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MOVCK MHCEPIIMM MOBUJIbHBIX TEHETUYECKUNX DJIEMEHTOB
N XPOMOCOMHBIX ITEPECTPOEK,
BJINAIOIINX HA USMEHEHUE DKCITPECCUU I'EHOB,
B JIMHUAX D. melanogaster C HAPYIIIEHUEM KOHTPOJIA
TPAHCITIO3UIINU PETPOTPAHCITIO30OHA gypsy
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MooOunabHbIe reHeTU4YecKue 351eMeHThl (MI'D) crmocoOCTBYIOT MTOBBIIIEHUIO YACTOTHI CTIOHTAHHBIX MYTaLIUiA
B FeHOME, a TaKXe CIIOCOOHBI U3MEHSTh CTPYKTYPY F'€HOB WJIU BIUSITH HA UX SKCIIPECCUIO, TO3TOMY BaxKHO
UMETH MpeAcTaBieHre 00 akTuBHOCTY MT'D 1 nx nosoxkeHuu B reHome. B ipeacraBiaeHHoli paboTe mokazaHo
IIPENUMYIIECTBO COYCTAHMSI IBYX METONOB CEKBEHUPOBAHUS TS TTOMCcKa nHcepuuii MI'D 1 XpOMOCOMHBIX
IIePeCcTPOCK: MOJTHOTEHOMHOIO HaHOIIOPOBOTO CEKBEHUPOBAHUS M CEKBEHMPOBAHUS TPAHCKPUIITOMA
MeTtonoM Illumina. IToJHOreHOMHOE HAHOIIOPOBOE CEKBEHUPOBAHME TTO3BOJISIET OOHAPYKUTH MHCEPLIUU
MI'D, a cekBeHMpOBaHUE TpaHCKpuNToMa Ha miatdopme Illumina — oLleHUTh BAUSIHUE MHCEPLUA Ha
9KCIIpeccUuio reHoB. B paboTe mcnosb30oBaHbl JaHHbIE CEKBEHUPOBAHUS TeHOMOB JUMHUI Drosophila
melanogaster ¢ dbenotunoM flamenco SS (wl , MyTaHT flamenco) u MS (w1 , MyTaHT flamenco, akTUBHas
Konus gypsy). B kauecTBe KOHTPOJISI UCTIOJIb30BaHA JIabopaTopHas JuHUs aukoro tuna (32, B nunusx SS,
MS u TMHMT IUKOTO TUIIA OOHAPYKEeHBI MHCEPLUUHU U aeneru MI'D B ayXxpoMaTHHOBBIX paifoHaX TeHOMa
1 B UHTPOHAX TeHOB OTHOCUTEIbHO pecdepeHcHoro reHoMa (NCBI GCF_000001215.4). B ananu3upyembIx
reHoMax TpOBeNeH MOMCK MHCepLUit 1 aenenuii B reHax cuctrembl PHK-uHTepdepeHiny u B reHax,
nuddepeHInaIbHO 9KCIpecCUupyeMbix y Myx JuHuit SS u MS. B pesynabrate oOHapyXXeHbl MHCEPLUU
MI'D B paznuuHbIX peruoHax reHoB AGO3, CG17147, Su(var)3-3, Gasz, CG43348, moody, CG17752. He
0OHaAPYKEHO KOPPESIINUA MEXIy M3MEHEHUEeM IOoJIokKeHUsT MI'D 1 yMeHBbIIeHNEeM WJIN YBEIUYCHUEM
SKCIIpecCHU OOJIBPIMMHCTBA aHAIM3UPYEMBIX TeHOB. B reHe vig HalimeHa XpoMOCOMHasl IepecTpoiika,
3arparuBaiouias 3 -HeTpaHCAMpyeMylo 00J1acTb. Ha OCHOBaHUM pe3y/IbTaTOB CEKBEHMPOBAHUS IJTMHHBIMU
MPOUTEHUSIMU TOyYeHa cOopKa reHoma JUHUU MS de novo. YcTaHOBIIEHO, UTO MOBBIIIEHUE KCITPECCUM
reHoB CR45822 u pst B tuHusax SS 1 MS cBsI3aHO ¢ TpUILUIMKaLMEl, a HE C UBMEHEHUEM PEeryJsITOPHBIX
MOCJIe0OBATeIbHOCTE TeHOB WK nHcepuueit MI'D.

Kmouessie cinoBa: Drosophila melanogaster, MOOUIbHBIE TeHETUYECKUE BJIeMEHTHI, 3BotoLus, Oxford
Nanopore, Illumina, coopka reHoma
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BBEAEHUWE IOT Ha aKTUBHOCTb MHOXecTBa reHoB. COOBITUS pe-
KOMOMHAILIMK MeXy TocienoBaTebHOCTIMU MI'D
MoOunpHBIE TeHeTUUecKre 3yieMeHTh (MI'D) TIPUBOIAT K FeHOMHBIM TEPECTPOIKAM, a TPAHCIIO-
SIBJISTIOTCSL CTPYKTYPHOIA 9acCThIO TEHOMA 3YKapHoT,  3ppust MI'D B reH — K HapyLIEHHUIO ero paboTsl [1].

OHH COCTAaBJIAIOT 3HAYUTC/IbHYIO €0 OO0 U BJIMUA- MYTaLII/II/I B I'€HaX CUCTEMBbI KOHTPOJIS IIO0AaBJICHUA
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aKTUBHOCTA MI'D mpuBOmSIT K YBEIUYESHUIO BEPO-
STHOCTU TPAHCIIO3ULIUU ITUX BJIEMEHTOB [2].

MN3BecTtHo Heckosbko nyTeit PHK-uHTEep-
(bepeHIMM, MCOONB3YEMBIX IJIS IOdABICHUS
akcrnpeccun MI'® Ha MOCTTpaHCKPUIILIMOHHOM
YPOBHE, B KaXIOM U3 KOTOPBIX (PYHKLIMOHUPYIOT
pa3HbIe TeHbI U Pa3HbIE UCTOYHUKM aHTUCMBICIOBOM
PHK [3]. OnuH 13 OCHOBHBIX MEXaHM3MOB cail”
JICHCUHTA TPAHCIIO30HOB B KJIETKAaX 3apOIbIIIEBOIO
nytu y Apo3oduiibl — nyth piPHK-nHTephepeHumn
[4], B koTropoMm piPHK npu yyactuu 6enkos PIWI
MOABIISIIOT PETPOTpaHCIo30HHI |5, 6]. piPHK 310
PHK miuHoit 23—30 HyK1€0THA0B, KOTOPBIE OOBIYHO
3aKOIMPOBAHBI B CIIEIIUAIM3UPOBAHHBIX TeHOMHBIX
pernoHax — B kJjactepax piPHK, obGoramieHHbIX
Je(EeKTHBIMMU TOCJEI0BATEIbHOCTIMU TpaHC-
no3oHoB [7]. HapylieHue mpoleccoB CUHTE3a
U CILJIaficMHra TpaHCKPMIITOB KJIACTEPOB CHUXKAET
pa3HooOpa3ue u obuiee koauuectso piPHK, uto
MOXET MPUBECTU K MOBBIIIEHUIO YPOBHS TpaHC-
kpunuuu MI'D [8]. B To xxe BpeMsi, B comaTuye-
CKMX KJIeTKaX aKTUBHOCTb MI'® B OCHOBHOM KOH-
TPOJUPYETCS SHAOTEHHBIMU MaJbIMU MHTEepdepU-
pytoumumu PHK (endo-siPHK), 3a ¢opmupoBanue
KOTOpPBIX oTBeuatoT 6enku Dicer-2 (Dcr-2) n Argo-
naute 2 (AGO?2) [9].

V100HBIM 3KCepUMEHTAAbHBIM OOBEKTOM JIJISI
uccnenosBanust MI'D gasnserca Drosophila mela-
nogaster. I'eHOM Ap030GUIbI COAEPKUT HECKOIBKO
JIECSITKOB OMMCAaHHBIX M KJIacCU(UINPOBAHHBIX CE-
meticts MI'D [10]. ba3sl nannbix GenBank (http://
www.ncbi.nlm.nih.gov) [11], FlyBase (flybase.org)
[12], MCTE [13] n npyrue comepxXaT WH(POPMALIIIO
o reHoMme D. melanogaster, 4TO 3HAYUTEJIbHO OOJIET-
YaeT MOMCK MOBTOPSIONINXCS TOCIeI0OBaTEIbHO-
creit. Hanmpumep, B 6a3e FlyBase [12] B pedepeHc-
HoM reHome (NCBI GCF_000001215.4) yka3aHbl
MOJIOXKEHMS TTOJTHOPa3MEPHBIX KONuii uiam ¢par-
MeHTOB MI'D.

AxTnBHOCTL MI'D Ha ypoBHE TPaHCKPUITLINUN
u o6uoreHe3 piPHK yacto u3yyalT ¢ ucnolib-
30BAHUEM BBbICOKOMPOU3BOAUTEIbHOTO CEKBE-
HupoBaHusi. OmucaHbl M3MEHEHUSI TpaHC-
KPUITILIMOHHOI aKTUBHOCTH MI'®D mipu cTpecce (TeM-
nepaTypHbie (paKTOpBI, paguanusg W T.I.) WIA Ha-
pyuieHun padotsl cucteMbl PHK-unTepdepeniium
[14, 15].

