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HccnenoBanusi BBIMONHEHBI 3a cyeT ¢uHaHcupoBanus ynusepcuteta UTMO B pamxax HUP
No621312 «Pa3paboTka mporpaMMHOTO OOeCIeYeHuss JUIsli HHTEPAKTUBHOTO ckaddonaunara

T€HOMHBIX COOpPOK Ha OCHOBE JaHHBIX Hi-C»

PaboTa mocBsiiena co3IaHui0 MPOrpPaMMHOTO HHCTPYMEHTA, TIO3BOJISIFOIIETO B PEabHOM BPEMEHH
BU3yaJM3UPOBATh ¥ MHTEPAKTUBHO B3auMOieiicTBOBaTh ¢ Hi-C maHHBIMU F€HOMOB, COMTOCTABUMBIX
Mo pa3Mepy C T€HOMOM 4YelOBeKa, /Ui peuieHus npobiemsl ckaddonauara (yrnopsaouyuBaHus U
OpPHCHTAIlMM HMMEIONIUXCS IMOCIEI0BATEIbHOCTEH) U BallMJallil TEHOMHBIX cOOpok. B pamkax
JaHHOM paboTel ObLI pa3paboTaH HOBBIM (Gopmar xpaHeHus maHHeix Hi-C skcrepuMeHTOB,
MO3BOJISIOMNN YPPEKTHBHO peain30BaTh HEOOXOAMMEBIE 3aIPOCHI, & TAK)KE YTUIINTA, TIO3BOJISIOIIAS
peoOpa3oBhIBaTh CYNIECTBYIONIHME JaHHBIC B 3TOT (hopMart.

Beenenne. Cxad@onauHr sBiseTcss MOCIEIHUM 3TAIOM TI'€HOMHOH COOpKM M 3aKII0YaeTcsl B
YHOPSAAOYMBAaHUY U OPUEHTUPOBAHMM OJHO3HAYHO OINpeAenéHHbIX nocienosarenbHocred JJHK —
KOHTHUI'OB — [IOJIyYEHHBIX Ha BBIXOJIE aBTOMATHUECKOI'0 COOPIIMKA B I1OCJIEI0BATEILHOCTH OOJIBILIETO
pasmepa — cka@oianbl — KOTOpblE JOJKHBI COOTBETCTBOBaTb HCTUHHOM MOCIENI0BATEIbHOCTH
Hykieotua0B B Mojekyie JJHK. CoBpeMeHHbIE TEXHOIOTMN CEKBEHUPOBAHUS MO3BOJISAIOT CO3/1aBaTh
KOHTUTH CPaBHUMBIX MO JUIMHE C TOJHBIMHU TOCHIEA0BaTebHOCTIME XpomocoM. Hi-C — meron
MOJIEKYJISIPHOM OHMOJIOTMH, MO3BOJSAIOMIMN MONYYUTh WH(POPMALMIO O B3aUMHOM PaCHOIOXKEHUU
yuactkoB JIHK B TpéxmepHOoM mnpocTpaHCTBE. OTH JaHHBIE MOYKHO MCIIOJIB30BAaTh B IIPOLIECCE
ckaddonnuura uis Toro, 4ToObl MPaBWIBHO YHOPSAOYUTh U OPUEHTUPOBATh KOHTUTH. Ha naHHbIN
MOMEHT HOCIeIHUH 3Tan ckad@onauHra npoBOIUTCS U MIPOBEPSIETCS YETOBEKOM, YTO 3HAYUTEIBHO
3aTpyAHSET OOIyI0 aBTOMaTH3aIUIO Ipoliecca FTeHOMHOM COOPKU XPOMOCOMHOT'O YPOBHSI.

