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Alu-nIoBTOPBI 3aHUMAIOT 3HAYUTEIBHYIO YaCTh TeHOMA YeJIOBEKAa M OKa3bIBAIOT OOJIBIIIOE BIMSIHUE Ha TTPO-
LIECCHI, CBA3aHHbIE C TTOIAEPXKaHUEM IETOCTHOCTH TeHoMa. OTHUM U3 OCHOBHBIX CITOCOOOB U3y4eHUs Ba-
purabesbHOCTU B TeHOME, BKIIOYask Alu-IOBTOPHI, SIBJISIETCS TEHOMHOE CEKBEHUPOBAHUE U TOCHIEIyIoIee
BbIpaBHMBaHME TTOJYYEHHBIX TPOYTEHU Ha TTOCEI0BAaTEIbHOCTh pedepeHCcHOTo TeHoMa. KimoueBoit xa-
PaKTEPUCTUKOI BbIpAaBHUBAHUS SIBJISIETCS TJIyOMHA MOKPBITUSI YyYAaCTKOB pethepeHCHOro TeHoMa pa3me-
IIEHHBIMU Ha HUX MPOYTEeHUSIMU. B maHHOI1 paGoTe MbI TTpeayiaraeM HOBBI METOI aHaM3a MOKPHITHS B
permoHax Alu-moBTOPOB M MPUMBIKAIOIINX K HUM T€HOMHBIX PETUOHOB ITPOYTEHUSIMU U3 HabOpa TaHHBIX
TTOJTHOTEHOMHOTO CEKBEHUPOBAHMSI U MICCIIEAYeM pacrpeeeHre CPeTHUX BEJIMINH MOKPBITHS B IBYX YKa-

3aHHBIX Pa3HOBUIHOCTAX TCHOMHBIX PECIr'MOHOB.

Karoueesoie crosa: CeK6eHUpoeaHue ceHoma, eblpaéHueaHue I’lpO‘lmeHuL?, CEHOMHbLE nO6MOPbL.

DOI: 10.31857/50006302923030109, EDN: FRPXRZ

Alu-nmoBTOpPHI TIPEACTABIISIIOT COOOI KOpPOT-
KM€ PETPOTPAHCIIO30HBI, T. €. TEHOMHBIC 3Jie-
MEHTBI CIOCOOHBIE K 00pa30oBaHUIO HOBBIX KO-
MU TIOCPEICTBOM MEXaHU3Ma «Copy—paste».
Cpennss gnuHa Alu-moBTOpa COCTaBsIeT OKOJIO
300 map HyKJ1€eoTHAOB (1. H.), IIO3TOMY MX TaKKe
otHocAT K TuIty SINE (short interspersed nuclear
elements, KOpoTKHMe paccessHHbIE SIASPHBIE DJIe-
MEHTHI). Alu-TIOBTOPHI IIMPOKO pacIpoOCTpaHe-
HBI B TEHOMAaxX IpUMAaToB, B YACTHOCTU B TEHOME
YyeJIOBEeKa OHU COCTaBIISIIOT OKOJIO 11% ot obmieit
ero MJIMHHBI [1, 2] B KOJIMYECTBE OKOJIO OJHOIO
MWUIMOHA KOTIM, MPEeMMYILIECTBEHHO PacioJio-
KEHHBIX B MUHTPOHAX U MEXTCHHBIX IIPOMEXKYT-
Kax [3, 4]. HoBble BcTaBK1 Alu-ITOBTOPOB B Te-
HOME MPUBOISAT K pa3HOOOPa3HbIM HeraTUBHBIM
MOCJIEACTBUSIM JJIsl OpraHu3Ma X035MHa, TaKuM
KaK MyTalluM T€HOB, HapyllIeHUE CTPYKTYPHI pe-
TYJSITOPHBIX CAalWTOB W CAWMTOB CIUIACUHIA, a
TaKXKe BO3HMKHOBEHME HOBBLIX CaMTOB Heasl-
JIEIbHOI peKOMOMHALIMY, IPUBOASIIEH K 00pa-
30BaHUIO BapuaHToB KomnuitHoctu (CNYV, copy
number variants) [5—10]. JaHHBbIE IIPOLIECCHI
BHOCSIT CYILIIECTBEHHBIM BKJIad B HApyIlIeHUE CTa-
OMJIBHOCTHU TeHOMa, 0COOECHHO B CJIy4ae OHKOJIO-
rM4ecKux 3abojieBaHUil, KOrma MeXaHU3Mbl I10-

