.

JHK-nonumepasa (I, 11, IIT) — cunTe3upyer

HoByro lens /IHK no npuHOumy KOMIZIMMEHTapHO-
CTH

Jluraza — cmuBanue GparmentoB Oxazaku B
eIMHYI0 IIeTlb IyTeM oOpa3zoBanus Qochoaudrpup-
HBIX CBSI3eH MEKAY ABYMs IMMOJIMHYKIICOTUAAMU.

JHK-cBsi3piBaomme 0eakn (SSB-0eakn) —

JeCTa0MITN3UPYIOT CIUPaJib, CBSI3BIBAIOTCS C OAHOILIC-
MOYECYHBIM YYaCTKOM M (PUKCHUPYIOT €r0 OT CKpY4H-
BaHMUSI.

Tenomepasza — noctpanBaeT KOHLEBBIC (TENO-
MepHublie) yuactku JJHK, kotopeie ocratorcst Hemope-
IJIMIUPOBAaHHBIMU B Xo1¢ yaBoenus JJHK.

decmabuau3upyrowLe Geaku

Audupyrouas

AHK-noquwmepoza
2enuKazbl

CuHMmes
dpazreHma
Oxazoky

—— PHK 2ompoeka
Dpomerm Oxazoky

nosuMepasa

MoNouU2oMepa, PapeIaowan
o0Hy u3 yenel JHK Sy

5 Hy 2] AHK/

Auzazo CLWUBHROWOA
P
U pozmMeRmel CLUUSTRMCA NUZO3aMU

dpaamenmel Oxasaxy

Hanpasnerue penaukayuL

Depmenmsl penaukayuu JHK

Puc. 5. Cxema pennukanum — perjiuKaTiBHas
«BHIIKa»

Tankl PEIVINKAIIUU

Permukanusa JIHK y sykapuot nmpoucxonut Ha
OTIpENIEIICHHOM CTa UM KIETOYHOTO IHKJIA, 3 UMEHHO
B cunTetnueckoi (S) daze. Bpemst perumkanum JJHK
MJIEKOITMTAIOIINX COCTABISAET 6-8 4acoB.

1. VHunmanus pemiMkaiud — MPOUCXOAUT
necrnivpanuzanus u obpasoBanne PHK-mpaiimepa c

nomoisto JIHK-3aBucumoit PHK-nonumepassl.

2. DOgonranmsa — JHK-nomumepaza III
MPUCOCIOMHSACTCS K TpaliMepy U  CHHTE3UpYeT
[0 NOpPUHLMIY KoMIUIMMeHTapHocTH 1ens JIHK.
Pemnmukauus JJHK sykapuoTHueckoid XpoMOCOMBI
OCYILECTBISIETCS MOCPEICTBOM pasneneHui

ee Ha MHOXECTBO _OTJCIBHBIX _PEINIMKOHOB H
PEIIMKATUBHBIX BWJIOK. POCT menmu NpoHMCXOAWT B
Hampasnennu 5 —3°. Ha nmunupyromeii nenu cuaTe3
JHK mpoucxoauT HempepbplBHO, a Ha OTCTarolien
LEeNHU UIET CUHTE3 KOPOTKUX (PParMeHTOB TAKKE OT
5’k 3°, 0JJTHAKO OHU CHHTE3UPYIOTCS B HAIPaBIEHUH,
MIPOTHBOIIOIOKHOM JBM)KCHHIO BUJIKH, TPUYEM CHHTE3
Ka)JIOTO HAa4YMHAETCS C MOCTPOCHHS OTICIBHOTO
npaiimepa. nunaa ¢parmenroB cocrasiser 1000-
2000 mH. OHuM Ha3BaHbl «dparMeHTamMu OKazaku»
[0 MMEHHU OTKPBIBIIETO HX Y4YEeHOro. DparMeHTHI
Oxazaky OTCTaloIled Lenu CIIUBAaIoTCs, 00pasys
HETPEPHIBHYIO LIETIb.

Ot10 TpeOyeT aKTHUBHOCTH JABYX (PepMEHTOB:
JHK-nonmumepassl [ n IHK-nurassr.

bSUUNKOH

I~|3GIJ1.|NI(SJ.NBE-|I’1G ENUKN‘[

Puc. 6. PermukoH.

