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AnnoTanms. AKmyaisbHocmp U yea. AKTYaAbBHOCTD TeMbI 06yCAOBACHA KOAOCCAABHBIM POCTOM OGHEMOB HAKOIAEH-
HOI U HeA00OPaGOTaHHON MHGOPMALIMU MEAUIIUHCKOTO HA3HAYEHUs], 9BOAIOLMEN MAaTEMATHIECKOTO U AATOPHTMIYe-
CKOTO anmapaTa, He0GXOAMMOCTBIO YCOBEPIIEHCTBOBAHIS CYLIECTBYIOIMX KOHBelepoB 06paborku AanHbx. Lleapto pa-
60THI 65110 COOOLIEHNE 1 PACCMOTPEHNUE IPEAAOKEHHO aBTOPAMH HOBOM KAACCHPUKALINY U KOHIIEIILHI HHTEPIIPeTaLiuu
AQHHBIX, 4 TalOKe OIIBITAa Pa3paboTKy MPOrpaMMHOro obecnedenst. Mamepuaiv: u memodst. PaccMaTpUBaIOTCS. BOIPOCHL
KAaCCHUKALMY IIPOIPAMMHOIO 06eCIedeH s AAS ABTOMATH3ALIMY IIPOLIECCa AHAAN3A GUOMHPOPMALIOHHBIX AQHHBIX Te-
HOMHOJI1 IIPUPOABI U HOBble [IPHUHLUIIBI MHTEPIPETAN BbIMUCAUTEABHBIX SKCIIEPHMEHTOB B reHOMuUKe. Pesyivmanmo
1 86160061. Kax pe3yAbTar B CTaThe IPEACTABACH KPATKU 0630 AUTEPATYPBHI 110 TeMe COBPEMEHHON BbIYMCAUTEABHON Te-
HOMFKY, GHOMHPOPMATHKY, MAaTeMATUIECKON GHOAOTHMH, MEAULIMHCKOM KHOEPHETHUKHY, HOABIINX AQHHDIX AASL MEAULIMHBL
1 GUOAOTHH. CEKBEHUPOBAHHIO HyKAEHHOBBIX KICAOT, OIIBIT Pa3paboTKU KOHBENEPOB AAS AHAAN3A FEHOMHbIX AQHHBIX, HO-
Basi KAACCHUKALMS IPOrPAMMHOTO O6ecredeHnst i KOHIEIIMH HHTEPIIPETALMN AAHHDIX B 9TOH CAOXKHOM MEXKAVCLIUIIAH-
HApHOM MHOTOKOMIIOHEHTHOM IIPeAMETHOMN 06AACTH.
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Abstract. Background. The emergence and importance of the research topic is substantiated by the colossal growth in
the volume of accumulated and underprocessed medical information, the evolution of mathematical and algorithmic ap-
paratus, and the need to improve existing data processing pipelines. The purpose of the work was to review and report the
new classification and concepts of data interpretation proposed by the authors, as well as an experience in software devel-
opment. Materials and methods. The questions of classification of software for automating the process of analyzing bioin-
formational data of the genomic nature and new the principles for interpreting computational experiments in genomics
are discussed. Results and conclusions. As a result, the article presents a brief review of the literature on the topic of modern
computational genomics, bioinformatics, mathematical biology, medical cybernetics, big data for medicine and biology,
nucleic acid sequencing technologies, experience in developing pipelines for the analysis of genomic data, the new classi-
fication of software and concepts for interpreting data in this complex interdisciplinary multi-component subject area.
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Beeoenue

Bruonnpopmarrka Kak MeXIUCIUIUIMHAPHAS BETBb TCHETHKH U KHOEPHETHUKH MpeTepIiena J10J1-
TH IyTh BOJIIOLIMOHHOTO Pa3BUTHA OT HEOBEPHs U 0OBUHEHUH B OTCYTCTBUU UCTHHBI 10 COBPEMEH-
HBIX YCIIEXOB B U3yYEHHH I'€HOMA YeJIOBEeKa, MUKpOOOB U pacTeHui (puc. 1).

Puc. 1. OcHoBHBIE chepbl TPUMEHEHHs TEXHOJIOTHI cekBeHUpoBaHus cieayromiero mokoienus (CCIT; NGS —
next generation sequencing), KIIIOYEBbIX TEXHHUECKUX CPEACTB COBPEMEHHOM I'eéHETHKU 1 OMONH(OpMaTHKI