JIaBJIEHUSI aKTUBHOCTU MOOWJIbHBIX 3JIEMEHTOB
HapylIEeHHI.

KyzHeHHBII TUKIT Alu-ITOBTOPOB BKJTIOYAET B CE-
0s1 oopaTHy10 TpaHckpumuuio PHK, cautanHoii ¢ re-
HOMHBIX Komnuii. [TocKoabKy caMI 3J1eMEeHTBI HE CO-
JiepKaT KOJUPYIOIIUX YYaCTKOB, JISI 3TOTO UCTIOJb-
3yeTcsl oOpaTHasi TpaHCKpMIITaza, Koaupyemast
JPYTUMU TUIIAMU PETPORJIEMEHTOB, Taknx Kak LINE
(long interspersed nuclear repeats, JJTMHHBIE pacce-
SIHHBIE siIepHbIe TMOBTOPHI). M3yyeHue AMHaAMUKU
pacnpocTpaHeHMsI MOOMIBHBIX 2JIEMEHTOB B TEHOME
MPUHIMUINWAIBHO BaXXHO IIPU UCCIEOOBAaHUU TaKUX
¢eHOMEeHOB, KaK KJIOHAJIbHAsI BBOJIOLUS OITyXOJie-
BBIX KJIETOK, B XOI€ KOTOPOM OHHM IIPHOOPETAIOT
YCTOMYMBOCTH K JIEKAPCTBEHHBIM cpencTtBaM. PaHee
HaMmu ObLla pa3paboTaHa MaTeMaTHyecKasi MOJEb,
OoMnucChIBaloOlIasl TUHAMUKY TIOSIBJIEHUSI HOBBIX Te-
aHoMHBIX Kottt LINE- u SINE-s51emMeHTOB B ycino-
BUSIX KOHKYPEHIIUU 3a KJIETOUHBIE PECypChl, TaKue
Kak AT® u pubocomsl [11]. Tem He MeHee, HanGoIee
MOJHYI0 MH(MOPMALIMI0 O IWHAMHMKE YKCIAa KOMUA
TPaHCIIO30HOB B TEHOME MOXHO B OCHOBHOM ITOJIy-
YUTh U3 JTaHHBIX ITOJTHOTEHOMHOT'O CEKBEHUPOBAHUSI.
CyliecTByeT 3HAUUTEIBHOE YKCIO aJIrOPUTMOB U
Ccnoco0OB MTOMCKA BCTABOK MOOUJIBHBIX 2JIEMEHTOB B
reHoMm, Takux Kak RepeatMasker [12], SINE scan
[13], Transposome [14] 1 apyrue. DT METOIBI B OC-
HOBHOM HCIIOJIb3YIOT CTaTUCTUYECKUE TOAXObI,
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Puc. 1. l'ucrorpamma pacrpeneneHust [uiiH Alu-IioBTOpOB
U OLIEHKa pacrpeiesieHus JUIMH B BUIE CMECH JIBYX
HOpPMAaJIbHBIX pacnpeaesieHuit. [II0THOCTM HOpMalbHBIX
pacripeieieH1i1 KpaCHOTO M CUHETO 1IBETa COOTBETCTBYIOT
YACTUYHBIM Y MOJHBIM Alu-rOBTOpaM.

aHaJIM3 CIEKTpPa HYKJIEOTUIHBIX K-MEpOB, aHaJIu3
paclleruieHHbIX (parMEHTOB BHIPOBHEHHBIX Ha Te-
HOM TipouteHuii (split reads) u gpyrue.