3. TepmuHANNSA PETIUKAIMN _— MPOUCXOAUT
TOT/a, Korja mpooerbl Mexay Gpparmentamu Okazaku

3aIOJHATCSL HYKICOTHIAMH C OOpa3oBaHHEM JIBYX
HenpepbiBHBIX  JBOMHBIX wened JIHK wu  xorma
BCTPETATCA [BE pEIJIMKAaTUBHBIE BWJIKH. 3areM
MPOMCXOANT  3aKpyYMBAHME  CHHTE3MPOBAHHBIX
JHK c obpazoBaHueM cynepcnupaiei.
ITocne 3aBepumieHMS  pEIUIMKALMM — IPOUCXOAUT
METWJIMPOBAaHUE HYKIMOTHUIHBIX OCTAaTKOB BHOBB
oOpazoBanubix meneir JHK. MerunupoBanue He
HapyIlIaeT KOMIUIEMEHTApHOCTH IEeTNel W SBIAeTCS
HEOOXOMUMBIM  JUIT  (QOPMHUPOBAHUSI  CTPYKTYPHI
XPOMOCOM U PETyIISLUU TPAHCKPHITIIUU TEHOB.

Henopenaukauug teaomep. Pojb
TeJ0MepPAa3bl

TesmoMepbl — 3TO KOHUEBbIE YYACTKU JTUHEHHON
modekyibl [IHK, koTopbie cocToST M3 MOBTOPSIOIIECS
MOCJIEZIOBATENIFHOCTH HYKJICOTHAOB. Y dYelloBeKa U
JIPYTUX TTO3BOHOYHBIX ITOBTOPSIONIEECS 3BEHO MMEET
dhopmyny TTAGGG. B otingme oT IpyTrux y4acTKOB
JIHK Temomeps! He KOTUPYIOT OETKOBBIE MOJIEKYJIBI,
B HEKOTOPOM pone ATO "OeCCMBICIICHHBIE" YIacCTKU
reHOMa.

B 1971 romy yuensiii Anexceii MarBeeBUY
OJOBHUKOB BIEPBBIE MPEATIONOKIII, YTO TIPU KAXKIOM
JEJIEHUN KIJIETOK ATH KOHIEBBIE YYACTKH XPOMOCOM
ykopauuBaroTcs. To ecTh [IMHAa TeTOMEpHBIX
Y9acTKOB OIpeierisieT "Bo3pact' KIeTKH —9eM Kopode
TeJIOMEepHBIH "XBocT", TeM oHa "craprie".
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Xpomocoma \

r

CoKpalleHMe T&NOMEpoR
C BO3PAcTOM

Tenomepsi

y _~

Puc. 7. Henopennukanus teiaoMmep.

IIpo6aema orcrarouieii menu JJTHK

IIpobnema 3akimrodaeTcss B TOM, YTO CHHTE3
orcratotiedt nenu JIHK, nporucxoauT B BUs1€ KOPOTKUX
(dbparmenToB Okazaku, IS WHHUIMAINA CHHTE3a
KoTOpBIX TpeOytoTcst PHK-3arpasku. [ocne ynanenus
3aTpaBKH Ha KOHIIE OJTHOW M3 BHOBb CHHTE3HPOBAHHBIX
erield oopasyercs OHOIETIOueYHasT Opelib, KOTopas
He MoxkeT ObITh 3amonHeHa JIHK-mommmepasoit,
MIOCKOJIBKY OHa HE (YHKIMOHHUPYET B OTCYTCTBHE
npaiimepa. BcenenctBue 3TOro B KaXkJAOM payHIe
peTUTHKAITMN  TOJDKHO OBUTO OBl TIPOMCXOIUTH
YKOpa4MBaHWE XPOMOCOM C OO0OMX KOHIIOB, HYTO
MIPUBOIMIIO OBI K TIOTEpE TeHETUYECKOM MH(MOpMAIINH,
3aKOAMPOBAaHHOW B KOHIEBHIX (parmentax JIHK.
CunTte3 TemoMepHBIX TmocnemoBarensHocTedt JIHK
OCYIIECTBIISIETCS CHENMATbHBIMUA  (pepMeHTaMu  —
TeaomepazamMu. OCOOCHHOCTBIO 3THX (PEPMEHTOB
SBIISIETCS] TPUCYTCTBHE Y HUX B KA4€CTBE COCTaBHOU
gacTH KopoTkoro ¢parmenta PHK — kommoneHnra,
HeoOXomuMoro il uX (QyHKIUOHUPOBAHUA U
CITy’)Kalllero MaTpHIed TPH CHHTE3e TEIOMEpPHBIX
nocleaoBarebHOCTER XpoMocoM. KomriemenTapHoe
B3aumoneiicteue PHK temomepassl ¢ 3’-KOHIIEBBIM
BBICTYIAIOIIUM OfHOIenouyedHbiM cermenToM JIHK

