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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
BbIpaBHMBaHUE TTOJYYEHHBIX TPOYTEHUI Ha TTOCeI0BaTEIbHOCTh pedepeHCcHOTo TeHoMa. KimoueBoii xa-
PaKTEePUCTUKOI BBIpABHUBAHUS SIBJISIETCS TJTyOMHA MOKPBITUSI YYAaCTKOB pethepeHCHOro TeHoMa pa3me-
IIEeHHBIMU Ha HUX MPOYTEHUSIMU. B maHHOI1 paGoTe MBI TTpeasiaraeM HOBBIM METOI aHaI13a MOKPHITHS B
permoHax Alu-moBTOPOB ¥ MPUMBIKAIOIIMX K HUM T€HOMHBIX PETUOHOB ITPOYTEHUSIMU U3 HabOpa TaHHBIX
TTOJTHOTEHOMHOTO CEKBEHUPOBAHMSI U UICCIIEAYeM pacrpeeeHre CPeTHUX BEIMIMH MOKPBITHS B IBYX YKa-

3aHHBIX Pa3HOBUIHOCTAX TCHOMHBIX PECIMOHOB.

Karoueesoie crosa: CeK6eHUpoeaHue ceHoma, eblpaéHueaHue npottmeHuL?, CEHOMHbLE nOBMOPbL.

DOI: 10.31857/50006302923030109, EDN: FRPXRZ

Alu-nmoBTOpPHI TIPEACTABIISIIOT COOOI KOpPOT-
KM€ PETPOTPAHCIIO30HBI, T. €. T€HOMHBIE 3Jie-
MEHTBI CIOCOOHBIE K 00pa30BaHUIO HOBBIX KO-
OUi MOCPEeICTBOM MEXaHM3Ma «COopy—paste».
Cpennss garuHa Alu-moBTopa COCTaBsIeT OKOJIO
300 map HyKJ1€oTHAOB (1. H.), IIO3TOMY MX TaKKe
otHocAT K Tuity SINE (short interspersed nuclear
elements, KOpOTKHE pacCesIHHBIE SIIEPHBIE 2JIe-
MEHTHI). Alu-TIOBTOPHI IIUPOKO pacIpoCTpaHe-
HBI B TEHOMAaX IPUMAaToB, B YACTHOCTU B TEHOME
YyeJIOBEKa OHU COCTaBIISIIOT OKOJIO 11% ot obieit
ero MJIMHHBI [1, 2] B KOJIMYECTBE OKOJIO OJHOIO
MWLIMOHA KOTIM, MPEeMMYILIECTBEHHO pacnoJjio-
KEHHBIX B MUHTPOHAX U MEXTECHHBIX IIPOMEXKYT-
Kax [3, 4]. HoBble BcTaBK1 Alu-ITOBTOPOB B Te-
HOME MPUBOIAT K pa3HOOOPa3HbIM HEraTUBHBIM
MOCJIEACTBUSIM JJIsl OpraHu3Ma X035MHa, TaKuM
KaK MyTalluM T€HOB, HapyllIeHUE CTPYKTYPHI pe-
TYJISITOPHBIX CalTOB W CAWTOB CIUIAMCUHTIA, a
TaKXKe BO3HMKHOBEHME HOBBIX CalTOB Heall-
JIEIbHOI peKOMOMHAIINY, IPUBOASIIEH K 00pa-
30BaHMI0 BapuaHToB KomnuitHoctu (CNYV, copy
number variants) [5—10]. JaHHBbIE IIPOLIECCHI
BHOCSIT CYIIIECTBEHHBIN BKJIaJ B HApylLlIEHUE CTa-
OMJIBHOCTHU TeHOMa, 0COOCHHO B CJIy4ae OHKOJIO-
rMYecKuX 3a00jieBaHUil, KOrna MEeXaHU3MbI I10-

JIaBJIEHUSI aKTUBHOCTU MOOWJILHBIX 3JIEMEHTOB
HapyllIeHHI.