C 1enpio momMcKa HOBBHIX IoJoXeHMid MI'D
B T€HOME MCIIOJIb3yIOT CEeKBEHUPOBAHUE AJUH-
HeIMU mpouTeHussMu [16, 17]. K HemocTaTkam
CEKBEHUPOBAHUSI TJIMHHBIMU MPOUYTCHUSIMU Me-
tonom Oxford Nanopore OTHOCHUTCS BbICOKas
yactora omnbok (5—15%) [18], HO 3TO He BIUsI-
€T Ha ornpenejieHue mojoxeHuss MI'D u KpymHbIX
XPOMOCOMHBIX TIepecTpoeK. s BeIpaBHUBaAHUS
MPOYTEHU, TTOJYYEHHBIX METOIOM HaHOIIOPOBOTO
CeKBEHMpPOBaHUS, C UCCIENYEMbIM T€HOMOM, MC-
TOJIB3YIOT TaKue IporpaMMbl, Kak BWA-MEM [19],

KYKYIIKWHA n np.

Minimap2 [20], NGMLR [21] u opyrue [22—
24]. HecmoTpg Ha TO, 4To mporpamMmma BWA-
MEM pexoMeHnoBaHa st paboThl ¢ IIMHHBIMU
MPOYTEHUSIMU, OHA HETOYHO OIpeaeisieT TpaHUIIbI
CTPYKTYpHbIX Bapuauuit (Structural variations
(SVs)) [20]. OnHa 13 Haubosee MPOCThIX, OBICTPBIX
1 3(pPEeKTUBHBIX MporpaMMm Ipu padboTe ¢ AIUH-
HBIMU MPOUTEHUSIMU — TIporpamma Minimap2, a¢-
(hexTUBHAY B clIydae MOCIen0BaTeIbHOCTE ! ITMHOMN
1o ~100 maH m.H. [20].

B cBolo ouepenb, comocrtaBieHue de novo
cOOpPKM KCCIEAYEMOIo TeHOMa U TpaHCKPUIITOMA
MO3BOJISIET MPOBECTU KOPPEISILIMOHHBII aHalIu3
M3MEHEHMsI DKCIIPECCUN TE€HOB, BOJIM3KM KOTOPBIX
npousouuia uHcepuus MI'D [16].

Panee B paboTax Halueil nabopatopuu OBLIO
MoKa3zaHO HapylleHHue IIPOILeCCOB CIIalicMHra
TPaHCKPUNTOB JIokyca flamenco y nuHuii SS u MS
[25], 9TO MOXeT OBITh NMPUUYNMHON HAPYIICHUS
KOHTpoJig aktTuBHOCTH MI'D (pernorun flamenco).
JInaum SS m MS xapaxkTepusyioTcst reHeTU4eCKOM
HECTaOMJIBHOCTHIO, KOTOPYIO CBSI3BIBAIOT C IIPUCYT-
CcTBMEM MyTaHTHOTo ajiiens flamenco [26]. JIunus
MS nosyyeHa myTeM BBEAEHUS B JMHUIO SS
AKTUBHOI KOIMU PETPOTPAHCIIO30HA C JUIMHHBIMU
KoHueBbIMU TToBTOpaMu (I KII-peTpoTpaHcno3oHa)
gypsy [27]. JIlunuss MS xapakTepusyeTcsl MOBBI-
IIIEHHOM 3KCIPECCUEN gypsy, CHUXKEHUEM PEIIpo-
NYKTUBHBIX CIIOCOOHOCTEl CaMOK, CBSI3aHHBIM
C KOMIUIEKCHBIMU HapyHIEeHUSIMU MOPQPOJOTUMN
SIMYHUKOB, a TaKXe CHIXKEHUEM 3KCIIPECCHUU Te-
HOB, OTBETCTBEHHBIX 3a (hopMUpOBaHKE ditla |26,
27]. AHanu3 TpaHcKpuntoma JuHuii SS u MS He
BBISIBMJI 3HAUYMMBIX MYyTallMii B 3K30HaX T'¢HOB
cuctembl PHK-nnTepdepennn. OOHapyXeHHbIE
W3MEHEHUsI DKCIPECCUU T€HOB HE OOBSCHSIU
npupony ¢enHoruna flamenco [28]. MoxHo
MPEAIOJOXUTh, YTO B MCCIENYEMBbIX JUHUSIX 3TU
M3MEHEHUSI CBSI3aHbI C MyTaLIUSIMU B PETYJISITOPHBIX
paiioHax TeHOB WJIM ¢ nHcepuusaMu MI'D, koTtopbie
HEBO3MOXHO OOHApyXWUTh CEKBEHUPOBAHUEM
TPAHCKPUNTOMA KOPOTKUMM IIPOYTCHUSIMU.

B xome uccnemoBaHMs CpaBHMJIM JaHHBIE
CEKBEHMPOBAHUS JUTMHHBIMM ITPOYTEHUSIMU TeHOMA
D. melanogaster nunnii SS, MS, TMHMM IUKOTO THUIIA
32 ¢ pedpepeHCHBIM TeHOMOM. [IpoBeneHa coopka
reHoMa MS ¥ OCYIIECTBIIEH MOUCK TeHETUYECKUX
nepecTpoek, KOTOpble MOTJM MOBIMSATH Ha
M3MEHEHUs 9KCIpeccuy reHoB. OmnrcaHbl OIXO/bI,
MO3BOJISIIOIIME M30eXaTh OIIMOOK, BbI3BAHHBIX
HECOBEPIUIEHCTBOM CTaHIApTHBIX CHOCOOOB
00pabOTKM JaHHBIX.

OKCITEPUMEHTAJIbHAA YACTb

Jlunuu D. melanogaster u yclioBUS KYJbTH-
BHpOBaHuA. B paboTe MCIONb30BaNIN U3OICHHBIC
muHun ¢ ¢penorunom flamenco SS (w') m MS
(w", forked, comepXuUT MCKYCCTBEHHO BHECEH-
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Hb1it MI'D gypsy) [27], n muHuMIO nukoro tuma 132
U3 KoJjuleKuuu Kadeapbsl reHetuku MIY. Myx
KYJIbTUBUPOBAIN B CTAaHHAPTHBIX YCIOBHUSIX: Ha
MUIIeBOM cyOcTpare (arap, MaHHasl Kpylia, caxap,
M3I0M, IPOXIKM) B CTEKJISIHHBIX IIPOOMpKax Ipu
temreparype 25°C 1 BiaxxHOCTH OKosio 65%. Myx
nepecaxxyBajan Ha CBEXKII KOPM B HOBYIO IIPOOHPKY
Kaxmple 18 mHeii.

Boinenenne PHK u BbICOKONpPOM3BOAMTEIBHOE
cekBenuposanne. PHK Boigensiu u3 nmsatu camok
JuHuii SS, MS u 32 ¢ noMolIbl0 KOMIIJIEKTa
peaktuBoB ExtractRNA (“EBporen”, Poccus).
Konuentpauuio PHK usmepsinu ¢ momoibio diy-
opumetpa Qubit (“Thermo Scientific”, CIIA),
HesoctHocTh (RIN>7) oueHMBanu ¢ MOMOIIBIO
KanmuJIJsSpHOTO 3JeKTpodope3a Ha mpubdbope
Bioanalyzer 2100 (“Agilent”, CIIIA). IToaroroBka
O01OJMOTEK BBIMOJHEHA ¢ MCII0JIb30BaHUEM Habo-
pa TruSeq RNA Library Prep Kit v.2 (“Illumina”,
CHIA). Ilepen cekBeHUpPOBaHUEM KOHIIEHTPALIUIO
OMOJIMOTEK OLIEHUBAIM C TIOMOIIBIO (hJIyopuMeTpa
Qubit u TP B peanbHOM BpeMeHU (TIpaiiMepHhl:
I-qPCR-1.1 AATGATACGGCGACCACCGAGAT
u [-qPCR-2.1 CAAGCAGAAGACGGCATACGA).
bubauoTteku ObLIM pa3BeneHbl 10 KOHLEHTpPALUU
11 M u cexkBeHupoBaHbl Ha mpubope Illumina
HiSeq 2000 (mnmHa nnpouteHust — 50 HyKJIEOTUAOB).
I'nyGuHa cexkBeHUpPOBaAHUS B cliyyae JIMHUU
MS coctaBuna 5 MJIH NpoOYTeHUM, TuHUH 132
u SS — 12 MIIH TIpouTeHU1 Ha obOpa3el. KadyecTtBo
CEKBEHUPOBAHUSI KOHTPOJIUPOBAIU C ITOMOIIBIO
nporpammbl FastQC [29]. Jdass TpuMMHUHTa
CEKBEHMPOBAHHbBIX MOCIEI0BATEILHOCTE UCITOb-
30Baju nporpammy Trimmomatic v.0.32 [30]. dons
MpOoYTEeHU ¢ KayecTBOoM He meHee 20 (TTo cucre-
me oneHku kayectBa PHRED) cocraBuna 98.9—
99.5%. KopoTkue mpodTeHust ObLIM COMOCTaBICHbI
¢ pepepeHcHBIM TeHOMOM D. melanogaster cOOpKU
BDGP6 (Bepcus BDGP6.94) ¢ ucnonbzoBaHuem
nporpammbl Tophat v.2.1.0 [31]. Honsa xkapTupo-
BaHHBIX MpouTeHuii cocTaBuiaa 94—98%. [Moncuer
MPOYTEHU TTPOU3BOANIIN C IIOMOILBIO TTPOTPAMMBI
HTSeq v.0.6.1 [32].

JNubdepeHnalbHYI0 3KCIIPECCUIO TEHOB
oueHuBanu metogoM DESeq [33]. TpaHCKpUIITOMBI
quHuit SS, MS u 32 (KOHTpoOJIbHAasg JWHUSA)
CpaBHUBaAM monapHo. BouisiBIeHHbIe nuddepeH”
LMaJIbHO 9KCIPeCcCUpyeMble IeHBI (p,g;<0.05) B y111-
HUU SS NOMOJHUTENbHO BalUAWPOBAIU MyTEM
CpaBHEHMS TPAHCKPUIITOMA JIMHUU SS C JIMHUSI-
mu Oregon-R u w!ll® (ry6una cexBeHupoBaHus
11—17 MyIH mpouTeHUii Ha oOpa3el], CepuM dKCIie-
pumeHToB GSE99574), KoTOpble MOCTYHHBI
B NCBI GEO (https://www.ncbi.nlm.nih.gov/geo)
U MPOLECCUPOBAHBI COTIACHO OMMCAHHOMY BbIIIIE
nporokoiny [26, 28].