Haubonee spkumMu nprMepaMu yCTIEIITHOTO MPIMEHEHHUSI TEHOMUKH M OMOMH()OPMATHKH SBIISI-
€TCsl MOJIyYeHHE J0KA3aTENbCTB U MOCIEAYIONIEe PACKPHITHE MPECTYIUICHUNA MPOTUB KU3HU U 3A0PO-
Bbs Ha OCHOBE BhIYHcIuTeNnsHOro aHanu3a JJHK (ne3okcnprOoHyKIeHHOBOM KUCIOTHI), HACHTH(HKA-
IIUH TI0 OMOJIOTHYECKUM CIIeIaM HEMOCPEICTBEHHO CO CIEHBI MPECTYIUICHS, KaK IMPaBUIIo, yOHiicTBa
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1 nipoyero Hacwius [1]. AKTyaJIbHOCTh TeHOMHYECKHUX MCCIICAOBAHUN TaKKe CBA3aHa C POCTOM OIlac-
HBIX BUPYCHBIX UH(EKIINH, HACIIEICTBEHHOMW NATOJIOTHH, OHKOJIOTHH (puc. 2, 3).
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Puc. 2. Cdepsl npruMeHEHUS TEXHOJIOTHIA aHaIH3a OOJMBIINX OHOMH(OPMAITMOHHBIX TAHHBIX TEHOMHOM
TIPUPOJIBI JJIs IEpCOHU(DUITMPOBAHHON MEIUIIUHEI U papMakooruu [2]
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Puc. 3. Crnaiin-guarpaMmma mpuMeHEHHST TEXHOJIOTHIA UCKYCCTBEHHOTO HHTEIUICKTa
JUIS pa3paboOTKH U OIeHKH 3 PEKTUBHOCTH HOBBIX BaKIIMH M JIEKAPCTBEHHBIX CPEJCTB [3]
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CexBennpoBanue (puc. 1) — 3To mporecc ompeneieHusT MOpAIKa TOJ0KEHUS HYKICOTHIOB
B mozekyne JJHK. OtkpoiTus, copepuiennsie B 70-x rr. npouwioro Beka Canrepom u Makcamom —
I'nnGepToM, O3BOJIMIIN OCYIIECTBUTH TEXHOJIOTHUECKUH MPOPHIB, CAEIaB CEKBEHUPOBAaHUE PA0OINM
WHCTPYMEHTOM sl OOJNBLIOrO KOJIMYECTBA HCCliefoBaTeield B OMONOTMHU, MEIUIMHE, KPUMUHAIU-
CTHKE, JIECCHOM H CEJIbCKOM XO3SHCTBAX, MUIIEBON MPOMBIIIUIEHHOCTH U T.J. 3a nocinenanue 60 ner ce-
kBeHupoBanue JJHK 3HaunTenbHO POIBUHYIIOCH C TOYKH 3PEHUS IPUOOPOCTPOCHHUS, TPOTPaAMMHBIX
WHCTPYMEHTOB M METOIUK aHanu3a nHpopmannu. CexkBennpoanue JJHK — sxcniepumeHTanbHEII Me-
TOJl ONpEEeNeHHUs] NOCIEI0BATEILHOTO PACIIONOKEHUSI OCHOBAaHUN HYKJIEHMHOBBIX Kuciot (A, T, G
u C) B NOJMHYKJICOTUAE, KOAUPYIOLIEM pa3iIndHble O€IKH, KOTOpble PyHKIMOHUPYIOT B KieTke. [1on-
HBIH HA0Op KOOUPYIOLINX U HEKOAUPYIOMHKX nocnenoBarenbHocteit B JIHK sxuBoro opranusma Haspl-
BaeTCs reHoMoM. ['eHoM umeeT uHpopmalu 000 Bcex Oelikax, HeOOXOIUMBIX IS CYIIICCTBOBAHUS U
(YHKIMOHUPOBAHUS JKU3HU OpraHu3Ma. bruonormyeckue mocieoBaTelIbHOCTH (CEKBEHIIMN HYKIIEO-
THJIOB, aMHHOKHCIIOT, OETKOB) IMMOKA3BIBAIOT HEKOTOPOE CXOJICTBO MEXKIY CO00M. DTO MOYKHO OTIpe/e-
JIUTh IIyTeM HOMCKAa TOMOJIOTHYHOCTH MEXKAY MOCIIEeI0BATEIbHOCTSIMH.

