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OyeHb MHOTME CYUIHOCTM HaMU €lI€ HE MOHSATHI M MHOTHME HE OTKPBITHI, HO
UHTYUTHUBHO MBI YyBCTBYEM, YTO MX HE MOXKET ObITh OECKOHEYHOE MHOXKECTBO. JTO
BCEJSIET B HAC HAJEKIy Ha  ‘“‘CMBICJICHHOCTh  CYIIECTBOBaHUS HAyKu H
MHTEJUIEKTyaJIbHOE OBJIQJICHUE >KUBOM MNPUPOAON. YKE B CAMOM IMOHHMAHUM YErO-TO
HOBOI'O €CThb BHYTPEHHSSI JCTETHKA, IOCKOJIbKY IOHMMAaHHE — 3TO TapMOHM3aLUs
BHYTPEHHETO MHpa YeJOBEKa. BCTynmMB B HOBOE ThICAYENETHE, Mbl IEpelIarHyiu
CBOE0Opa3HbIil pyOeK, 03HAMEHOBABIIIUKUCS 3aBEPIICHHEM KPYITHEHIIEro MO 3aTpaTraMm,
TEXHUYECKOU CIOKHOCTU U PE3yJIbTATUBHOCTU HAYYHOT'O MPOEKTA, MOJyYUBLIETO EMKOE
HazBaHue “I'enom vesioBeka” (“Human Genome Project” — HGP). U Tonbko ceituac, 1o
MPOUIECTBUU MOYTH AECITH JIET, Mbl HAUMHAEM OCO3HAaBaTh 3HAYEHHUE, MACIITAOHOCTh U
MPAKTUYECKYIO IIEHHOCTh NIl OMOMEIUIIMHCKON HAyKd TOJyYEeHHBIX pe3yibTaToB. He
CIIeZlyeT YMaJIATh U MUPOBO33PEHUYECKOE 3HAUEHUE HOBBIX OTKPBITHH, YOSKIAIONINX HAC
B CIPAaBEAJIMBOCTH B3IVIS1a, OCHOBAHHOTO HA HSBOJIIOLMOHHOM IMPOUCXOXKIECHUU
YyeJoBeKa.

TepMuH 2enom He HAMHOTO MOJIOXKE TEPMHUHA 2eH; OH ObUI MPeNI0kKEeH HEMELKUM
ooranukom ["ancom Bunknepom (Winkler, 1920) nist 0603HaueHUs rarionHOro Habopa
XpOMOCOM CO BCEMHM JIOKaJU30BaHHbIMM B HUX TreHamu. OTciofa clieqyer, yTo Npu
OIUIOZIOTBOPEHUH B 3UTOT€ OOBEIUHSIOTCA JBa TeHOMa — MYXKCKOW M JKeHCKuidl. B
IIMPOKOM CMBICIIE TOHSTUE 2eHOM TEPEKPBIBAECTCA C MOHATHEM 2eHOMmun, BBEAEHHBIM
natckuM OotanukoMm BubsrensmMom Horancenom (Johannsen, 1909), mox kotopsiM
MOJIpa3yMEeBaeTCs BCA  COBOKYNMHOCTh  HACJIEJACTBEHHBIX (DAaKTOPOB OpraHU3MA.
Knaccuyeckass gopmanbHasi TeHETHKAa B TEUEHHUE JECATWICTHH MpearnoduTana TepPMUH
2eHomun, NOCKOJIbKY BCE €€ BHUMaHUE ObIJIO COCPETOTOUYEHO TOJIBKO HA M3YUYEHUHU T'€HOB
U nposiBiieHud ux B ¢eHotune. [lo3nHee cTano sSCHO, YTO TE€HbI Y BBICHIMX 3YKapHOT
COCTABJISIFOT JIMIIb HE3HAYUTENIbHYI0 YaCTh T€HOMA, U TOTJIa MOl TEPMHUHOM 2eHOM CTallu
noHuMaTh Bcro coBokynnyto JIHK, conepskartytocs B ramionHoM HabOpe XpOMOCOM.

['enom ynoOHO cpaBHHMBaTh C JIMHEHHBIM  UYETHIPEXOYKBEHHBIM  TEKCTOM,
OTJIMYUTENIbHOM OCOOEHHOCTBIO KOTOPOTO SIBJISIETCSI OTCYTCTBUE MIPOOEIOB MEXIy
“cnoBaMu” M “NIPeUIOKEHUSIMU, @ TAKXKE ‘‘3HAKOB NpenuHaHus”. HeT B 3TOM TeKkcTe HU
3arjJaBHbIX OYKB, HU KaKMX-TMOO APYrHX MOJCKA30K I MOHUMAaHHUS CMBICIA €ro
NEPBUYHON CTPYKTYphl. ['€HOM — 3TO HENmpepbIBHBII MOHOTOHHBIM MOTOK  YETHIPEX
HYKJIEOTHUIOB-CUMBOJIOB, a0COIIOTHO PaBHO3HAYHBIX; 3HAUEHHE M CMBICT UMEET TOJIBKO
uX coyeTtanue. Pa3Hple TeHOMBI OTIMYAIOTCS IPYT OT Apyra KOMOMHAIMEN HyKICOTHUIOB
Y JUIMHHOW TEKCTOB, T. €. konmdectBoM JIHK. Pa3Mepbl reHOMOB OTAEIBHBIX BHJIOB
OpraHW3MOB BapbUPYIOT OT THICSY Map HYKIEOTHAOB (m. H.) wiau kuiaoba3 (KO) y
HEKOTOPBIX BUPYCOB, 10 Mmera- (MO) u rura6as (I'6), T. €. MIWJIMOHOB U MUJUIMAP/IOB
HYKJIEOTUIOB Yy KieTouHbix ¢opm. Hampumep, renom OGakrepun Mycobacterium
tuberculosis conepxut 4,4 MO, a reHom mnpocreumiero Trypanosoma brucei,
BBI3BIBAIOIIETO COHHYIO Oo0ne3Hb, — 54 MO. PasMep ramiomaHoro reHoma uesnoBeKa
cocraBisier 3,2 1'6 (3200 muH. map HYKJIEOTHIOB). I'@HOMBI 3YKapHOT pazIudaroTCs
TaKKe MO CTENEHU UX Pa3ApOoOSICHHOCTH Ha otTaenbHblie Mojekynsl JIHK, xaxnas us



KOTOpBIX SIBJSIETCS OCHOBOM Juisi oOpa3oBaHus CBOEl XpoMocombl. MHaue, CKOJBKO
XpOMOCOM B KapHOTHUIIE, CTOJBKO M OTIEIbHBIX, pa3HbIX mo anuHe Mosekyn JHK B
reHOME (MCKITFOUEHUE COCTABIISIOT NOAUMEHHbIe XPOMOCOMbL, KOTOPBIE MOTYT COJEPKATh
MHOX€ECTBO oAnHaKoBbIX Mosiekya JJHK). Haumensiee 4nucio XxpoMocoM UMEET OJIHA U3
pac ackapusl (BCcero 2 XpoMOCOMBI Ha JTUIUIOUHBIN HAOOp, MOCKOJIbKY MEHbIIE JBYX
ObITh HE MOXKET), a KapUOTHUI Pa3IUYHBIX BUIOB PAIAUOJSPHI, HAMPOTUB, MOPAKAET
yuciaoMm cBoux xpomocoM (or 1000 mo 1600). ITockoiapky KapUOTHII 4YelIOBEKa
npeacTaBieH 46 xpomocomamu (23 mapbl B JUIJIOMIHOM HA0OPE), OTIIMYAIOIIUMUCS T10
pasmepy u (Gopme, HaIl MOJHBIN SACpHBIM TeHOM oOpa3zoBaH 46 monekyinamu JIHK,
oO1mrast Macca KOTOpbIX paBHa 6 mr. [Ijist cpaBHEHMsI, B ApaxX KJIETOK MBIIITH WIH 3eJIEHON
Yyepernaxu COACPKUTCS 0 5 I, a B AApax KIETOK HEKOTOPBIX 3eMHOBOAHBIX JJHK B 10—
20 pa3 Oombine (Hampumep, TPUTOH OOBIKHOBEHHBIM — 73 mr, amdpuyma — 108 nr). ¥V
HekoTopbIX Bbicmux pacteHui JJHK emé Oonbire, nanpumep, y mwiuun — 1342 mr.
Otcrofa cienyer, 4To FeHOM Y€JI0BEKa HE OTJIMYAETCS 0CO00 BBIIAIOIIMMUCS pa3MepaMu
¥, KaK Mbl YBHJIUM Jajbllle, OTPOMHAsl €ro CJIOKHOCTh OOYyCIIOBJIEHA HCKIIOYUTEIBHO
CTPYKTYpHO-(YHKIMOHANBHON opranu3anueil. 1 Bc€ ke pasmepsl reHOMa 4esioBeKa Mpu
noOyKBEeHHOM ero pacmudpoBke KaxyTcs GpaHTacTuueckumu. HecMoTpst Ha 3T0, IepBbIe
JUCKYCCHM O BO3MOXKHOCTH “IPOYTEHHUs’ TEHOMa 4YeJIOBeKa M HEOOXOAMMOCTH
pa3pabOTKH METOJIOB €ro cekgeHuposanus (pacmmPppoOBKA T€HETHYECKUX TEKCTOB, OT
aHrI. “sequence” — nociedosamenvHocms, psad), no cBumgerenbctsy M. JI. dpanka-
Kamenenkoro, Bo3uukian emé B Hadane 1960-x rr. B PagmoOHMOI0rHYecKOM OT/EJIE
HNuctutyta atomHoi sHepruu (HbiHe KypuaToBckuil mHCTUTYT). OJIHAaKO, peaqu3oBaTh
Ha MpaKTUKE TAaKyl HJCI0, Jake NpHU HAJIWYUU JOCTAaTOYHOro (pUHAHCHpOBaHUS (UTO
camo 1o cebe yxe GpaHTacMaropuyHo), B TO BpeMsi ObUIO HEIb3sl M0 Py 0ObEKTHUBHBIX
npuunH. [lepBas 3akmrouanach B OECCMBICICHHOCTH 3alMCH Ha Oymare TMraHTCKOTO
F€HEeTHYECKOro TeKCTa (MMHUMYM ThICSi4a TOMOB!), MOCKOJIBKY MX MPOCTO HEBO3MOKHO
aHaJIM3UpOBaTh B TAakKOM BHJE, T. €. TMPOBOAUTh CPABHEHUE HYKIIEOTUIHBIX
NOCJIEIOBATENIbHOCTEM,  BBISIBISITH  YYACTKM TIE€HOMA, COOTBETCTBYIOIIME TIEHaM,
PEryJsTOPHBIM TMOCJEIOBATENbHOCTAM M MPOYUM €HIE HEU3BECTHBIM CTPYKTypam.
Kcratu, coctaBUTh Takol TEKCT TakKe HEBO3MOXKHO, TaK KakK MPOIECC CEKBEHUPOBAHUS
HYKJIA€TCsl B MIPeIBApUTEIHLHOM pa3pe3aHuu JIMHHBIX Mosiekys JIHK na nebGosnbiue mo
JUIMHE (pparMeHThl, YJIOOHbIE IJisi IPOYTEHMs, KOTOpble B JajibHEWIIEM, MpU COOpKE
reHoMa HeoOXOJMMO CHOBAa COCTBHIKOBBIBaTh B MPABWIBHOW TOCIEAOBATEIBLHOCTH.
Tonbko k koHIy 1980-X I'T. BOZHUKIIM MPEAMOCHUIKH JJisl pean3aiuy paHTaCTHUYEeCKON
UJEU CEKBEHUPOBAHMS T'€HOMOB, MOCKOJbKY B apCeHalleé MCCIEN0BaTENe MOSBHINCH
TEXHUYECKHE BO3MOXKHOCTH I XPaHEHUs M aHaJIM3a CKoJb yroHo AnuHHbBIX JIHKoBbIX
TEKCTOB C TMOMOIIbIO KOMIIBIOTEPOB, OCHAIIEHHBIX CHEIHAIbHBIMU Mporpammamu. K
9TOMY BpEMEHHM ObUIM OTKPBITBI U  crenuduueckue  GepMeHTHI- “‘HOKHUIIBI,
paszpezaromue JJHK mo cTporo onpenenéHHbIM HYKIECOTUAHBIM MOCIEA0BATEIbHOCTSIM, —
SHIOHYKJI€a3bl-peCTpUKTa3bl (0T JaT. ‘‘restrictus” — mecHbill, V3KUL, CHCAMbILL).
@epMEHThl PECTPUKIMU TO3BOJWIM B JaJbHEHIIEM HAJIEXHO COCTHIKOBBIBATH
npountanusle Qparmentsl JJHK. Tak mocreneHHO BO3HHMKIIO HOBOE HAIpaBIIEHUE B
MOJIEKYJISIpHOW OMOJOrMH, MOJIyYMBIIEE HA3BAHUE 2€HOMUKA, 1IN0 KOTOPOTO IO
ONpEEIICHUI0 aHTIMKCKOro renetuka Tomaca Poxpepuka, Bo3poausmiero B 1986 T.
3a0BITHIA TEPMHUH, CTaJl0 KApTUPOBAHHE, CEKBEHHMPOBAHUE M AHHOTAIUS T€HOMOB
pa3IUMYHBIX OpraHuW3MoB. B HacTosiiee Bpemsi MOJ 2eHOMuKou TIOHHMAIOT JHO00M
HIMPOKOMACIITAOHBIN U BHICOKOTIPOU3BOIUTENIbHBIN aHaIN3 OUOJIOrMYeCKUX 0OBEKTOB, a
camMa 2eHomMuxa CTalla HE3aBUCHMON 00JlacThl0 uccienoBaHuil. becnperneneHTHBIMU