Boinenenne JTHK u HanHomopoBoe CeKBEHHU-
poBanue. Jlng BwigeneHus reHomHolr JHK
HUCMOJb30BaIU TO BOCEMb CaMOK JIMHUNK MS,
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SS, A32. Myx roMOTeHU3UPOBaAIU Te(IOHOBBIM
MECTUKOM B MUKpOMNpoOupKe. 3aTeM mo0aBIsLIU
500 Mk musupytotiero pactsopa (0.1 M Tpuc-HCI
pH 9.0, 0.1 M EDTA, 1% SDS, 1% DEPC) u un-
KyoupoBanu B Teuenue 30 muH npm 70°C. JHK
W3 pacTBOpa ocaxmanu ameratoM Kamamsg (1 M)
n nzonponanoioM (0.5 oowema). Ilocie mMpoOMBIB-
ku 70%-ubIM 3TaHo oM ocanok JIHK pactBopsiiu
B JenoHusupoBaHHoi Boge. KoHnuenrpanuio JHK
U3MEPSIIA CIIEKTPO(OTOMETPUYECKI Ha TIpudope
NanoDrop (Peqlab). O6pasusr JHK 6b11n
obpabotanel PHKaszoit A (“Thermo Scientific”).
CoOOTHOLIECHHS ONTUYECKOM IITOTHOCTH Ipu 260/280
u 260/230 aM cocraBnsiiu 6oiee 2.1. [1oaroToBKy
OMOIMOTEeKM MIJIsI HAHOIIOPOBOTO CEKBEHMPOBAHMS
NpOBOAMJIM C MCHOJIb30BaHUEeM Habopa Ligation
Sequencing kit (“Oxford Nanopore Technologies”,
Bemuko6putanusg). bubnmorekn cekBeHUpOBaIN
Ha npubope MinlON (sueiika FLO-MIN106D).
HNrorosoe KOJIM4eCTBO MPOYTEHU COCTaBM-
Jg0 2.6 X 10° opu cpenHeM pa3Mepe MPOYTEHUS
3800 m.H. MakcuManbHasg AJWHA TTPOUYTECHUS —
okoo 48000 1.H. O611Iee KOTUIECTBO MPOIMTAHHBIX
HYKJIEOTHAOB 6.7 X 10° m.n. IIpouenypy “Oeiic-
KOJUIMHTA” TIPOBOIWIN C IIOMOIIBIO IIPOIPaAMMHOTIO
naketa Guppy. IlpouTteHus BeIpaBHUBAIM Ha
reHoM D. melanogaster coopku BDGP6 (Bepcus
BDGP6.94) ¢ nomoibio porpamMmMmbl Minimap2
[20]. ITomygerno 20-KpaTHoe 3HaUeHNE MOKPBITUS
renoMa nuHuu MS. B ciyyae aunaumit SS u 132
NOKpbITUE ObLIO S5—7-KpaTHbIM. Ilocienyroinyo
cOOpKy reHoMa de novo BBIIIOJHSUIM C ITOMOIIBIO
nporpamMbl Canu ¢ ImapaMeTpaMu 10 YMOJTYAHUIO
[34]. TlomydeHHBIe KOHTUTH KapTUPOBajJIM Ha
reHoM D. melanogaster coopku BDGP6 ¢ moMoibio
nporpamMmMmbl Minimap2 [20]. [TokpeITie KOHTUTOB
OTHOCUTENIBHO pedepeHCHOI0 reHoMa He MeHee

65%.

JlononHuTeabHbIe mporpammbl. i BuU3y-
aJu3allMy MPOYTEHUI MCIIOJb30BaIU MPOrpamMMy
IGV [35]. IIporpamMMa Bu3yaau3upyeT BHIPOB-
HEeHHble MPOUYTEHUS Ha pedepeHCHBbI TeHOM
C yKazaHueM rpaHull reHoB. LIBeToBas manuTtpa,
MpenrycMOTpeHHasi MPOrpaMMHBIM TMPOAYKTOM
IGV, no3Bonsger yBuaeTh 3aMeHbl HYKJEOTUIOB,
JeJelMy U BCTaBKU C YKa3aHMeM pa3Mepa B mapax
HyKJIeOTUA0B (1.H.). CeKBeHUpOBaHUE JIMHHBIMU
MPOUYTEHUSIMUA HE MO3BOJISIET ONpPEIeJUTh IOJIO-
>keHrue MI'D ¢ TOUHOCTBIO 10 HYKJIEOTUIA B CBSI3U
C BBICOKOH omuoOKoil cekBeHMpoBaHus [18].
B naHHOIT paboTe pacCMOTPEHBI XPOMOCOMHBIE
nepecTpoiiku, nHcepunu u aeineuuu MI'D, ooHa-
pPY>XXeHHbIE B TOMO3UTOTHOM COCTOSIHMM, TaK Kak
TOJILKO OHU MOTYT OBITh XapaKTepUCTUKON JTUHUM.

KoanuectBennag OT-IILIP. Paznuuus B aKc-
MPEecCUM OTOEIbHBIX T€HOB MOATBEPXKIAIN C I10-
Molublo KojqudyecTBeHHol IIIIP Ha martpuue
kIHK. O6pasusr PHK o6pat6ateiBanm JITHKazoit 1
(“Thermo Scientific”). O6paTHyI0 TpPaHCKPUII-
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LU0 MPOBOAMIM C MCIIOJb30BAaHUEM CIydaii-
HOTo mpaiimepa mo npoTokojay Habopa MMLV-
RT Kit (“EBporen”, Poccus). AMnanguxkanmno
npoBoavin B amrindukarope Mini-Opticon Real-
Time-PCR System (“Bio-Rad Lab”, CIIIA) ¢ uc-
noab3oBaHueM peakimoHHoi cmec PCRmix-HS
SYBR (“EBporeH”), cogepxalleil ¢payopecleHT-
Hbelii kpacuteab SYBR Green I. ITapamerpbl am-
mmuUKaIN: IpeaBapuTeIbHas JeHaTypalus —
95°C, 5 muH, 3areM 40 nuknoB ITIIP (aeHarypa-
must — 95°C, 15 ¢, oxur npaitmepoB — 55°C, 45 ¢,
anonrauust — 72°C, 60 ¢). DpGeKTUBHOCTD Ipaii-
MEpOB OIIEHMBAJIM C MOMOIIBIO CEPUM KPaTHBIX
passeneHuit JJHK wunu x/IHK. Pesyasratsr TTLIP
aHaJIM3UpPOBaJM C IIOMOIIbIO MakKeTa Iporpamm
Bio-Rad CFX Manager (Bepcusg 1.6.541.1028).
B xauecTBe pedepeHCHBIX MCIIOJb30BaIU TeHBI
aTub84D, RpL40, EloB, elF-1A. YpoBeHb 3KC-
Mpeccuu TeHOB paccuuThiBaau 1o metony ACt
(YpOBeHb 3KCITpeccHy reHa nHrepeca) = 2Ctlcpentee
apudmeTnyeckoe pedepeHcHbIX reHoB] _ (Ctlren HHTepeca]) Ha
matpuue kKJIHK. KonnyecTBo Konuii reHa B reHOMe
paccunThiBaau 1Mo Metony ACt (KOJIMYeCcTBO KOIHiA
reHa I/IHTepeca) = Q(Ctlpedepenchsrii ren] _ (Ctlren uH-
tepecal) ya marpuue JHK. IMocienoBaTenbHOCTH
npaiiMepoB MpUBeAeHbI B Ta0d. 1.

PE3VJIBTATbBI 1 OBCYXIEHWE

Tlouck MT3 u xpomocomHuix nepecmpoex
Ha OCHOBAHUU OAHHBIX CEKBEHUPOBAHUS 2EHOMA
ONUHHBIMU NPOUMEHUAMU U MPAHCKPUNMOMA

B ananusze ucnosb3oBaHbl JaHHBIE HAHO-
MMOPOBOTO CEKBEHUPOBAHMUS Te€HOMa U CEKBe-
HUPOBaHUS TpaHCKpunTtoma meromaom Illumina
n3oreHHBIX JIuHUt SS m MS D. melanogaster
C HapylmIeHHBIM KOHTpOJIEM TpaHcrmo3uuuu MI'D
gypsy. B xauecTBe KOHTPOJISI UCIIOJIb30BaHbI JIMHUS
nukoro tuna 32 u pedepeHcHbII reHOM. Myx
colepKajld B ONMHAKOBBIX CTaHIAPTHBIX YCIOBUSIX
Ha TIPOTSLKEHUM I0JIToro BpeMeHu. Takum obpazom
MpU aHaIM3€ TPAHCKPUIITOMA MCKIIIOYAeTCs BIIU-
SIHUE CTpecca W YCJIOBMI COMEp>XKaHUS Ha dKCII-
peccuto reHoB. CeKBEHMpPOBaHWE T€HOMa JJINH-
HBIMU MPOUYTEHUSIMU MO3BOJSET YBUIETh XPOMO-
COMHBIE MEePecTPOiKM U HOBbIe MHcepLuu MI'D
B M30TCHHBIX JIMHUSIX, 3 CEKBEHMPOBAHME TpPaHC-

KYKYIIKWHA n np.

KpUIITOMA TO3BOJSIET OLUEeHUTh aAuddepeH-
LIUAJIbHYIO 3KCIIPECCUIO TCHOB.