KyzHeHHBII TUKIT Alu-ITOBTOPOB BKJTIOYAET B CE-
0s1 oopaTHyt0 TpaHcKkpumuuio PHK, cautanHoii ¢ re-
HOMHBIX Komnuii. [TocKoabKy caMu 3J1eMEHTBI HE CO-
JiepKaT KOAUPYIOIINX YYaCTKOB, JISI 3TOTO UCTIOJb-
3yeTcsl oOpaTHasi TpaHCKpMIITaza, Koaupyemas
JPYTUMHU TUIIAMU PETPORJIEMEHTOB, Taknx Kak LINE
(long interspersed nuclear repeats, JJIMHHBIE pacce-
SIHHBIE siIepHble TMOBTOPHI). M3yyeHue AMHAMUKU
pacnpocTpaHeHMsI MOOMIBHBIX 2JIEMEHTOB B TEHOME
MPUHIMINWAIBHO BaXXHO IIPU UCCIAEOOBAaHUU TaKUX
¢eHOMEHOB, KaK KJIOHAJIbHAsI BBOJIOLUS OITyXOJie-
BBIX KJIETOK, B XOI€ KOTOPOM OHHM IIPHOOPETAIOT
YCTOMYMBOCTH K JIEKAPCTBEHHBIM cpencTtBaM. PaHee
HaMmu ObLla pa3paboTaHa MaTeMaTM4ecKasi MOJEb,
ONMKCHIBAIONIAsl OMHAMUKY ITOSIBICHMS HOBBIX Te-
HoMHBIX Kottt LINE- u SINE-s51emMeHTOB B ycino-
BUSIX KOHKYPEHIIMU 34 KJIETOUHBIE PECypChl, TaKue
Kak AT® u pubocomsl [11]. Tem He MeHee, HanGoIee
MOJHYI0 MH(MOPMALIMI0 O TWHAMMKE YKCIa KOMUIA
TPaHCIIO30HOB B TEHOME MOXHO B OCHOBHOM ITOJIy-
YUTh U3 JaHHBIX ITOJTHOTEHOMHOI'O CEKBEHUPOBaHUSI.
CyliecTByeT 3HAYUTEIBbHOE YKCIO aJIrOPUTMOB U
cnoco0OB MOMCKA BCTABOK MOOUJIBHBIX 2JIEMEHTOB B
reHoMm, Takux Kak RepeatMasker [12], SINE scan
[13], Transposome [14] 1 apyrue. DT METOIBI B OC-
HOBHOM HCIIOJIB3YIOT CTaTUCTUYECKUE TOAXOMbI,
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Puc. 1. I'ucrorpamma pacrpeneneHust [uimH Alu-TioBTOpOB
M OLIEHKa pacrpeiesieHus JUIMH B BUIOE CMECH JIBYX
HOpPMAaJIbHBIX pacnpenesieHuit. [II0THOCTM HOpMalbHBIX
pacrpeesieH’i KpaCHOTO U CUHETO 1IBeTa COOTBETCTBYIOT
YACTUYHBIM Y MOJHBIM Alu-roBTOpaM.

aHaJIM3 CIEKTpPa HYKJIEOTUIHBIX K-MEpOB, aHaJIu3
paciIeruieHHbIX (parMEHTOB BHLIPOBHEHHBIX HA Te-
HOM TipouteHuii (split reads) u gpyrue.

OIHOIT U3 KITIOUEBBIX XapaKTePUCTUK JIJIST BEIYKIC-
JINTEJIBHOTO aHan3a Alu-IoBTOPOB SIBJISIETCS TITyOU -
Ha MOKPHITUST peepeHCHOro reHOMa BBIPOBHEHHbI-
Mu nOpoureHusMu. OCOOEHHOCTH peajn3aluu
aJITOPUTMOB BBEIPABHUBAHUS MPOYTEHUI B COOTBET-
CTByIOIIMX TIporpammax (Hampumep, BWA [15]) mo-
TYT TIPUBOJUTDH K CUCTEMHBIM OIIIMOKAM B Mojydae-
MbIX BBIDABHUBAHUSX B CUIY HaJU4Us OOJBIIOTO
YHMcJia CXOOHBIX MeXay coboif Alu-mociemoBaTelib-
HoCTel B TeHoMe. B maHHoO#1 paboTe Mbl paccMaTpu-
BaeM TIIyOMHY MOKPHBITHSI Alu-MIOBTOPOB U IIPUMBIKA-
IOIIUX K HUM PETMOHOB BEIPOBHEHHBIMU MPOYTECHU -
SIMU IJIST LEJIBIX TOBTOPOB M UX (pparMeHTOB Ha
mpuMepe omHOro obpasia u3 mpoekra «1000 reHo-
MoB» [16]. IIpencraBieHHBIN B paboTe METOO, MOXKET
OBITH paCIPOCTPaHEH KaK Ha IpyTrue JaHHbIE CeKBe-
HUPOBAaHUSI, TAK U HAa T€eHOMHBIE PETMOHBLI MHOTO
pona.