yeumusimu - JlkeiiMca YOTCOHa MW €ro €IMHOMBINUIEHHHKOB B 1990 1. ypanoce
opUIIUATIBHO 3aMyCTUTh MPOeKT “I'eHOM YenoBeka”, 3aTpaThl KOTOPOTO OIICHUBAIHUCH
Oonpiie 3 MipA. AosuiapoB. Jns peanuzanuM MpOEKTa MOTpedoBaliach OTrpoMHast
NOJATrOTOBHUTENbHAS paboTa Mo pa3paboTke U anmpoOWPOBAHMIO HOBBIX TEXHOJIOTHH
KapTUpOBaHUs, KIOHUpoBaHus U cekBeHupoBanus JHK. [domxna Obuia momyduThb
pasButue M Ououngopmamura, 6€3 KOTOpPOH HEBO3MOXKEH HE TOJBKO aHANU3 JaKe
CcamMoro MAaJIeHbKOTO T€HOMa, HO M ero ‘“coopka” mocine “mnpourenus”. Ilpexne uem
MPUCTYNUTh K paciiuppoBKe T€HOMa YeJIOBEKa, MPEABAPUTEIHHO ObUIM MPUHATHI MSATh
NUWIOTHBIX MPOEKTOB, B paMKaX KOTOPBIX MPOBOJWIM OTpPabOTKYy METO/IOB
CEeKBEHHpOBaHUsl W aHanu3a Oonbmux MaccuBoB JIHK. B kauecTtBe MonenbHBIX
OpPraHM3MOB OBLIM BHIOpaHBI HaHOOJIEe XOPOIIO U3yUCHHBIE BUABL: OakTepun Escherichia
coli, npoxoku Saccharomyces cerevisiae, Hemaroga Caenorhabditis elegans, monoBas
myiika Drosophila melenogaster n mbitib Mus musculus, TEHOMbI KOTOPBIX U ObUIN
pacuudpoBanbl. Bropas 3amada Oblia HE MeHee TPYJHOW M 3aKJIIOYANach B CO3JaHHUH
2eHemuyeckol Kapmvl YEI0BEKa C BBICOKMM pPa3pelIeHueM, HEOOXOAUMOU AJig COOpKHU
kapThl JIHK-KJIOHOB, a Takxke gusuueckoi kapmol, CTPOSIICHCS Ha OCHOBE peabHBIX
omoxoB JIHK. Jlns e€ pemenus cHadaia moTpeboBajgoch CO31aTh T€HETUYECKYIO KapTy
HU3KOTO pa3pelleHusi Ha OCHOBE NPUPOJIHO-CYLIECTBYIOMIMX Bapuanuii resoma. C 3Toi
uenpto B pamkax npoekta HGP ucnonp3oBanu JJHK, nmomydeHHyro ot 12 aHOHMMHBIX
JIOHOPOB-T00POBOJIBIEB. XOPOIIIO M3BECTHO, YTO I'EHOM YeJOBEKa BeChbMa “‘CKJIOHEH” K
u3MeHeHussM.  [locneoBaTenbHOCTH  TEHOMOB — JIBYX  JIFOOBIX  HEPOICTBEHHBIX
UHAUBUAYYMOB pazinuuyairorcss B cpeagHemM Ha 0,1 %, a 3rto okoino 3 MiH. map
HYKJICOTUJOB, U1 UMEHHO 3TH BapHallMM MPEJCTaBISAIOT HauOONBIIUMN HHTEpeC s
MOHUMAaHHUS PA3IUUUI MEXAY JIIoAbMU. B reHoMme uenoBeka CyIIECTBYET HECKOJIBKO
TUNOB Bapvaluid HYKICOTUIHBIX ITOCIEA0BATEIBHOCTEN. [ eHeTUYeCcKrue MyTaluH,
NPUBOJIAIIME K HACJIEICTBEHHBIM 3a00J€BaHUSAM, B YEJIOBEUECKUX MOMYJIALUAX B LEIOM
BCTPEYAIOTCSI HE YaCTO U HE MOTyT OBITh JOCTATOYHOM OCHOBOW JUIsl TOCTPOCHUS
FEHETUYECKOW KapThl. DBOJBIIMHCTBO BapualMil B TI'€HaxX CYILIECTBYET B BHUJIEC Tak
Ha3bIBaEMbIX nonumopghuzmos nociedosamenvhocmeti JHK. Tlpaktuuecku Kaxxaplil reH
YyelioBeKa OTJIMYAeTCsl BapualeNbHOCTHIO, M3-32 KOTOPOM TEHbl CYUIECTBYIOT B
alenpHbIX popmax. B reHoMe ecTh 001acTu MOBBIIIEHHON BapruabebHOCTH, HAITPUMeED,
NOJIMTEHHAsl CUCTEMa IJIaBHOTO KOMIUIEKCa TMCTOCOBMECTUMOCTU. B TO ke BpeMs r'eHbl
MOJIOBBIX XPOMOCOM OTJIHMYAIOTCSl HauMEHbIIeH BapuaOelbHOCTbIO, OCOOCHHO TI'€HBI,
nokanu3oBaHHbe B X-xpoMmocome. [loutu 95 % monumopdHbIX nocienoBaTenbHOCTEN B
TeHOME YeJIOBEKa MPEACTaBICHBI noAuUMopdusmamu 00uHouHvix Hykieomuoos (IIOH
WK cHunamu). CHUIBI pacripeiesieHbl 10 TEHOMY OY€Hb HEPABHOMEPHO U HEKOTOPHIE U3
HUX MPUBOIAT K NOSBJICHUIO WM, HAIPOTHB, MCYE3HOBEHUIO CANTOB, Y3HABAEMBIX
dbepMeHTaMH PECTPUKIIUH, U TIOATOMY OTBEYAIOT 32 MOSBIICHNUE OTIUYAIOIINXCS 110 IJTUHE
orpe3koB JIHK, onpenensieMpix ¢ moMoIpio cielupuueckoro 30H1a, 1 FeHEPUPYIOIINX
COOTBETCTBEHHO Pa3IUYHbIC O JUIMHE MOJOCHI Mpu OnoT-rudpuauzanuu no CaysepHy.
DT Bapualuu TMOCIEIOBATENILHOCTEH TMOMYUYMIN Ha3BaHUE NOAUMOPDUIMBL  OJIUHB
pecmpuryuonnvix paemenmos (I1IJIPD); oHn 1 ObUIM KCTIOIB30BAHBI JJISI TIOCTPOCHHUS
FEHETUYECKOW KapThl HHM3KOro paspemieHus. VHTepecHO OTMETUTh OCOOEHHOCTh
pacrpeneneHusi CHUIMOB B 3K30HaX. OHM yalle 3aTparuBarOT 3-€ MOJIOKEHUE KOJOHOB,
yeMm 2-e, a TeM OoJiee 1-e, 4TO B COOTBETCTBUM C BBIPOXKICHHOCTHIO KOJQ, B MEHbILIEH
CTENEHU CKa3bIBA€TCSI HA NEPBUYHOM IOCIIENOBATENbHOCTH OenkoB. [l HMHTPOHOB
BOOOIIIE XapaKTepHa BbICOKas BapuabenbHOCTh. HO 0COOGHHO OHa XapakTepHa s
u30bITouHOM, ‘“mycoproi” JIHK, xoTrs u B Hell BcTpeyaroTcss HE MEHSIOIIUEecs,



BBICOKOKOHCEpBaTUBHbIE ydacTkU. OctaBmmecst 5 % Bapuauuii MociaenoBaTeIbHOCTEN
CYIIECTBYIOT B QopMe norumop@usmos npocmvix nosmopos (simple sequence repeat
polymorphisms, SSRPs). DOtu HoBble mnonumopdHbie MapkEpbl, Ha3BaHHBIC
Mmukpocamennumamu (0 HUX MOUAET peub B AalibHEMIIeM) mo3Boauau B 1992 r. co3nate
FeHEeTHUYECKYI0 KapTy 4YesioBeKa ¢ paspemieHreM B 1 ¢cM (caHTUMOpranumay), KOTOPYIO
y>K€ MOKHO OBLJIO UCTOJIB30BAaTh KAK OCHOBY JIJISl IOCTPOCHMSI (PU3HUECKOI KapThl.
Crnenyer OTMETHTD, YTO 0OBEMBI MPEACTOSIIIUX PAOOT OBLIM TAKMMH OOJIBIINMH, YTO 0€3
PE3KOT0 yBEIMYCHNUS CKOPOCTH CEKBEHMPOBAHUS 3aJa4a OKa3ajach Obl HEBBITOJIHUMOM B
TEYEHHE pealbHBIX CPOKOB palOThl. YBEJIWYEHUE BBIXOJA JaHHBIX JIOCTUTajoCh HE
TOJIBKO 3@ CYET COBEPLICHCTBOBAHUS METOAMK U IOJHOW aBTOMAaTH3allMU IPOLIECCOB
(OpTH  pa3zpaboTaHbl CBEPXCKOPOCTHBIE aBTOMATHMYECKHE MAIIUMHBI — KaNWUISIPHBIC
CEKBEHATOPHI, CIOCOOHBIE OJIHOBPEMEHHO 0OpabarbiBaTh 96 mpo0), HO U MyTEM
3HAYUTENBHOTO YBEINUCHHUS KOJIMYECTBA OJHOBPEMEHHO pabOTAOIINUX MAIIIHH.

3aciyra B pacmmgpoBKe TeHOMa YelOBeKa MPUHAICKUT JIBYM HCCIIEI0BATEIBCKUM
KOJUICKTUBaM — YacTHON OumoTexHomoruueckoit kommanuu Celera Genomics, KOTOpOU
PYKOBOIWJI OYeHb aMOUWIMO3HBIA denoBek Kpedr Benrtep®, m MexayHapogHomy
KOHcopuuyMy Bo riase ¢ @pencucom Komnunzom, o0benunuBmiemy 20 naboparopuit u
COTHM YUYEHBIX U3 pa3HBIX CTpaH Mupa. B3aMMOOTHOIIEHUS OBYX HCCIIENOBATEIBCKUX
rpynn TpakToBaiich CMMU Kak KOHKYpPEHTHBbIE MEXAY YacTHBIM U TOCYJapCTBEHHBIM
HAYYHBIMHU TPEANPUSATUSMHU, YTO BBUIWIOCH B CBOCOOpa3HYIO0 TOHKY 3a IEPBEHCTBO U
PE3KO COKPATUIIO CPOKHU pean3aIlii MPOeKTa, KOTOPhIN Obul paccuutad a0 2005 rona, B
TO BpeMsI KaK O 3aBEpIICHUH paOdOTHI HAJl YEPHOBBIM BAPHAHTOM T'€HOMA OBLIIO COOOIIEHO
B (peBpasie 2001 r.

*B nocnexuee BpeMs oH opranuzoban MuctutyT Kpeiira Benrepa (Poxsun, mrat Mepunenn, CILIA), B
kotopoM B 2010 r. OBIT OCYHIECTBIEH YCHEUIHBIH IEPEeHOC COOpaHHOrOo MO KyCOykaM Kak Obl
UCKYCCTBEHHOIO TIeHOMa (MHUHH-T€HOMa) mpocTeiimeil Oakrepunm Mycoplasma mycoides B KIETKy
poncTBeHHOU Oaktepuu Mycoplasma capricolum. B pe3ynbTare mociefssisi TOMEHsUIa “‘CBOE JIHMIO U
U3MCHMJIA TOBEIEHHE”. DTO Ba)KHOE NOCTHKCHHE HOBOIO HAIIPABICHUS B MOJEKYJISIPHO-KJIETOYHOM
OuosoruM, TIOJIyYMBIICe Ha3BaHUE cunmemuueckas oOuonoeus. Emé B Hauanme 2000-x rogoB moj
pykoBoIcTBOM BeHTepa ObuT BOCCO3laH T€HOM BHpYyca MOJMMHEINTA, & TAKXKE HMPOYUTAHBI TEHOMBI
MHKpPOOpTaHU3MOB — oburtaresneit CapraccoBa Mops U, HakoHell, B 2005 T. ceKBeHHpPOBAH TEHOM COOAKH
(smrobumoro mynenst Bearepa).

L'enom — amo mupasicupyemas Xumuueckast

namsams I60MOYUOHHLIX YCHEX08 8UOA, NOCIMOAHHO

1n008ep2aowasCcs HeONCUOAHHOU KOpPeKyul.

CTpyKTypa reHoma 4ejioBeKa.