PesynbraThl ceKBeHUPOBAHUS JJIMHHBIMU MPO-
YTEHUSIMU aHAJIM3UPOBAJIM C MCHOJb30BAHUEM
nporpamMMbl Minimap2. Mbl 00paTuiin BHUMaHUE,
yTo Minimap?2 1mo-pa3HoMy MHTEpPIPETUPYET TaH-
Hble NPOUTEHUI ¢ TUOPUAHON CTPYyKTYypoii. IIpo-
YTEHUSIMU C TUOPUIHOMN CTPYKTYpPOIl Mbl Ha3bIBaEM
MPOUTEHUS, COCTOSIIME U3 MOCAeA0BATEAbHOCTHU
MI'® u reHOMHOIO OKPYKE€HUSI UHCEPLIMH.

IIpu BhipaBHMBaHUU Ha pehEepeHCHBIN Te-
HOM IIPOYTEHUS ¢ TUOPUIHON CTPYKTYPOI, BKIIIO-
YaroLIero mocjaenoBaTeIbHOCTh MI'D ¢ reHOMHBIM
OKpyXeHHueM (IocJiefoBaTeJIbHOCTh T'eHOMa +
+ MI'®D + nocnenoBareabHOCTb reHOMA) (puc. la),
nporpamMma Minimap2 OyaeT MHTEPIpPEeTUPOBATh
JaHHbIe KaK HOBYIO MHcepuuto. Eciau rubpum-
HO€ IpOYTEeHUE HAaYMHAEeTCs WJIM 3aKaHYMBaeT-
cs mociaegoBaTenbHOCThi0o MI'D, kKoTopoit HeT
B pedpepeHCHOM IreéHOMe B JTaHHOM ITOJIOXKEHUU
(mocnenoBaTeIbHOCTh T'€HOMa + HayaJlo/KOHEI]
MI'D) (puc. 16), To Minimap2 pa3nenseTr mpodTeHne
Ha JIBa TTOJIOXKEHUSI B TEHOME: OOUH (PparMeHT Impo-
YTeHUs OyIeT COIMOCTaBJIeH C COOTBETCTBYIOIINM
y4yacTKoM pedepeHCHOro reHoma, a JApyroi, co-
Jaepxaiuii pparmeHT MI'D, GyaeT olunbouYHO Kap-
TUPOBAH B CJIyYyailHy10 MOCJIEA0BATEIbLHOCTh 3TOTO
MI'D B pedepeHCHOM reHoMe. Takum obGpasoMm,
y TOMO3UTIOTHI O uHcepuun MI'D Oyner nokaszana
MHCepIMs WK Habop MPOUYTEeHUI, 0OPBHIBAIOIIXCS
B 00J1aCTM MHCEPLUU. Y T€TePO3UTOTHl MBI MOXEM
HabMoIaTh MPOYTEHUS 0e3 MHCEePLUUU, TPOYTEHUS
¢ MHCepuueil (mpu XopolleM IMOKPHITUM) U Habop
MIPOYTEHUI, 0OPBHIBAIOIINUXCS B 00JIACTH MHCEPLINM.

EnuHcTBEeHHOE, YTO MO3BOJISIET MPEATIOJOKUTh
(hakT HEKOPPEKTHOTO BHIPABHUBAHUS, OTO YBEIIM-
yeHue MOKpLITU 111 MI'D B pedpepeHCHOM reHOMe
B 2—5 pas. [lo aHanmu3y mpodyTeHHW B paiioHe
MTI'D B pedpepeHCHOM TeHOME MOXHO YCTAaHOBUTH
KOOPIMHATHI PACHOJIOXKEeHN APYyTUX (parMeHTOB
OPOUTEHUS, COAEePXKAIIUX YUaCTOK TreHoMa, U TeM
caMbIM YCTAaHOBUTD JOKAIM3alLMI0 MHcepun MI'D.

B ananmm3e tpanckpuntoma metogom lllumina
ncronb3oBanu mporpammy Tophat. KopoTkue
MPOYTEHMS HE MOTYT MMETh TMOPUIHYIO CTPYK-

Taomuna 1. OnuronykineotuaHbie ipaiMepst miss OT-TTLHP

I'en [psmoii mpaiimep (5°-37) OG6paTHbIii paiimep (5°-37) AMIITUKOH, TI.H.
CR45822 GTTCCGTGGTCAGTACAGC GTCGAGCAAGTGATACAAATG 81
aTub84D GTGCATGTTGTCCAACACCAC AGAACTCTCCCTCCTCCATA 131
RpL40 CTGCGTGGTGGTATCATTG CAGGTTGTTGGTGTGTCC 147
EloB GCACAAACATACACACTCACG TTTCCTACTTCGCTTGCACC 142
elF-14 TCGTCTGGAGGCAATGTG GAGTCCTGGTAGTCACGC 126
Sforked GGATACGGAGGACTACATGC GTGTGGCTTCTTGGGCTTGT 265
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Puc. 1. Cxema corocTaBjieHUs] TIPOYTEHUI ¢ pepepeHCHBIM TeHOMOM, BKJIIOUYAIOLIMX MOcaenoBaTeibHoCcTh MI'D, mis
CEKBEHUPOBAHUS JUIMHHBIMU ITPOYTCHUSIMU ¥ CEKBEHUPOBAHUS KOPOTKUMHU MTPOUTEHUSIMU. KpacHBIM LIBETOM M300pakeH
MI'D B uccienyeMoMm reHoMe, YepHbIM — pedepeHCHbIN TeHOM ¢ yKa3aHUeM ToJI0XeHUs nHcepliu ((puonerosslit). [Tpu
BBIPaBHMBAHUU IJIMHHBIX MPOUYTCHUI, BKIIFOUAIOIINX IMOCIEAOBATEIbBHOCTE MI'D, OKpYKEHHYIO TTOCIeI0BATEIbHOCTSIMU
reHoMma, JaHHble OyayT MHTePIpEeTUpOBaHbl Kak HoBas mHcepuus (a). Koporkue dpparmeHtst MI'D OyayT ommnb6o4HO
MepeHeceHbl B CIy4aifHyl0 TocaenoBaTeIbHOCTh 3Toro MI'D B pechepeHcHOM reHome (0, 6).

TYypy “moclienoBaTelbHOCTh TeHomMa + MID +
+ mocienoBaTebHOCTh T'€eHOMa”, TaK KaK MH-
cepuun MI'D unu ero parMeHTOB yallle BCEro
umMelot pasmep 6osee 300 11.H., yTo OOJIbIlIE pa3Mepa
KopoTKoro mpourteHus (puc. 18). Ilpu cTpykTy-
pe KOpOTKOTO MPOUTEHUS “TIOCIIeNOBAaTEILHOCTh
reHoma + Havano/kKoHel, MI'®” mporpamma ajs
COITOCTaBJIEHUSI TPOUYTEHUH ¢ pedhepeHCHBIM
TeHOMOM He Oy/IeT UCITOIb30BaTh ITPY BEIPAaBHUBAHUU
TaKue MPOYTEHMS M3-3a MPEBBIIICHUS MMapaMeTpa
HECOBIAAAIONINX HYKJICOTHUIOB.

Bepugurxayus uncepyuu pempompancno3ona gypsy
8 eeH forked aunuu MS D. melanogaster

B ananmuse ucmonb3oBanu auHu0 MS ¢ uH-
ceplLueil peTpoTpaHCIIO30HaA gypsy B reH forked.
B Hauvane wucciaemoBaHUSI TOYHOE ITOJOXEHUE
JaHHOI WMHCEpHUU ObIIO HEM3BECTHO. AHAIU3
CEeKBEHUpPOBaHMUsI reHoMa JuHuu MS D. melano-
gaster IIWHHBIMUA TPOUYTEHUSIMH ITOATBEPIUI
MHCEPLUIO PEeTPOTPAHCIO30HA ZYPSY pa3MepoM
okono 7450 m.H. (puc. S1, aHanu3 mociegoBa-
TenbHOCTU S1, cM. JlIomoJHUTEIbHBIE MaTepUabl
B 2JIeKTpoHHOM Buae Mo DOI ctaTteu 1 Ha caiite
http://www.molecbio.ru/downloads/2024/5/supp_
Kukushkina_rus.pdf) B reH forked.

3Hasg TO4YHOE MOoJOoXeHue mHcepuuu MI'D,
MOXHO MOATBEPAUTh MyTauuio metomom IILP
c ucnons3doBanueMm JJHK kak marpuibl. [IpaiimMepnl
TPV TOM TTOAOUPAIOT B OKPY:KeHUU 1 BHYTpr MI'D
[36]. 1uis moaTBepKAESHUS MHCEPLUU UCIIOIb30BaIN
OTBOAKY JIMHMU MS, mpoureainyo yepe3 Hachl-
11apllee CKpellMBaHue, YTOObl UCKIIOUUTh BO3-
MOXHYIO T€TepOTe€HHOCTb JIMHUU IO MHCEPUUU
gypsy B forked. PeTpoTpaHCIIO30H gypsy OTHOCUTCS
K KJIaCCy PEeTPOTPAHCIIO30HOB C JJIMHHBIMM KOH-
nessiMu moBTOpamMu (A KII-peTpoTrpaHcno3oH),
OH coAepXUT ABa ogHoHamnpaBieHHbIX JKII pa3-
mepoM 482 m.H. I noaTBep:KAeHUST UHCEePLUU
MCHOJb30BaIN MpaiiMepbl B OKpykeHun MI'D co-
miacHo [36].
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Tak xak pazmep MI'D cocraBnsiet 6oJee 7 T.11.H.,
a BpeMmsl aj1oHTranuu paBHo 60 ¢, To [TLP-riponykT He
JIOJDKEH cuHTe3upoBatbes. [1pu aToM npaitMephl Ha
reH forked 6e3 MHCepLWiA HOJKHBI AMIUTM(UIIIPOBATh
OIVH MPOIYKT pasMepoM 265 IL.H.