XPOMOCOMBI ~ WHHUITUUPYET CHHTE3  TEJIOMEPHBIX
MOCJIEIOBATEIBHOCTEN.
Tenomepwan AHK crpovrcs
Tenomepasa 5 HyeNearsa 3a
HapauwWeaeT 5 MEKNBOTHION
Tenomepnyio AHK M .
:,Ec"uwﬂ' st
- | Teno: L cr.ecuﬁﬁ i
mgsh WD )| T A PN
-
W | i E a i
£ Tenomepaia — PepuenT,
b3 Ahobs : COCTORLMA 13 Baara w PHK
K j—___ | h PHK Cirympn] MATRHUER LT CitHTE33 TENOMED
I + FhOEL s k h
Bed 3k X0~ Te 33 MY

TENOWED, GO -
HOCTE MEHETHYSCKDR MHGOPMIL B
IO KARAOM LEREHHM KIETOX

MOCOME PEOF
BTCH NOCNE KA
ENETORHONE LMKNE

Puc. 8. CuHTE3 HEZOCTAIOMMX TEIIOMEPHBIX
(hparMeHTOB C TIOMOIIBIO (hepPMEHTA TEIIOMEPA3HI.

Te.]'IOMe[!Hafl Teopus CTAPCHUSA

UeMm KOpO4YC TCIIOMCPBI, TEM CTApeC KIICTKA,
n HaO60pOTZ CCJIn  aKTUBHOCTHL  TCJIOMCEpPA3hl,

JOCTPANBAIOIIEH TEIOMEPHhI, BBHICOKA W TTOCTOSHHO
NOAACPIKUBACTCA OAWHAKOBas [JIMHA TCJIOMEPbI —
KJIETKa HE CTapeeT.

ITo mocneqHeMy «CLEHAPUIO» Pa3BHBAIOTCS

pPaKOBBIE KJIETKH, KOTOPBIEC, KAaK IPEANONArarwT
YUEHbIE, MIPaKTUYECKU OeccMepTHBI; a
OIIpE/ICJICHHbIE  HACJICACTBCHHble  3a0o0JeBaHus,

HaIIPOTUB, XapaKTEPU3YIOTCS HATHMYUEM JePEKTHBIX
TeJoMepas, 4TO MPHUBOAWT K OBICTPOMY CTapeHHIO
xietkn. DepMeHT Temomepaza '"paboTraeT” Takke
B CIIEpMATO30MJaX W SHUIEKICTKaX. B OOBIYHBIX
(coMaTH4ecKnX) KJIETKaX, U3 KOTOPHIX B OCHOBHOM
U COCTOMT OpraHu3M, TelloMepaza "He pabotaet",
MIO3TOMY TEJIOMEPBI MPH KAXKIAOM JEICHUH KIETKU
YKOPa4MBAIOTCS, YTO B KOHEYHOM HMTOTE TMPUBOIHT K
ee rubenm.

MHOrokparHoe JAeJeHUE KICTKH B ciydae
OTCYTCTBHS aKTUBHOCTH TeJOMepasbl BeleT K
YKOPOYCHUIO TEJIOMEP U PENIUKAMUBHOMY CINAPEHUIO.

—l

Cy6TenomepHan
nocnefoBaTenbHoCTb

Ten omega
(TTAGG }"

Denenune kneTkn 1
yKOpoueHHe Tenomep

—p PennvkatueHoe
cTapeHue

Puc. 9. PeruinkatuBHOE CTapeHue.

[TpumepoM BpOXKIAEHHOTO 3a00JICBaHUS, CBS-
3aHHOTO C HapylleHHeM (YHKIHM TeJIoMepas, sB-
JSIeTCsl BPOXKICHHBIN JUCKepaTo3. DTo 3a00sieBaHUe
NPENCTaBISAET COOOH PETHKYISPHYIO THIEPEPIINT-
MEHTAINIO KOXH, TUCTPOPHIECKUX BOJIOC U HOTTEH
U TEHEepaJIM30BaHYI HEJOCTaTOYHOCTh KOCTHOTO
Mo3ra. OOBIYHO 3TO HaOIIOHAeTCsl B JETCTBE, YacToO
C IMpHU3HAKaMH NaHUUTONeHHH. OTMEdaeTcsl MOBbI-
IIEHHAs] CKOPOCTh BHE3AITHOTO PAa3jioMa XPOMOCOM,
HaOmomaeMoro B JuMmdonuTax nepudepuuecKkon
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KpoBU. BposkA€HHBIN AMCKEpaTO3 MOXKET OBITH yHAC-
JIENOBaH KaK X-CLETUIEHHBIN pEeLeCCUBHBIM, ayTOCO-
MHO-JIOMUHAHTHBIM MM ayTOCOMHO-PELECCUBHBIN
npu3Hak. X-CIeIieHHas pereccuBHas Gpopma Oosee
TsDKeJIasi M OoJiee paHHsIsl B HavYalle, 4eM JJOMUHAHTHAs
(dhopma. O0e GopMbI aCCOLMUPOBAHBI ¢ HAPYIICHHON
(dyHKIMEH TeIoMep, YTO MPHUBOIUT K YKOPOUCHHBIM
TenoMepaM. ITO, BEPOSTHO, MPUBOJUT K IPEXKIEB-
PEMEHHOM THOEIN KIICTOK, & TaKKe OOBSCHSICT CIIOH-