I'eHOM yenoBeka, Kak U T€HOMBI IPYTUX 3YKAPUOTHUECKHX OPraHU3MOB, COAECPKHUT
NOCJIEJOBATEIbHOCTH HYKJIEOTHUJOB, OTJIMYAIOLIMECS O CBOEH IMEPBUYHOM CTPYKTYpE,
byukusM u  pazmepam. OO0nacTu, HeECylIMe CYIIECTBEHHYIO, Ha Hall B3TJIAI,
UH(POpMAIMIO, T. €. 3aHAThIE T€HaMU, KOJUPYIOLUIMMH OCJIKH, CyMMapHO COCTaBJISIIOT HE
Oonee 2 % ot obuero pazmepa reHoma. Ha obmacTu, B KOTOPBIX PACIIOJIOKEHBI TE€HBI,
koaupytomme pasnuunbie Buasl PHK, npuxonurcsa yxe 6onee 20 % renoma. Hakoner,
NPEBATUPYIOIIME IO pa3Mepy O0O0JacTM TeHOMa 3aHsThl pa3IMYHBIMU KJIacCaMu
MOBTOPSIOIINXCS MOCIEI0BATENBHOCTEN, MOPOAUBIINX CAMbIE UHTPUTYIOIIHE BONPOCHI,
CBSI3aHHBIE C MX OMOJOTHYECKON M (pyHKUMOHATBHOW 3HauMMocThio. K ToMy ke 3tu
obnmactu  copepxaT  3HauutenbHble  KonuuectBa JIHK  sBHO  wykepomHoro
IPOUCXOXKACHUS. [IONBHIKHBIM M OYEHb NMEPEMEHYMBBI I'€HOM 4YEJIOBEKa yMYyIpWIICA
COXPaHUThb IOCIIEOBATEIILHOCTH, KOTOPBIE MOSIBUINCH €UIE HA 3ape 3apOXKACHUS KU3HH,



a TakKe TeHbl, JOCTABIIMECS HaM OT uepBed, pbIO, 3€MHOBOJHBIX MU AlIepoB. B
HEHTPANBHBIX O00JIACTAX XPOMOCOM OOHApy»EeHbl TaK Ha3bIBAEMbIE ‘‘@apXHUBHbBIC
MaTtepuaibl’ — CBUIETENbCTBA HUKOT/IA HE MPEPHIBAIOIIETOCS TOTOKA KU3HH.

O0masi xapakTepucTHKa T€HOB 4eJoBeKa. XOpOIIO M3BECTHO, UTO TI€HbI
YKaApUOTUYECKUX OPraHU3MOB MMEIOT MO3auyHOE (MPEPBHIBUCTOE) CTPOECHUE U COCTOST
U3 KOJUPYIOIIMX YYAaCTKOB (3K30H06), TPEPHIBAIONIMXCA TPAHCKPUOUPYEMBIMH, HO
HETPAHCIUPYEMBIMU  (HEKOJUPYIOLIMMHU)  IOCJIEI0BATENbHOCTIMUA —  UHIMPOHAMU.
[ToaTOMy 5yKapuHOTHYECKHE TEHbI ONMCHIBAIOTCS KaK TEHbl C 3K30HHO-UHMPOHHOU
opraHmuzanuen CTpykTypbl. B reHoMme udenoBeka BCTpeudaroTcsl Kak HeOOJbIIME, TaK U
TUTaHTCKHUE TEHbI, HAPUMEpP, TeH MBIIIEUYHOTO Oenka ducmpogura conepx ut 2,4 MIH.
nap ocHoBaHMil. OTcCro/a, HEPBUYHBIE TPAHCKPUITHI, HA3bIBAEMBIE TI'E€TEPOrCHHBIMU
snepubiMu PHK (rsPHK), ciuceiBaemble ¢ TpaHCKPHUMIITMOHHBIX €IMHUIl T€HOB YeJIOBEKa,
MOTYT 3HAUUTEIHHO BaphbUPOBATh MO pazmepy (daimie ot 6 1o 200 ThiC. HyKI€OTHU0B). B
TO 7K€ BpeMs TUIIMYHBIN I'€H YEJI0BEKA COJEPKUT 28 ThIC. Tap OCHOBAHUM, U3 KOTOPHIX HA
CMBICJIOBBIE TTOCJIEIOBATEIBHOCTA IPUXOAUTCS TOJIBKO 1350 map, pacnpenenéHubix mo 8
HK30HAM, KOAUPYIOIIMM CPEeIHMM 1O pasMmepy Oenok, coaepxkamuii 450
AMUHOKHUCJIOTHBIX OCTaTKOB. Hampumep, o0imas anuHa reHa oueuopogoiampedykmasvl
cocTaBiigeT 0koJsio 30 ThIC. Map OCHOBAaHUM, a €ro KOJUPYIOIIas 4YacTh COAEPKUT 6 ThIC.
nap u pacmnpenesneHa mno 6 sk3oHaMm. TakuM oOpa3om, B reHax 4eloBeKa MPeBaIUPYIOT
HETPAHCIUPYIOIIMECS YYACTKU, KOTOPBIE MPU CO3PEBAHUU IEPBUYHBIX TPAHCKPHUIITOB
OOBIYHO yNaJS0TCA B pE3yJbTaTe npoyeccunea N CRAACUH2a, U B IUTOIIa3My NONa1aeT
TOJIBKO 3HAYUTENbHO yKopoueHHas “3penas’” uHpopmaunonHas PHK (uPHK, mRNA). B
LEJIOM CTPYKTypa M OpraHHu3alusi T€HOB YeJIOBEKa MHOTO CJIOKHEE, YeM I'€HOB JPYTrHX
9YKapuoTOB, K TOMY ke, IpUMepHO 35 % reHOB uenoBeKa MOT'YT TPAaHCKPUOHPOBATHCS C
pa3IMYHbIX PAMOK cuMThiBaHusA, a 40 % — nojaBeprarbcst aNbTEPHATUBHOMY CIUIAMCHHTY,
T. €. UHOM “COCTBIKOBKE” K30HOB, OTJIMYAIOMICHCS OT UX PACIOJOKEHHS B MEPBUYHOM
TpaHckpunTe. B pesynbrare oaHa u Ta ke nocnenosarensbHocts JJHK MoxxeT kogupoBath
pa3auYHbIe OCTKU.

['maBHBI BONpPOC, BO3HUKAIOIIMA MpU OMNHMCAHMM JIOOOTO TEHOMaA, Kacaercs
KOJIMUECTBA COJIEPKAIUXCsl B HEM I'€HOB, KOAMpYIOUMX Oelku. B oTHOlIeHHH reHoma
4eJIOBEKa OTBETUTh HA HEro OKas3ajloch JOBOJBHO TpyaHo. Emé B mpouecce
CEKBEHHPOBAHUsI T€HOMa Ha OCHOBE COBPEMEHHBIX IMPEACTABICHUN O CTPYKTYpE I'€HOB,
ctpyktype MPHK u momenHnoit opranuzaiuu 6e1koB ObUIH pa3paboTaHbl KOMIBIOTEPHBIC
QITOPUTMBI, C TOMOIIBI0 KOTOPBIX HIECHTUPUIMPYIOT OEIOK-KOAUPYIOIIUE TEHBI.
Ouenky HMX 4Wciaa HOPOBOJWIM  TakKe€ C  IMOMOILIBIO  IOJHOMAcCIITaOHBIX
TPAHCKPUMIIMOHHBIX KapT, MO3BOJIAIOMIMX YCTAaHABIMBATh YUCIIO 3KCHPECCUPYIOMIMXCS
reHoB. [lepBonavanbno creuuanuctsl Celera Genomics HaCUUTadu B T€HOME YeJIOBEKa
39 TeIC. T€HOB, a cHneUaJIUCThl MexIyHapoaHoro kKoHcopuuyma — 32 teIic. B 1O *e
BpEMsI YUCJIO TOYHO UJICHTU(PUIIUPOBAHHBIX T€HOB, Il KOTOPBIX U3BECTHBI (DYHKIIUU UX
MPOAYKTOB, MO Pa3HbIM OILIEHKaM, HE TpeBblmaeT 22—26 Thic. [loka MpUHATO CUUTATH,
YTO TEHOM YeJIOBEKa conepkKUT 0Ko1o 30 ThIC. reHOB. C 3MOLMOHAIBHON TOYKH 3pEHUs
TaKoe HEOOJBIIOE YKCIO I'€HOB YAMBIISIET U 033Ja4MBAET, OCOOEHHO €CJIM CpaBHUBATH
Hall T€HOM C TIeHOMaMH Jpyrux opraHu3MoB. HekoTopble aBTOpBI CYHUTAIOT, YTO
OCTAaIOTCS HE WACHTU(PUIMPOBAHHBIMM OYE€Hb MHOTHE TEHbI, HUMEIoIUEe O0Cco0YyIo
CTPYKTYpY, a TakK€ I'€Hbl C HU3KUM YPOBHEM 3KCIPECCHUHU, KOTOPBIE MOTYT YCKOJIb3aTh
OT CKpUHMHra. B TO ’e Bpemsi NOJIHBIA npomeom 4YeNOBEKa 3HAYUTENIbHO Ooraue
nporeoma J000ro JAPYroro opraHu3Ma M cOAepKUT He meHee 250 ThIC. pa3IMYHBIX
OenkoB. JlymaeTcs, 4TO T€HOM 4YeJIOBEKa, B OTIMYME OT F€HOMOB JPYTHUX OPraHU3MOB,



UCIIOB3YeT TE€Hbl KAaKUM-TO OCOOBIM CIOCOOOM, ¢ Oojiee CIOXKHONM M SKOHOMHOU
(GyHKIIMOHAIBHONW Harpy3koi. OTiIMyYaeTcss TeHOM uelloBeKa M OYEeHb HU3KOW CpeaHeit
IUIOTHOCTBIO OENOK-KOAMPYIONIMX T'eHOB. Tak Ha MWUIMOH HYKJICOTHAHBIX Map Yy
npoxokedt nmpuxonutes npuMmepHo 500 reHos, y Hematosl — moutu 200, y 1po30¢puiibl —
117, a y yenoBeka Tosbko 12—15 renoB. Takum oOpa3om, TONHKO OYEHb Majias 4acTh
reHOMa YeJIOBeKa KOIupyeT OeNku. 3HAUUTENbHO OOJBIINK 00bEM 3aHMMAIOT T'€HBI, TaK
Y HE IOJY4YMBIIME CIEHHUAIBHOIO Ha3BaHUA, €Cciau He cuurarh HazBaHue “PHKosble
reHbl”, ¥ KOAUpYyoIKe pazHooOpasHbie He TpaHcaupyemble PHK.

I'enbl, He kKoaupywmme OeJku. MHOrue ThICSIYM T€HOB B TIE€HOME YEJIOBEKa
TPAHCKPUOUPYIOTCS, HO HE TPAHCIUPYIOTCS, TMPOAYIUPYS HECKOIBKO KJIACCOB
cnemmduueckux mo cBouMm ¢ynkuusaMm PHK. Hekoropble W3 HHX XOpOLIO H3YyYEHBI,
HarpuMep, reHbl, komupyromniue Tpancrnoptaeie PHK (TPHK). B renome uyenoseka
uaentuduipoBano 497 renoB TPHK. IN'oBoput nu o uéM-uubyas sta nudpa? YroOs
NOHATH, MOMPOOYEM CpPaBHHUTH C APYTMMHU OpraHu3Mamu. Tak B TeHOME Ipo30(HIIbI,
pasmep kotoporo noutu B 20 pa3 MeHbIlle reHoMma 4esnoBeka (165 M6), oGHapyxeHo 285
reHoB TPHK, u 31eck npocMmarpuBaeTcss HEKOTOpAsi JOTUKA: MPOLIE OPraHU3M — MEHBIIIE
reHoB TPHK. Ognako y snerantHoit Hematopl ¢ pa3MepoM renoma 97 MO Takux TreHOB
Oonpire, ueM y uernoBeka (585). Emé no pacmmdpoBku reHOMa 4YejoBeKa ¢ TMOMOIIBIO
METOJIOB MOJIEKYJSIpHOW THOpUAM3aluu ObUIO YCTAHOBJIEHO, YTO OH COJEPKUT
HECKOJIbKO COTEH KOIWW T'eHOB, KOJAUPYIONIMX TPU OCHOBHBIX THMa pubocoMubix PHK
(pPHK) — 188, 5,8S u 28S pPHK, nokann30BaHHbBIX B SAPBIIIKOBBIX OpraHuzaropax 13,
14, 15, 21 u 22-ii XpoMOCOM U TMPEACTABISIOMMX COOONW MOJUIUCTPOHHBIE YUYACTKHU.
[ToaToMy pubocOMHBIE TE€HBI OTHOCAT K TaK Ha3blBaeMOM (pakiuu yMEepeHHO
HOBTOPSIIOIIUXCS MocenoBaTesibHOCTeld. CpaBHEHHE KOJMYECTBA PUOOCOMHBIX TEHOB,
NPUXOSIIUXCS HA TalUIOWIHBIA HA0Op Yy pasIWYHBIX BHJIOB OPTraHU3MOB, TaKKe
MI0KAa3aJ10, YTO MX YUCJIO HUKAK HE KOPPEIUPYET CO CTEINEHBIO CIONKHOCTH OPTaHU3MA.
Hampumep, y HEKOTOPBIX BBICHIMX PAacCTEHUH MX Ha MOPSAIOK OOJbIIE, YeM Yy YelloBeKa
win Mbeiw (Hanpumep, y dacomu 2000, a y kykypy3sl 8500), HO 0COOEHHO MHOTO
pubocoMHBIX TeHOB y ampuouii (y ampuymsr — 19600). I'ensl, kogupytoume 5S pPHK,
JIOKaJU30BaHbl BHE SAPBIIIKOBOrO opranm3atopa (Ha 1, 9 m 16-oif xpomocomax) u
npencrasieHsl Oonee oomibHO (10 2000). B renome yenoBeka oOHapyxkeHO 80 T'eHOB,
kogupyromux Manble saepuble PHK (MsaPHK), yuwactByromme B oOpa3zoBaHuu
Cnaaucocom U KaTAIM3UPYIONIUE MPOLECC CO3pEeBaHMs MHOKeCTBA paznnuHbix rIPHK. B
TO JK€ BpeMs BBIABICHO 97 TeHOB, Koaupyroumx wanble sapsimikoBeie PHK,
y4acTBYIOIIME B TMPOLECCUHIe TOJNbKO oaHOM mpepubocomuoit 455 PHK.
NnentudumupoBansl 3 rena 7SLPHK, o6pasyromux SRP-uactuibl, y3Haromme
“CHUTHaAJILHBIC MOCEAOBATEILHOCTH B pacTyIlledl OeIKOBOW Ienu M ‘‘3askopuBaroiiye”
pubocoMbl, HavaBlue OUMOCHHTE3 Oenka, HA MPAHCIAKOHAX MEMOpaH IMIEPOXOBATOTO
OIIP. Takxe 0OHapYy>KEH TOJIBKO OAUH I'eH, Koaupytoumii Tenomepasnyo PHK-matpuity,
BXOJIAIIYI0 B COCTaB TEJIOMEpasbl, U OTPOMHOE KOJIHYECTBO 1Ce8002€HO8, BOSHUKIIMX,
Hanpumep, u3 7SLPHK u muorux apyrux reHoB. B unenom PHKoBbie reHbsl TpyaHo
UACHTH(PUIIUPOBATh, MOCKOJILKY OHU HE HMEIOT B CBOEH CTPYKType crenuduueckux
2JIEMEHTOB, IOJOOHBIX noauadenunrosvim TocneaoparenbHocTsM B MPHK. Hakownerr,
oueHb MHorue PHKoOBBIe TeHBI Mallbl 1O CBOMM pa3MepaM W (YHKIUH HX eIé
HEU3BECTHBI. TakuM 00pa3oM, TOJIBKO TPETh T€HOMA YelIOBEKa BOBJIEUEHA B Oosee wiu
MeHee MOHATHbIE (PYHKIUH, P 3TOM OCTAETCA OOJBIIOE YHUCIIO MOCIEA0BATEIbHOCTEN,
He koaupyrommx HU Oenku, Hu PHK. Hekoropele m3 HUX, Takue Kak HUHTPOHBI U
HETpaHCTUpyeMble @uankupyiowue (pacrlojoKeHHbIE MO 00€ CTOPOHBI OT TEHa)