[Ipo6nema cocroutr B oTcyTcTBUM OTKpbeiToro IO, »ddexkTuBHO pemaromero 3aaavy
MHTEPAaKTUBHOrO ckadoyiIuHra 1 FeHOMOB, CPAaBHUMBIX IO pa3Mepy C T€HOMOM 4eJOoBeKa, Ha
ocHoBe naHHbIX Hi-C. EqnHCTBEHHBII MPOrpaMMHBIA HHCTPYMEHT C OTKPBITBIM HCXOJIHBIM KOJIOM —
sto JBAT, pazpabotanusiii B naboparopun Aiaena. [lannoe 1O obnagaeT psaomM HETOCTaTKOB:
HEepalMOHAIBHBIM PAacX0J0M ONEPaTUBHON MaMSITH, OTCYTCTBHEM BO3MOXHOCTH Cpa3y kK€ MOTyUUTh
HYKJICOTUHYIO TntocnenoBareabHocTh JJHK, cooTBeTCTBYIOIIYIO MPOM3BOIBHOM 00JIaCTH, a TakkKe
JOJATUM TpoleccoM (¢GuHaNMM3alu KOHEYHOM cOopku. TakuMm o0pa3oM, akTyaJbHOW SIBISETCS
paspabotka [10 st uHTepakTHBHOTO CKadOIIUHTAa TEHOMHBIX COOPOK, UYTO B TaJIbHEUIIIEM MOKET
OTKPBITh BO3MOXKHOCTH O0JIbIIeH (popMann3aluy 1 OKOHYATEIbHON aBTOMaTH3aIMHU MTPOLECcca, B TOM
YUCIIE ¢ TOMONIBI0 MpUMEHEeHUsST MeTo10B 1.

OcHoBHasi yacTb. B pamkax naHHoOW paboOThl Mbl pa3paboTalii HOBBIII MHCTPYMEHT C OTKPBITHIM
MCXOJIHBIM KOJIOM, TIO3BOJISIFOIIU I A (EKTUBHO BBIOJIHATH 3aIIPOCHI IPOU3BOJIBLHON MPSIMOYTOIBHOM
obomactu Hi-C KkapTbl, BBHINONHATH MEPEMEUICHUE M Pa3BOPOT KOHTUTOB, a TaKkKe MOJIy4aTh
nocnenoBareabHOCTh JIHK, COOTBETCTBYIOINIYIO BBIIETIEHHON 00IaCTH.



Jlinst 5Toro HamMH OBLI MPEIOKEeH HOBBIM (hopMaT xpaHeHHs daHHbIX Hi-C skcreprMeHTOB, IS
paboThI C KOTOPBIM UCIIOJIb3YETCS CTPYKTYpa JaHHBIX «JleKapToBO JepeBO MO HESIBHOMY KIIIOUY CO
CIly4ailHBIMH TIPUOPUTETaMU U OTJIOXCHHBIMH ONepalsIMu». B OTIMYHMe OT CyIIeCTBYIOIIETO
dopmara mcool, ucnonszyemoro B Cooler, unctpymenre Busyanusaiuu Hi-C naHHBIX, MaTpHiia
B3aMMOJICHCTBHI HE XPaHUTCS IIETUKOM, a pa3duTa Ha MPSIMOYTOJIbHbIE OJOKH C OrpaHHYEHHEM I10
JUTMHE KaXI0TO U3 U3MepeHHid. [ paHuIIbl OJIOKOB BEIPOBHEHBI Ha IPAHUIIBI KOHTHTOB, YTO TIO3BOJISET
3G HEKTUBHO MPOU3BOUTH OTIEPAITUH IO TIEPEMEIIICHHIO U Pa3BOPOTY KOHTHTOB 0€3 HE0OXOAUMOCTH
yuéra cocenHuxX. B oTinune oT cnenuanin3upoBaHHOro OuHapHoro gopmara hic, paspaboTaHHOTO B
naboparopun AlifieHa 11 ucnosibzoBanus ¢ JBAT, Hamu B kauecTBe KOHTeHepa Ob11 BeIOpan HDF5
(on e ucnoip3yercs B CoOler, omgHako CTPyKTypa XpaHCHHs BHYTPH KOHTEHHEpa HHas), 4TO
MO3BOJISIET paboTaTh ¢ (PaiiIoM MPAKTHUECKH KaK CO C)KATOW MANKOW M JIEIEeTHpOBaTh ONEpaluu
BBO/1a-BbIBO/Ia Oubmorekam st pabotel ¢ HDFS. Jlannoe perienue no3BomsieT 6e3 Tpyaa 100aBUTh
ckaThe U (pparMeHTAINIO, HE U3MEHSISI TIPU 3TOM CTPYKTYPY XpaHEHUS JaHHBIX. [lekapToBO AepeBO
10 HESIBHOMY KIIOYYy aKTHBHO HCIOJB3YeTCS IS XpaHeHHs WHQPOpPMAMU O PaCIOJI0KCHUU
KOHTHIOB, a OTJIO’)KEHHBIE OTIEpAIH MO3BOJISIOT () (HEKTUBHO pean30BaTh MOBOPOT.