TAHHYIO MTOJIOMKY XPOMOCOM.

Puc. 10. I3MeHeHUs KOKHU U HOTTEH y
YeJoBeKa ¢ BPOXKIEHHBIM JHCKEPATO30M.

DyHKUMS FeHa

OCHOBHBIM  NIPUHLIMIIOM  MOJIEKYJSIPHON
TE€HETHKH, YaCTO HA3bIBAEMOU LIEHTPAIBHOM JOrMOH,
seasiercst to, uro JHK komupyer PHK, kotopas,
B CBOIO oOuepenb, KOIUPYET AaMUHOKUCIIOTHYIO
[I0CIIeI0BAaTENbHOCTD OenKoB. Terneppb sICHO, YTO 3TO
YHpOLIeHHbIH BuA QyHKIHMN reHoma. bosbiias qacth
nocienoBarensHoct  JIHK He komupyer Oerok.
Bosnp1as gacTh reHOMa COCTOUT U3 HE KOAMPYIOIINX
[IOCJIEIOBATEIbHOCTEH, TAKUX KaK ITOBTOPSIOILASICS
JHK, unu xoqupyet PHK, kotopas He TpaHcaupyeTcs
B Oenok. Tem He MeHee, LIGHTpajIbHasl JOIMa OCTACTCS
KPUTUYECKUM IPUHLIUIIOM (QYyHKIIMU T€HOMA.

JHK XpaHUT HACJIEJACTBEHHYI0
uH@opmanuo B BUje reHoB. [1opsaiok HyKI€oTHI0B
reHa OompenaenseT MOPsAIOK aMHHOKHCIOT B OJHOM
Ocrmke (WM TIOJIMIICTITHIE, €CITU OCIOK COCTOUT
W3 HECKOJNBKUX IOJIMIICNITUIHGIX Tenei). To ecTsb
JHK xomupyer Oenku opranm3ma. Jlamee Oemku
OIIPEIEIISIOT BCE OCTAIbHOE — CTPOEHHE, CBOMCTRA,
(YHKIMH KJIETOK M OPTaHU3MA.

Ha JHK ocymecrBasierca cunres PHK,
T. e. JIHK orBewaer 3a mnepenadyy TIeHETHYECKOU
nHpopmarmn B 1muToruiasmy.  CuHTE3  Oenka
MNPOUCXOAUT B LuTOomiIasMme, ¢ nomompbio PHK. A
Ha JIHK cunresupyercs umenno PHK. Ilpuuem
TpeX BHIOB: MH(MOPMALUOHHAS, TPAHCHOPTHAS
n pubocomanpHas. PHK cunTesmpyercs Ha
onHol w3 wuened JHK Takke no npuHnumy
KOMIUTMMEHTapHOCTH (KaK 3TO MPOMCXOAMT IPH
yaeoerann JIHK). Jlanee wnpopmammonnas PHK
OIpeeNsieT  MOCIEAOBaTeJIbHOCTh  AMUHOKHUCIIOT
B Oenke, tpancnoptHas PHK — pocrasmser
aAMHMHOKHCJIOTBI K MECTY CHUHTE3a, a pubocoMalibHast
PHK Bxomut B cocTaB pub0COM, KOTOPBIE SIBIISTFOTCS
mectoM cuHTe3a Oenka. Cunrte3 PHK ma JIHK
HasbIBaeTCs mpaHcKkpunyuel, a cuates Oenka Ha PHK

— mpanciayuetl.
DKcIpeccusi HEKOTOPhIX T'€HOB IMPOUCXOIMT
MOYTH MOBCEMECTHO. Onu HA3bIBAOTCS

