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Pe3ome. Alu-noemopbz — qbyHKl{MOHCUZbHO 3HayuUMble dnemenmul 2enoma yenosexa. Onu éausrom
HdA pa60my 2eHoMa  HECKONbKUMU CHOCObAMU. 6bl3blearont UHCeEpYyUu, peKOM6uHauuu Mlecay
dJleMeHmamu, KOHeEpCUU 2ceHa, U3MEHAIONT IKCNpeccuro 2eHoe. Alu-noemopbl 8AJICHBL O U3YUEHUA
ceHemuKu 4enoeeka, makKk KaKk OHU A6IAIOMCA Hedmpaﬂbnbmu cEHeMUdeCKumu napkepanu opcanusmoes,
umerowux obujee NPoUCXoicoeHue.

Knroueenie cnoesa: Alu-noemopbz, CEHOM YenloeeKd, CEH.

Resume. Alu repeats are functionally significant elements of the human genome.Alu elements
affect the genome in several ways, causing insertion mutations, recombination between elements, gene
conversion and alterations in gene expression. Alu repeats are a boon for the study of human genetics
because they are neutral genetic markers of identical descent with known ancestral states.
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AkTyanbHOCTh. W3ydyenue Alu-comepxamieit yacTu reHomMa uMeeT OOJbIION
TEOPETUYECKUI U NMPUKIIATHON UHTEPEC: NETAIBHOE BBISICHEHUE UX POJIM MO3BOJIUT NOHAThH
MEXaHU3MbI JBOJIIOIMU U (PYHKIMOHUPOBAHMUS TE€HOMA, JaTh BO3MOXXHOCTb BIIMATH Ha
paboTy TEHOB, BBIABIATH TPEAPACTIONOKEHHOCTh K PAa3JIMYHBIM HACJICJACTBEHHBIM
MaTOJIOTHAM, HACHTH(PHUITUPOBATH JTUIHOCTh Ha TEHETUIECKOM ypoBHE [1].

eanb: onenka GyHKIIUOHATHHOU posid Alu-TTIOBTOPOB B TEHOME YE€JIOBEKA.

3amauu:

1. M3yunTth npeacTaBUTEIbCTBO MOBTOPSIIOMINXCS AJIEMEHTOB B TCHOME YEIOBEKA.

2. BBISCHUTH TPOUCXOXICHWE W SBOJIOIMOHHBIC acrekThl MmoBTOpoB Alu-
CEMENCTBA.

3. Onpenenuth 0COOCHHOCTH CTPOCHUS M pactpeneicHus AlU-moBTOpoB B reHOME
YEJI0BEKa.

4. YcTaHoBUTHh (DyHKIIMOHANIBHOE 3HaueHHE MOBTOpOB Alu-cemeiicTBa B reHOME
YEeJI0BEKa.

5. O003HaYuTh MPUKIAAHOE 3HA4YE€HHE MOBTOPOB Alu-cemeiicTBa B OMOJIOTHH U
MEIULIIHE.

Marepuasa u meroabl. M3y4eHbl TaHHBIE TUTEPATYPHBIX KCTOYHUKOB 1O BOIIPOCAM
CTPYKTYPBI T€HOMA YEJIOBEKA, MPEACTABUTEIBCTBA BCEX BUIOB TPAHCIO30HOB B HEM, POJIU
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PETPOTPAHCIIO30HOB, B YACTHOCTH, (DYHKIIMOHAJILHOE 3HAUYECHUE OTACIBHOW MX TPYIIIIbI —
Alu-ioBTopos [2].

Pesynbrarbl M uX o00cyxaeHue. ['€HOM 4YenoBEKa COAEPKUT OKOJIo 97%
HEKOJIUPYIOLINX MOCJIEN0BATENBHOCTEMN, KOTOPBIE BKJIFOYAIOT YHUKAQJIbHBIC
NOCJIEN0BATEIbHOCTH HHTPOHOB, TAHAEMHBIE TMOBTOPBI, IICEBIOIEHBbI, KOPOTKHE U
muHHble  qucneprupoBaHHbie  NOBTOpel (SINE u  LINE). Ocoboe wMecto cpenu
HEKOJUPYIOINUX 3JIEMEHTOB T€HOMa YeJIOBEKa 3aHMMAIOT PETPOI030HBI Alu-cemeicTna,
oTHocsmierocs Kk kiaccy SINE nmoBTopos.

Alu-rioBTOpEI TIpECTaBlIeHBI B TeHOME 4YenoBeka 1,1x1070 komusMu U 3aHUMAIOT
ooiee 10% Bceit mmHBI Hamero reaoma [3].

AHanmu3 Alu-moBTOpOB TMOKa3ai, YTO OHU BO3HUKIHM y IPUMATOB MPUMEPHO 65
MUJUTHOHOB JieT Ha3aj oT redHa 7SL PHK, koTopsiit BXOAUT B pruOOCOMHBIN KOMILIEKC.