MATEPHAJIBI U METO/JIbI

WUcrTounuxku ganHbix. IlpencraBiaeHHbIN B paboTe
aHaJIM3 MCIIOJb3yeT CJenylollne HaOOphl MTaHHBIX:
BBIDOBHEHHBIE TapHble MpouTeHus (paired-end
reads) mis1 ogHOro oopa3sua u3 mmpoekra «1000 reHo-
MoB» (uaeHTUdukarop odopasua HG00448), momy-
yeHHas1 nporpamMmmoil RepeatMasker aHHOTaLMs Mo-
BTOPOB B COOpPKE IT0CJIeI0BATEIbHOCTY TeHOMA Y€eJIO-
Beka hgl9 (3arpyxkeHa ¢ BeO-caiiTa IIpOrpaMMBbI
https://www.repeatmasker.org) u pa3mepsl IocJjie10-
BaTEJIbHOCTEI MCIOJIb3yeMOM COOPKM TeHOMa YeJIO-
Beka. i1 yckopeHMsT BEIYMCICHW OBIIN PacCMOT-
peHBbI BBIpaBHUBAHUS TOJIBKO HA COOpPaHHOI TToCIe-
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noBaTenbHOCTH 20-i1 XxpOMOCOMBI TeHOMA YeJIOBEKa.
BoipoBHEHHEBIE TPOYTEHUS ObLIM MPEACTAaBICHEI O/~
HUM daitnom B popmare BAM [17, 18], anHOTHpO-
BaHHBIEC TOBTOPHI — B BBIXOTHOM (hopMaTe IporpamM-
mbl RepeatMasker.

BboineieHne reHOMHbBIX MOBTOPOB. PeruvoHbr Alu-
MOBTOPOB B ITOCAeA0BaTeIbHOCTU 20-11 XpOMOCOMBI
reHoMa 4YeJIoBeKa OBIJIM BBIIEICHBI U3 (aiiaa aHHO-
tauuu RepeatMasker ¢ mnomolblo OUOIUMOTEKU
pygenomics-ext 13 cocTaBa ITakeTa pygenomics [19].
Ananm3 pacripenencHus UIMH Alu-TToBTOpPOB ISt
pasneneHusl MOJHBIX U YaCTUYHBIX MOBTOPOB ObLI
npoBeneH B cpene R [20] ¢ momombsio nakera mclust
[21].