TexHonOrMM MeTo1a XUMHUUYECKON Jerpafalun, npeiokeHapie Makcamom u ['unbeprom, me-
TOJ TUI€30KCH-TEPMHUHALIMHN 11U, pa3paOoTaHHbIH KoMaHaoi Sanger B 1977 r., u aBTOMaTn4eckoe
CEKBEHHPOBaHKE C MOMEUYeHHOM (uryopectenueit B 1990-x rr. BMecTe c(hOPMHPOBAIN MIEPBOE TTOKO-
nenue cekBenupoBanus (FGS — first generation sequencing). biiarojapst cBoeit cpaBHUTENBHOMN TIPO-
crote Meto CoHrepa cran foMuHUpyrommuM MetoroM B FGS. CexBennpoBanue CoHTEpa IMO3BOITUIIO
cexkBeHnpoBaTh Oakteprodar PhiX 174, KoTOpbIi comepKUT MpUOMM3UTEIHHO 5375 HYKICOTHIOB.
DTO UCCIEI0OBAHUE CTANIO EPBBIM MOJHOCTHIO CEKBEHUPOBAHHBIM reHoMOM B 1977 1. B 2003 r. mex-
JTyHapOIHBIN NpoeKT koHcopuuyMa «I'enom yenoBeka» (HGP —human genome project) ycremHo mpo-
CEKBEHHPOBAJ M KapTHPOBaJ BECh T€HOM 4YEJIOBEKa, YTO MPOU3OILIO rocie 13 et uccienoBaHuii Bo
MHOTHX Jlabopatopusix mupa. CekBeHHpoBaHue BToporo mnokoieHus (SGS, second generation
sequencing) WK CeKBEHUpOBaHME cienyromero mokonenus (NGS — next generation sequencing) ot-
HOCHTCS K BEICOKOIIPOM3BOAUTENBHEIM TexHonorusiM cekBernpoBanns JIHK u PHK (pubonyxkienHo-
BOM KHCIJIOTBI), KOTOPBIE MOT'YT CEKBEHHPOBATh )K€ MUJUINAPb HUTEH HYKJIEMHOBBIX KHCIOT. I1po-
necc WACHTH(PHUKALUHN TOCIEeI0BATENbHOCTH MPOUCXOIUT C HCIONB30BAaHUEM DEIUIMKALMH WIH
aMITUHKanny, 00ecreynBaoIei 3HAUUTENFHYIO MPOIYCKHYIO CIIOCOOHOCTh M1 MHOTOKpATHOE Ce-
KBEHUpPOBaHHUE I1eJIeBbIX yuacTkoB. CekBeHHMpoBaHue Tpethero nokosieHus (TGS — third generation
sequencing) xapakTepu3yeTcsi 00paboTKO# HYKJICOTHIOB IO OJTHOMY TSI TTOTYUISHUS IITUHHBIX M TOY-
HBIX Pe3yJIbTaTOB CEKBEHHPOBAHMSA, B TO BPEMsI KaK TEXHOJIOTHS aMIUIM(PHUKALUU HE HCIIOIb3YyETCsl.
OOHOKIETOYHOE CEKBEHHPOBAaHUE Takke 0THOCUTCS K TexHosoruu TGS [4]. Cexenupoanue JHK n
PHK nHa ceromusmHuii AeHb BBIIOIHACTCS BCETO HECKOJIBKUMH TEXHOJIOTHUSMH, ONUCAHNE KOTOPBIX
MIPUBOJIUTCS 1ajiee B TEKCTE CTAaThH.

Ilpunyun, npeumywecmea u Hedocmamku mexmnonozuu Illlumina/Solexa

TexHomornss CeKBeHHpOBaHUSA ¢ ToMmomsio cuHTe3a (SBS — synthesis based sequencing)
[llumina/Solexa ocHoBaHa Ha MeTOIe peBepcHBHON TepMuHaIuu (reversible termination). CekBeHupo-
Banue Illumina myTem cHHTE3a COCTOUT U3 YETHIPEX OCHOBHBIX 3TAIIOB: IOATOTOBKA 00pa3ua, reHepaLys
KJIaCTEPOB, CEKBEHHPOBaHME U aHANN3 NaHHBIX [4]. OQHUM M3 TTaBHBIX IPEUMYILECTB TEXHOJIOTHH SBS
SBJISIETCS TO, YTO CO CTaHJIAPTHBIMH peareHTaMu OHa I03BOJIsieT cekBeHHpoBaTh a0 100 oGpasios
3a Uk pabotel. Takke SBS-TexHONMOTHS HMEET SIBHOE PEUMYILECTBO NIPU CEKBEHHUPOBAHMH T'OMO-
MTOJIMMEPHBIX TTOCIIeI0BAaTEILHOCTEH 0 cpaBHeHMIO ¢ 454 wmm lon Torrent, TOCKOIBKY TO3BOJISAET
BKJIIOYATh OJJMH HYKJICOTH]I HA PEaKLHI0. 3HAYMTENbHBIM IPEUMYILECTBOM AaHHOH MI1aT(OPMBI SBIIS-
€TCs BO3MOXKHOCTh NTApHOKOHIIEBOro ureHus nocnenosarenbHocteil IHK. OgunuM U3 0CHOBHBIX He-
JOCTaTKOB TexHosornu SBS ocTaercs orpaHudeHue AMUMHbI MPOUYTEHUH, 0COOEHHO KOT/Ia peyb HIET O
3ajavax pacmmu@poBkH mocienoBarenbHocTH de novo. OMmNOKH 3aMeNICHUs OSBISIIOTCS H3-32 YBe-
TYeHHsT POHOBOTO LIyMa B KKJOM LUKJIE, TOMOIOINMepoB, cMerienue GC-ratio (COOTHOIICHUS Ty-
AHMHA U LUTO3MHA) B X0JI€ MOCTUKOBOM aMIMuKauy. 9Ta TEXHOJIOI U CEKBEHUPOBAHUS HA OCHOBE
cunte3a JIHKa muteir. OTnnvaercss BRBICOKOW MPOITyCKHOW CIIOCOOHOCTBIO C BHICOKOH TOYHOCTBIO U
BOCIIPOU3BOJAUMOCTEIO [5].