KOHCTUTYTUBHBIMHU TI'CHAMU, HeO6XOJII/IMI)IMI/I JJIs
PETUTHKALINY KIIETOK Wi 0OMeHa BetecTs. J1ist Apyrux
TE€HOB JKCIPECCUsl TINATEIbHO KOHTPOJIUPYETCS,
MIpUYCM OINPCACIICHHBIC TCHbBI BKJIIIOYAIOTCA WU
BBIKJTFOYAKOTCA B OIIPEACIICHHBIX KJICTKax B
OIPEACJICHHBIE MOMCHTBI BPEMCHHU B Pa3sBUTHU WIIA
B OTBET Ha Q)HSHOHOFH‘IGCKI/IG curHajbl. I'eHOMHEBIE
HCCIIEIOBAHUSl B HACTOAILEE BPEMSI IPHUMEHSIFOTCS
JUISL aHajuu3a perysiqud IE€HOB UM  PaCKphIBAKOT
YHUKaJIbHYIO UH(POPMAIIHIO O CTPYKTYype U QYHKIIUH
PETYJISITOPHBIX 3JIEMEHTOB B TEHOME YEJIOBEKA.

BJIHKTakxecoaepkarcaocaeoBaTeIbHOCTH
HYKIJICOTHJIOB HEKOAMPYIOIUX Oenok. Ponb 3Toi
nHpopMalM B TIOJHOH Mepe He H3y4YeHa U
HEU3BECTHA.

TpaHcasumus

3penas MPHK skcnoptupyercs B nuroriasmy
JUIA TpaHCIAIUH B Oesok. Bo Bpems TpaHcmsuun
nocnenosarenbHocth MPHK  cumtheiBaercs B
AMUHOKHCJIOTHYIO  ITOCJIEJIOBAaTeNbHOCTh  Oelka.
TpaHCIAMOHHBIA MEXaHU3M COCTOUT M3 KOMIUIEKCa
6enka-PHK, nazpiBaemoro pmbocomoil. Pubocombl
COCTOSIT M3 KOMIUIEKCA OEJTKOB M CTIIEINATH3UPOBAHHOMN
pPHK. Dykapuornueckas pubocomMa COCTOUT U3
JIBYX CyObeauHHMIl, 0003HaYeHHBIX Kak 60S u 40S
(«S» — m3mepeHue miIoTHOCTH, enuHUIa CBendepra,

OTpakaromias, Kak  KOMIUIEKCEI A3HAYAIEHO
XapaKTepHU30BaIUCh HeHTpU(yrupoBaHUEM
rpamdeHTa IUIOTHOCTH). Kaxkmas cyObemuHUIA

BKurogaet Oenku u Monekyasl pPHK. CyObenunamnia
60S Bxiouaet 28S pPHK u 40S-cyOnpenuauma — 18S
pPHK.

N
( ) PacTyWan BenKosaa yene
O

@ o
_\-"‘. it & , CEABAHHAN ¢
. U@ X P

T conTeaTereyRow sl
R\“P‘ AMHHORHERSTOH
‘

Ti‘:jt::”'q / G\
.-IIEHTMKOHOH
C U
& 'Uanmﬂﬂﬂ AAAARRAAAAR
;.-’ MaTRHYHaR PHE
Pubacoma ,J' 4 CORBPHRHT HHGOpMALHID
& S B fOpue TPHANSTHEN
_—C_u_n_lui Ga.!ma‘ KaRonaz
Puc. 11. Cunre3 Genxa.
ITocnenosarensnocte  MPHK  cumtheiBaercs

B TPMUIUIETAX, HA3bIBAEMbIX KOJIOHAMH, HAuMWHAs C
5’-xorma MPHK, xotopas Bcerma sBisercs AUG,
KOJMPOBaHNE METHOHNHA (XOTSI 3TOT METHOHUHOBBIN
OCTaTOK HWHOTHa pacmierisiercs). Kaxasiii KomoH
COOTBETCTBYET OIPENEICHHOMY KOMIJIEMEHTAPHOMY
AHTUKOJIOHY, KOTOPBIM SIBJISIETCS 4YacCThlO APYyroi
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monekyisl PHK, TPHK. Monexynst TPHK cBs3piBaroT
0ocoOble ~ aMHHOKHCIIOTBI,  OINpPEACICHHBIE  UX
AQHTHUKOJOHHOM IMOCIIeIOBATEILHOCThIO (Tabmuma 1).
[Toatomy TpaHCsUs OeKa COCTOUT B CBSI3bIBAHUU
cnernuduueckori TPHK ¢ cooTBeTCTBYFOIIINM KOJIOHOM,
KOTOPBIH COMOCTABISET CICAYIONIYI0 aMUHOKHUCIIOTY
B pacTylleM MenTHIe, KOTOPbIH (epMEHTATUBHO
cBszad amugHou cBsa3bio ¢ (UAA, UGA wm UAGQG)
METITUIOM. 3aTeM TENTU] BBIACISICTCS U3 PUOOCOMBI
JUTST TPAHCTIOPTHUPOBKH K COOTBETCTBYIOIIEMY CAMTy
BHYTPH KJIETKA WIMA IJIS CEKPEeIHH M3 KICTKH.
CurnanpHast IENTUIHAS [TOCIEI0BATCIIBHOCTD MOXKET
HaIPaBJISITh OCJIOK O KOHEYHOTO IIyHKTAa Ha3HAYCHUS
B KIETKE, M OTOT NENTHA OTIICIUISIETCS, KOraa
JIOCTUTAET KOHEYHOTO MyHKTa. [locTTpancianuonHas
Momu(UKaIMs, Takas KaKk [IHKO3HJIUPOBAHHE,
HaYMHACTCSI BO BpeMsl Ipoliecca TPAHCISIIHU U
MIPOJOIKACTCS TIOCIIE 3aBEPIICHUS TPAHCIISAIIUN.