O0padoTKa BBLIDOBHEHHBIX MpouTeHmil. Pacripene-
JIEHUE IJIMH BBIPOBHEHHBIX TPOUYTEHMII OBLIO MpPO-
aHaJIM3UPOBAHO ¢ moMolbio Python-ckpurita u3 Ha-
Oopa pygenomics-examples, BXOMSINEro B IIAKET
pygenomics. IMHBI MPOYTEHUI OKa3aJuCh JexXa-
MU B guanazoHe otT 43 10 81 1. H. BKIIOYUTEIBLHO.
CpenHuii pa3Mmep BCTaBKH (TO €CTh PACCTOSTHUE MEX-
Iy BBIPOBHEHHBIMU ITApPHBIMU MPOYTECHUSIMU) ObLI
oneHeH mnporpammoii CollectInsertSizeMetrics u3
nakera Picard [22] m coctaBun 480 1. H. 1o Ham-
OoJibllIelt AIMHE TPOYTEHUSI U CpelHeil BeIUduHe
pa3Mepa BCTaBKM Obljla BbIYMC/IeHA JJIMHA TPUMBbIKA-
IOLIETO K TIOBTOPY PErvoHa Jjisl Moceayolllero aHa-
sm3a nokpeiTust: 81 + 480 + 81 = 642 1. H. Koopau-
HaTbl TMPUMBIKAOIIUX K Alu-TIoBTOpaM perMoHOB
ObLIIM OTNpele/ieHbl U3 KOOPAMHAT MOBTOPOB C MUC-
noJjib3oBaHueM TiporpamMmbl flank u3 makera BED-
Tools [23]. YcpenHeHHBIE BEJIMYMHBI IIOKPHITUS B
Alu-noBTOpax v MPUMBIKAIOIIMX PETMOHAaX ObLIU MO-
Jy4yeHbl 13 BAM-@daiijia BBIpOBHEHHBIX MPOUYTEHUM
MIpUMEeHEHHEM IIporpaMMbl bedcov u3 makera SAM-
tools [17, 24].

AHaJIN3 BEJIMYUH MOKPHITUS. Alu-TIOBTOPHI OBLITHN
pa3aeieHbl Ha MOJHbIC U YAaCTUYHbBIE COTVIACHO MOJIE-
JIK CMECH IBYX HOPMaJIbHBIX pacpeae/IeHII NX IV -
HEI (cM. puc. 1). OeHKr MaTeMaTU4eCKOro OXK1Ia-
HU pacrpeneyieHuii cocrasi 168 1 300 1. H. cooTt-
BETCTBEHHO JJIs YaCTMYHBIX M TOJHBIX Alu-
IMOBTOPOB; OLIEHKU CTAHIAPTHOIO OTKJIOHEHUSI — CO-
otBeTcTBeHHO 70 1 12 11. H.. MBI TakXXe UCKIIOUMWIN
W3 JAJIbHEHIIIETO aHa/IM3a PEeTUOHEI CO CPETHUM 3Ha-
YEeHUEM TIOKPBLITUS OO0Jibllle 9 MPOYTEHU Ha . H.
KonnyecTBa paccMaTpuBaeMbIX U UICKIIOUEHHBIX pe-
TMOHOB MPUBEACHBI B Ta0OJ. 1, YMCIIO UCKIIIOYEHHBIX
M3-3a BBICOKOTO MOKPLITUS pernoHoB — 0.15% ot nx
00I1Iero yucia.

PacnipeneneHust BEIMYUMH NOKPBITUSI PACCMOT-
PEHHBIX PETMOHOB TTOKa3aHbI C TIOMOIbIO rpaUKOB
BUJIA «SIIIUK ¢ ycamu» (boxplots) Ha puc. 2 u 3. Ham
HE yJaJioch OOHAPYKUTh CTATUCTUYECKU 3HAYUMYIO
pa3HUILy B CPpeAHEM ITOKPBITUM MEXIY MOJTHBIMU U
YAaCTUYHBIMU MOBTOPAMU C IIPUMBIKAIOIIUMU K HUM
permoHamMu (CM. puC. 2): IIPUMEHEHHUE KPUTEPUS
Vanua nnsg nByx Beioopok (Welch two sample 7-test)
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TAMAS3AH wn np.

Ta6uuna 1. PazoueHue paccMaTpuBaeMbIX PETMOHOB I10 UX TUITY, OJHOTE COOTBETCTBYIOIIMX Alu-TTOBTOPOB U YPOBHIO

TIOKPBITHUA PETUOHOB BBIDOBHCHHBIMU ITPOYTCHUAMMN

Tum mosTOpa Tumn pervona

KonnyectBo PErMOHOB

¢ MOKphITHEM < 9 C IOKPBITHEM > 9
TOJTHBII MTOBTOP 20667 18
TOJTHBII MPUMBIKAIOIIN A 20659 26
YaCTUYHBIA TOBTOP 8402 22
YaCTUYHBIA MPUMBIKAIOIIMIA 8404 20