Onnako B peaynbsrate TP Ha renomHoii JIHK
JIUHUM MS ¢ COOTBETCTBYIOIIUMU MpaiiMepaMu
BOKpYT nHcepiuy MI'D monmydeH mpoayKT pa3Mepom
okoJio 750 11.H., KOTOpPKIi Jajee ObIJT CeKBEHUPOBaH
no metony CaHrepa (aHanu3 MOCIeI0BaTEIbHOCTH
S2, cM. 2JeKTpoHHOE mnpuaoxeHue). OOHapy-
JKeHHBbIN (pparMeHT 750 I.H. COOTBETCTBOBAJ y4aCTKy
reHa forked co BctaBKoul ¢dparmenta MI'D gypsy
pasmepom 481 m.H. [1pn 3TOM MocenoBaTeTbHOCTh
WHCepIMU coBIagajia 1mo pasmepam ¢ AKIT MI'D
(482 1.H.). Takoii I1LIP-cpparMeHT MOT MOJYUYUTHCS
aQHAJIOTMYHO TIpoleccaM, TiporcxonsiuM mpu [TLP
IJIs1 calAT-HampaBjieHHoro MmytareHesa [37] (puc. 2).

Takum o0pa3oM, Mpu MOATBEPXKIECHUN UHCEP-
uuit metonoM ITLIP ciaenyeT yuuThiBaTb BO3MOXK-
HOCTb JIOXKHOOTPULIATEAbHOIO pe3yJjibTaTta, eCiau
MI'® otHocnTca K xnaccy JKII-peTporpancmios3o-
HOB. Takne MI'D ¢ 060X KOHIIOB (DIIAHKMPOBAHBI
JIJIMHHBIMU TIPSIMBIMU TTIOBTOPaMU, KOTOPbIE MOTYT
OTKUTaThCA IPYr Ha Ipyra 3a c4eT B3AaMMHOMN KOM-
njaeMeHTapHocTu Bo BpeMmst TTLP.

Tlouck xpomocommubix nepecmpoex 8 eeHax
cucmemst piPHK-unmepghepenyuu
U 6 JupghepeHUUaNbHO FIKCNPECCUPYeMbIX 2eHAX

Wucepuuu u geneunu MI'D gaBasioTcs xapak-
TEPUCTUKON JMHUN C HapyHIeHUEM KOHTPO-
s TpaHcno3unun [38—40]. B cBg3m co 3HAUM-
TeJIbHBIM KOJIMYECTBOM T'€HETUYECKUX IEePECTPOEK,
00HapyXeHHBIX TIPU MOUCKE acCcolMaluii ¢ heHo-
tunom flamenco, Mbl pelIUAM OCTAHOBUTHCS
Ha aHaJIM3€ MHCEPUUU U AeeUUid B T€HaxX CUC-
tembl piPHK-uHTepdepeHuun u reHax, aud-
(bepeHLIMATBLHO 3KCIIPECCUPYEMBIX B JUHUIX SS
u MS [26, 28].



748

—> o
[Ipaiimep npsmMoit

MID

KYKYIIKWHA n np.

4_
[Ipaiimep oOpaTHbII

JTHK

JKII -perpoTpancmnozon
(pa3mep 6omnee 7 000 m.H.)

TILIP

— >

>

[P (40 uukios,

v

Taq JIHK-monmumepasa)

>

Puc. 2. Cxema ammumbukanuu JKIT JKII-peTporpaHCco30HOB, UMEIOIINX B CBOEI CTPYKTYpe ABa COHATIPABIEHHBIX
JKII. B xone ITLIP cuHTe3upyoTcst NpoAyKThl, coaepkaliue Ha 3 “-KOHIIaX 1Ba TOMOJOTMYHbIX U coHampaBiaeHHbIx JIKIT.
HNoctpanBanue dhparMeHTa IPOUCXOANT 3a CUET MePEeKPHIBAHUS TOMOJIOTMYHBIX YUACTKOB.

AHaIU3 NOCen0BaTeIbHOCTEN ¥ TTIPOMOTOPHBIX
ob6nacreit 74 reHoB cuctembl piPHK-untepdepen-
uuu [41] n 65 reHos, quddepeHLMaIbHO SKCIIpec-
cUpyeMBbIX B JIMHUAX SS u MS [26, 28], nmo3Bonui
0OHapyXUTh MHCcepuun MI'D unu gpyrue nepe-
CTPOMKHU TEHOMA, KOTOPble MOTI'YT HapyllaTh paboTy
reHa (ta6m. 2).

B tabn. 3 mpeacrtaBiaeHBbl pe3yJbTaThl OIpe-
naeneHust nuddepeHInaabHON dKCIPECCUU TeHOB
B tuHMsAX SS u MS ¢ dpeHotunom flamenco oTHO-
cutesnbHO JMHUU 132 (Padj < 0.05), conepxaiue
nHcepuuu/geneuun MI'D uam mnepecTpoiiky
reHoma. 'eHbl U3 TabmuLbL 2 € p,g; > 0.05 He mpu-
BENIECHBI.

OnuH 13 ocHOBHBIX O0enKoB piPHK-unTepde-
peHuun — Argonaute 3 (AGO3). B sk30Hax reHa
AGQO3 myTtanuii He oOHapyXXeHO, HO B OTJIMYUE OT
pedepeHCHOro TeHOMa MHTPOHBI TaHHOI'O T'eHa
B aHAJIU3UPYEMBbIX JIUHUSIX COAEPKAT HECKOIBKO
uHcepuuii MI'D. Jlunuum SS, MS u O32 umeror
CBOI yHUKaJIbHBIN Ha0op MI'D. MHcepuuun MI'D X
n G4 npencrapieHbl B IMHUAX SS 1 MS, a Takxke
B IuHuUM nukoro tuna /132 (puc. 3a, tab6n. 2). I'en
AGO3 HaxoouTcs Ha TpaHUIIE ¢ KiactepoM SOF, 94To
MOXET XapaKTepn30BaTh TaHHBII paiiOH KakK rops-
Yyl0 TOYKY TpaHcro3nuumuu MI'D. AHamormunbie
MHCEpLUUU OOHApYXEHBI U B JIMHUM IUKOIO TUIIA,
MMO3TOMY MOXKHO CIIeJIaTh BBIBOM, YTO 3TU MYyTalllU
He accounupoBaHbI ¢ (peHOTHIIOM flamenco.

B nunusax SS u MS (2L: 15064123) HaiineHa
nHcepuus okoio 2250 1m.H. B MUHTPOHE TeHa vasa
(vas) (tabn. 2). AHanu3 3TON WHCEPLIUU MMOKa3al,
yTo 3T0 He MI'D, a mymamkauusg ¢dparmMeHTa
MHTpOHA gaHHoro reHa (2L: 15061758—15064119).
DTa AyIUIMKalus B T€HE vasa 3aTparuBaeT 3 -He-

TpaHCAUpYyeMylo 00JacTh TpaHCKpUNTOB vig-Rd
u vigRB reHa vig, pacroyio)keHHOro Ha MPOTUBO-
noyioxHoii nenu JJHK oTrHocuTelbHO reHa vasa.
Myrauug B 3’ -HeTpaHCIUPYEeMO 001aCTH MOXET
HapylaTh 3KCIPECCUIO T'eHa Ha YpoBHe Oejka.
VIG y4yacTByeT B OpraHM3allMid TeTepOXpoOMaTHHA
U €ro TI0JIOXKEeHMEe YaCTUYHO TepekpniBaeTcs: ¢ HPI.
MyTaHTBI 10 TEeHY Vig IEMOHCTPUPYIOT UCTOIICHHIE
HPI1 u HP2 B usonupoBaHHbIx sapax [42]. Panee
B TUHUAX SS 1 MS 00HapyXWJIU CHUXKEHUE YPOBHS
aKcrnpeccuu reHa rhino (hpld), KOTOpBIA KOTUPYET
oenok u3 cemeiicrea HP1 [25].

Vasa (Vas) urpaet pelamwlilyo pojb B IIUPO-
KOM CIIEKTpe KJIETOYHBIX MNPOLIECCOB, BKJIIOYas
ouoreHe3 pudocom [43, 44], UHULIMALIUIO TPpaHC-
aauuu [45], passutre oouura [46, 47], crimaiicuHr
npe-MPHK u pacrnan MPHK [44]. MyTauuu B reHe
vasa 00bIYHO MPUBOAAT K YACTUYHOM WJIM TTOJHOM
CTEPUJIBHOCTH, a TAaKXKe K MOBBIIIEHUIO 9KCIIPECCUU
MID [41, 46, 47]. Tak Kak AYIUIMKALKMSI B UHTPOHE
TeHa vasa obHapyXeHa B IMHUIX SS 1 MS, MOXHO
MPEAIOoI0XNTh, YTO MyTallusl He IIPUBOIUT K Ha-
PYIIEHUIO PEIPOIYKTUBHBIX CIIOCOOHOCTEM caMOK
[26]. TTpu 3TOM aHaAIN3 TPAHCKPUIITOMHBIX JAHHBIX
He TMOATBEPAUJI MOSBIEHNUSI HOBOIO 3K30Ha WU
W3MEHEHUST TpaHCKpUMuuy reHa [28].