Tabmuma 1.
T'eneTnueckuii xox
i c A G
T TTT Phe (F) TCT Ser (S) TAT Tyr (V) TGT Cys (C)
TTC * = TAC * TGG -
TTA Leu (L) TCA " TAA Ter TGA Ter
G- TCG * TAG Ter TGG Trp (W)
c CTT Leu (L) CCT Pro (P) CAT His (H) CGT Arg (R)
cTc* cecc* CAC * CGC "
CTA * CCA " CAA Gin (@) CGA "
cTa - cCa " CAG " CGG "
A ATT lle (1) ACT Thr (T) AAT Asn (N) AGT Ser (5)
:}'g 5 ACC * AAC ™ AGC *
s ACA * AAA Lys (K) AGA
ATG Mt (M) ACG * AAG * AGG i
G GTT Val (V) GCT Ala (4) GAT Asp (D) GGT Gly (@)
GTC * e o] b GAC * aae -
GTA * GCA " GAA Glu (E) GGA "
o)1 GCG " GAG " GGG "
OnureHeTuKa

OtnenpHBIE TEHBI MOTYT OBITH 0OPAaTUMO
AKTUBMPOBAHbl WJIM PENPECCUPOBaHbl, HO €CTh
CUTYyaIMH, KOT/1a TeHbI MJIM HA0OPHI TE€HOB MOCTOSTHHO
MOJaBIeHbl. JTO  TMPOUCXOOUT B  pe3yibrare
xumudecknx Momudukammii  JTHK, xortopeie He
W3MEHSIIOT I10CJIEI0BATEIBHOCTh OCHOBAHUM, & TaKkKe
CBSA3aHbl C XMMUYECKUMH U3MEHEHUSMH CBS3aHHBIX
C HUM OeNKOB, KOTOpBIE TMPUBOIAT K YIJIOTHEHHIO
xpomarvHa. llogaBneHue TIE€HOB XapakTEpHO s
OJIHOM W3 JIBYX KON X-XpOMOCOMBI y JKEHCKOTO
nojia U MO MATEPUHCKOW WM OTIOBCKOM KOIHMHU
UMIPUHTHPOBAHHBIX T€HOB. OJTO TakXke MOXET
IIPOUCXOUTh U HA JPYTHX I'€HAX B ONPEIEICHHBIX
TKAHSX M MOXET IIOBEPrarbCcsi  BO3ACUCTBUIO
OKpY’Karole cpebl.

Ha ypoene JIHK, nonmaBneHue  resHa
CONPOBOXKJAETCA ~ METWIMPOBAHUEM  OCHOBAHUI
LMTO3WHA /0 S5-METWIIUTO3WHA. DTO MPOUCXOAMT
B 00NacTsIX, THe UHUTO3MH CJEAyeT 3a TyaHHHOM
(5’-CpG-3’) BOIMM3M MpoMOTOpA, CaTax, Ha3bIBAEMBIX
octpoBkamu  CpG.  MeTwimpoBaHHBIE  CaWTHI
CBSI3BIBAIOT OEJIKOBBIE KOMIUIEKCHI, KOTOPBIE YAAISIOT
AlETUIbHBIE TPYIIIBI W3 THCTOHOB, YTO IPUBOIUT