JIaJl0 3HAaYe€HME BEPOSITHOCTHOrO YpOBH: (p-value),
paBHoe 0.271. Pa3zHu1la B cpeHEeM MOKPBITUN MEXITY
MMOBTOPAaMM Y MPUMBIKAIOIIMMHA K HUM PEerMoHaMU
oKazajach CTAaTUCTUYECKM 3HAYMMOI TJIsI 000MX BU-
JIOB TTOBTOPOB (CM. puc. 3): IpUMEHEHUE KPUTEpUs
Vomua gano 95%-e moBepuUTeNIbHbIE MHTEPBAIbI IS
pa3HULE B TOKpLITHH OT 0.521 mo 0.555 mpourteHmit
Ha M. H. JJIs1 noJiHbIX Alu-tioBTopoB u ot 0.344 no
0.409 mpouTeHMiI HA II. H. IUIST YaCTUYHBIX Alu-110-
BTOPOB.

K pacnpeneneHrsiM MOKPBITUSI TIOBTOPOB U MPU-
MBIKAIOIIUX PETMOHOB ObLT TAKXKE MPUMEHEH pealn-
30BaHHBIM B R-makere mclust MeTon oOlieHUMBaHUS
CMecu HOpMalIbHBIX pacnpeneieHuii. B oboux ciy-
yasgx HaubOoJiee TOAXOISAIIMMU IO OaiiecOBCKOMY
nHpopMalMoHHOMY KpuTtepuio (Bayesian informa-
tion criterion, BIC) oka3zanuce Momenm cMecu OBYX
HOPMaJIbHBIX paclipelieJIeHUiA: I TTOBTOPOB — C
OIVHAKOBBIMU NUCTEPCUSIMU, IJISI TIPUMBIKAIOIINX
PEruoHOB — ¢ pa3HbIMU. OLIEHKY ITapaMETPOB MOJIE-
Jieit ipuBoasATes B Tabi1. 2. Cpean ITOBTOPOB OTMEYa-
eTcsl ompeaeseHHAas 10JIsl PETMOHOB C MOBBIIIIEHHBIM
CpeIHMM 3HAa4YeHUEM IOKPBITUS (KOMIIOHEHTa 2),
MPUYEM DPETMOHBI C 0oJiee BBICOKUM IMOKPBITUEM
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OoJTBIIIE TIPENCTABICHBI CPEea HETIOJHBIX TTOBTOPOB
(cm. Ta6. 3). Cpenu mpUMbBIKAIOIINUX K TIOBTOPaM pe-
TMOHOB MOTOOHOM 3HAYMMOM pa3HMIIBI B pacrpee-
JIEHUM OOHapy>KeHO He ObLIO (CM. Tab. 4).