MOCJIEIOBATEIbHOCTH, BXOJIAT B COCTAB TPAHCKPHUIIIMOHHBIX €UHUII, HO YJAJSIOTCS MpHU
co3peBannu MPHK. Jlpyrue mpeactaBisitoT co0oil CHTHaJbHBIE TOCJIEIOBATEIBHOCTH,
y3HaBa€MbI€ PETYJSTOPHBIMH U CTPYKTYPHBIMH Oelkamu (IPOMOTOpPBI, CAMThl Hayaia
PEIUIMKALINY, CAUThl KOMIAKTU3AMK XPOMATHHA, YYACTKH KHHETOXOPOB U T.J.).
[IpouTeHne U aHaaM3 MHOTHUX T€HOMOB, MPHUHAAJEKAIIUX PA3IMYHBIM OpraHU3MaM
BBISIBUJI PAJl  yAUBHUTENBHBIX OHONOTHYECKUX mapagokcoB. Okazanoch, 4YTO HeE
CYLIECTBYET HUKAKOW KOPPEJSLUHA MEXKIY CI0KHOCTBIO Opranusma u kosmdectsoM JJTHK
B ero kierkax (C-mapamokc™). Hanpumep, renom améOnl (Amoeba dubia) noutu B 200
pa3 Oomblie reHoma 4yesnoBeka. Her Takxke SBHOW B3aMMOCBSI3U MEXIY CII0XHOCTBIO
OpraHr3Ma U YUCJIOM MPUCYILIUX €My TeHOB. Tak y 3JIeTaHTHOM HEMATO/bl, TEIO KOTOPOU
obpazoBano Bcero 959 xknerkamu™*, oOHapykeHO 19 ThIC. T€HOB, U3 4ero GpopmMaabHO
MOXXHO 3aKJIFOYUTh, YTO YEJIOBEK — 3TO BCEro MOJTOpa uepBsuka®™** HeoObruHOCTH
nuana3zoHa KosieOanui  BenumumHbl C  moaTBepkAaeTcss  (akKTOM  CYIIECTBOBAHUS
OJIM3KOPOJCTBEHHBIX BHJIOB, HMEIOIIUX CXOJIHOE MOP(OIOTUYECKOE CTPOCHUE, Y
KOTOpbIX OOHapyxeHo 10-kpatHoe (M Ooiiee) paziMyue B pa3Mepax T€HOMOB. OTO
SBJICHUE XapakTepHO M ampuOuii, HACEeKOMBIX M LBETKOBBIX pacTeHuil. [Ipuunna
SBIIGHUS TIPOSICHUJIACH TOJIBKO TIOCIIE TOro, Kak OBLJIO YCTaHOBJIEHO, YTO TE€HOMBI
3YKApUOT COJEPHKAT 3HAUUTEIbHOE KOJMYECTBO MOBTOPSIIOLIMXCS MOCIEI0BATEIIbHOCTEN
JIHK.
*C — xonmuuectso JJHK B rammougsom HabGope, OT aHTII. “content” — codepoicanie.

**13 uux 300 HeifpOHOB, U3 YETro CIEAYET, YTO YEPBIIOK-TO MO3TOBUTHIIA!
*¥EXY cpemHecTaTEcTHUECKOTO YenoBeka (ctapmapt BO3) teno cocrout u3 ~ 600 TPpUIUTHOHOB KIIETOK,

IIpU 3TOM TOJIBKO B KOPE€ I'OJIOBHOT'O MO3T'a HACYUTBIBACTCA 10-14 MJIpA. HeﬁpOHOB.

IloBTOpsIIOIIMECH TOC/IEA0BATEJILHOCTH B TeHOMe uYeidoBeka. OTIMUUTENbHOU
0COOEHHOCTBIO TEHOMA YeJIOBEKA SIBJIIETCA HAJIMYME B HEM OTPOMHOIO YMCIIa MOBTOPOB,
npelHa3HaueHue KOTOphIX emi€ He sicHo. OHu 3aHUMAaroT OOIIUpPHBIE 00JacTH Te€HOMA,
3HAQYUTEJIbHO TPEBOCXOJSIIME 10 CBOUM pa3MepaM Yy4YacTKH, MPUXOMASIIMECS Ha
oenkoBeiec U PHKoBBIe TreHbl, a, ciemoBaTenbHO, 3adeM-TOo HYXHbL. JHK-moBTOpHI
JOJITO€ BpEMs CUMTAIM HEUHTEPECHBIMHM M pPacCMaTpUBaIM KaK CBOEOOpPa3HBIiA
reHetTuyeckuil “mycop”. 3aragounocts 3toi JHK mociyxuna moBogoM st MOSIBICHUS
MHOXECTBA Pa3HOOOPA3HBIX SIHUTETOB, KOMUMHU €€ Harpaxiaid o0eCKypaKeHHbIC
uccienosarenu. Tak @pencuc Kpuk HazbiBan €€ MapazuTHUYECKOW W ATOUCTUYECKOM, a
npyrue wuccinenoBatenu — cmsimed (dormant), momuameit (silence), M30BITOYHOMN
(abundant) u “xmamoBoi” wim ‘“‘mycopHoii” (rubbish) JIHK. JleiictBuTtenbHo, oHa
crocoOHa pacHmpoCTPaHIThCS B I'€HOME, JeNaTh COOCTBEHHBIE KOMUU M TMPH 3TOM HE
BHOCUT HHMKAKOTO BHUIUMOTrO BKJaaa B (enorurn. Omanum cioBom, “mycopHas” JIHK
BHECJIa MHUKAHTHYI) HW3IOMHUHKY B MPOLECC OCMBICICHUS MOJYYEHHBIX pe3yJIbTaTOB.
TosibKO ceiiyac MOCTEEHHO CTAHOBUTCS SICHO, UTO MPUHUKEHUE POJIU MOBTOPSIOIIUXCS
MOCJICIOBATENIbHOCTE  MPUBEJIO  HUCCIENoBaTeNied KO  MHOTMM  OHIMOOYHBIM
npeacTaBieHus M. Bo3HukHOBeHHE OOJblleld YacTh TOBTOPOB CBS3aHO C IMPOIIECCOM
0o0paTHOM TPAHCKPUIIIIMM M TEHOM YeJIOoBeKa — 3TO ‘‘MOpe pasiuBaHHOE” OO0paTHO
TpanckpubupoanHoit JJHK, B koTopoM maBaroT peakue OCTPOBKH OEOK-KOAUPYIOLIUX
reHoB. Paznuuaror 5 kiaccoB moTopoB JIHK: 1. PaccesHHbie 1o BceMy Te€HOMY
MO/ABUKHBIE T€HETUUECKUE AIEMEHTHI, 3aHnMaronue 45 % renoma. MIx nHor1a Ha3bIBaIOT
“OpbIralolIMMU T€HAaMU~’, UM MOOWIBHBIMU AucrneprupoBaHHbiMU reHamu (M/IIN). B
CBOIO OYepellb, OHU COCTOSIT M3 HECKOJIBbKO THIOB MOBTOPOB: a). [[nuHHbBIE paccesHHbIE
3JIEMEHTBHI, COAEpKallhe OT 5 A0 8 ThIC. Map HYKJICOTUAOB U MPEACTABICHHBIE B TEHOME
ThIcsiyaMu Kornuid. OHU 00J1a1al0T BCEMU aTpUOyTaMH, XapaKTEPHBIMH I aBTOHOMHBIX



FEHETUYECKUX JJIEMEHTOB, — cojaepxkat mpomotop mits PHK-monumepaser II m nBe
OTKPBITHIC PAMKH CUMTBIBAHUS JJIs1 peBepTa3bl U dHAOHYKIea3wl. 0). Kopotkue (100-300
nap HYKJIEOTHJIOB) pAacCEsHHBIE 3JIEMEHTHI, NpeicTaBieHHble 1,5 MIH. Konuil. OtH
anemMeHThl cozaepxkat npomotop st PHK-nonmumepssr 1II. OgHo ceMelcTBO KOPOTKHUX
MOBTOPOB BKJIIOYAET B ce0si Tak Ha3zbiBaeMble Alu-moBTOpBI, MpeICTaBICHHBIE MOYTU
MWIUIMOHOM Komnuil. YjeHbl ceMelcTBa He OOBEIUMHEHBbI B  OTICNIbHBIE TaHIEMHBIE
KJIACTEPBI, a JUCHEPTUPOBaHbl 10 FT€EHOMY, 3aHUMas B coBOKynHocTH 10 % ero oobéma.
B). ABTOHOMHBIE pempono30Hbl, TPEACTABIAIONINE COOOW aHANOTW PETPOBHUPYCOB, U
HEAaBTOHOMHBIE PETPOBUPYCOMNOI00HBIE JIEMEHTHI, 3aHUMaroIIie BMecTe 8 % reHoma. r).
Hakonen, oObluHBIE mpancnosousl, Koxupytoume GepMeHT mpancnosasy. Ux
NOJIBM’KHOCTh B T€HOME OCYIIECTBIIAETCA 3a CUET MPOCTOrO0 MEXaHW3Ma ‘‘BbIPE3aHMUs-
BCcTpauBaHus . 2. HeakTUBHBIE KOIMK I'€HOB, HA3bIBAEMbIE 1CE6002€HAMU, BOSHUKIIINE 32
cuér MexaHu3smMa oOpaTtHOM Tpackpunuuu. 3. [IpocTele MOBTOPHI  KOPOTKUX
nocJieJoBaTeNIbHOCTEN, cogepkamux oT 1 no 13 map ocHoBanuii, Hanpumep (AAT)n,
NOJIyYMBIIME HA3BaHUE ‘‘MHKPOCATEUIUTOB”, M MOBTOPbI 0OJE€ NJIUHHBIX 3JIEMEHTOB
(14-500 nap) — “munucarernutsl’”’. OHU 3aHUMAIOT MPUMEPHO 3 % reHoma uyejoBeKa U
OTJIMYAIOTCS SIPKO BBIPAKEHHBIM MOJIMMOP(PU3MOM MO JIJIMHE, YTO MPUBIEKIO K HUM
BHUMaHHE KaK K MapKEépam, MPUTOJHBIM IPU MOCTPOEHUU T'€HETHUYECKHUX KapT. OTa
careluimtHas JIHK Takke o4eHbp BakHa B TE€HETUKE YEJIOBEUYECKUX MOIMYJISALUN,
MaHU(PECTUPYIOIIUX BBIPAKEHHbIE ATHUYECKUE pa3iuuusi B TuUlepBapraOenbHbIX
ydacTkax reHoma*. Hakownen, rumepBapuabensnas JIHK mociyxuna ocHoBOM s
pa3pabOTKU METOAOB “TEHHOM JaKTUJIOCKOMHUK B KPUMHHAIMCTUKE™*.

*Ha camoM Jene ydéHble elmé He yBepeHbl B TOM, YTO OOHApPYKEHHBIE PAa3IHUhs MEXIy T€HOMAaMH,
MPUHAJJICKAIUMY  TIPESICTABUTEIIAM Pa3HbIX JTHUYECKUX TPYII, SIBISIOTCS HCTHUHHBIMHU, a HE

OTpaXCHUEM WMHANBUAYATLHBIX BapHAITHi.