K TomaBieHWIO  TpaHckpumiuu.  CailIeHCHHT
MPOJOIKACTCS  TPOU3BOACTBOM  KJIETOK IS
MTOKOJICHUSI, TIOTOMY 4TO (DepPMEHTHI, OTBETCTBCHHBIC
3a METHJIMPOBAHHE, PACTIO3HAIOT S-METWIIUTO3MWH Ha
ponutenbckoit nenu JJHK u MeTUIMpyroT IMTO3UH Ha
BHOBb CHHTE3UPOBAHHYIO JOUCPHIOIO IIETIh.
WuaktuBamms X-XpoMOCOM 00ecriednBaeT Me-
XaHU3M BBIPABHHUBAHMSI 7103 T€HA Ha X-XPOMOCOME Y
MY>KCKOTO TI0J1a, Y KOTOPBIX €CTh OofHa X W KEHCKO-
TO TOJa, Y KOTOPHIX €CTh JBe. BOJIBITMHCTBO TEHOB
Ha OJIHOM M3 JBYX X-XpOMOCOM B Ka)KJIOH KJIETKE
JKEHIIIMHBI TTOCTOSIHHO MHAKTHUBUPYIOTCS HAa paHHEH
cragnu pa3sutus (puc. 12). Onpenenénnas X, nHAK-
TUBHPOBAHHAS B JIIOOOU KJIETKE, OMPEIEISETCS CIIy-
JalHBIM 00pa3oM, T03TOMY TIpuMepHO B 50% KIIeTOK
onHa X MHAKTHBHPOBaHA, a B Apyrux 50% apyras X
MHaKTUBUpOBaHa. OOIacTH TOMOJIOTHHA MeXay X U Y
Ha 000mx KoHIax X n3beraror nHakTuBarmn. OHK Ha-
3BIBAIOTCS TICEBA0AYTOCOMALHBIME oOmacTssmMu. He-
aKTUBHast X OCTa€TCA KOHJIEHCUPOBAHHOUW B TEUEHUE
OOnbIIEN YacTH KJIETOYHOTO IMKJIA M MOYKET OBIThH
BH3yaJIM3UPOBaHA KaK XOPOIIIO OKPAIICHHOE TEJIO BO
BpeMs HHTepQa3bl, Ha3pIBaeMoe TebileM bappa.

e S

/

T i i /\.
o8 Q(@m @ @
I IDK'.DIK ,|. @
X% |x % l\& @ xxy\\ \inl xx, xu!, A XK..

Puc. 12. WnaktuBamms xpomocoMmbl X. B
3Urore, 00e MAaTepUHCKH W OTIIOBCKU ITOJTyYEHHBIC
xpomocombl X (X wu X) SIBJISIFOTCSL AKTUBHBIMU. B
Oonee paHHEM pa3BI/ITI/II/I OJlHa U3 JIByX XpPOMOCOM
X B KaXJ0W KJIETKe MHAKTHUBUpyeTcs (yKa3aHa Kak
KpacHas xpoMocoma). JOta X XpomocoMma OCTa&Tcs
HEaKTUBHOW BO BCEX MPOJYKTAX 3TUX KIIETOK.

Hauano wHakTHUBalMM KOHTPOJUPYETCS U3
o0nacTv, Ha3bIBAEMOW LEHTPOM HHAKTUBALMU X
(muX). Tern B aTOM 00MacTH, M3BECTHBIA Kak Xist,
BbIpa)KaeTcsi Ha OJHOW M3 JIByX X-XpOMOCOM, Ha
panHeill craauu pazsutus. Xist kogupyet 25 k6 PHK,
KOTOpasi He TpaHCIUpyeTcs B OCNIOK, a CBS3bIBACTCS
¢ cadraMu Ha X, KOTOpas HWHAKTUBUPYIOTCS.
Bnocnencteun CpG-0CcTpOBKHM Ha 3TOH XpoMocoMe
METWJIMPOBAHBI, @ TUCTOHBI JAE€AlETUINPOBAHBI.

[eHOMHBI WMUPUHTHUHT BKJIIOYaET B ceds
CalJICHCUHT JIMOO MATePUHCKOM, JIMOO OTLOBCKOMN
KO TeHa BO BpeMs paHHETo pa3BuTus (puc. 13).
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[TomoOHO MHAKTHBAIUU X-XPOMOCOMBI, HMIIPHHTHUHT,
BEPOSITHO, JIOCTUTACTCS IYTEM METHIMPOBAHUS
cneruduueckux oodmacreir XxpoMocoM. «OTIedaTor»
METUIUPOBAHUS CTHPAIOT B 3aPOIBIIICBHIX KJIETKAX,
MOATOMY KOHKPETHAasl KOIHWs TeHa, MOoJIeKalas
WHAKTUBAIINH, BCET/Ia OMPEACISACTCS POAUTENIEM, OT
KOTOPOI'O OHA HacCJEAYyeTcsl, HE3aBUCUMO OT TOrO,
ObUIa JIM 3Ta KOHKPETHAsl KOIMs T'eHa aKTUBHA WJIU
HEaKTWBHA B MPEIbIAYLIEM IOKOJIEHUU. [ €HOMHBIN
UMIIPUHTUHT OTHOCHUTCSI TOJBKO K TOAMHOXKECTBY
TEHOB, XOTS MOJHASL CTENEHb UMIIPUHTUHTA MOKa HE
HU3BECTHA.