B nunuu MS ob6HapyxeHa uHcepuuss MI'D
B reHe Gasz (tabn. 2). Gasz xoaupyeT (akTop
nepsuyHoro ouoreHe3a piPHK. Mucepus petpo-
TpaHcIo3oHa 17,6 B 3 -HeTpaHCIMpyeMoii obJia-
CTU MOXET HapylllaTh 9KCIIPECCUIO TeHa Ha YPOBHE
oenka. Gasz noKajau3yeTcsl Ha BHEIIHe MeMOpaHe
MuToxoHApuii BMecTe ¢ Daed m Zuc u y4yacTByeT
B co3peBaHuu piPHK Ha moBepXHOCTU MUTOXOH-
npuii. Ucromenue Gasz mNpUBOAUT K HaKOILIEe-
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Ta6auua 2. Mytanum B reHax piPHK-unTepdepennm u renax, nuddepeHINaIbHO 9KCITPECCUPYEMBIX B TUHUSIX

SS, MS u auHum nukoro Tuna 132

Ten IMonoxenune IMonoxeHne, MHCEpLIMs/AEICUS U pa3Mep, T.H.** MI'D MS | SS | 132
WHIENOB, I.H.*¥¥
AGO3* 3L: 23572954 WHutpon Wucepuus 5050 BS +
3L: 23610908 To ke To xe 4700 Doc +
3L: 23618761 —//— —//— 910 roo +
3L: 23610908— —//— Henenus 9700 - +
23620600 (reTepo3urora)
3L: 23663464 —//— Wncepuus 6150 X + + +
(rerepo3urora)
3L: 23684000 —//— Hucepuus 2050 G4 + +
(retepo3urora)
vasa*/vig* 2L: 15064123 —//— Hucepuust 2350 Jyonukanus + +
paiioHa reHa vasa
2L: 15061758—
15064019
Su(var)3-3*/ | 3L: 20225800 To xe 7400 blood + +
CG17147
Gasz* 2R: 8170000 3’-HetpaHcaupyemas —//— 6700 17.6 +
ob6acTb
CG43348 2L: 1199692 3’-HerpaHcnupyeMas —//— 9700 Max +
o01acTb
moody X: 2014730 3’-HerpaHcaupyemasi —//— 5200 copia +
obsactb
CG17752 3R: 19622486 Hutpon —//— 7600 100
CR45822/ pst | 3L: 7355650— —//— 16000 Tpunnukanus + +
7363640 JIOKyca
Mur2B X: 1567717— Wntpon Heneuus 1740 1 + + +
1569443
X: 1628000— WuTtpon Henmenmst 7400 giwin + + +
1635500
su(wlaj) X:1033407— 5’-HerpaHcaupyemast Henemus 7580 412 + + +
1040982 o0s1acTh MHTpPOHA
Scgd X: 1737166— 5’-Hetpancnaupyemas Henenus 9112 roo + + +
1746272 001acThb MHTpPOHA
Sforked X: 17279030 DK30H Uncepuus 7400 gypsy +

+ — WHcepuuu uau aeneuuy B aHAIU3UPYEMbIX JIMHUSIX.
* Tensl cuctemsl piPHK-nHTephepenmm.
** QKpyIJIeHHOE 3HAaYeHMe, I1.H.

HUIO TIpeAIIeCTBEHHUKOB TPaHCKPUIITOB flamenco
U yMeHblIeHUI0 KoaudecTBa 3penoit piPHK [48].
B nuHum SS nHcepuyun B 9TOM reHe He 0OHapyKeHO.
CrnenoBaTellbHO, TaHHBbIE MyTAallUM HE SIBJISIOTCS
MPUYNHOI BO3HUKHOBeHUS eHoTuna flamenco.

Ananmu3 nuddepeHINaTLHO SKCITPECCUPYIONTX-
csI TEHOB BBIIBUII MHcepuuio MI'D blood B obmactn
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(chr3L:20225801) mexny renamu CGI7147
u Su(var)3-3 Ha paccTossHuU 478 M.H. TTOCJIe TeHa
CG17147 (puc. 36, tabn. 2). B rene CGI17147
obHapyxeHa uHcepuus 210 m.H. B MHTPOH,
aHaJOruyHasi MHCEePLMs MpeacTaBieHa U B JUHUU
nukoro tumna. [lo maHHBIM TPaHCKPUIITOMHOTO
aHaJIM3a BKCIIPECCHs DTOTO TeHa MOBbIIIeHa B 6 pa3
(ta6n. 3) [28]. Bo3moxHO, 3Ta MHCEpIUMI MOTJa
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Taomuna 3. IuddepeHimanbHas 3KCIPecCHsi TeHOB, CoAepXKallliX MHCepLMIo/nenelnio MI'D uim XpoMOCOMHYIO
nepectpoiiky, y imHuii SS, MS orHocutensHo /132 (MmeTon DESeq)

SS orHocutenabHO /132 MS otHocuTenbHO 132
Ten flybase id
Log,FC SS/D32 Pagj SS/D32 Log,FC MS/D32 Pagi MS/D32

CG17147 FBgn0260393 4.431 0.050 3.104 0.042
CG43348 FBgn0263080 —6.871 0.000 —4.463 0.000
moody FBgn0025631 1.626 0.043 1.256 0.030
CG17752 FBgn0038718 1.813 0.011 1.061 0.047
CR45822 FBgn0267472 2.286 0.035 1.857 0.046
pst FBgn0035770 1.690 0.002 1.169 0.040

[Ipumeyanne. p,q; — cKoppekTnpoBanHoe 3HaueHue p; Log,FC — log, oTHOLICHNST YpOBHEil SKCIIpecCny TeHOB
B CPAaBHUBAEMbIX JTUHMUSIX.
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Puc. 3. BusyanbHoe oToOpaxkeHue pe3yIbTaTOB aHadM3a HAHOTOPOBOIO CEKBEHUpPOBaHUsA B mporpamme IGV.
CepbIM TIOKa3aHbI TIPOYTEHMS, COOTBETCTBYIOLIME pechepeHCHOMY reHoMy. KpacHbIM, XeAThIM, 3€JIeHBIM OTMEUYEeHbI
ONIHOHYKJICOTUIIHBIC MOJTUMOP(U3MBI, COOTBETCTBYIOIIME 3aMEHe OMpPENeIeHHOrO0 HyKJeoTuaa. YepHbie MITPUXU
B MPOYTEHUU — HEOIpenesieHHbIe HYKJICOTUIbl. [IpouTeHUs] MMEIOT rpaHulbl U HanpapieHue yreHus. PuosneToBbIit
MPSIMOYTOJIBHUK € IIM(paMU B TIPOYTEHUSIX COOTBETCTBYET MHCEPIUsIM B reHax AGO3, CG43348 n B 061acT! MEXIy TeHaMU
CG17147 v Su(var)3-3 ¢ ykazaHueM JUIMHBI BCTaBKU (a, 0, ). JIMMHHBIE YepHbIE JUHUU C LMMpPaMU COOTBETCTBYIOT JeJie-
LIUY B MUHTpOHE TeHa Mur2B B TMHMSX ¢ yKa3aHUEM JIJIMHBI (2).
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MOBJIMATH HA U3MEHEHME DKCIIPECCUU TeHa, eClIn
3aTpOHyJIa WIX IIPUHECIa SHXaHCEPHBIM yIaCTOK.
WNutepecHo, uto B 580 1m.H. OoT 0OHapyKeHHON
MHCEePLUUM pacIonoxeH reH Su(var)3-3. Ha us-
MeHeHMe 3KCIIpeccun reHa Su(var)3-3 nnm crutaii-
cunr ero MPHK wHcepuus MI'® He moBaunsia.
Su(var)3-3 yyacTByeT B 00pa3oBaHUM TeTEPOXPO-
MaTuHa, obsieryass meruauposanue H3K9 [42].
Hoxkayt rena Su(var)3-3 npuBOIUT K ITOBBIIICHUIO
DKCIIpECCUM OMpeaeNeHHBIX rpynn MI'D [41].
He BoigBaeHo mpsimoro ywactus Su(var)3-3
B IIpolleccax CIUIafiCMHTa TPaHCKPUITOB JIOKYCOB
piPHK. Ilpm »TomM mpoiiecc ¢popMHpOBaHUS
reTepoXpoMaThHa C IOMOIIBI TUCTOH-METHUJI-
TpaHc(depas, HEOOXOOMMBIX OJSI MPaBUJIbHOU
TPaHCKPUIILIMHU JIOKYCOB, HE O KOHIIA U3yUYCH.

IIpu ananuse nuddepeHInaTbLHO 3KCIIPECCU-
pyeMbix reHOB CG43348, moody, CG17752 B nuHuun
MS o6GnHapyxeHsl uHcepuuu MI'D (puc. 3e,
Ta6a. 2). B nunuun SS He HaiimeHO XPOMOCOMHBIX
nepecTpoek uanu uHcepuuiit MI'D B aTux reHax, rnpu
9TOM UX 3Kcmpeccust B IuHusIXx MS u SS He oTiu-
yaercs. CienoBarebHO, U3BMEHEHMST SKCIIPECCUM
reHoB CG43348, moody, CG17752 He cBsI3aHBI
C JaHHBIMU MYTalLIUSIMMU.

AHaIn3 JaHHBIX CEKBEHUPOBAHMSI TPAHCKPUII-
TomMa MeTtonoMm Illumina mokazan yBeJluW4YeHME
skcnpeccun reHoB CR458522 w pst B HECKOJBKO
pa3 (tabu. 3) B auHugXx SS U MS oTHOCUTEIBbHO
JquHuur nukoro tuna 32 [30, 31]. Metonom OT-

1000 m.1.
==

751

TTLP noaTBep:xaeHO yBeAUUeHME SKCIIPECCUU IF'eHa
CR45822 na ypoBHE TPAaHCKPUIILIMKU B HECKOJBKO
pa3 B auHUsIX SS U MS oTHOcuTenbHO JUHUU J132
(tect ManHa—YutHu, p <0.01, N = 6).