**Emé 10 MOMHOro CeKBEHMPOBAHHS '€HOMA YeNOBeKa C TOSBJICHUEM METO/a TIOMMMEPasHOi IemHOM
peakuuu (I1LP) JAHK-nunarnoctrka ucmonb3oBajgach A PAaCKPBITHS MPECTYIUIEHUH Ha CEKCyaJbHOU
MOYBE, HO B IOCTTEHOMHYIO 3py MPEeBPaTUIach B CaMblii HAIE&XHBINA CIIOCO0 TOKa3aTeNbCTBa MPECTYMHBIX

neiictBuil. JlOCTaToOYHO OJHOrO BOJIOCKA MJIM HEPXOTHHKU MPECTYIIHHMKA, OCTaBJIEHHBIX Ha MecTe
NpecTyIuieHus, 4To0bl ¢ momotibto Metona [P u cnenuanbHO MOA0OpaHHBIX paiiMepOB MHOTOKPATHO
YMHOXUTb Mapképubie ywactku JIHK ¢ mnocmexyromum wuX aHamu30M, BIDIOTH [0 HPSIMOTO
cekBeHMpoBaHUi. CpaBHEHHME IONydYeHHbIX pe3yinpTaroB ¢ aHamm3oM JIHK mnonmospeBaembix maér
OJIHO3HAYHBIH OTBET O MPHUYACTHOCTH K MPECTYIUICHUIO WIIK OTCYTCTBHIO TAKOBOM.

4. TloBropsl Oompmmx u ouyeHb Oombmmx cermeHToB JIHK (1-200 Thicsy map),
KOIHMPYIOIMIKUXCS H3 OJHOTO paiioHa reHOMa B APYroi U 3aHUMaromux 5 % ero oonéma. 5.
TanneMHble TOBTOPbI, XAPAKTEPHBI I YEHMPOMEPHLIX W MEIOMEPHbIX PallOHOB
xpoMocoM. [IpeaHaszHaueHne 3TuX MOBTOPOB Bpoje ObI ICHO, MOCKOJIbKY C HUMH CBSI3aHa
CTPYKTYpHasl OpraHu3alMsl U COXPAHEHHME LEIOCTHOCTH XpOMOCOM. Termomepbl Takxke
CIIy’)kKaT CBOEOOpa3HbIM CUETYUKOM, OTPAHMYMBAIOUINM YHCIO IMKJIOB PEIUIMKAINU
XPOMOCOM TIpH ACJICHUH KJIETOK (TipaBuiio Xaidauka).

C dem cBsa3aHO ‘“‘cOepexkeHHME” TEHOMOM 4YeJoBeKa OOJBIIOTO KOJHWYECTBA
“mycopnoit” JIHK wu orkyna B3suimch B HEM OOpBIBKM BHPYCHBIX I'€HOMOB M JaKe
OakTepuadbHbIX TeHOB? AHamuM3 TE€HOMOB JBOJIIOIMOHHO JPEBHUX OPraHU3MOB,
XapaKTePU3YIOIUXCS CTa3UCOM, TMOKa3bIBAET, YTO HSBOJIOLMS Yalle H30aBiseTcss OT
“Mycopa”, a He KonuT ero. Hanuuue orpoMHOro xojim4yecTsa OOpbIBKOB PETPOBUPYCHBIX
IF€HOB B T'€HOME 4YEJIOBEKA, CBHUJIETEIBCTBYET O TOM, YTO BCSl 3BOJIIOLIMOHHAS HCTOPUS
YeJIOBEYECTBA — OATO HUCTOPUS HENPEPHIBHOM OOpPbOBI M KOMIIPOMHCCOB C
BHYTPUKJIETOYHBIMU Tapa3uTaMu, M3 KOTOPOH OHBOMIONUS U3BIEKIAa 3PGHEKTUBHBINA
MEXaHU3M I'€HOMHBIX MEPECTPOEK. XOPOILIO U3BECTHO, YTO B HEKOTOPBIX CIIy4asiX BUPYC



HEe TYOUT KJIETKY, a BCTPAUBAETCS B KJIETOUYHBIA T€HOM M, TAKUM 00pa30M COXpaHSETCA.
Hanpumep, natentHas ¢opma BUpyca reprieca ¢ ero CrelnuaibHbIM “TeHOM MOJ4YaHus’
LAT mnepcuctupyeT B HEpPBHBIX KieTKax OonbliuHCTBA drofeil. A BHUY-momoGHbIe
MeJIJIEHHbIE BUPYCHl (JICHTUBUPYCHI), BHEAPWINCH B T'€HOMBI IMPUMATOB €HIE NIECSATKU
MUJUTMOHOB JIET Ha3a/l, OCTaBAsICh “JOSUIbHBIMU K OJHUM BUJAM U CMEPTEJIBHO MOpaxas
npyrue. Konpibens yenoBedectBa AQpurka — poauHa 3K30THYECKUX BUPYCHBIX HHPEKIIUN
C OYEHb BBICOKOM CTEIIEHBIO JIETAIBHOCTH. J0cTaTOYHO BCIOMHUTB BUPYCHI | 1 II rpymnm
OmacHOCTH, Takue kak Jlenre, MarOypr, Mauyno, benun, Xanra, Jlacca, FOmmn, Cabua,
D0oiia, BbBI3BIBAOIIUX TKENBIE TeMOppardyeckue JUXOopaaku. A eciau  croja
MPUCOBOKYITUTH COHHYIO 00JIE3Hb U MaJSIPUI0 — a0COJIFOTHOTO JIUJEpa B “‘CMEPTEIHHOM
OusHece”, TO CTaHET SICHO, YTO OJHOW M3 MPUYUH MHUTPAIIMOHHBIX BOJH HAIIMX JTANEKUX
npenkoB u3 Adpuxku Obul crpax. He ¢ Bupycamu 1M CBsI3aHBI 3BOJIOLUOHHbBIC
MEXaHU3Mbl BBICOKOW IJJACTUYHOCTH TeHoMa uenoBeka? Axagemuk E. Csepaiio
MIPEIMIOJIOKIII, YTO BAXKHYIO POJIb B OUEIIOBEUNBAHUM O0E3bSIH CHITPAT UMEHHO BUPYCHI.
[Ipennonaraercs, yro noaswxHas (“npeiraromas’) JJHK moxer ObiTh OTBETCTBEHHA 3a
WHHOBAIlMU B (DyHKIMOHAIBHBIX pallOHaX T'€HOMa, 3a CYET BHE3AITHOTO BCTPAMBaHUS B
HUX OOJIBIIMX KYCKOB BHUPYCHBIX IMOCJIEN0OBaTENIbHOCTEN. TeM caMbIM CO3ar0TCSl HOBBIC
PEryJSTOPHBIC JIEMEHTHI U J1aXK€ HOBbIE FeHbl. MyTallMOHHBIN TIPOLIECC BPSI I MOXKET
CIIPABUTHCS C TAKOM TBOPYECKOM 3a/1aueii, TOCKOIbKY MyTallly, KaK IIPaBUJIO, HAPYLIAIOT
dbyHKMOHMpOBaHUE TreHOB. [loaToMy TpyAHO MpEACTaBUTH MOSBIECHUE HOBOTO TI'eHa
nyTEM TMOCTENEHHOIO HAKOIUIeHWss B HEM wMyTtamuil. OTcroma cieayer, 4YTo BcCe
CO3UJIaTeNbHbIE MYTallUOHHBIE MPOIECCHl JOJKHBI MPOTEKaTh B TEX pailloHaX reHoMa,
KOTOpbIE HE CBSI3aHbI C BAXKHBIMH JKU3HEHHBIMU (PYHKIUSIMU, U TIOTOMY HX JIEATEIbHOCTD
JI0 TIOPBHI 10 BpEeMEHH OCTaETcsl BHE “‘Cpepbl MHTEPECOB M BHUMAHUS JTapBUHOBCKOTO
orbopa. U Takux pailoHOB B T€HOME YeJIOBEKa OYEHb MHOTO, OHU HAlll CTPaTeTUYECKUN
ABOJIIOLIMOHHBIN 3amac, KOTOPBI Mbl HECEM HE KAK TSKEIBIM M€HETUYECKUH Tpy3, a Kak
HEOOXOIMMYIO TapaHTHIO BUIOBOTO yCIeXa.

K coxanennto, Mbl KOCHYJUCh TOJBKO OUYEHb TOHKOTO IUIaCTa HAYYHBIX MPOOIEeM H
pe3ynbTaTOB aHalIM3a reHoma uesioBeka. Ero pacmmdposka, 3asepmiénnas B 2003 r., He
YMEHBIIWIA, a YBEIWYHWIIa YHUCIO 3arajliok, cAelliaB JaidbHeHmuid mouck emé Oolee
YBIIEKATEIbHBIM.

P. S. I[lepBbIMH TOJHOCTBIO paciIMPpPOBAHHBIMU WHAUBUAYAJTbHBIMH T€HOMaMU ObLIN
reHoMbl: Kpeiira Benrtepa, [[xeilimca YoTcoHa, IBYX KOpEWIEB, OJHOTO KWUTalla —
MpeACTaBUTENSl CaMOM MHOTOYHUCIEHHOM HApOJHOCTH XaHb, HUTEpUila (3amajHo-
adpuKaHCKas HapOAHOCTh Uopyba) W WpPNaHJLA, CTpaaaromiero Jjelikemuei. Hakower,
cmaupopackuii mpodeccop Ctusen Kaetik (Stephen R. Quake), cam pacmmdpoBan cBoii
TeHOM, 3aTpaTuB Bcero 49 Teicsid nosuiapoB, o uéM coobmmin B aBrycre 2009 r. U sto
TOJIbKO HAyajo pealu3allMd MaclITa0HOTO MEXKIYHAapOJHOro mnpoekrta ‘““Tricsua
TE€HOMOB”.



Boxa0Oynsipuii

Aageaun. Ot rpeu. “allelon” — dpye opyea. Paznuunbie BapuaHThl (POPMBI) OJHOTO H
TOrO € TEHAa, OTBETCTBEHHBbIE 32 IPOSIBICHUE ONPEIEIEHHOIO HACIEICTBEHHOIO
MpU3HAKA. Alenu pacrnojaraloTcs B OJMHAKOBBIX Y4yacTKaX (JIOKyCax) rOMOJIOTHYHBIX
(mapHBIX) XPOMOCOM, IMOJTYUYEHHBIX COOTBETCTBEHHO OT OTIa W MaTepu, T. €. B
HOPMAJIBHOW JTUIUIOMIHON KJIETKE MPUCYTCTBYIOT TOJIBKO JIBa aJUlesl I'€Ha, XOTd HX
MOXET ObITh M OoJbIIe™®. DTH aiend MOTYT ObITh OJWHAKOBBIMU WM pasHbiMH. [lo
BIUSHUIO Ha (DEHOTHUN AU TOAPA3IEISIIOTCS HA OOMUHAHMHblE U peyeccusHvle, a
NpU3HAKU, JETEPMUHUPYEMble JOMUHAHTHBIMHU WM PELIECCUBHBIMU aJuIeNsIMU (T€HaMHU)
— Ha 20MO3U2c0mHbvle, I TIPU COUYETAHUM JOMHHAHTHOTO M PELECCHUBHOrO ajienen —
2emepo3ucomHbie.

*CymeCTBOBaHI/Ie reHa B BUJE ABYX ajuieneil — duanreausm; 0ojee ABYX — MHONCECBEHHDI ANNEAUIM
(I/IHa‘Ie, Cepusl MHOKCCTBCHHBIX anneneﬁ). Annenn OJHOI'0 Ir'cHa 00BIYHO 0003HAYAIOT O,Z[HOﬁ JIATUHCKOH
OYKBOW WJIM COOTBETCTBYIOIIMMH CHMBOJAMH, TPHUYEM TOMUHAHTHBIA ajulellb — OOJIBIION, a
peLieCCUBHBIN — MaJleHbKOH OyKBOH, Hanpumep, A u oo uiau Rh u rh.

Alu-noBroppl. CBOE Ha3zBaHuE TMOJYYWIM OT Ha3BaHHUS pecTpukTassl  Alul,
PaCLICIUISAIOIEH 3TH MOCJIEI0BATEIbBHOCTA B €JUHCTBEHHOM CalTe, PacIlOJIO)KEHHOM Ha
pacctrosauu 170 m. H. OT Havanma moBTOpa. Alu-mMOBTOpPHI — CEMEHCTBO KOPOTKHX
yuactkoB JIHK ¢ coBmagaromel nOCHEAOBATEIBHOCTRIO, HAXOMSIIUXCA B HE
KOJUPYIOIIUX paioHaX TEeHOMa, CHOCOOHBIX K pEIUIUKAIMU U OeCHopsI0YHOMY
BCTPAMBAHUIO CBOUX KOMHUU B Pa3JIMYHBIE CAUTHI TOM K€ CAaMOM WK IPYTrOMl XPOMOCOMBI.
Kak mpaBuino, Takoe BcTpauBaHue Alu-moBTOpOB He oTpaxaeTcss Ha (PYHKIMOHATbHOU
AKTUBHOCTHU COCEIHUX ¢ HUMU TeHOB. O (QYHKIHIX ITHX AJIEMEHTOB T€HOMA MOKa MaJio
n3BecTHO. CUMTaeTCsl, YTO OHM OTBEYAIOT 3a Tak Ha3biBaeMoe “A-M-pemaktupoBanue”
PHK-TpaHCckpuUITOB 1 3TOT Mpoiiecc 0COOEHHO aKTUBHO MPOTEKAET B KIJIETKAX TOJIOBHOTO
mo3ra.  KommiiHocTp*  Alu-mOBTOpPOB  XapakTepu3yIOTCS  SIPKO  BBIPQKEHHBIM
nosuMmopduzMoM. X mpucyTCTBHE B T€X WM MHBIX MECTaX XPOMOCOM MOXET CIIYKHUTh
MIOKa3aTeJIEM CTENEHU POJICTBA MEXAY Pa3IWYHBIMU JIFOAbMU U NPUHAUICKHOCTH K TOU
WIM WHOW TOMYJSIUH, 0COOCHHO eciid nmonuMopdusM Alu-moBTOpPOB coBmagaeT ass
MHOTHUX Y4acCTKOB TeHoMa. CHHOHUMBI — Alu-31emMenTsl, Alu-1ocie1oBaTeIbHOCTH.