Primordial germ cells

e 0 —@

== ==

Egg
Femnale

- o

Loss of Gain of

methylation methylation
O R O — iy O —_— Sperm Male
— —_—— == ===

Unmethylated active gene
=] Methylated inactive gene

Puc.13. Kouuemnuus reHOMHOTO HWMIPUHTHH-
ra. IMOpUHTHPOBaHHBINA T'eH OylAeT METHIMPOBAH M
MHAKTUBUPOBAaH B COMAaTHYECKHX KieTkax. Ha atom
pUMepe, oKa3aHa Mapa CMEXHbBIX T€HOB, OIUH Me-
TUJIMPYETCS €CJIM HaclleAyeTcsl 0 MaTepUHCKH (TeH
cieBa) M APYyroil METHIMPOBAHHBIM €CJIM IO OTI[OB-
CKM Hacnenyercs (mpaBelif reH). Ha atoMm pucyHke,
MIepBUYHBIC TOJOBBIE KJIETKHU (TIOC]e Meilo3a) yHac-
JIEIOBAIM OTIIOBCKYIO ajuleib, CJIEJ0BaTeIbHO I'eH
CclIeBa HEMETUJIMPOBAH U CIIpaBa METUIMPOBAH.

IToMumoO posiv B MHAKTUBALUKM X-XPOMOCOMBI,

SIMUICHCTUYCCKUC N3MCHCHUS, MMOo-BUAUMOMY,
Y4aCTBYIOT B 3aMOpaXMBaHWKU TC€HOB B Ka4CCTBC
KOMIIOHCHTA HOPMAaJIbHOT'O Pa3sBUTUA N

(DU3NOIOTHYECKHUX peakiMii Ha OKPYKAIOIIYIO CPey.
WmeroTcst faHHBIC 0 TOM, YTO SMOPHOHAITBHOE TUTaHUE
BHYTPUYTPOOHO MOKET BIUATH Ha 00J1€€ O3 THUI pHUCK
nualeTta TNa 2 M3-3a AMUTEeHETHYECKUX MapKepoB,
YCTaHOBJICHHBIX BO BpEMs pa3BUTHS IUIONA, HIIH
YTO peakiusi MHIUBHIYyMa Ha CTPECC MOXKET OBITh
OMOCpEI0BaHA  AMUICHETHUYECKUMHU  IPU3HAKAMH,
KOTOphIE BO3HMKAIOT BO BpeMs MJaJeHYecTBa
B OTBET HA BOCHHTaHWe. BKIaj OSMUTEHETHKH B
3I0pOBbE W OOJIC3HU SIBISICTCSI HOBOM Ba)KHOU
00JIaCTBI0 HUCCIIEOBAaHUM M0 TOABEPKEHHOCTH K
pacipocTpaHeHHBIM 3a00JICBAHUSIM.

BriBoaBI

Bonee monmyBeka wuccienoBaHuii B o0nacTu
MOJICKYJISIPHOW OHWOJIOTMU TPUBENU K JCTaIbHOMY
MIPEJCTaBIEHUIO O MEXaHW3MaxX TeHHOW CTPYKTYpHI
u ¢yHkuu. B HacTosiee BpeMs FeHETHUECKUE HC-
CJIEZIOBAHUS TEPEXOAAT HAa HOBBII ypOBEHb MHTETPa-
LIMU OCHOBHBIX MOJIEKYJISIPHBIX MeXaHU3MOB. OJTHaKO
B2)XHO TIOHSTH, YTO HEKOTOpBIE (hYHIAaMEHTaJbHbIC
npouecchl, Takue kak posib maisix PHK u renom-
HBI UMIIPUHTHUHT, ObUTH OOHAPYKEHBI TOJIBKO B TIO-
CIIeJIHUE JIECATHIIETHS WIN OKoJIo Toro. Jlaxxe korma
YBEJIMYUBAIOTCA JTOCTHXKEHUS 10 TTOBO/Y Oosiee mac-
mTaOHOW MHTETrpaIfy, OCTAeTCs ellle MHOTO HEeU3y-
YEeHHOTO B 00JacTH (pyHJAaMEHTAIbHBIX MOJIEKYIISp-
HBIX MEXaHU3MOB Ha YpPOBHE TeHa.
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