OIHOIT U3 KITIOUEBBIX XapaKTePUCTUK JIJIST BEIYKC-
JINTEJIBHOTO aHan3a Alu-IoBTOPOB SBJISIETCS TITyOU -
Ha MOKPHITUST peepeHCHOro reHoMa BBIPOBHEHHBI-
MU npouTeHUsiMU. OCOOEHHOCTU pealu3aluu
aJITOPUTMOB BBIPABHUBAHUS MPOYTEHUI B COOTBET-
CTByIOIIMX TIporpaMmax (Harmpumep, BWA [15]) mo-
TYT TIPUBOJUTDH K CUCTEMHBIM OIIIMOKAM B Mojydyae-
MbIX BBIDABHUBAHUSX B CUJIY HaJU4Us OOJBIIOTO
YHMcJIa CXOIHBIX MeXIy coboif Alu-mociemoBaTellb-
HoOCTel B TeHoMe. B maHHo#1 paboTe Mbl paccMaTpu-
BaeM TIIyOMHY MOKPBITHSI Alu-MIOBTOPOB U IPUMBIKA-
IOIIMX K HUM PETMOHOB BEIPOBHEHHBIMU MPOYTECHU-
SIMU JJIST LeJIBIX TTOBTOPOB M UX (pparMeHTOB Ha
nmpuMepe omHOro odpasia u3 mpoekra «1000 reHo-
MoB» [16]. IIpencraBieHHBIN B paboTe METOO, MOXKET
OBITh pACIPOCTPaHEH KaK Ha JIpyTue JaHHbIE CeKBe-
HUPOBAaHUSI, TAK U Ha T€HOMHBIE PETMOHBI MHOTO
poxa.

MATEPHAJIBI U METO/IbI

WUctounuxku gannbix. IlpencraBiaeHHBIN B padboTe
aHaJIM3 MCIIOJb3yeT CJeIylollnue HaOOphl MTaHHBIX:
BBIDOBHEHHBIE TapHble mMpouTeHus (paired-end
reads) mist ogHOro oopasua u3 mmpoekra «1000 reHo-
MoB» (umaeHTU(guKaTop odopasna HG00448), mony-
yeHHas1 nporpammoit RepeatMasker aHHOTalUs Mo-
BTOPOB B COOpPKE ITOCJIeI0BATEIbHOCTY TeHOMA YeJIO-
Beka hgl9 (3arpyxkeHa ¢ BeO-caiiTa IIpOrpaMMBbI
https://www.repeatmasker.org) 1 pa3mepbl mocjaeao-
BaTEJIbHOCTEI MCIOJIb3yEMOM COOPKM TeHOMa YeJIO-
Beka. /i1 yckopeHMsT BEIUMCISHWI OB PacCMOT-
peHBI BBIpaBHUBAHUS TOJILKO HA COOpPAaHHOI TToCIe-
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noBaTenbHOCTH 20-i1 XpOMOCOMBI TeHOMA YeJIOBEKa.
BuipoBHEHHEBIE TPOYTEHUS ObLUIM MPEACTABIACHBI O/~
HUM daitmom B popmare BAM [17, 18], anHOTHpO-
BaHHBIEC TOBTOPHI — B BHIXOHOM (hopMaTe Iporpam-
Mbl RepeatMasker.

BoineneHne reHOMHBIX MOBTOPOB. PeruvoHbr Alu-
MIOBTOPOB B ITOCIeA0BaTeIbHOCTU 20-11 XpOMOCOMBI
TreHoMa 4YeJIoBeKa OBIJIM BBIIENCHBI U3 (aiiaa aHHO-
tauuu RepeatMasker ¢ mnomolblo OUOIUMOTEKU
pygenomics-ext 13 cocTaBa ITakeTa pygenomics [19].
AHanm3 pacripeneneHus UIMH Alu-TToBTOpPOB ISt
pa3neneHusl MOJHBIX U YaCTUYHBIX MOBTOPOB ObLI
npoBeneH B cpene R [20] ¢ momombio nakera mclust
[21].