BaxxHO OTMETUTB, YTO aHAIN3 JAaHHBIX CEKBEHU-
pOBaHUs JUIMHHBIMU MPOUYTEHUSIMUA BBISIBUI B MC-
clelyeMoOM paiioHe KpyIHble MHCEPUUU OOLINM
pasMepoMm okoJyio 16 1.im.H. OZHO HpoYTEHUE
B o0JyIacTH, mpuJjeraiomeii K Hauyaimy reHa CR458522,
JIpyroe — Ha paccTosiHUU okojio 8 T.1.H. [1pu aTom
MOKPBITHE B JAHHOM PETUOHE OBIJIO 3aMETHO BHIIIIE,
YeM B OCTaJIbHBIX 00JaCTSIX XPOMOCOMBI (puc. 4a).

C ucronb30BaHWEM JaHHBIX HAaHOIIOPOBOIO
ceKBeHMpoBaHUs 1 nporpammbl Canu npoBeaeHa
cbopka de novo reHoma Myx tuHun MS. I1omyuyeHHBIE
KOHTHUTHM COIIOCTaBJICHBI C TTOCIECA0BATEIbHOCTSIMU
reHoB 13 0a3bl JaHHbIX FlyBase [12]. B pe3ynabrate
HalileHa TpUILIUKALIMs pailoHa, OXBaTHIBAIOIIETO
reH CR45822 n BTOpOit 9K30H TeHa Sec63 pazmepom
0Ko0JI0 16 T.I1.H. (puc. 46). DTOT paiioH HE SIBISETCS
nocyenoBaTeIbHOCTbI0O MI'D 11 He comepKuT TaH-
JIEMHBIX TIOBTOPOB.

C 1enblo MPOBEPKU pe3yasTaToB metogoM [TL[P
B peallbHOM BPEMEHHU OIpPEIeICHO KOJIUICCTBO
konuii reHa CR45522 B renomuoi JIHK wuccne-
JyeMbIX JUHUK SS 1 MS OTHOCUTEIbHO JUHUU
nukoro tuma J132. B pacueTtax yuntbsiBaiu addex-
TUBHOCTh MpaiMepOB K HCCIEIyeMOMY I'e€HY U pe-
(epeHcHbIM reHaM. B pesynbrare mojrydeHo pac-
YeTHOE 3HaYyeHue — OKoJIO Tpex Konuil CR458522
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B
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Puc. 4. Tpurukanus gokyca mexny reHamu CR45822 n CR45835. HabmomaeTcsl yBeIM4YeHUE MOKPBITHAS TTPOYTCHUI
mexny reHamu CR45822 u CR45835 B 2-3 pa3a (a). Ha coopaHHOM de novo yyactke XpoMocoMmbl 3L Ha OCHOBE JaHHBIX
HaHOITOPOBOTO CEKBEHUPOBAHUS COTIOCTABJICHBI TTOCIeI0BATEIbHOCTA TeHOB CR45822, CR45835, pst, Sec63, CTCF. BunHa
TpUIUIMKaIus TeHoB CR45822, CR45835, pst, dparmenToB reHoB CTCF u Sec63, Ipr 3TOM MOXHO OTNIPEIETUTh COOCTBEH-

Hble TOTMMOPGhHBIE BAPUAHTHI HEKOTOPBIX TEHOB (0).
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B TUHUM MS U poguTenbCcKOi TUHUU SS MPOTUB
OJHOI KOIMU B TUHUM JUKoro tuma J132.

HUncepuyuu MI'D 6 pehepercrom eenome
OMHOCUMENbHO UCCAeDYeMbIX NUHUIL
U AUHUYU OUK020 muna

IIpoBeneHue aHanmmM3a B OINpeaeIeHHBIX I10JIO-
KEHUSIX pedepeHCHOro reHoma MpuBeso K 00-
HapyxXeHUi0o MI'D, KoTopbIXx He OBIJIO B ITUX
JJoKkycax B JUHUAX SS U MS U JTUHUM IDUKOTO
tuna J[32. MyTauuu 3TOro TUIla IpencTaBIeHbI
B UHTpOHE reHa Mur2B (puc. 3e, Tabin. 2) B TMHUSIX
SS u MS u nuHuu nukoro tumna H32. Mox-
HO IIPEeANOJOXUTh, UTO MPOU3ONLIU IKCIU3UI
U TpaHcrno3uluss MI'D U3 ogHoOro jJokyca B Apy-
roit. OgHaKoO MocJjie 3KCUM3UU PeTPOTPAHCIIO30HOB
MyTeM TOMOJIOTUYHOM peKOMOMHAIIMU 4Yallle
Bcero ocrtaetrcsl omuHouHblii JKIT [49]. TIpu
3TOM B aHAJIM3UPYEMBbIX JUHUSIX 3TU JIOKYChl HE
comepxat ¢pparmeHToB MI'D. COOTBETCTBEHHO,
pedepeHCHBI TeHOM CcolePKUT He aeneunio MI'D,
a MHCEePUMIO OTHOCHUTEILHO MCCICAYEeMOI TUHNN,
TO ecTh 3Ta UHcepuus MI'D B pedepeHCHOM
TreHOMeE, XapakKTepHa MCKIIOUMTEIbHO IS JIMHUU
Ipo30(dui, UCIIOJb30BAaHHOI MpU COOPKE reHoMa.

CyllecTBYIOT U MHAMBUAYaJIbHbIE OCOOEHHOCTHU
aHaau3upyeMbIix nuHMit. Tak, nmabopatopHas
JIMHWUSI TUKOTO THUIIA COACPXKUT meienuio MI'D, He
oOHapyXeHHY10 B JuHUIX MS u SS. ITogoOHbIe
T€HOMHBIE IIePEeCTPONKM MOTYT MCIIOJIb30BaThCS
JUJ1s1 TIpOBeaeHUsT (DUIOTeHETUYECKOro aHaau3a.

Anamm3 takux kinacrepoB piPHK, kak flamenco,
42AB, 38C, 80F|7], BbIsIBUJI 3HAUMTEIbHBIE pa3TNUUs
MeXIy pedepeHCHBIM TeHOMOM M MCCIIEAyeMbBIMU
U KOHTPOJbHBIMU J1A0OPATOPHBIMU JUHUSIMU.
Ananmm3s coctaBa MI'D B kjacrepax 1 orpeneacHue
TOYHOI'0 KOJMYEeCTBAa OOHApPY>KEHHBIX WHCEPLUit
U JeJIeli — 3a1a4a JaIbHEMIINX UCCIEIOBAHUMA.

MoOXHO TpPEenNnoJoXUTh, YTO HE Kaxmaas
obHapyxeHHas mHcepuuss MI'D B TeH TIpUBOINT
K HapylmeHMio mnociegoBateibHocTu MPHK.
[Ipenmonaraercss, YT0 UHTPOHBI MOTYT ITPOUCXO-
JUTb OT TPAHCMO30HOB [50—52], BO3MOXHO TaKXKe
CYyILIECTBOBAHME MEXaHU3MOB pacrno3HaBaHust MI'D
Kak uHTpoHa [51]. Hampumep, B pedepeHCHOM
reHoMme B S5’-HeTpaHchaupyemoit obsactu MPHK
reHoB su(w/af) n Scgd (tabn. 2) nmpucyrcTBytor MI'D
412 u roo, COOTBETCTBEHHO, INpeICTaBIsSIOIIUE
co00if UHTPOHKI. B nccnemyembrx nuHusgx SS u MS
u auHuM aukoro tumna /{32 B renax su(wfaj) n Scgd
3TUX UHTPOHOB HET, KaK HEeT U MOCJIeNOBaTEIbHOCTU
MID.

SAK/IIOYEHHME

B Harreii pabote npu MOMOIIY CEKBEHUPOBAHUS
JUTMHHBIMU ITPOYTEHUSIMU TIPOBEICH IMOMCK MyTallUit

KYKYIIKWHA n np.

B reHax cucteMbl piPHK-unTepdepeHium n reHax,
nrdbepeHINaTbHO SKCIPECCUPYIOLINXCS B TEHOME
JuHuii SS u MS D. melanogaster. OGHapyXXeHbl UH-
cepunu MI'® B renax AGO3, CG17147, Su(var)3-3,
Gasz, CG43348, moody, CG17752, 3aTparuBaloliiue
pa3InYHbIe CTPYKTYphI reHOB. Cpeau IpoaHau-
3upoBaHHBIX TeHOB piPHK-uHTepdepenuun nu-
Huit SS 1 MS MOXHO OTMETUTH MEPCIEKTUBHBIN
Mapkep penoruma flamenco — reHsl vig u Su(var)3-3.
OOHapyXeHbl XpOMOCOMHBIE TePECTPOMKN T€HOB
vasa, CR45822 n pst. Uncepuusa MI'D Bosne reHa
CG17147 cBsi3aHa, TO-BUAMMOMY, C YBEIIMYCHHEM
€ro TpaHCKpMIIIUKM B JuHUAX SS u MS. B cBs3u
C TEM, YTO OOJIBIIMHCTBO OOHAPYKEHHBIX MHCEPIINIA
MI'D He BBI3BIBAIN U3MEHEHUIT 9KCITPECCUN TEHOB,
MOXHO TPEIIOJIOXUTh, YTO 3Ta MHCEPLIMS TTOBIMsLIA
Ha peryasiTopHyio ob6nactb reHa CGI7147. He
00OHaPYKEHO TAKXKE KOPPEJIAIIMI MEXIY U3MEHEHUEM
nojioxxeHuss MI'D u yMeHblLIeHUEM WIN YBeTUYeHUEM
sKcIpeccun npyrux auddepeHInaibHO dKCIpec-
CHUPYEMBIX T€HOB.