Texnonozus Ion Torrent

HnaT(bopMa Ion Torrent — 3TO nepBas TCXHOJIOTHA, KOTOpasA HE MPUMCHSICT ONTUYCCKUE NAaT-
yuku. B aTom MeTone HCIIOJIB3YETCA IOJYIIPOBOJHHUKOBAA CUCTCMA O6Hapy)KeHI/I$I IIpu CCKBCHUPOBA-
HHUHU IIOCIICOOBATCIIBHOCTH, OCHOBAaHHAas Ha o6Hapy>x<eHI/m HWOHOB BOJ0OpOAa, KOTOPBIC ABJIAKOTCA
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MOOOYHBIMU MPOIYKTAMH T0OaBIEHHs HYKJICOTHUOB K MMAOJOHHOW IETIH BO BpeMsl MOIMMEPHU3AIINH.
Bycunsl, cogeprxkamue oboramennyro JJHK, nobasnstorces B Mukpostueiiky Ha umre. OCHOBHEIM TIpe-
umytectBoM lon Torrent cekBeHUpOBaHUS SBISETCS TO, YTO OHO MCTIONB3YET OTHOCUTENHHO MPOCTYIO
XHMHUIO B MIPOIIECCE CEKBEHUPOBAHUS U TpeOyeT CpaBHUTEIHHO OYEHb HEOOBIIOro pa3mMepa oopasna
ot aHanmn3a. OTCroAa — BBICOKAsi CKOPOCTh CEKBEHUPOBAHMS TTPH HU3KUX IKCILTYaTAIlHOHHBIX Pacxo-
nax. B xauecTBe HENOCTATKOB ClIEyeT OTMETHTh HAJIMYHE 3HAYUTEIHHOIO KOJINYECTBA OIIUOOK ce-
KBEHUPOBAHUS B BHJIE OJHOHYKJICOTUAHBIX BCTABOK M Aenenuid. [ns pemenus stoii npobnemsl Life
Technologies BeImycTHIIa OOHOBIEHHE TpOrpaMMHOTo Tipoaykra lon Reporter. BropeiM HegocTaTkoM
9TOW CHCTEMBI SBIISIETCS KOPOTKAsH JJTMHA YUTaeMOro (hparMeHTa 1o CpaBHEHHIO C IPYTUMH METOIaMH
CEKBEHUPOBaHUs, TAKUMHU KaK CeKBeHHUpoBaHue 1o CiHrepy WM MHPOCEKBEHHpOBaHHE. bombine
JUTMHBI YUTAeMBIX (ParMEeHTOB TOJIE€3HBI 0COOCHHO /st cOOpkH reHoMa de novo [26], uro obecrieun-
BaeT OBICTPOE, TOCTATOYHO TOYHOE U YAOOHOE B MCIIOIB30BaHNHU CEKBeHHpoBaHWe. KadecTBo cexBe-
HUPOBAHUS MOXKET OBITh YXYyIIIEHO HATMYUEM TOMOITOJIMMEPOB 1 MOBTOPOB [5].

Mobunvnoe obopyoosanue cexeenuposanusn Oxford Nanopore

[Tpuanun padotsl cexkBeHatopoB ONT (Oxford nanopore technology) ocHOBaH Ha M3MepeHUU
ANEKTPUIECKOTO TOKA MPH MPOXOKICHUU MOJIEKYJIbl HYKIIEHHOBOM KUCIIOTHI Yepe3 HaHomopy. OOHa-
pyXKeHHe OCYLIECTBISIETCSl B KaMepe ¢ pa3zielieHHONH MeMOpaHoH, coaeprkaieil Hanonopy. K kamepe
MPUKJIAAbIBACTCA JJIEKTpUUYECKOe HanpsikeHue, 3actapisomniee JIHK wiu PHK nBuratscs uepes nopy.
[To mMepe MPOXO’KAECHUST MOJIEKYJIbl CEYEHUE MOPhl YMEHBIIAETCS, B PE3YJIbTaTe YEr0 YMEHBIIAETCS
cwia Toka. TakuM o0pa3oM, U3Mepsst TOK, MOXKHO ONPEAETIUTh TUI HYKJIEOTHAA, TPOXOISIIEro 4epes3
HIOPY B 3aJaHHBIA HHTEepBaJ BpeMeHH. [0 cpaBHEHUIO C CYIIECTBYIOLIMMHU METOIAMH CEKBEHUPOBAHHUS
UCIIOJIb30BaHKE JAHHOI'O METOAA CEKBEHUPOBAHUSI UMEET TaKHhe NPEUMYIIEecTBa, KaK HU3Kas CTOU-
MOCTb W JOCTYITHOCTh HCIOJb30BaHUSA, BbICOKAs YyBCTBUTEIBHOCTb, BBICOKAs JIMHA CUMUTHIBAHUS
(10 meCATKOB THICSIY OCHOBAHUH ), BBICOKAsI IIOPTAaTUBHOCTH, OBICTPHIN aHAJIN3 U OTOOpakeHHE pe3yib-
TaTOB B peajbHOM BpeMeHH. K HeJocTaTkaM MOKHO OTHECTH TaKMe CBOMCTBA, KAK HU3KOE KadeCTBO
CUMTHIBAHUHN 10 CPaBHEHHIO C IpyruMu iatdopmamu [4]. YacTora ommOOK CEKBEHUPOBAHUS MOXKET
OBITH BBICOKOW, 0COOEHHO NMPH MOBTOPAX MPOYTEHHH W HATMYUH BBICOKOTOMOJIOTHYHBIX PETHOHOB.
Kpome Toro, kauecTBO CEeKBEHUPOBAHUS MOXKET OBITh 3aTPOHYTO HAIMYHEM MpumMece [5].