PE3VJIBTATBI 1 OBCYXIEHHUE

[IpencraBiaeHHBIE pe3yabTaThl MOKA3BIBAIOT, YTO
pacnpeaesieHusl TIyOuHbl MOKPBITUST Alu-ITOBTOPOB
Y IIPUMBIKAIOIINX K HUM PETMOHOB He IOKAa3bIBAlOT
CUCTEMHBIX OIIMOOK, KOTOPBIX MOXKHO OBUIO OBI
OXUJATh M3-3a OCOOEHHOCTE aJrOPUTMOB BbIpaB-
HUBaHUS IIpouTeHuii. PacripeneneHus rimyOonMHBI I10-
KPBITHS KaK IJISI TIOBTOPOB, TaK M IJISI IPUMBIKAIO-
IIMX PETMOHOB MOXHO OINMCHIBATh C TIOMOIIBIO IIPO-
CTBIX CTaTUCTMYECKUX MOJEJC BHAA CMeCHU
HOpPMAaJIbHBIX pacnpeneieHnii. CTaTUCTUISCKU 3Ha-
YUMYIO Pa3HUILY B IIPEACTABICHHOCTHU ITOJHBIX U Ya-
CTUYHBIX AlU-TIOBTOPOB B KOMIIOHEHTaX CMECU HOP-
MaJIbHBIX pacHpelesieHNiI 1 OTCYTCTBHE TaKOM pa3-
HULIBI TSI TPUMbBIKAIONIIMX K IOBTOpPaM PErMOHOB
MOXHO OOBSICHUTH TEM, YTO YaCTUYHEIe Alu-TI0BTO-
PBI MOTYT ITOKA3bIBATh OOJIbIIIEE pa3HOOOpa3ne B CBO-
elf KonmitHOCTH B TeHoMe. [IpencraBiieHHBIN B pabo-
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Puc. 2. PacrnipeneneHue cpeHUX BeJMYMH MTOKPBITUSI PeTMOHOB AlUu-TTOBTOPOB BMECTE C MPUMBIKAIOIIMMU K HUM PETMOHAMU B
3aBUCHMOCTH OT TUTa Alu-ITOBTOPOB: MOJHBIX WJIM YaCTUUYHBIX. PacripenesieHist moKa3aHbl B BUE «SIIIIMKOB C yCaMM». Y TOJIILIEH-
Hasl JIMHUSI TTOKa3bIBaeT MeIUaHHOE 3HAYCHUE, TPAHUIIBI «sIIUKa» — KBapTHIu 25% u 75%, «ycbl» — 95%-it MOBepUTEITbHBIA MH-
TepBaJl B IPEAIOJIOXKEHUU O HOPMAJIBHOM pacnpeie/ieHUU 3HaUeHU I MOKPBITHSI, TOYKU — BBIOPOCHI COTJIACHO TOMY XK€ CaMOMY

IIPECAITOJIOXKEHUIO.
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Puc. 3. PacripesniesieHre cpeHUX BEMYUH MOKPBITHS PpeTMOHOB AlUu-TIOBTOPOB M MIPUMBIKAIOIIMX K HUM PETMOHOB (OKPECTHO-
CTeif) B BUIIE «SIIUKOB C yCAMU».

Taomma 2. IlapaMmeTpbl TIpeACTaBICHMs pacHpelesIeHWiI CpelHeil BeJIMYMHBI IOKPHITHS 1jis Alu-TTOBTOPOB U
MIPUMBIKAIOIINX K HUM PETMOHOB B BUJIE CMECH IBYX HOPMAaJIbHBIX pacpeaeIeHuii

IMoBTOpPHI [MpuMbIKatoIIe peruoHbI
ITapametp
KommnonenTa 1 KommnoneHTa 2 Kommnonenta 1 KommnonenTa 2
CpenHee 3.40 5.87 3.96 4.30
CraHmapTHOE OTKJIOHEHUE 0.99 0.99 0.74 1.52
JloJ1s1 pETMOHOB 97% 3% 96.5% 3.5%

le/IMC‘{aHl/IC. BenanuuHbl CTaHJAPTHOIO OTKJIOHEHUSA M CPEOAHErOo aOaHbl B KOJHMYECTBE HpO‘iTeHl/lﬁ Ha II. H. B pPEruoHax
paccMaTpuBacMoOro poaa. Mognenb mist IIOBTOPOB 3a4a€T paBHYIO JUCIICPCUIO (I/I, CJICOOBATCJIbHO, CTAaHAAPTHLIC OTKJIOHSHI/IH) JJ1A
0001X KOMITOHEHT pacnpeacjeHus, B OTIIMYNUE OT MOJIECIN IIJI ITPUMbIKAIOIIMX PETrMOHOB.

Ta6auna 3. Tabnuiia CONPSLKEHHOCTH 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 noBTopa

KommyecTBo B KOMITOHEHTE 1

KommyecTBo B KOMITOHEHTE 2

ITonHebrit

20518

149

YacTUUHbBII

8085

317

Tab6uuna 4. Tabauia cONpsKEHHOCTU IS TPUMBIKAIOIIMX K Alu-nmoBTOpaM perMOHOB B COOTBETCTBUM C ITOJHOTOM
COOTBETCTBYIOIIUX peTHOHAM IMOBTOPOB U WX MPUHAIJIEKHOCTA K OAHOM M3 MBYX KOMITOHEHT B paHee MOCTPOSHHOM
MOJIEJIM CMECU ABYX HOPMAJIbHBIX pacripeneaeHuii