Kakx mpaBumo, mpu aHaam3e TEHOMHBIX
M TPAHCKPUMNTOMHBIX JaHHBIX TIPUHSITO OMMPATHCS
Ha pedepeHCHBbIt reHoM. OnHAKO TMpU aHaIu3e
MOOUIBHOIO KOMIOHEHTA T€HOMa HEOOXOAMMO
YUUTBIBATh, YTO pehepeHCHbIE TEHOMBI CAeIaHbl
Ha OCHOBAaHUM OAaHHBIX T€HOMa OIpeIeIcHHONI
MOMYJISILIUKM, 00JIafalolIeil XxapaKTepHbIMU JIJIsl Hee
MO3ULMSIMU MHCEePLIMiA MI'D, 4TO MOXET OTpa3uThCs
Ha MHTEpIIpeTalluM IIOJy4aeMBIX Pe3yJIbTaTOB.
B yacTHOCTM, TIpY MCMHOIB30BAaHUM ITPOTPAMMHOTO
naketa TLDR [53] njisi moucka HOBBIX BCTaBOK
MI'® B reHOM, MOXHO HE Y4eCTh IMOMY/ISIIIMOHHBIC
0COOEHHOCTU JTUHUU U pedepeHCHOTro reHoMma,
C KOTOPBIM MCcieayeMasl JIMHUS JaBHO pa3oliliach
B Xoje 3BooLMU. B pe3ynbraTe MOXeT ObITh cle-
JJaH OIIMOOYHBINA BBIBOA, Hallpumep, 00 yBelu-
YyeHUM KojudecTtBa Komuit MI'D B uccienyemoii
JINHUHU, a TaKXKe BBIMOJIHEH HETPaBUJIbHBIM MOITY-
JISIMOHHBINA aHaU3, YYUTHIBAIOILIUI TOJbKO YBe-
JMYeHre uyncia Konuit MI'D u monoxeHne HOBBIX
KOITMIT OTHOCUTEIbHO pedepeHcHoro reHoMa. [lpu
HUCCIIeNOBAaHUM aHAJM3UPYEMbIX TEHOMOB OOHAapy-
JKeHBI aeneunyu MI'D, KoTopble SIBISIOTCS MHCEP-
nusmMu MI'D, xapakTepHbIMU 1151 peepeHCHOro
reHoMa. O4eBUAHO, UYTO OJHOIr0 peepeHCHOro
TeHOMa HEeJOCTAaTOYHO IJIsI OXBaTa INIO0aJIbHOIO
T€HEeTUYECKOIro pa3Hoo0pa3rsi MOOMIBHOTO KOMIIO-
HEHTa TeHOMa, MPUCYTCTBYIOUIETO B Pa3IUYHBIX
nonyJsuusx. B cBoOomHOM J0CTyIIe eCTh TaHHbIe
JJIMHHBIX MPOYTEHUIl OCHOBHBLIX KOHTPOJbHBIX
auuuit (Canton-S, OregonR, wll8 y 1.1.) [11].
IIpu aTOoM He 00s3aTeIbHO CEKBEHMPOBAThH BCE
M3BECTHbIE JIMHUU, TOCTATOYHO MCHOJb30BaTh
JIMHUHU, SIBJISIIOINMECS OTBOAKAMY WU “OCHOBOIT”
ucciuenyemoil iuauu. Hanpumep, nunug wllld
cunTaeTcs 6a30BOM A1 MOJydeHUs] OOJbIIMHCTBA
TpaHCTeHHBIX JIMHUI [54].
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WccnengoBaHue TpaHCKpPUITOMAa METOIOM
BBICOKOIIPOM3BOAUTEIbHOIO CEKBEHUPOBAHUS,
COITOCTABJICHHOI'O TOJIBKO C OMHUM pedhepeHCHBIM
TeHOM, MOXET He OTpakaTh BCE MYTAllMOHHBIE
cooriTns. Hanmpumep, nacepunsa MI'D B 5" -HeTpaH-
CcIMpyeMylo 00JacTh MOXET HapyllaTh CTapT
VHULMALMKA TPAHCISIIUY, TEM CaMbIM ITOJHOCTHIO
MeHSISI TIOCJIENOBATEeIbHOCTh MPOAyKTa reHa [50—
52]. OgHako, MCMOJb3ysT KOPOTKUE TMPOUYTEHUS,
MOXHO HE€ TOJILKO TMPOIYCTUTh MHcepHuio MI'D,
HO U HE 3aMETUTb U3MEHEHUI B 3KCIPECCUH T'eHa.
Kiaccuueckue MeTonbl orpeneaeHus: 3KCIpecCuu
MTI'D metonom IILIP B peanbHOM BpeMEHM TOXe
He o0ecrnevyrBaloT Mojy4yeHue TOYHOro pe3yJibrara.
JBe MOMyASIMOHHO pa3jIMYHble JUHUU MOTYT
coJepxXaTh pa3Hoe KoJaudecTBO Komnuit MI'D, Ho
9KCIIPEeCCUPOBATHCS KaXKIbIil OTAEIbHBINA 2JIEMEHT
OyzIeT Ha OMHOM YPOBHE. AHAJIN3 TPAHCKPUITTOMHBIX
JAHHBIX OyIET BBISIBIISITH MTOBBIIICHUE SKCIIPECCUU
MI'D, 4To MOXHO TpaKTOBaTh KaK IMOBBLIIICHUE
aKTMBHOCTHU 3TOoro MI'D uinm HapylieHue paboThl
CHUCTEMBI KOHTPOJISI TPAHCIIO3ULINU.

Bo3MoXxHO, 4TO MOBBIIIEHHUE YPOBHS 3KC-
npeccun MI'D gypsy B nmaum MS [27] cBsi3aHO
TOJIBKO C yBEeJIMYEHUEM KOJIMYEeCTBa KOIIWii, a He
¢ HapymeHueM cucteMbl piPHK-unTepdepennm.
Tak kak UM SS 1 MS U30reHHBI, TO Pa3TUINs
B TTOJIOXKEHU Y HOBBIX MHCEPLIUI HAOTIONAIOTCS TaXe
NpY HEeOOJBIIOM YMCJIE IPOaHaJIM3UPOBAHHBIX
T€HOB. DTO MOXET OBITH CBSI3aHO C TE€M, UYTO
nmuHusA MS mojydeHa M3 omHOIT 0coOu TuHUM SS,
KOTOpasi uMmea omnpeaeJeHHbIA Habop MHCepLuit
MI'D. Bo3MOXHO, HOBbIE MHCEPLMU CBSI3aHBI
¢ HapyuieHueM padoTsl cuctembl piPHK-unTep-
(epeHIMM M, TAKUM 00pa3oM, SIBISIOTCS CJeM-
ctBueM ¢denorumna flamenco. PaHee B pabortax
Halleil 1abopaTopuu ObLIM MOKa3aHbl HAPYIIEHUS
MPOILIECCOB CIJIaliCMHIa TPaAaHCKPUITOB JOKYyca
flamenco y nunuuii ¢ ¢peHorunom flamenco SS
u MS [25]. OToT heHOMEH MOXET OBITh CBsI3aH
C OCOOEHHOCTSIMU CTPYKTYPBI M COCTaBa KjacTepa
MTI'D, uyTo nmpeacTaBasieT UHTEpPeC I AadbHEHIINX
WUCCIIETOBAHUA.

PaGora moayumma moamepXKKy IMpOrpaMMBEI
“MoneKyasspHO-TeHeTUUeCK1e MeXaHU3Mbl HeCTa-
OMIBHOCTM TeHOMa W MyTareHe3a y XMBOTHBIX
n gyenoseka” (rpant 13-1-21). Homep HUTHUC:
121032500085-3.

B cootBeTcTBUM ¢ TyHKTOM 3 I1aBbI 1 JIMpeKTUBbI
2010/63/EC ot 22 centsiops 2010 1. o 3ammuTe
>KMUBOTHBIX, MCTIOJIb3YEMbIX B HAYYHBIX LIEJSIX, TPE-
OoBaHUS OMOATUKM HE PACHPOCTPAHSIOTCI Ha
00BEKT JAHHOTO MCCIIEIOBAHUSI.

ABTOpBI 3agBISIOT 00 OTCYTCTBUM KOH(IMKTA
MHTEPECOB.
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Transposable elements (TE) increase the frequency of spontaneous mutations in the genome and are
also capable of altering function and affecting gene expression, so it is important to have an idea of their
activity and position in the genome. The paper demonstrates the advantage of combining the analysis of two
sequencing methods of searching TE insertions and chromosomal rearrangements: full-genome nanopore
sequencing allows the detection of TE insertions, and the use of transcriPtome sequencing evaluates the
effect of insertions on gene expression. The results are presented using SS (w*, flamenco mutant) and MS (wI,
flamenco mutant, active copy of gypsy) strains with the flamenco phenotype as an example to investigate the
causes of impaired control of TE activity. The laboratory wild type strain D32 was used as a control. Insertions
and deletions of TE into the euchromatin regions of the genome and into the introns of genes relative to the
reference genome were found in the studied strains and wild-type strains. In the analyzed genomes, a search
for insertions and deletions in RNA interference system genes and in differentially expressed genes in SS and
MS strains with flamenco phenotype was performed. We have detected TE insertions in various structures
of AGO3, CG17147, Su(var)3-3, Gasz, CG43348, moody, CG17752 genes. For most of the analyzed genes,
no correlation between a change in the TE position and a decrease or increase in gene transcription was
found. A chromosomal rearrangement affecting the 3’-untranslated region has been detected for the vig gene.
Based on the results of long-read sequencing, a de novo genome assembly for the MS strain was obtained.
The increased expression in SS and MS strains for CR45822 and pst genes was found to be associated with
triplication, but not with changes in gene regulatory sequences or TE insertion.

Keywords: Drosophila melanogaster, mobile genetic elements, evolution, Oxford Nanopore, Illumina, genome
assembly
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