PacBio (Pacific Bioscience)

BricokokauecTBeHHas: TEXHOJIOTHS CEKBEHUPOBAHUS, KOTOpas MOXKET IeHepHpOBaTh JUIMHHYIO
nenouky J{HK mocnemoBatenbHOCTH ¢ BEICOKMM KaueCTBOM, MO3BOJISIET 00ECIIEUNTh PAaclO3HABAHHE
CJIO’KHBIX TEHOMHBIX PETMOHOB U TOYHOE BBISIBJICHHE I'€HETUYECKUX BapuaHToB. CIIOCOOHA OCYIIECTB-
JSITH OOHApYKEHUE SUTEHeTHYecKuX Monudukanuii. CamMmoe Joporoe 1o leHe CeKBEHHPOBaHKE Tpe-
OyeT 0ONBLIOro KOJIMYEeCTBA NAHHBIX AJIS TeHEpalu HAJICKHBIX pe3yabTaToB [5].

Knaccugpuxayua npocpammnozo obecnevenus
0151 AHAIU3A OUOUHDOPMAUUOHHBIX OAHHBIX 2EHOMHOU NPUPOObL

KommeroTepHas mporpamma rpecTasisieT co00i Habop KOMaH 1 2JIEeKTPOHHOM MalllnHe U Ha0oP
o0OpabaTeiBaeMbIX JaHHBIX. Ha ceroaHsAmHuil AeHb B MEIUIIMHCKON KHOEpHETHKE 1 OMOMH(OpMaTHKe
JIOMHUHHUPYIOT CKPHUTITOBBIC SI3BIKH TTporpammupoBanus Python, R, Shell. Tem He MeHee kpyIHEIE Ipo-
IPaMMHO-BBIYUCIUTEIbHBIE KOMITJIEKCHI CO3/IAI0TCSI HA OCHOBE PECYPCOB SI3bIKOB IIPOTPAMMHPOBAHHUS
Java, C++, C#, yacTo HCIIONB3YIOT HECKOJBKO SI3bIKOB MPOrPaMMHUPOBAHMS U UMEIOT MPUBA3KY K pe-
CypcaM MHTEepHeTa.

CoBpeMeHHOE TIporpaMMHOe o0OecrieueHune, peHa3HaueHHOe ISl aHaIn3a OMOWH(POPMAaIIUOH-
HBIX JTJAHHBIX T€HOMHOU mpupoas! (puc. 4) [6—8], MOXHO Ki1accUPpHUUNPOBaTh, 0000IIasi CBOM 3HAHUS
Y OTIBIT M3YYEHUs], pa3paOOTKU U IPUMEHEHHUS! aBTOMaTU3UPOBAHHBIX CUCTEM aHAJIN3a JaHHBIX, Clie-
JTYIOTITIIM 00pa3oMm:

1. TIporpamMmmHoe oOecrieueHre, UCIIONHIEMOE BHYTPU CIIEIMAIBLHON 00nauHOW TaTdopMEl
Galaxy, KNIME (Konstanz information miner), Hanbomnee 3(h(eKTHBHO 1151 OBICTPOii pa3pabOoTKH KOH-
BEiepoB aHaIM3a JaHHBIX PU YCIOBUHM BJIAIEHUS pPa3pabOTIMKOM COOTBETCTBYIOIIEH TEXHOIOTUH.

2. HacronbHoe mporpaMMHOe oOecreueHre uMeeT rpaduyeckuii MHTepQeiic monp3oBaTess
K BBIIIOJTHEHUIO KOMaH] JUTI MaHUMYJSIIUK JaHHBIMA. OHO MOXET UMETh MPUBA3KY K MHTepHeTy (Ba-
puaHT A) Uiy OBITH HE3aBUCUMBIM B CBOMX PyHKIUAX oT MHTEepHeTa (BapuaHT b).
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3. [TonHOCTBIO BEO-TIPUITOIKEHHUE, PAOOTAIOIIEE HA BRICOKOIPOU3BOIUTEIEHOM CEPBEPE XOCTHHTA,
UMEIoIee COOTBEeTCTRYOmMUi BeO-unTepdetic n3 HTML (sS3bIk THIIEPTEKCTOBOM pa3MeTkH, hypertext
markup language) popm, mo3Bositolee 3arpyKarh JaHHBIE U BBIBOJHUTH Pe3yIIbTaThl 00padoTKH HHPOP-
Manuy ¢ GyHKUMSAMH 3arpy3KH OTYETOB, IEPECHUIKH, BU3YaJH3alllK pe3yIbTaToB B Opaysepe.

4. bespiaTepdeiicasie ckpunThl. OHU MOTYT IIPEICTABIATE CO00H MHOTO()YHKIIMOHAIBHYIO Ca-
MOCTOATCIIbHYIO KOMIIBIOTCPHYIO IIpOrpaMmMy HIIN 6I)ITI) QJICMCHTOM IIPOrpaMMHO-BbIYHUCIIUTEIIBHOTO
komiuiekca. [1Inpoko uenoiap3ytoTes 11 y4eOHbIX U IPaKTUIECKUX 3aad.