B cocraBe GonpmmHcTBa Alu-moBTopoB mMmeercs calt pectpukuuu (AGCT) s
sHAoHYyKIea3bl Alul (oTcroma u ux Ha3BaHue). DHAOHYKJIEa3a PECTPUKIMU Oblja Ha3BaHA
Tak, MOTOMY YTO BIepBbie OblIa BhIeNieHa u3 Arthrobacter luteus.

Alu-rioBTop mpencraBisieT coOO AMMEp, COCTOSIIUN M3 JABYX MPSAMBIX TOBTOPOB
mmuHOM 130 H.IL., pa3/ieIeHHBIX O0oraTol aJicHHHOM BeTaBKoM. [IpaBwiii MOHOMED JJIMHHEE
nesoro Ha 31 m.H. boraras ajeHMHOM MOCIEAOBATEIbHOCTh MMEETCS M Ha 3'-KOHIIE
BTOpOro MoHoMepa. O6a moHomepa Alu-moBTropa roMooruuHsl Apyr apyry Ha 80 % [4].

AlU-TToBTOpBI MOTYT CIyXHTh CBOeOOpasHbiMu Mapkepamu JIHK dyenmoBeka kak
OMOJIOTHYECKOr0 BUJA, TAaK KaK JOBOJIBHO PABHOMEPHO paclpe/iesieHbl 0 BCEMY F€HOMY
yejioBeKka. B codeTaHuu ¢ uX OrpOMHBIM KOJMYECTBOM 3TO MPUBOAUT K TOMY, 4To Alu-
MOBTOPhI TapaHTUPOBAHHO BCTPEYAIOTCS Jla)K€ B OTHOCUTEIBHO KOPOTKHX (PparMeHTax
JIHK genoBeka: onud Alu-moBTOp B CpeiHEM BCTpEUaeTCsl HA MPOTSHKEHUH TPeX KUio0as.
YcTaHoBIeHa CUJIbHAST KOPPENSIUS MEXIy TUJIOTHOCTBIO pacmpesneseHus reHoB u Alu-
noBTOpOB. Alu-moBTopel B 1esioM «mpennouyntaroT» GC-0oratble y4acTKM TeHOMA.
Pa3mep xpoMOCOMBI HUKaK HE KOPPETUPYET C KOJIMUESCTBOM JIOKAJIM30BAHHBIX B Hel Alu-
moBTOPOB. [1o TakoMy MmokasaTelno, Kak OTHOIIICHHUE OOIICH JUTMHBI BCEX KO TTOBTOPA B
JTAHHOM XpOMOCOME K JIJIMHE 3TOM XPOMOCOMBI, JIuaupyeT 19-1 xpomocoma (26,3 %),
MHUHUMAJbHOE 3HAauCHME MokazaHo s Y xpomocombl (7,5 %). Ilpumepno 75% Bcex
T€HOB UMEIOT B CBOEM COCTaBe, Kak MHUHUMYM, oauH Alu-moBrop. Ecnu BBIYMCIHUTH
OTHOIIIEHUE OOuIeH IMHBI BCceX KOmui Alu-moBTOpPOB, JOKAIM30BAaHHBIX B MHTPOHAX U
AK30HAX, K UX JJIMHE, TO JJISI HHTPOHOB ATO 3HaUY€HUE COCTAaBUT 12,8 %, a 171 S3K30HOB —
1,6 %. I'enbl paznuuHbIX (YHKIIMOHATBHBIX KaTEropuil HE OJMHAKOBO oOoraiieHsl Alu-
MOBTOpaMU. ['€Hbl, KOAMPYIOIIHE OEIKH, BOBJICUEHHBIC B MPOLECCHl METaboJM3Ma,
TPaHCIIOPTa W CHUTHAJIM3ALUM, SBISIOTCA, Kak mpaBuiio, Alu-6oratbiMu. CTpyKTypHBIC
reHbl, Hao0OpOT, cojaepkaT HeOosblnoe KoauyecTBO Alu-nmoBTopoB. CkazaHHOE
cripaBeTuBo i 21-i u 22-i xpomocom [5].

AlU-TToBTOpBI cofiepkaT B CBOeM cocTaBe MHOecTBeHHbIe CpG-IuHYKICOTHIBI,
SBJISIIOIIMECS] CAlTaMU METUIIMPOBaHUs B TeHOME. Kak u3BeCTHO, CTENEHb METUIUPOBAHUS
IIMUTO3MHA B TIocnenoBaTenbHOCTAX 5'-CG, prnankupyromux 5'-001acTh Te€HA, KOPPETUPYET
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C YpOBHEM 3Kcripeccuu reHoB. [lomumo sToro B cocraBe Alu-moBTOpOB OBUIO MOKA3aHO
HaJIM4YMe CaiTOB CBA3BIBAHUS TPAHCKPUMIIMOHHBIX (PAKTOPOB.