I'paduueckuii nHTEpdelic nmpunoxeHus cxox ¢ uHTepdeiicom JBAT, 4To mo3BOIsSET NMEPEHECTH
IOJIB30BATEIILCKUH OTBIT. Takxke, ObUH 100aBIICHBI HOBBIC JIEMEHTHI YIIPABIICHUS IS TeX (PYHKIIHIA,
KOTOpBI€ OTCYTCTBYIOT B JBAT.

Jlns mpeobpazoBanus popmaroB mMcool u hic B Ham ¢opmar 6bu10 pazpaboTaHO AOMOIHHTEIBHOE
MPUIIOKECHUE, TIO3BOJIAIONICE JCTIaTh COOTBETCTBYIOIIYIO.

BoiBoabl. bBbuto paspaborano mnpuiiokeHue, mo3poisitomee padorath ¢ Hi-C  nanHbIMEH B
MHTEPAKTUBHOM pEeXUME. IMonnepxuBatoTcss  Bce  TpeOyemble  OmIepalu:
BU3YyaJIM3alUs IPOU3BOJILHON MPSMOYTOJIbHONW 00J1aCTH B 33JJaHHOM Pa3pelIeHuH, epeMeleHre 1
MIOBOPOT KOHTHUTIOB, a TaKKe (pUHAIM3a1us - BO3BpallleHrne TOTOBBIX ckad(oi10B TEeHOMHON COOpKHU
B ¢popmare FASTA. Takxe moOaBieHa BO3MOKHOCTb OIEPATUBHOTO BHIBOJA MOCIEI0BATEIHHOCTH
JIHK, cooTBeTCTByIOIICH BBIICICHHON oOnacTu, W3 cBs3aHHOTO (aitma B ¢opmare FASTA.
CpaBHeHHE BO BpeMEHHU pabOThI MOKa3aJ0 HE3HAYUTEIbHOE OTCTaBAHME HAIlleH peanu3aluu Mpu
pabote ¢ HeOonbIMMU (paitiamu, 0THAKO Ha ¢aiiaax pa3MepoM B HECKOJIBKO TUTa0aiT HabIr01aeTcst
COKpalleHHe BpeMeHUu paldoTsl 3ampocoB. Ilpu momolM KOHBEpTAUUMU MOJIIEPKUBAETCS
COBMECTHUMOCTb C CYIIECCTBYIOIIMMHE JaHHBbIME B hopmarax mcool u hic. Biaronaps ucnosip30BaHHIO
HDF5 B xadecTBe KOHTEHHEpa, COXpaHAETCS BO3MOXKHOCTb MOCIEAYIOIIEro YIy4IIeHUs
MpeJI0KEHHOT0 HaMu (hopMaTa XpaHEHHUS.

B nanpHeiiemM HHCTPYMEHT MOXKET ObITh MacIITaOMpPOBaH /10 YHUBEpCaJIbHOTO Opay3epa 1o padboTe
¢ naaabiMH 1o 3D-ctpykType IHK, a onbIT nHTEpakTHBHOTO cKad@oIIMHIa C MOMOIIBIO HAIIETO

I1O mo3BomuT Jyqdmaie (I)OpMaJ'II/BOBaTB 3ala4y U OKOHYATCIBbHO e€ ABTOMATU3UPOBATL C ITOMOIIBIO
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