5. KoHBeiiepHble TEXHOJIOTUH, HMEIONIHE CICIUATBHBIN CEMAHTHUECKHIA S3bIK MPOTPAMMHUPO-
BaHus. HamOonee pacmpocTpaHeHbI JUIsl 1ejiell BBIYUCIUTEIHHON TEHOMUKH M TPAaHCKPUIITOMHKH
SnakeMake [9] u NextFlow [10].

Tlomoctero eeb npunoxennec . MopymeHoe Ha ocHOEE 0 GatHoi

Ll KoHEdiepHEIE TEXHOIOTHH
MHKP 0CEPEHCAMH AT opMED

BezunTep heficHEIE CKPHITTED Hactonesoe

HurepreT +-

Tubpumroe CMemanHoe
Kovmnexcnoe

Puc. 4. HpOFpaMMHOC obecrneueHue JJIA aHalIn3a 6I/IOI/IH(1)OpMaHI/IOHHLIX JaHHBIX T€HOMHOI IpUupo bl

JIOTIOTHHUTENLHO MOKHO HOMEHKJIATYPHO KIacCU(HUIIMPOBATh MPOrPaMMHOE 00eCIeUeHHE st
aHaJM3a OMOMH(OPMAIIMOHHBIX JJAHHBIX TEHOMHOW MPUPOJIBI IO CIICAYIONUM KPUTSPUSM-TIPU3HAKAM:

— IPUMEHEHHE TEXHOIOTUH KOHTeHHepu3aIuu (a/Her);

— MIPUMEHEHHUE U PEATH3aITIH TEXHOJIOTHI HCKYyCCTBEHHOTO0 HHTEIUIEKTA (11a/HET);

— 0 KOJIMYECTBY UCIOJIb3YEMbIX B IIPOTPAMMHON pean3allii sS3bIKOB MPOrPaMMHUPOBAHUS;

— 10 HAJMYUIO0 KOMMYHHKAIIMA ¢ MOOMIIEHBIMU YCTPONCTBAMHU CBSI3U U NIepeiaun U HHPopMa-
1y (1a/Her);

— 10 KpoccIuiaTOpMeHHOCTH (J1a/HeT);

— 110 BO3MOXKHOCTH 00padaThIBaTh TaK Ha3bIBAEMbIE OOJIBIITNE U TPSA3HBIC JaHHbBIE (Ja/HET).

Ha puc. 5 npeacrasieH npuMep COBPEMEHHOTO MPOrPAMMHOTO 00eCTIeUeHHs: pa3paboTaHHbIN aB-
TOpamMH KOHBeHep 00pabOTKM TEHOMHBIX TEKCTOB MHKOOAKTEpHUH TYyOepKyse3a, IpeaHa3HaueHHBII
JUTs1 OOHAPYKEHHSI YCTOMYMBOCTH K COBPEMEHHBIM JICKAPCTBECHHBIM aHTUTYOEPKYJIC3HBIM MEAUKAMECHTAM.

F 5 FASTR 10
FasTA

# 6 T8-Profiler D x
Profile

B @ resuis json [jso
B @ou
B @ou
B @ou

oo oo
o
[]

T e——

LT

Puc. 5. ABTromMarrueckuii KOHBeHep, peIHa3HAYeHHBIN JJ1s1 OBICTPOH OLIEHKH TEHOMOB
M. Tuberculosis Ha IpeqMeT JIEKapCTBEHHOW YCTOHYUBOCTH U BUPYJICHTHOCTH
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buonndopmanronnas texnonorus Galaxy —3To cBoOOAHO OCTyMHAS TIATGOpMa, TPEOCTaB-
JISIOMIAst CETOTHS BO3MOXXHOCTh HH)KEHEpaM-IIporpaMMHUcTaM, OnonH(popMaTikaM BEIOMPATh U BKITFO-
Yarp Jy4llee JOCTYIMHOE MporpaMMHOe oOecrieueHre Uil TeHOMUKHA B COOCTBEHHBIE KOHBEWEPhI U
B KOHEYHOM HTOT€ MHTETPHPOBATH KOHBEWHEpHl B aBTOMAaTH3MPOBAHHBIE O0JIauHBIE CUCTEMBI 0Opa-
0OTKM MaHHBIX. B Takux KoHBelepax 00pabOTKH reHOMHONW WHGOPMAINH MOKHO MCIOIB30BaTh CO-
BpEMEHHbIE HHCTPYMEHTBI BBIYHCIUTEILHOW MUKPOOHOJIOTHH, TIpeHA3HAUCHHBIE 1JIsl aHAIN3a JIaH-
HBIX CEKBEHHPOBAHHUS CIEAYIOIIEr0 MOKOJEHUsS (KOPOTKUX W JUIMHHBIX MPOYTEHHUH, MX THOPUIOB),
Bkitouast TbProfiler [11, 12] Snippy [https://github.com/tseemann/snippy], Staramr [13], ResFinder
[14-18], VirulenceFinder [19, 26], Flye [20], Medaka [https://github.com/nanoporetech/medaka],
Kraken [7, 12], BLAST (basic local alignment search tool, 6a30BbIif HHCTPYMEHT MOKUCKa CXOACTBA HO-
CJIeZIOBaTEebHOCTEH, OCHOBAaHHBIN Ha JIOKATEHOM BhIpaBHUBaHMHK) [23], Prokka [26] u MHOTHE npyTrHe.