*B resome uenoBeka 0OHAPYKEHO OKOJIO | MuIIMOHA Konuii Alu-TIoBTOpOB.

AnHoTHpOBaHue renoma. Ot nar. “annotatio” — nomemxa, npumeuanue < “notare” —
3ameuams. OnHUcaHUE TEHOMA, 3aKJIOYAOIIeecss B U3BJICUEHUH M3 CEKBEHHUPOBAHHBIX
NOCJIEIOBATENIbHOCTE  OMOJOrMYecKkol MHpoOpMauMW U, B TEPBYIO  OYEpPE.b,
YCTaHOBJIEHUE T'€HOB U UX PETYJIATOPHBIX JIEMEHTOB, KaK ()YHKIIMOHAIbHBIX 3JIEMEHTOB
reHoma. [lo coBpeMEHHBIM OLIEHKaM B T'€HOME ueloBeka Bcero okosno 30 Teicsd
CTPYKTYPHBIX T€HOB, T. €. TCHOB, KOJAUPYIOITUX OCIIKH.

baorrunr JHK no Cayszepny (0gor-rudpuausamus). Ot anria. “blot” — nammuo.
Crnoco6 nepenoca nenarypupoanHoi JIHK u3 arapo3Horo resst Ha HUTPOIEIITIOIO3HBIN

bunbTp I THOPUAM3AIMN C KOMIUIEMEHTAPHBIM 30HJOM. /[lis TpoBeleHUs MNpOleTyphl
resomayo JIHK pacmerisior Ha (GparMeHTHl M pasfeisiioT UX 3JIEKTPoPope3oM B arapo3HOM Telie.
3areM mepeHocAT Ha MeMmOpaHy ¢GuiIbTpa M (UKCUPYIOT, MOJydas OTHedaTok rejis, mocie dero JJTHK
JICHATYPUPYIOT M JOOABISIOT 30HJ, HECYIIMH METKy, Oyiarojaps koropoit monoxenue JJHK-mumienn
MOJKET OBITH BBISIBJICHO.

Ien (anri. “gene”, Hem. “Gen”). OT rped. “genos” — poo (“genesis” — nauano). Tepmun,
KOTOpbIM jgarckoid Ootanuk Bunbsrensm HWorancen (Johansen, 1909) Hazpan



HaCIIeZICTBeHHBIE 3a1aTku Mennens. ['eH — 0CHOBHOE IOHATHE KITACCUIECKOU TeHETUKU ™,
B KOTOpOH pa3nuyHble (QOpPMBI OAHOTO TI'eHAa, BO3HUKAIOIIME B pe3yjbTaTe TE€HHBIX
MyTalui, Ha3bIBAIOTCA antenamu. Jloaroe BpeMs rocrnoicTBOBANIO NPECTaBICHUE O TeHe
Tomaca Xanra Moprana, kak o Heaenumon yactuue®*. Ilepoe onpenenenue rema ObLIO
JIAaHO aHTJIMMUCKUM mpodeccopom Meauliuabl ApundansaoM ['appoaom (1857-1934) B ero
kaure “Inborn errors of metabolism”, 1909 (“Bpoxaéunbie ommOku mMerabomuzma’):
“een — 5mo nponucy NPUSOMOoBIeHUsE 00HO20 Xumuyeckozo coedunenus”. Jlo kouma 1960-
X TOJIOB IOJ TEPMHUHOM 2eH TOHUMau HenpepbiBHbIN yuacTok JIHK, Ha xoTopoM B Buze
MOCJICIOBATEIbHOCTH HYKJICOTHJIOB 3amucaHa MHQOpMalus O MEPBUYHON CTPYKType
onHoro Oenka, WM MO JApyromy, reHsl — 310 ydactku JIHK, Tpancnupyromuecs B
(GyHKIIMOHAIBbHBIE OEKU. DTH MPEACTaBICHUSA JIETJIM B OCHOBY KOHIICTIIUU “00UH 2eH —
00uH 6enok”, KOTOPYIO 3aTeéM CMEHWJIA KOHIICTIUS “00uH 2eH — 0OHA NOJUNenmuoHas
yens”’. B HacTos1ee BpeMsl IOHATHE I'eHa HE CTOJIb OJTHO3HAYHO, XOTSI 3TUM TEPMHHOM,
no-npexHeMmy, HaspiBaercs ydactok JIHK. DOrtor yuyacrok Moxker coaepkarb
IIOCJIEIOBATEIIBHOCTH, HE KOJMpYIOIIe AMHAHOKHCJIOTBI (MHTpOHBI), u
MOCJIEIOBATEIbHOCTH, KOJUPYIOIHe 0oJiee OAHOM MOIUNENTUAHOM 1ienu (“TeH B TeHe”).
OAMHAaKOBO YCTpPOEHHBIE TE€Hbl B Pa3HbIX OpraHU3Max MOTYT HMETh pa3Hble (YHKIHMU
WK OBITH BCTPOEHBI B pa3HbIC TEHHBIE aHCAMOIHU (CETH) U, CIIeA0BATENbHO, MPUBOIUTH K
pa3HbIM (YHKUMAM WM TPOSBIATHCS B pa3HOE BpeMs U B pa3HbIX TKaHAX. MIHTepecHO,
YTO IeHbl PEarupyroT He TOJBKO Ha U3MEHEHMs OKPY KAIOIEeH Cpe/ibl, HO U Ha XapakTep
OUTAHUA.

*[ockonbKy B KIACCHYECKOM TOHMMAHMU 2eH, KaK ODJIeMEHTapHas €IMHHUIA HacJeICTBEHHOCTH,
OJHOBPEMEHHO CIYXXUT W E€IUHMLCH MyTaluu, PeKOMOMHAUMHW W (YHKUUHM CYLIECTBOBalIa M Apyras
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TepMUHOJIOTHS — “MyTOH”’, “pekon” u “muctpor” (Benzer S., 1957). Ilo mokanu3aru reHbl IEISTCS HA
ayTOCOMHBIE U CIICTIJICHHBIE C MOJIOM. Pa3nnyHble HeayuleabHbIe TeHbl MOTYT NMPHUHAJICKATh K OJHONH U
TOW K€ WIM K Pa3lWYHbIM TPYNIaM CLEIUICHHSA. AJUICIbHBIE T€HBl MOTYT OBITb OOMUHAHMHbIMU,
peyeccugnbiMu U npomedcymounvimu (KOMOMHUPOBaHHBIMH). HeasenbHble T€HBl — 2nucmamuunsbimu,
UNOCMAMUYHBIMU, KOMNIEMEHMAPHbIMU VIR UHOUDDepeHmHbIMU.

** ABTOp XPOMOCOMHOW TEOpHH aMepuKaHCKui reHeTuk T. Mopran (1866-1945) cuuran, 4yTo TeH
NpeAcTaBiIseT cOOOH HE TOJBKO EOUHHUIYYy HACIEACTBEHHOCTH, HO M HEINENUM KaK aToM M TaKke He
HOJBEP)KEH HHUKAKOMY BO3AEHCTBHIO M3BHE. XpoMocoMy MopraH oOpa3HO IpeACTaBisl Kak Oychl, B
KOTOPBIX OYCHHKHM — 3TO I'€HBI, WM JaXe KaK MyJeMETHYIO JeHTy. OnpoBepKeHHe 3TUX MPeICTaBIeHUI
Jlana HOBas Hay4Has AUCLMIUIMHA — paJAdallMOHHAs TeHETHKa, KOTopas “pa3apoOumiia” reH.

I'enernueckne kaprTbl (KapThl reHoMma). llepBOHAYAIIBHO CTPOMIIMCH HA OCHOBE
aHaJIM3a 4acTOThl peKOMOWHAUUN Mexay TeHaMu. Ha MoJieabHBIX OpraHu3Max MpoBOJST
0O0JIBIIIOE YUCIIO CKPEIIMBAHUN MEXAY Pa3NTUYHBIMA MYTAHTHBIMH JIMHUAMH. Y UYeJIOBEKa
JUTS IOCTPOSHUS] TEHETHYECKUX KAapT HMCIIOJIb30BAIHCh B KAYECTBE MAapKEPOB pa3UIHbIC
BapuabebHbIe YYaCTKH, B YACTHOCTHU, YYACTKU C OAHOHYKJICOTUIHBIM MOTUMOPHU3MOM
(OHIT*), momumop}u3MOM MHKPOCATEIUTUTHBIX MOBTOPOB, a TaKXKe MOIUMOPPU3IMOM
JUIMH PeCTPUKIHMOHHBIX (pparmenToB**. Ilo3aHee reHeTMUeckue KapThl BBICOKOTO
pa3pemneHus HCIOJIb30BaINCh KaK OCHOBA [T (PU3MUECKOTO KApTUPOBAHUS T'€HOB.

*HexoTopsie OHII BBI3BIBAIOT TOSBICHUE WITH HCUE3HOBEHHE CATOB PECTPUKIIHHL.
**CallThl PECTPUKIUU OBLIM HWCIOJIH30BAHBI ISl MOJYYCHHUS MEPBOM IOJHOM TEHETUYECKOW KapThI
reHOMa YeJI0BeKa.

I'enom*(anri. “genome”). OT rped. “genos” — poo u “nomos” — 3axox. [lepBoHavanbHO
1O/l 2eHOMOM TIOHUMAJHM TMOJHBIA HAa0Op T€HOB B TalyIOWJHOM HAa0OpEe XPOMOCOM,
OPUCYIIUMH JAHHOMY BHUIY, KOTOpBIE OIPENEISIOT BCIO COBOKYIHOCTh INPU3HAKOB HU
CBONMCTB OpraHU3Ma, €ro BHEIIHUW BUJ U BHYTpeHHee cTpoeHue. [lo3nHee, korga crano
sacHO, uyTo KommuectBo JIHK B kieTkax 3HauutenbHO OOJbIIEe TOM YacTH, KOTopas
OPUXOJUTCST Ha TeHbl, MOHATHE TEepMHUHA pacliupuiock. B Hacrosimee Bpems oA



reHomMoMm mnojpaszymearoT Bcio JIHK, conepxaniyrocs B rarioniHoM Habope XpOMOCOM.
OTO TaK Ha3bIBAEMBbIN A0epHbll 2eHOM, a TIOCKOJIBKY MUTOXOHJPHUM M IUIACTH]IBI TAKXKE
cozepxkar JIHK, TO BbIIEnAOT emé MHUTOXOHAPUAIBHBIM I'€HOM M TE€HOM ILIACTHU.
Paznnuaror Takxke COBOKYIHBIM F'€HOM OTIENbHON KJIETKH, FTEHOM OpraHusma (Ipu 3TOM
IpPEIoaaraeTcsi, 4YTO BEChb I'€HOM OCOOM COCPEJOTOYEH B TIE€HOME OTAEIbHOU
COMAaTHYECKONH KJIETKM M ATOT (akT SBISIETCS OCHOBOM Ul pealu3alud MeTojAa
KJIOHHPOBaHUs), a TaKKe€ T€HOM BUAa. ['eHOM 9acTo oOpa3HO CpaBHHBAIOT C KHUTOM,
TOJIBKO 3Ta KHUIa CHOocoOHa cama ce0si KONMpoBaThb M YUTaTh. BYKBBI-HYKJICOTHIbI
(cumBosbl 4, 7, G u C) B reHOME paBHO3HAYHBI, 3HAYEHNUE U CMBICI UMEIOT TOJBKO MX
koMOuHaruu. OTlenbHbIE TE€HOMBI Pa3IMYyaloTCsl MOCIEA0BAaTEIIbHOCTIMU CHUMBOJIOB U
JUIMHHOW TeKCTOB. [IpodreHme 3TUX TEKCTOB, WX pacmuppoBKa (CEKBEHUPOBAHUE) —
3a7a4ya, KOTOPOM IIPU3BaHA 3aHUMATbCd TFEHOMHKA — HOBOE BBICOKOTEXHOJOTMYHOE
HanpaBJeHUE B COBPEMEHHON OMOJIOTHH.

['eHoM — He MPOCTO XpaHWIUIIE TEHETHUYECKON HH(POPMAIINH, UITH TEKCT, MePEeIaBaeMblii
OT TOKOJIEHUS K MMOKOJICHUIO U 00EeCeUnBatOIIMI pOCT, pa3BUTHE U QYHKIMOHUPOBAHUE
opranuszMa. Ckopee, 3TO IPOCTPAaHCTBEHHBIM MEXAHW3M, BKIHOYAIOIIMK HECKOJBKO
B3aMMOCBSI3aHHBIX YacTei, OJHa M3 KOTOPBIX — OEJIOK-KOAMPYIOIIHME TE€Hbl — TOJBKO
HauMeHbplass ero 4actb (okosno 2 % cymmapnoit JIHK). I'eHom Bkirodaer pasHble
HOCUTENU HH(OpMAlMU — HACJIEICTBEHHBIC AJIEMEHTHI, HaxoAsdluecs B oOmacTax™*,
KOAMPYIOUX pa3inyHble HeTpaciaupyemble PHK, a Takske ypoBHH, KOTOpPBIE BBIXOIAT 3a
npeaenbl JUHEWHBIX IOCJIENOBATEIBHOCTEH HYKIEOTHI0B. WX 00pa3HO HAa3bIBAIOT
“reHeBOi” O0OJACTbI0O TE€HOMAa M JTOT YPOBEHb HACJICACTBEHHOCTH OTHOCUTCS K
anuceHemuxe.