O0padoTKa BBLIDOBHEHHBIX NMpouTeHmil. Pacripene-
JIEHUe IJIMH BBIPOBHEHHBIX TPOUYTEHMII OBLIO MpPO-
aHaJIM3UPOBaHO ¢ moMolbio Python-ckpurita u3 Ha-
Oopa pygenomics-examples, BXOSINEro B IIaKET
pygenomics. IMHBI MPOYTEHUI OKa3aJuCh JexXa-
HIMMU B guanazoHe otT 43 10 81 1. H. BKIIOYUTEIBHO.
CpenHuii pa3Mmep BCTaBKH (TO €CTh PACCTOSTHUE MEX-
Iy BBIPOBHEHHBIMU ITAPHBIMU TMPOYTECHUSIMU) ObLI
oneHeH mnporpammoii CollectInsertSizeMetrics u3
naketa Picard [22] m coctaBun 480 1. H. Ilo Ham-
OoJiblIelt MIMHE TPOYTEHUSI U CpeaHeil BeIUduHe
pa3Mepa BCTaBKM Obljla BbIYMC/IeHA JJIMHA TPUMBbIKA-
IOIIETO K TIOBTOPY PErvoHa JJisl MoceayIollero aHa-
nm3a nokpeiTust: 81 + 480 + 81 = 642 1. H. Koopau-
HaTbl MPUMBIKAKOIINX K Alu-TIoBTOpaM perMoHOB
ObLIM OTpefe/ieHbl U3 KOOPAMHAT MOBTOPOB C MUC-
MoJib30BaHUeM Tporpammbl flank u3 makera BED-
Tools [23]. YcpenHeHHBIE BEJIMYMHEI IIOKPHITUS B
Alu-noBTOpax v MPUMBIKAIOIIMX PETMOHAX ObLIU MO-
Jay4yeHbl 13 BAM-@daiijia BBIpOBHEHHBIX MPOUYTEHUM
IpUMEHEHUEM IIporpaMMbl bedcov u3 mmakera SAM-
tools [17, 24].

AHaJN3 BEJIMYUH MOKPHITUS. Alu-TIOBTOPHI OBLITHA
pas3aeieHbl Ha MOJHBIC U YaCTUYHbBIE COTVIACHO MOJIE-
JIK CMECH IBYX HOPMaJIbHBIX paclpeae/IeHI NX IV -
HEI (cM. puc. 1). OneHKr MaTeMaTU4eCKOro OXUIa-
HUs pacripeneaeHuii coctaBmin 168 u 300 1. H. cooT-
BETCTBEHHO [JIsI YaCTUYHBIX M TOJHBIX Alu-
MMOBTOPOB; OLIEHKU CTAHIAPTHOTO OTKJIOHEHUSI — CO-
otrBeTcTBeHHO 70 1 12 11. H.. MBI TakXXe UCKITIOUMWIN
W3 JAJIbHEHIIIETO aHa/IM3a PeTUOHEI CO CPETHUM 3Ha-
YEeHUEM TIOKPBLITUS OO0Jibllle 9 MPOYTEHU Ha . H.
KonmyectBa paccMaTpuBaeMbIX U UCKIIOUEHHBIX pe-
TMOHOB MPUBEACHBI B Ta0J. 1, YMCIIO UCKITIOYEHHBIX
M3-3a BEICOKOTO MOKPBLITUS pernoHoB — 0.15% ot nx
00I1Iero yuncia.

PacnipeneneHusT BEIMYUMH NOKPBITUSI PACCMOT-
PEHHBIX PETMOHOB TTOKa3aHbI C TIOMOIbIO rpauKOB
BUJIA «SIIIUK ¢ ycamu» (boxplots) Ha puc. 2 u 3. Ham
HE yJajloch OOHAPYKUTh CTATUCTUYECKN 3HAYUMYIO
pa3HUILy B CpeAHEM ITOKPBITUM MEXIY MOJTHBIMU U
YaCTUYHBIMU MOBTOPAMU C IIPUMBIKAIOIIUMU K HUM
permoHamMu (CM. puC. 2): IIPUMEHEHHUE KPUTEPUS
Vamua nnsg nyx Beioopok (Welch two sample 7-test)



498

TAMAS3AH wn np.