Konuenyuu unmepnpemayuu 0aHHbIX

bronH(popMannoHHbIE BEIYUCIUTEIBLHBIE SKCIIEPUMEHTHI TEHEPHPYIOT MHOXKECTBO Pa3HOPO/I-
HOH 10 cocTaBy U 00ibIIOi Mo 00bemMy MH(popMarmu. [ToaToMy MMeeTcs HHTEpec U HEOOXOJUMOCTh
U3yUYCHHS TEOPETUUECKUX OCHOB MHTEPIPETALNU TAKUX AaHHBIX. Ha OCHOBE MHOTOJIETHETO JINYHOTO
OTIbITA U IAaHHBIX JIUTEPaTypsl [24, 25] aBTOPHI chOpMYIUPOBAIM KOHIIETIIIUA HHTEPIIpEeTaIllnd ONOWH-
(hopMaLMOHHBIX JaHHBIX TEHOMHOM MPUPOAHI (puc. 6).

T eHepartint MM MPHCEOSHIA Brimeneria JOMMERIDYEOMT HX
VIpaeni eMoCcTH pesviIETaTamH P P > Py

TEepMIHOE CHTHATOE
A
|
HepocTatea n x OTrobpaxenna pesyisTaTa E
HechaTaHCHPOBaHHOCTH < SRECTH > EWIE TPapHEeCcKoi
HabOpOE TaHHEIX MHbOpMALTIE
HIHT EPITDET AU
b h 4 Y
Komiermna 3Eomroipnt, MareMaTHgecKor o

IIpezyMirg: om MO CHHOCTH K

HCTADMITE HOCTH M NPEeACTABIEHNA (MaTPHIHOT O,
HECOOTEETCTEHA
HM3MEHYHE OCTH HH) OpMarii bamneHOrO, CXONCTEA,
COOTEETCTEMA, IPAENT mMTpadoE
M TIL)

Puc. 6. Konnenmmu naTepnperanuy 0MONH()OPMAaMOHHBIX JTaHHBIX TEHOMHOHN ITPHPO/IBI

1. KoHuenmus reHepalyy Wi IpUCcBOSHHUS TEPMUHOB Ha OCHOBE CPaBHEHHSI U COMTOCTABIICHUS
¢ 6a3zamu paHHbIX. Ha 3TOM npuHnumne noctpoens! cucremsl HoMeHKIaTypsl NextClade SARS-CoV-2
(Severe acute respiratory syndrome-related coronavirus-2; KopoHaBupyc-2, CBSI3aHHBIH C TSXKEIBIM
OCTPBIM PECIHPATOPHBIM CHHIPOM) H MPOrpaMMHOE OOecrieueHre JUIsi aHHOTUPOBAHUS T€HOMHBIX
WIN TPAHCKPUNITOMHBIX TEKCTOB. HOBBIE TEPMUHBI MOTYT T€HEPUPOBATHCS 1O 3aJaHHBIM MIPAaBUIaM
HAKOTUIEHHUS MyTalllid KaK OTJIMYHMHA OT peepeHCHOr0 TeHOMAa WIIH UX MHOYKECTBA.

2. Konnenmus BeIEIEHUS TOMAHAPYOINX CUTHAIOB M3 MHOXKECTBA TEHEPUPYEMBIX T10 33/1aH-
HBIM TIpaBWjaM (QUIbTPALUH, OObEAMHEHHS, dNUMUHALUK, TpaHnchopMmauuu. Ha Takom npuHUuIme,
HaIpuMep, TOCTPOSHO MPOTPaMMHOE OOECIeYeHHs] TeHEepalud OTYETOB O MYTAIlHOHHOM Tpoduiie
B pe3yJIbTaTe BRIPABHUBAHUS U 3aIIPOCa BAPUAHTOB.

3. Konnernmust npe3yMuuu omuOOYHOCTH W HECOOTBETCTBHs. [log 3TUM mojpa3zymeBaeTcs
HEOOXOIUMOCTh ITOHUMaHHs U KPUTUYECKOTO aHAlIM3a KacKaja TeHepaliy JaHHBIX U BEPOATHOCTD
HaJIMYUS B TaHHBIX OMMOOK Pa3TUIHON MPHUPOJBI, B TOM YHCIE MO MPUYHHE HAJHMYUS OMHOOK B pe-
(hepeHCHBIX 6a3ax JaHHBIX U OKCIEPTHBIX 3HAHUH, B PAHAOMHOMN NPUPO/IE BEIYUCIUTEIBHBIX SKCIIEPH-
MEHTOB C HEMPOHHBIMH CETSMHU U IPYTHMH aJrOpUTMaMH MalIMHHOTO 00y4eHus. VicTopusi TeHeTukn
1 OnonH(pOpPMATHKH TIOTHA (PAKTOB NIEPBOHAYATBHOTO HEJIOBEPHS M N3BECTHBIX IKCIIEPTHBIX OIMUOOK,
ocobenno B kpumuHamcTuke JJHK-nnenTndmukanmm, Ho ¢ pa3BUTHEM TEXHOJIOTHH MOSBUIOCH MHO-
JKECTBO JO0KA3aTEIbHBIX (PaKTOB 00 YCHEIIHOCTH NPUMEHEHHS OMOMH(OPMALMOHHOTO aHaNIN3a JaH-
HBIX T€HOMHOM MPUPOJIBI.
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4. Konnenmust oToOpaXkeHust pe3ylibTaTa B BHJle Tpadudeckoii mHpopManuu B ABYMEPHOM WITH
TPEXMEPHOH TIOCKOCTAX. [IpuMepoM MOXKeT MOCITy>KUTh TOUYEHHBIH Tpag K CPaBHEHHUS IBYX T€HOM-
HBIX TEKCTOB.