*Tepmun 2enom BrepBble ObLT BBeAEH B 1920 r. HemenkuM 6otanukoMm [ancom Bunkiepom (Winkler,
1920) namsa ommcaHWS TalIOWIHOTO HaboOpa XpPOMOCOM C JIOKATW30BaHHBIMH B HEM TIE€HaMHU.
CrnenoBatenbHO, B 3UTOT€ OOBENUHSIOTCA [OBa TeHOMa — MYXKCKOH u >keHckud. OHH  OyayT
TOMOJIOTMYHBIMH, €CJIH JIMHEHHOE PACIOJIOXKEHNUE T€HOB B KOHBIOTHPYIOLIINX XPOMOCOMax aOCOIIOTHO
UIEHTUYHO.

**ensl, kopupytonme aktuBHele GopMbl PHK, gepes kxoTopsie ocymiecTBiseTcss KOHTPOIb SKCIIPECCUU
OOBIYHBIX TEHOB.

I'enomuka. Ot rpeu. “genos” — poo (“genan” — noposcoams) U “nomos” — 3aKOH.
TepMUH eerHomuxa Hayaau HCHOJB30BaTh ¢ 1986 T. mocie TOro, Kak aHIIUWCKUN
TEHETHK, CIIeIUAIUCT B 00JacTH M3ydeHus reHoma Mbimu Tomac Ponmepuk BBEN ero ais
0003HaYCHUSI KapTUPOBAHMsS, CEKBEHUPOBAHUS U XapaKTepUCTUKU TeHOMOB. [lo3mnee
26HOMUKY  CTalM acCOLMMPOBATH C JIIOOBIM  MIMPOKOMACIITAOHBIM  aHAJIU30M
OMOJIOTUYECKUX OOBEKTOB.

HNutponbl. TpanckpubOupyeMmble, HO HE TpaHCIHpyeMble (HEKOAMPYIOUIUE) YUYACTKU
FE€HOB, KOTOpBhIE B TMIPOIIECCE CO3PEBAHHS IMEPBUYHOTO TPAHCKPUITA (T€TEPOTCHHOM
saneproii PHK, raPHK) nonsepratotcs npoyeccuney (ynanenuto). Mnaue, unmponst — 310
NOCTIeI0OBAaTeIbHOCTH HYKJICOTHUIOB B TeHE, He BXozsamue B uHpopmanmonnyio PHK
(uPHK).

I/IHTepCCHO, 4UTO y CallaMaH[pBbI, CIIOCOOHOH K pereuepanun CBOUX KOHe‘lHOCTeﬁ, HEOOBIYaliHO MHOTO
yuactkoB JIHK, cocTosux u3 MoBTOPSAIOMIKXCS NOCIEA0BATEIBHOCTEN UHmMpPOHOS.

Muoaucrpodpuss dromenna (Duche’nne’s disease). JleranpHoe peneccuBHoe X-
CLEIJIEHHOe  3a0oJieBaHWe,  KIMHUYECKH  MPOSBIAIONICECS  MPOTpeccUpyroien
JIeTpaiallieil MBIIII U, COOTBETCTBEHHO, MBIIIIEYHOM C1a00CThI0. 3a00I€BaHNE CBS3aHO C
MyTalueu B reHe 06enka oucmpoguna.

Mopranuaa. Enununiia uaMepeHusi OTHOCUTEIIBHOTO TIOJIOKEHUSI TEHOB Ha XPOMOCOMaX.
BripaxaeTrcs B mporieHTax nepekpécra (KpOCCUHIOBepa), OTPAKAIOIIUX OTHOCUTEIBHOE



paccTosiHMe MEXAy reHamMHu Ha xpoMocoMme. 1% mepekpécta U Ha3bIBACTCS MOP2AHUOOL.
CanTumopraHnu/ia SKBUBaJICHTHA OJJHOMY Mapkepy, npuxoasmemycs Ha 1M6 JIHK.
Mamuuapomel. OT rped. “palindromeo” — 6eey nazao, rae “palin” — oname u “dromos”
— 6ee. CnoBa win (Gpasbl, YUTAIONIUECS CIIEBA HAMPABO WJIM CIIPaBa HAJICBO OJIMHAKOBO™.
B npunoxenun k JIHKoBbIM TekcTam naiunopomvl — O5TO TEPEBEPTHIU WU
oOpaini€HHble TOBTOPBI** — 3epKalibHbIE MOCIEA0BATEILHOCTH, YUTAIOIINUECS OJMHAKOBO
B OJIHOM HalpaBJICHWU B aHTUIIAPAJIIENIbHBIX KOMIIEMEHTApHbIX LersX (5'—3").
Hanpumep, mocienoBaTenbHOCTh:

3'AGGTTACATGTAACCTYS'

S'TCCAATGTACATTGGA3 —
OOGpaniéHHbie MOBTOPHI PACCEsHbl MO BCEMY T€HOMY M CPEIM HUX BCTPEYAIOTCA Kak
MOBTOPSIIOIIMECS, TAaK W  HEMNOBTOPSIOIIMECS  IOCIEAO0BATENIbHOCTH.  MHorue
MAJTMHIPOMHBIC TIOBTOPHI SBJIAIOTCS uieHaMu Alu-cemericTaa.
*TMoaxoasmuii K TeMe NaTuHAPOM “HecHunanunzen”.
**13-32 BBICOKOH CKOpOCTH peHaryparuu 3Ty ¢paxmuio JHK uHOrna HaswBaroT ‘“‘cxnonwuyeuseiica’”
JHK v /THK, penamypupyroweti 8 Hy1e80U MOMeHH 8peMeHU.
IIporeom*. OT rpeu. “protos” — mnepewiti (npoteunsnl). [lonHbl HabOp OENIKOB B
OT/ICJIbHOW KJIETKE WJIM B OTAEIBbHOM OopranusMme. [IpoTreoM TUNMYHON KIIETKH YEJIOBEKa
cocrout u3 npuMmepHo 100 ThICAY pazTUYHBIX OENKOB, a B IIEJIOM NPOTEOM YEIOBEKa
HacuMuThIBaeT Oosiee 250 Thicsiu OENKOB, KOJIMYECTBEHHOE COJEPIKaHUE KOTOPBIX MOYKET
paznmuyatbest B 10—100 Thicsau pa3. HecoOTBETCTBUE MEXKIY YHUCIOM CTPYKTYPHBIX T€HOB
B TCHOME YEJOBEKa M €ro MPOTEOMOM OOBSCHSCTCS BBIPAKECHHBIM [IJIsl YEJIOBEKa
anpTepHaTUBHBIM ciaiicuarom TsiPHK u noctrpancnsuunonnoi Moaudukanyei 0eakoB.
*HasBaHue 1aHO MO AHATOTUM C TEPMUHOM “TeHoM”.
IlceBaorennl. OT rped. “pseudos” — ooy W reHbl. HeakTHBHBIE KONMHMHM KJIETOYHBIX
reHoB  (octatku  HeQyHKUMOHHpYrOmUX  TeHoB). CoxaepkaT  HYKJICOTHIHBIC
MOCJIEIOBATEIbHOCTH, CXOJHBIE C TOCJIEIOBATEIbHOCTAMHU (PYHKIIMOHAIBHO aKTHBHBIX
TE€HOB, HO HE DKCIPECCUPYIOTCS ¢ 00pa3oBaHreM (YHKIIMOHAIBHBIX OeNKoB. [TpudmHOi
OTCYTCTBUSI aKTUBHOCTH MOTYT OBITb MyTAallM¥, HApYLIAIONIME MEXaHW3M WHUIIUALAU
TPAHCKPUIIIIMK, WIA TMPEHITCTBYIONIME TMPOXOXKACHUIO CIUIAHCUHIa Ha TpaHHIaX
OK30H/MHTPOH, WJM, HaKOHEI], NPUBOJAIIME K MPEeXKIECBPEMEHHON TepMUHALIUU
TpaHcassuuu. [lceBnoreHsl cienyeT paccMaTpuBaTh KaK HAKOMUTENN BPEIHBIX MYyTalUM.
Wx 006pa3Ho Ha3bIBAIOT “TyMHKaMH 3BOIOIHH, TOYEMY-TO COXPAHSIOIIUMUCS B TCHOME.
[IceBmoreHsl 0OUEHb PACIIPOCTPAHEHBI B TEHOME YEJIOBEKA.
Perpono3onbl. 3anumaror 8% reHoma 4YejoBeka. Pa3ninuyarT aBTOHOMHBIE U
HEAaBTOHOMHBIE PETPOIO30Hbl. ABTOHOMHBIE MPEACTABISAIOT AaHAJIOTU PETPOBUPYCOB
(HemoJiHbIe, TTOTEPSBIINE YaCTh T€HOMA, PeaylUpOBaHHbIE pemposupycol). Coaepkar B
CBOEM COCTaBe BHPYCHbIE T€HBl gag W pol, KoIupyoluue 0oOpaTHYH TpPaHCKPHUIITA3y
(peBeprazy), PHKa3y-H, cnemmanbHyto mnpoTeady M HMHTErpasy, a Takke OOBIYHO
comepXar W dYacTh reHa env (ot aHri “envelope” — ob6onouxa), KOIUPYIOUIETO Y
HAaTHUBHBIX BUPYCOB Oeyku Karncuaa (00osnouku). OTCr0a, TPAHCIIO3UIIUSI PETPOIIO30HOB
OCYIIECTBIISIETCSI TIO OOBIYHOMY PETPOBUPYCHOMY MeXaHuW3My. HeaBTOHOMHBIMU
SIBJISTFOTCST O0Jiee AeEKTHBIC MOCIIEeIOBATEIIBHOCTH, HE CIIOCOOHBIE K CAMOCTOSITEIIBHOMY
nepemeleHnto. CHHOHUM — pempompaHcno30Hbl.
CanTumopran (cM)*. Enununa usMepeHus: pacCTOSIHUSL MEXAY T€HaMu Ha XpPOMOCOME.
Ucnone3yercst st  co3JaHUsl TEHETHMYECKUX XPOMOCOMHBIX KapT. Omun cM
sKBHUBaJIeHTEH | Mapképy Ha kaxxasie 1M6 JTHK.



*Ha3Banme gaHO B YeCTh aMepHKaHCKoro reHetwka Tomaca Xanta Moprana (Thomas Hant Morgan,
1866—1945), xoropsrii B 1933 1. BMecTe co cBomMH yueHuUKamMu Anbdppernom ['enpu CrepTeBaHTOM H
Komasunom. BpI/I,E[)KCpCOM MOoJIy4yuns HO6€J’ICBCKyIO MMpEMHUI0 3a TCOPUIO JIMHEHHOTO PACIIOJIOKCHUS I'CHOB
B XpOMOCOME.

CexBenupoBanue. Ot aHri. “sequence” — nocredogamenvHocms, psd. OnpenencHue
MOCIE0BATENILHOCTH HyKjaeoTHA0B B Mmosekyne JIHK. B mmpokom cmeicie —
pacmupoBKa KIETOYHBIX TE€HOMOB. llepBblii KieTOUHBIN (OakTepuanbHBIA) TEHOM
(Haemophilus influenzae, 1,8 M0) 0b11 pactmmdpoBan B 1995 r. ¢ ucnonp3oBaHUEM
MeTroza “apoOoBuKa’.

Cunrernueckass Oumosiorumss. HoBoe HampaBieHMe B COBPEMEHHOM  Hayke,
3aHUMAIOIIEeCs MCKYCCTBEHHBIMHU JKUBBIMHU CHCTEMaMM, a TaKKe€ T€HHBIMH CETIMU™.
Hekoropeie mnpenctaBuTeNnM 3TOrO HAIPABICHUS HAJICKOTCA CO34aTh  ITOJTHOCTBHIO
uckycctBeHHbI opranusM. Jloctmwkennem Cb sapnsiercs coznanue PHK-puboperyropa
(“pubonepexmrouatens’) (2004 r.) u “renernyeckoro TymoOnepa” (1999 r.).

*B G0BUIMHCTBE CITyYaeB FeHbl He paboTalOT MO OAMHOYKE, a ABJIAIOTCA KOMIOHEHTAMHU CIOKHBIX
TEHHBIX CETEH, T7e KaXKIBIH TeH MMOCTOSHHO BIUSAET Ha SKCIIEPECCHIO IPYTHUX TEHOB, CO3/1aBast
CIIOKHEHUIITYI0 MO3aHKy aKTUBHOCTH (00pa3HO, BOSHUKAOIIYIO KAPTUHY aKTUBHOCTH MOKHO CPaBHHTD C

MMOBEPXHOCTHIO BOABI, HA KOTOPYIO MAIal0T KPYITHBIC KATUIA JOXKIA).