WNucepiuu Alu-moBTOPOB B 3K30HBI U MPOMOTOPHI OETOK-KOAUPYIOIIUX T€HOB, B
00J1aCTh 9K30H-MHTPOHHBIX TPAHUIl, a TaKXKE€ HE3aKOHHAs TOMOJIOTHYHASI PEKOMOMHAIIUS
MEXAY pa3IU4YHbIMA KONMUAMH Alu-moBTOPOB MOTYT MPUBOAUTH K BO3HUKHOBEHHIO
Pa3IMYHBIX HACJIEICTBEHHBIX 3a00JIEBAHMIA.

C Alu-moBropamu cBsizaHo 1o 0,1 % Bcex HaACIEACTBEHHBIX MOHOTCHHBIX
3a0oneBaHUil dYeloBeKa. 3a0o0JieBaHMS, BBI3BAHHBIC WHCEPIMOHHONW WHAKITUBAIIUCH:
remomnu A u B, pak MO049HOM Keme3bl, HelipoduOpomaTo3 | Tumna, runeprnapatupeos
HOBOPOXKJICHHBIX, 00Jie3Hb MeEHKeca, HEMOJUIIO3HbIM KOJOPEKTAIbHBIA pak U MHOTHUE
apyrue. MHAyKIMS TEpecTpoeKk TIeHoMa 3a CYET HE3aKOHHBIX TOMOJIOTHYHBIX
peKoMOuHaIUH MEKY pa3HbIMU KOIUSIMU Alu-nioBTOpOB BBI3BIBAECT
MuoaucTpoduro/lroneHHa, MHCYJIUHHE3aBUCUMBIN caxapHbld auadet, cuHapom Jlem-
Huxana, mykononucaxapuao3 IVA tuna, tpom6oduiuu, 60ne3up Tes-Cakca U MHOTHE
apyrue [4].

NHuceprimoHHo-aeneMoOHHbIe  TOUMOPGU3MbL  Alu-TIOBTOPOB aCCOIIMUPOBAHBI C
MPEAPACIIONIOKEHHOCTBIO K Pa3lIMYHBIM ~ MYJIbTU(PAKTOPUATIBHBIM  3a00JIEBaHUSM.
Hekoropsie mpeacraButenu AluY mnojceMelicTBa SIBASIOTCA MOJIUMOP(OHBIMA U MOTYT
MIPUCYTCTBOBAaTh B TEHOME OJTHOIO KOHKPETHOI'O YEJIOBEKA U OTCYTCTBOBATh y Jpyroro. I1o
HaJIMYUIO WIM OTCYTCTBUIO Alu-moBTOpa B KOHKPETHOM JIOKYCE€ MOKHO BBIJICTUTD
nenenuonubii (D) u wHcepuumonusii (I) amnenu, a reHoTunsl JIOAEH OmMUCaTh Kak
nenenuonHasromosurora (DD), uncepumonnast romo3urota (II) u rereposurora (ID). D
aienb (0COOEHHO B TOMO3UIOTHOM COCTOSIHMM) aCCOLUMUPOBAaH C  pPa3BUTHUEM
aTepockiiepo3a, AuadbeTHueckol Hedpomatuu, runepTpoduu JIEBOro >Xeilyaouka, a |
aJuIesb - ¢ MPEAPACIIONOKEHHOCTHIO K 00JIe3HU AJbIreiMepa.

BriBoabI:

1 Alu-ioBTOpBI — (BYHKIIMOHATBHO 3HAYUMBIC JIEMEHTHI T€HOMA YeJI0BEKa.

2 AlU-oBTOpBI pPaBHOMEPHO paclpelesieHbl [0 TeHOMYy uenoBeka. OHH
BCTPEYAIOTCS JJaKe B OTHOCUTEIIHHO KOpoTKuX pparmentax JIHK uenoseka.

3 AlU-TIOBTOPBI CITOCOOHBI PETYIUPOBATH IKCIPECCUIO OETOK-KOAUPYIOIIHX TCHOB.

4 Alu-nioBTOpBI OTBEYAIOT 3a MPEAPACIIONOKEHHOCTh K Pa3IMYHbIM MOHOTCHHBIM H
MYJIbTH(PAKTOPUATBHBIM 3a001€BaHUSIM.

5 MWsydenue Alu-comepskaiieil 4acTu reHOMa UMeEET OOJIBIIONW TEOPETUYECKUN U
MPUKJIAAHONW UHTEPEC 115 Cy1eOHOM M MPAaKTUYECKOW MEIULIUHBI.
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