5. Konnenmus ynpapnsieMoCcTH pe3yibTaTaMu aHaJIN3a JaHHBIX. B HacTosee BpeMs BEIOOp aj-
TOPUTMOB F IPOTPAMMHOTO 00€CTIeYeHHS /IS aHAIN3a TEeHOMHBIX JaHHBIX OTPOMEH, OH YMEHbBIIIAETCS
MIpY KOHKPETHU3AINH LIeJIeil U 3a/1a4 UCCIIeA0BaHuUs, HO OCTAETCs €Ile U CIeAyIoIas CTyleHb BbIOopa
KOMOMHALIMY HACTPOEK MPOTPaMMHOTO 0OecTeyeHusl.

6. Konmerus HefocTaTka 1 HecOaTaHCHPOBAaHHOCTH HAOOPOB JaHHBIX, €€ HETIOJIHOTHI U U30bI-
TOYHOCTH, TPS3HBIX JaHHBIX. MIMeeT obmiee ¢ koHmemnuei Ne 3, HO B IepBYyIO o4epes MoApa3zyMeBa-
10Tcst AeekTrl He 6a3 TaHHBIX, a BXOJHOH nHpopManun. MccnenoBaTento HEOOXOIUMO OCO3HABATh
nedekTsl nHGOPMAIUH, TTOIIeKAIIeH KPUTHIECKOMY aHaN3y.

7. KoHnenmus 3BOJIONNH, HECTAOMIBHOCTH U M3MEHIUBOCTH WH(OPMAITHH.

8. Konuenmust MaTeMaTn4ecKoro npeacraBieHns fJaHHbIX. C MosBIeHNEM HOBOTO MaTeMaTHye-
CKOT0 amnmapara pacuIipsoTCs peaabHble BO3MOXKHOCTH MPEICTABICHUS U MHTEPIIPETALINN.

3axknrouenue

Texnonoruu cexperupoanus JJHK u PHK pa3BuBaroTcs BMecTe ¢ TOCTIKEHUSIMU OMOXHMUH,
O0no(hu3uKY, KHOSPHETUKH, MATEMATHKK 1 OMOJIOTUU U CETOJIHS MPEICTABIISIOT COBPEMEHHBIHN apceHa
TEXHUYECKUX CPEACTB AJIA U3YyUYEHUSI OCHOBBI XKUBOU MPUPOABI AJI PELICHUS] MEXIUCULUITMHAPHBIX
3amad. CHHKEHHE CTOUMOCTH CEKBEHUPOBAHMS M KOMIIBIOTEPOB MMPUBOANT K IIUPOKOMY PacIpOCTpa-
HEHUIO U JIOCTYIMHOCTH JAaHHOM TEXHOJOTMU. B MaHHOW cTaThe NPHUBOIUTCS KiacCU(UKALUS
MPOrpaMMHOT0 00eCIedeHus Il BEIYMCIUTEIHHON OMOJIOTHH U TEeHOMHKH, a TaKXKe 00CYXKIatoTCs
c(hopMyITHpPOBaHHBIE aBTOPAMH KOHIICTIIINH HHTEPIIPETAIIAN PE3YIbTATOB BEIYUCIUTEIBLHBIX SKCIIEPH-
MEHTOB B JJaHHOH MpenMeTHOW obOnactu. Haneemcs, uTo mpeiosKeHHBbIC KOHIEIIMK HAlIyT CBOE
MPUMEHEHUE ¥ Pa3BUTHE HE TOJIBKO B OMOMH(OPMATUKE U MEIUIIMHCKON KuOepHeTHKe. JInTepaTypsr
0 pa3paboTKe U KiIaccu(PpUKAIMK IPOrPaMMHOTO 00eCTIeYeHHs i1 HAYKH He TaK MHOTO, IIPaBHIIbHAS
OpraHU3alNs U YIIOPSIOYNBAHUE TAKOH HH(POPMAITHU OyAyT IOJIE3HBI I COBPEMEHHBIX TTPOTPaMMHU-
CTOB, 3aHUMAIOIIUXCS YCOBEPIICHCTBOBAHUEM WH(OPMAIIMOHHBIX TEXHOJOTHNA. AHAIMTUYECKOE
000011eHIe 1 HOMEHKIIATypa COBPEMEHHBIX KOMIIBIOTEPHBIX TEXHOJIOTHI HEOOXOIUMBI JUIST BOZMOXK-
HOCTH aJIeKBaTHOT'O BEIOOPA PeaTbHBIX TEXHHUECKHX CPEJICTB pa3pabOTKH HHPOPMAITHOHHBIX CHCTEM.
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