Cuunbl. AGOpeBHaTypa aHTJIMWCKOTO TOHATHS ‘‘single nucleotide polymorphism” —
NOJIMMOP(PU3M €IUHUYHBIX HYKJICOTHIOB (MONMMOPPU3M OJHOHYKJIEOTUIHBIX 3aMEH).
ToueuHble pa3nuuusi B MHAUBUIYAJIbHBIX F€HOMAaxX Yy 4e€JIOBEKa, KOTOpPHIE 3aHUMAIOT B
cpenHeM okojo 1 % reHoma u coctaBisitoT 95 % nonuMop(HbIX MOCIeI0BATEIBHOCTEH.
Jlpyrumu cioBamu, CHunsl — 3TO TO3ULUN €IUHUYHBIX HYKJICOTHIOB, KOTOPBIE y OAHHUX
JOAEH 3aHATHl OAHMUM OCHOBAHMEM, a Yy JPYrux — ajJbTepHaTUBHBIM. CHHUIIBI,
pacCTONIO)KEHHbIE BHYTPH WM BOJM3M TEHOB, MOTYT WMETh (DEHOTHUIIMYECKOE
NpOsIBJICHWE, HANpUMeEp, BIMATH Ha LBET BoJoc. B memom ke ux BiusHue Oonee
M30HIPEHHOE, OT UX AaJJUTUBHOrO H3(p¢eKkTa B 3HAYUTEIbHON CTENEHU 3aBUCUT
MPEeIPacioIOKEHHOCTh JIOEH K pa3NTuyHbIM 3a00J1€BaHUsM, a TAK)KE YyBCTBUTEIBHOCTD
K (hapMakoJIOrH4ecKuM areHTaM. B To ke Bpemsi OOJBIIMHCTBO CHUNOG PACTIONOKEHBI
BHE I'€HOB M, KaKETCS, HUKAK CeOsl HE MPOSBIAIOT. TOYHOCTH ONpPENENEHUSI CHUNO8 B
F€HOME YeJIOBEKAa 3aBUCHUT OT KOJMYECTBA MOBTOPHBIX ‘“UMTOK’ KaXKIOW XPOMOCOMBI.
BoisiBieHMue UM aHaNIU3  CHUNMOG — 3TO  CO3/aHME  MATEPUAIbHOW  OCHOBBI
NepCOHU(PHUIMPOBAHHON MEAMIIMHBI OYyIIEr0 U HOBOTO MEIUIIMHCKOTO HAMPaBJICHUS —
¢apmarozenemuxu, KOTOpasi O3BOJIUT NMOJAOUPATH MALIMEHTaM JIEKapcTBa Ha OCHOBE HMX
FEHOTUIIOB. Y>K€ KapTupoBaHbl Oojee 1,5 MWIIMOHAa OJAMHOYHBIX 3aMEH B T€HOME
4eJIOBEKA.

Cmuaiicunr. Ot anrn. “splicing” < “splice”* — coedunenue enaxpou, cpawusarue.
Bropoii stan mpouecca co3peBanusi rereporeHHoi anepHoi PHK  (rsPHK),
3aKJIFOYAIOIIMNICS B KOBAJIEHTHOM COEIMHEHHMH KOHIIOB 3K30HOB, IIOCJIE BBIPE3aHUs
MHTPOHOB — HEKOJUPYIOLUX [1OCIEI0BAaTEIbHOCTEN.

*Crapblil aHrIMICKUi MOPCKOI TepMUH, 0003HAYAOIIMI CpaIMBaHUE KOHIIOB KAHATOB, BEPEBOK.
Cunanaiicocoma. Ot anri. “splicing” u rped. “soma” — meno. KoMIuiekc, cocTosmui u3
raPHK u Heckonbkux MsAPHII, KOTOpBIM OCYIIECTBISIET BBIPE3aHUE HHTPOHOB H
MPOBOJUT CIUIaYMBaHUE (CIIMBaHKE) KOHILIOB 3K30HOB. IIpennonaraercs, uto msaPHK
o0pa3yloT B crialicome Mexy coboil u ¢ raPHK kaHoHndeckue napbl, OpueHTUPYIOILINE
PEaKIMOHHbIE TPYNIBI U TOUHO CBOJSIIME CIUIaiCHpyeMbI€ KOHIIbI SK30HOB. KaTtanus B
crutaiicoMe umeer pubo3nMHYI0 Tpupoay. B coctaB cmiaticocom BXomut 5-7 Mabix
sanepHbix pubonykieonporensoB (snRNP — small nuclear ribonucleoprotein) — PHII-
gactunl (U1, U2, U4, U5 u U6 snRNP). B kaxxaoil Takoil yacTuiie COAEPKUTCS OJIHA



MaPHK (manas snepunas PHK, mmuanoit 90-400 nykieotunoB) u 6-7 moinekyn Oenka. B
reHome y uenoBeka ooHapyxkeHo 80 renoB MsPHK.

Temomepnl. OT rpeu. “telos” (anriu. “tail”*) — xgocm, koney u “meros” — uacmeo (aHrI. a
part). JluctampHbple ydYacTKM IUIed XpPOMOCOM. 3ammTHbie (Oy(depHble) MOHOTOHHBIE
(OeccMbICIIEHHBIE) MOCIEA0BATETLHOCTH Ha KOHIIAX XPOMOCOM, MOBTOPSIIOIIMECS THICAYU
pa3z** (“remomepHbie MOBTOPHI”). Y BCEX MIIEKOMHUTAIONIUX TEIOMEphl MPECTaBICHBI
coBepiieHHo oguHakoBo# “¢pazoii” TTAGGG, koTopas y uenoBeka MOBTOPSIETCS OT 7
10 15 Teicsid pa3, a 'y mbiimu 10 150 Teicsta pa3. Temomepsl rpuboB, miieceHei (Hanpumep,
HEHWPOCTIOPbI) W TPOCTEHUIINX (TPUIIAHOCOMBI), HEKOTOPBIX MPEICTaBUTENCH uepBei
(HeMaToJ) U WICHUCTOHOTUX IMOCTPOEHBI moBTOpamu 3Toi ke ¢passl TTAGGG (310
ABOJIFOIIMOHHO Hambosiee BHICOKOKOHCEPBATHBHBIC CTPYKTYPBI). Y PACTCHUN TEIOMEPHI
yyTh anuHHee Ha oaHy OykBy T B Hauane (TTTAGGG). M TOabKO y pecHUTYATHIX
npocredmux — undysopuit (Tetrahymena) — B TeaoMepax UCHOIB3YETCS MHOW TEKCT —
TTTTGGGG wumu TTGGGG. Jlucranbhas wyacTe TenmoMep XapakTepusyercs Haaumuuem G-
00OrameéHHOro OAHOLENOYeyHOro yyactka 3'-menu (anamHa ero BapeupyeT oT 10—-18 HykmeoTuaoB y
HpOCTeﬁﬂlﬂX A0 HCCKOJIBKUX COTCH Yy YCIIOBCKA,; Yy paCTeHI/If/’I MOJKET OBITH pas3jin4yHa B pa3HbIX TKaHfIX).
CunraeTcs, YTO OJHOICTIOUYCYHBIH CBOOOIHBIN 3'-KOHEI B KOMITIEKCe co cnuaabHbIMU Oenkamu (TRF1
n TRFZ) Y4aCTBYET B 06pa30BaHI/II/I TCIIOMEPHBIX TICTCIIb. HpI/I 3TOM CBO6OI[HBII\/'I 3,-KOHCLI BBITCCHACT
onny u3 neneit JJHK, o6pasyromyto metmo D (D-loop, rae D ot “displace” — gpimecusams, 3amewyams) n
(hopMHpyeT y4acTOK TPOWHOI'O KOMIUIEKCa, a caMa TeJoMepa 00pa3yeT TelIoMepHYIo nero (t-loop).
*Cnoso necko 3anomuume uepes ums amepuxkanckoii axmpucel Onuzabem Taritop (no-pyccku,
Enuzasema Xeocmosa).

**B ouTonornm, B OTIMYMH OT MOJIEKYJISPHOIH OWOJNOTHH, menomepsl — 3TO KOHLEBBIE yYaCTKH
XpOMOCOM, BUAMMBIC B CBETOBOH MUKPOCKOII, ¥ OXBaTHIBAIOILME JOBOJILHO OOJIBIINE pailOHBI (MUIITHOHBI
nmap ocHoBaif). Ha mx BakHOCTh B CTaOWMJIBHOCTH XPOMOCOM BIIEpBbIe OOpaTwiau BHHMaHue B 1938 T.
bap6apa Mak Knnuatok u Mémnep.

Tpancaakon. Ot nat. “trans” — uepe3s, ck603b U “locus” — mecmo. bomnbioil GENKOBBIN
KaHAJIbHBII KOMIUIEKC, pacroyiokeHHbli B MemOpanax OIIP. Mecto “3askopuBanus”
pubocombl, cBsi3aHHON ¢ SRP-uyacTuieit™, 6iokupyromed pocT MOMUNENTHIHON IEMH.
[Tocne cBsizpIBaHUSI pUOOCOMBI C TPAHCIAKOHOM MPOUCXOAUT oTAesneHne SRP-yactuipl u
CUHTE3MPOBAHHBIA IMEPBUYHBIM NENTHA CBOEH ‘‘CUTHAIBHON MOCIENOBATEIBHOCTHIO™
BXOJIUT B KaHal TpaHciakoHa. [locne 3Toro cuHte3 mnentuga BO30OHOBISETCS, U
CHUTHAJIbHAs II0CJIEOBATEIBHOCTh BMECTE C PACTYIUMM IOJUIIENTUIOM OKa3bIBACTCS
BHYTpH nosioctu JIIP.

*SRP-uacTunia — y3Halomas curHan vactuma (“signal recognition particle”), coCTOMT W3 OIHOI
monexynsl 7SLPHK u 6-Tu pa3nnyHbIX NOIUNENTHIHBIX Leneil. B cexperopHbix Oenkax Ha pubocomax,

HaxOJsAIIUXCsl eme B IIMTO30JIe, CHAYala CHHTE3UPYETCS ‘‘CUTHANBbHAs TOCJIEI0BATEIHLHOCTD ,
oboramiénHas ruapodoOHbIMu amMmuHOKHCTOTaMu (16—30 ocTaTrkoB), koTopas u y3Haércss SRP-uacrturei.
Ik30HbI. OT Tped. “exo” — eue, chapyxcu. Koaupyronme ydactku JIHK (pparmeHThI
reHa), KOTOpble B pe3ysibTaTe CIUIalicuHTa BXOoIAT B cocTaB uHpopmarumonnsix PHK.
[lepBUYHBI TPAHCKPUIIT COAECPKUT MOJHYH) KOIUIO T'€HA, BKIIOYAIOLIYIO 3K30HbI U
unmponsi. B pesynbrare co3peBanus (MPOIECCUHTA U CIJIACHUHTA) HHTPOHBI yAAJIAIOTCS,
a DK30HBI KOBAJICHTHO CIIMBAIOTCS, YTO TMPUBOIAUT K OOPa30BAaHUIO YKOPOUYEHHOU
unpopmanronHoir PHK (nPHK). Pa3Hble reHpl CUIIBHO pa3auydaroTcesi O YHCITY 9K30HO8.
Onureneruka. OT rpeu. “epl” — Ha, HaO0 U TeHeTHKa. TepMuUH “‘SMUTreHETUYECKHl”’
IIOJPa3yMeBaeT, YTO KPOME IEHETUYECKOTO YpPOBHS CYLIECTBYET €LIE OJUH ypPOBEHH
HACJIEICTBEHHON MH(OpMAIKU, KOTOPBII OKa3bIBAET pelIaroliee BIUIHUE Ha (DEHOTUN U
310poBbe opranm3Ma*. Mubopmamus Ha SMUTCHETHYECKOM YPOBHE OOYCIIOBIIEHA HE
reHaMu (HYKJICOTUJIHBIMU TIOCJIEIOBATEILHOCTSAMHM), a OCJIKOBBIMU CTPYKTypaMu H
IPYTUMH XUMUYECKUMH COCAMHEHUSIMU, CBS3aHHBIMU C XPOMOCOMHOM (XpOMAaTHHOBOIN)



JAHK. He3HaunTenpHble U3MEHEHUS B JITHX CTPYKTypax IPUBOIAT K H3MEHEHUSM
AKCTIPECCHH TeHOB (TIOJIaBJICHUIO OJHMX U YCWICHHUIO Jpyrux) 03 W3MEHEHUs
HykJneotuaHo  mocnegoBatenbHocT  JHK. Hanmpumep, B  pakoBoil  KieTke
SMUTCHETUYECKHE CTPYKTYpbl MOTYT BBIKIIOYUTh TI'€HBI-CyNpeccopbl (TIOJaBUTEIM)
JIEJICHUS] KJIETKU U BKIIFOUUTH TEHBI, MOOYKIA0UIMe KIETKY K JACJICHUI0, YTO U MPUBOAUT
K OECKOHTPOJIbHOMY JIEJICHUIO KJIETOK U 00pa30BaHMIO OMYyXOJdH. J{JIs1 HEKOTOPBIX THUIIOB
paka Takue aHOMAJIWU YK€ H3BECTHBI M B OTIMYUE OT MYTalUUd OHHU OOpaTHMBI.
ONUreHeTUYEeCKUE U3MEHEHHUSI MOTYT HOCUTh HACJIEICTBEHHBIN XapakTep.

*JnureHetnueckuMu  (GakTopaMu  OOBACHAETCS MOABIEHHE Yepe3 IMOKOJNEHHE OIpedeNEéHHbBIX
HACJICJICTBCHHBIX 3a00JICBaHMI B HEKOTOPBIX POJOCIOBHEIX. [IpeanonaratoT, 4To MHOTHE 3a00JIeBaHUS OT
OHKOJIOTHYECKHX, A0 IMU30(QpPEHUH W JEHPECCHUBHBIX CHHAPOMOB OOYCIIOBJICHBI HapyIICHWUSMH Ha
SMUTEeHETHYeCcKOM ypoBHe. CKopee BCero, M MEXaHH3MBl CTApEeHUS Pealn3yloTCs Ha DIUTEHETHUIECKOM
YPOBHE pPeryJIsiuu.

CerkoB Hukomnaii AjnexcaHIpoBHY, TOKTOP
Ouonorudyeckux Hayk, npogeccop Cubupckoro denepanbHOro Y HUBEPCUTETA, III. H. C.
Kpacnosipckoro nayunoro nearpa CO PAH.