By cOOTBETCTBYIOIIETO
pervoHy moBTOpa

KonnyecTtBO B KOMIOHEHTE 1

KommyecTBO B KOMIIOHEHTE 2

IMonHbrit

20565

94

YacTUyHBIN

8356

48

HpI/IMe'-IaHI/IC. an/IMCHeHHC TOYHOI'0O KpUTEpUA CDI/IH_Iepa HE NPUBOIUT K OTBEPXKCHUIO HyJTeBOﬁ TUITIOTE3bl O PAaBHOMCPHOCTU
pacnpeacieHusad peruoHoB OT ITIOBTOPOB 000X BUIOB B KOMITOHEHTaX CMeCH paCHpeZ[CHCHI/Iﬁ.

BUO®PU3NUKA  Tom 68

Ne 3 2023



500

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.

CITMCOK JIMTEPATYPbI

1. M. A. Batzer and P. L. Deininger, Nat. Rev. Genet., 3
(5), 370 (2002).

2. F. Hormozdiari, M. K. Konkel, J. Prado-Martinez.
etal., Proc. Natl. Acad. Sci. USA, 110 (33), 13457
(2013).

3. E. S. Lander, L. M. Linton, B. Birren, et al., Nature,
409 (6822), 860 (2001).

4. J.C. Venter, M. D. Adams, E. W. Myers, et al., Science,
291 (5507), 1304 (2001).

5. F. C. Chen, Y. Z. Chen, and T. J. Chuang, Bioinfor-
matics, 25 (11), 1419 (2009).

6. J. M. Chen, E. Masson, C. Le Marechal, et al., Cyto-
genet Genome Res, 123 (1—4), 102 (2008).

7. P. Deininger, Genome Biol., 12 (12), 236 (2011).

8.

10.
11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

24.

TAMAS3AH wn np.

L. M. Payer, J. P. Steranka, W. R. Yang, et al., Proc.
Natl. Acad. Sci. USA, 114 (20), E3984 (2017).

S. Shen, L. Lin, J. J. Cai, et al., Proc. Natl. Acad. Sci.
USA, 108 (7), 2837 (2011).

I. Vorechovsky, Hum, Genet., 127 (2), 135 (2010).

S. Pavlov, V. V. Gursky, M. Samsonova, et al., Life (Ba-
sel), 11 (11), 1209 (2021). DOI: 10.3390/1ife 11111209

A. Smit, R. Hubley, and P. Green, RepeatMasker Open-
4.0 (accessed 03/18/2022).

H. Mao and H. Wang, Bioinformatics, 33 (5), 743
(2017).

S. E. Staton and J. M. Burke, Bioinformatics, 31 (11),
1827 (2015).

H. Li and R. Durbin, Bioinformatics, 25 (14), 1754
(2009).

S. Fairley, E. Lowy-Gallego, E. Perry, et al., Nucl. Ac-
ids Res., 48 (D1), D941 (2020).

H. Li, B. Handsaker, A. Wysoker, et al., Bioinformat-
ics, 25 (16), 2078 (2009).

J. K. Bonfield, J. Marshall, P. Danecek, et al., Giga-
science, 10 (2), giab007 (2021). DOI: 10.1093/giga-
science/giab007

G. Tamazian, N. Cherkasov, A. Kanapin, et al., in
BGRS/SB-2022 (Novosibirsk, Russia, 2022), pp. 1121-
1122.

R Core Team, R: A Language and Environment for Sta-
tistical Computing (R Foundation for Statistical Com-
puting, 2022).

L. Scrucca, M. Fop, T. B. Murphy, et al., The R Jour-
nal, 8 (1), 289 (2016).

Broad Institute, Picard: A set of command line tools for
manipulating high-throughput sequencing data (2022).
A. R. Quinlan and I. M. Hall, Bioinformatics, 26 (6),
841 (2010).

P. Danecek, J. K. Bonfield, J. Liddle, et al., Giga-
science, 10 (2), giab008 (2021). DOI: 10.1093/giga-
science/giab008

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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