Ta6uuna 1. PazoueHue paccMaTpuBaeMbIX PETMOHOB I10 UX TUITY, MOJHOTE COOTBETCTBYIOIIMX Alu-TIOBTOPOB U YPOBHIO

TIOKPLBITHUA PETUOHOB BBIDOBHCHHBIMU ITPOYTCHUAMMN

Tum mosTOpa Tun pervona

KonunyectBo PErMOHOB

¢ moKphITHEM < 9 C IOKPHITHEM > 9
TOJTHBII TMOBTOP 20667 18
TOJTHBII TMPUMBIKAIOIINIA 20659 26
YaCTUYHBIA TIOBTOP 8402 22
YaCTUYHBIA MPUMbBIKAIOLINIA 8404 20

JIaJio 3HAaYe€HME BEPOSITHOCTHOTO YpOBH: (p-value),
paBHoe 0.271. Pa3zHuI1la B cpeiHEM MOKPBITUM MEXITY
MOBTOPAaMM Y MPUMBIKAIOIIMMHA K HUM PerMoHaMU
oKazajach CTAaTUCTUYECKM 3HAYMMOI JIsI 000MX BU-
JIOB TTOBTOPOB (CM. puc. 3): IpUMEHEHUE KPUTEpUs
Vomua gano 95%-e moBepuUTeNIbHbBIE MHTEPBAIbI IS
pa3HULEI B TOKpLITHH OT 0.521 mo 0.555 nmpoureHmit
Ha M. H. JJIs1 noJiHbIX Alu-tioBTopoB u ot 0.344 no
0.409 mpouTeHMII HA II. H. IUIST YaCTUYHBIX Alu-110-
BTOPOB.

K pacnpenemeHusIM OKPBHITHASI IOBTOPOB U IIPU-
MBIKAIOIIMX PETMOHOB ObLI TaKXKe TIPUMEHEH pea-
30BaHHBIM B R-makeTe mclust MeTton olleHUBaHUS
CMeCH HOpMaJIbHBIX pachpeneiieHuii. B oboux ciy-
yasgx HauboJiee TOAXOASIIMMHU ITI0 0alieCOBCKOMY
nHpopMalMoHHOMY KpuTtepuio (Bayesian informa-
tion criterion, BIC) oka3zanuce Momelm cMecu OBYX
HOPMAaJIBHBIX pacIipeneeHUid: I MOBTOPOB — C
OIVHAKOBBIMU JUCTIEPCUSIMU, IS TTPUMBIKAIOIINX
PETrMOHOB — ¢ pa3HbIMU. OLIEHKY ITapaMETPOB MOJIE-
Jieit ipuBoasATes B Tadi. 2. Cpean ITOBTOPOB OTMeYa-
eTcs oIpeAeeHHas 10JIsI PETUOHOB C MOBBILIEHHBIM
CpeIHMM 3HAa4YeHUEM IOKPBITUS (KOMIIOHEHTa 2),
MpUYEM PETrMOHBI C 0oJiee BBICOKMM HOKPBITHEM
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OoJThINIE TIPENCTABICHBl CPEea HETOJIHBIX TTOBTOPOB
(cm. Tab6n. 3). Cpenu NpUMbBIKAIOIINUX K TIOBTOPaM pe-
TMOHOB MOTOOHOM 3HAYMMOM pa3HMIIBI B pacrpee-
JIEHUM OOHApyKeHO He ObLIO (CM. Tab. 4).

PE3VJIBTATBI 1 OBCYXIEHHWE

[IpencraBieHHBIE pe3yabTaThl MOKA3BIBAIOT, YTO
pacripenesieHus] TIIyOMHBI TTOKPHITUS Alu-1IoBTOpOB
Y TIPUMBIKAIONINX K HUM PETMOHOB HE ITOKAa3bIBalOT
CUCTEMHBIX OIIMOOK, KOTOPBIX MOXKHO OBLIO OBbI
OXHUIATh M3-3a 0COOEHHOCTEH aJrOpUTMOB BbIpaB-
HUBaHUS IIpouTeHuii. PacripeneneHus riayOoMHBI I10-
KPBITUS KaK IUISI IIOBTOPOB, TaK U JJIST IIPUMBIKAIO-
IIIX PETMOHOB MOXKHO OIMUCHIBAThH C ITOMOIIIBIO TIPO-
CTBIX CTAaTUCTUYECKUX MoHAejleil BUIa CMECH
HOpPMAaJIbHBIX pacnpeneieHnii. CTaTUCTUISCKA 3Ha-
YUMYIO Pa3HUILY B IIPEACTABIEHHOCTH TTOJHBIX U Ya-
CTUYHBIX AlU-TIOBTOPOB B KOMIIOHEHTaX CMECU HOP-
MaJIbHBIX pacHpelesieHNiI 1 OTCYTCTBHE TaKOM pa3-
HULBI IJIST TIPUMBIKAIOIINX K TTOBTOpPAM PETMOHOB
MOXHO OOBSICHUTH TEM, UTO YaCTUYHBbIE Alu-TIOBTO-
PBI MOTYT ITOKA3bIBATh OOJIbIIIEE pa3HOOOpa3Ue B CBO-
elf KonmmitHOCTH B TeHoMe. [IpencraBiieHHBII B pabo-
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Puc. 2. PacrnipenesneHue cpeHUX BeJIMYMH MTOKPBITUSI PETMOHOB AlUu-TTOBTOPOB BMECTE C MPUMBIKAIOIIMMU K HUM PETMOHAMU B
3aBUCHMOCTH OT TUTIa Alu-IIOBTOPOB: MOJIHBIX WJIM YaCTUUYHBIX. PacripenesieHist moKa3aHbl B BUIE «SIIIIMKOB C yCaMM». Y TOJIILIEH-
Hasl IMHUSI TTOKa3bIBaeT MeTUaHHOE 3HAYCHUE, TPAHUIIBI «sIIUKa» — KBapTHIU 25% u 75%, «ycbl» — 95%-it MOBepUTEITbHBIN MH-
TepBaJ B IPEAIOJIOXKEHUU O HOPMAJIBHOM pacnpeie/IeHUU 3HaUeHU I MOKPBITHSI, TOYKU — BBIOPOCHI COTJIACHO TOMY XK€ CaMOMY

IIPECAITOJIOXKEHUIO.
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Puc. 3. PacrnipesiesieHre cpeqHUX BEJMYUH MMOKPBITHS PpeTMOHOB AlUu-TIOBTOPOB M MIPUMBIKAIOIIMX K HUM PETMOHOB (OKPECTHO-
CTeif) B BUIIE «SIIUKOB C yCAMU».

Taomma 2. IlapaMeTpbl TIpeACTaBICHUs pacHpelnesIeHWil CpedHeil BeJWYWHBI IOKPHITHSI 1Jis Alu-TTOBTOPOB U
MIPUMBIKAIOIINX K HUM PETMOHOB B BUJIE CMECH IIBYX HOPMAaJIbHBIX pacpeaeIeHUit

IToBTOpBI ITpuMBIKaIOIIE PETMOHBI
ITapametp
KommnonenTa 1 KommnoHneHTa 2 Kommnonenta 1 KommnoneHTa 2
CpenHee 3.40 5.87 3.96 4.30
CraHgapTHOE OTKJIOHEHUE 0.99 0.99 0.74 1.52
Jlos1s peTMOHOB 97% 3% 96.5% 3.5%

IMpumeyaHue. BenuuuHbl CTAaHIAPTHOTO OTKJIOHEHUSI M CPEIHEero JaHbl B KOJWYECTBE MPOYTEHWI Ha 1. H. B permoHax
paccMmarpuBaeMoro poaa. Monesb i TOBTOPOB 3aaeT PaBHYIO TUCIEPCUIO (U, CIeAOBATEIbHO, CTAaHAAPTHBIC OTKJIOHEHUS) IUIST
0001X KOMITOHEHT pacIipefie/IeHUs, B OTJIMYUE OT MOJEH JIUTSI TPUMBIKAIOIINX PETMOHOB.

Ta6auna 3. Tabnuiia CONPSKEHHOCTH 11 peTMOHOB Alu-IOBTOPOB B COOTBETCTBUU C MX IMOJIHOTOM U MPUHAIJIEXKHOCTH
K OTHOM MX IByX KOMHOHEHT B paHee MOCTPOSHHOI MOIEIN CMECU IBYX HOPMaJIbHBIX pacrpenesieHui

Bun nosTopa

KommuectBo B KoMITOHEHTE 1

KommaecTBo B KOMITOHEHTE 2

IMonHbrit

20518

149

YacTUUHbII

8085

317

Tab6uuna 4. Tabaua cOnpsKEHHOCTU IS TPUMBIKAIOIIMX K Alu-nmoBTOpaM perMOHOB B COOTBETCTBUU C ITOJHOTOM
COOTBETCTBYIOIIUX peTMOHAM IMOBTOPOB U WX MPUHAIJIEKHOCTA K OAHOM M3 MBYX KOMITOHEHT B paHee MOCTPOSHHOM
MOJIEJIM CMECU ABYX HOPMAJIbHBIX pacipeneaeHuii

By coOTBETCTBYIOIIETO
pervoHy moBTOpa

KonnmyecTtBO B KOMIOHEHTE 1

KommyecTBO B KOMIIOHEHTE 2

IMonHbrit

20565

94

YacTUyHBIN

8356

48

HpI/IMe'-IaHI/IC. an/IMCHeHHC TOYHOI'0 KpUTEpUA (I)I/I[Hepa HE NPUBOIUT K OTBEPXKCHUIO HyJTeBOﬁ THUITIOTE3bl O PAaBHOMCPHOCTU
pacnpeacieHusad peruoHoB OT ITIOBTOPOB 000X BUIOB B KOMITOHEHTaX CMeCH paCHpeZ[CHCHI/Iﬁ.
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Te aJITOPUTM OLIEHKHM 3HAYSCHU I TTOKPHITUSI CEKBEHM -
poBaHMSI I TE€HOMHBIX IIOBTOPOB  MOXHO
pacIIMpUTh KaK Ha OOJIbIIIEE YMCIO CEKBEHUPOBAH-
HBIX 00pa3110B, TaK U Ha TeHOMHBIE PETUOHBI APYTOT'0
pona.

Pa6ota BeITTOTHEHA TPpY (PMHAHCOBOM ITOIEPIKKE
Poccuiickoro HayuyHoro ¢onHaa (rpaHt Ne 20-14-
00072).

KOH®JIMKT MHTEPECOB

ABTOpHI 3asIBISIIOT 00 OTCYTCTBMM KOH(DJIMKTA
WHTEPECOB.

COBJIIIOAEHUE OTUYECKHNX CTAHIAPTOB

JlarnHast paboTa He COOepKUT OIMMCAHUS UCCIIEHO-
BaHUI C UCII0JIb30BaHUEM JI0Aei U XKUBOTHBIX B Ka-
YeCTBE OOBEKTOB.
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Analysis of Coverage of Alu Repeats by Aligned Genomic Reads
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Alu repeats occupy a notable part of the human genome and greatly affect processes related to genome integ-
rity maintenance. One of the basic methods for studying variation in a genome, including Alu repeats is ge-
nome sequencing followed by mapping the sequenced reads to a reference genome sequence. The key feature
of the read alignment is the depth of reference genome region coverage by mapped reads. In this paper, a new
method is proposed for analyzing the coverage of Alu repeats and their flanking regions by whole-genome
sequencing reads and the distribution of mean coverage in two aforementioned region types is explored.

Keywords: genome sequencing, read alignment, genomic repeats
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