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AKTyanbHOCTb U Hay4YHasi HOBM3HA

AKTyanbHOCTb: B cBsi3 ¢ 060CcTpeHnem

ANUOEMMOSIOrMYECKON CUTyaLmen B Mupe
CTaHOBUTCS KpanHe akTyanbHOM 3agada
ObiCTpon naeHTUdUKaLMM NpUpPoabl NaTOreHos.
CoBpeMeHHbIM ObICTPbIM N TOYHBIM METOAOM
ANarHoCTUKN SABNSIETCS CEKBEHUPOBAHUE C

BblpaBHMBaHWEM Ha pedPepPEeHCHbIN FeHOM.

Puc. 1. BOS3: Yucno ymepumnx ot nuxopagkun 96ona npesbicuno 5000 Yenosexk.
URL:

HayyHasa HoBu3Ha: B pabote npoBoaAUTCS BbipaBHMBaHWE pe3ynbratoB cekBeHnpoBaHus PHK,

copepkallencs B nnasme KpoBu YeroBeka Ha reHom Bupyca Ebola. cnonb3ytoTcs pasnunyHble
npodeccroHanbHble 6MOMHOPMAaTUYECKME MHCTPYMEHTBI M NPOBOANTCSA CPaBHUTENbHbIA aHann3
pe3ynbTaToB ux paboTbl. Hanncana nporpamma Ha si3bike Python, no3sonstouiasi B KOMNaKTHOW

2
dopme cobupatb HEOOXOANMYK CTAaTUCTMKY MO pe3ynbTaTam BblpaBHUBaAHMS ANS NapPHbIX NPOYTEHUNA.
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3aBMCUMOCTb CTOMMOCTH CeKBeHNpoBaHuUA reHomMa 4esrioBeka OoOT BpeMeHU
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Puc. 2. CTonmocTtb cekBeHMpoBaHNS reHoma venoseka. URL:
https://biomolecula.ru/articles/tekhnologiia-1000-za-genom#source-2

3aboneBaHuN.

CekBeHupoBaHue -
onpenernexHve
nocriegoBaTenbHOCTH
HykneoTtngos B AHK.

Mpubop, Ha KOTOPOM
NPOBOAMTCHA CEKBEHUPOBAHME —
CeKBeHaTop.

B 2001 rogy cekBeHupoBaHue
reHomMa 4YerioBeka CTouII0 OKOJ10
100 MnH.$ 1 BbINOMHANOCH B
OCHOBHOM MeTogom CaHrepa.
CerogHs cekBeHMpoBaHue
NMOMIHOro reHomMa 4eroBeka
ctouT okorno 10003%.

CTano BO3MOXXHbIM UCMOSIb30BaTh cekBeHunpoBaHue anda agnarHoCTuku 3
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CekBeHaToOpbl BTOPOro nNoKoneHus

CexseHupyeman [IHK
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Puc 3. CekBeHaTtop lllumina. URL:
Puc. 4. Nony4yeHne BUBNUOTEKM ANA CEKBEHUPOBAHWUA

_(naTa obpaweruns: 06.12.2020).

Bcnen 3a noaBneHnem metoaa CeKBEHUPOBaAHUA CaHrepa, NosiIBUIIOCb MHOXEeCTBO bonee

NPOOYKTUBHBIX MeTOA0B. VX obLiee Ha3BaHWe: MeToLbl CEKBEHUPOBAHUS HOBOIO NMOKOSIEHNS,
CeKBEHMpoBaHMe HOBOro nokoneHna [1]. Kak npaBuno, B HUX UCNOMb3yeTCA METO, KOPOTKUX
NPOYTEHMI, HAa3bIBAEMbIX puaamMu. OTO MeToA, Npu KoTopoM, obuas cekseHnpyemasa OQHK paspesaetcsa
Ha MHOXXeCTBO HebonbLwnx dparmeHToB. [lanee npoBoanTca aMmnnudukaumst Npu noOMoLLm

nonmmepasHon uenHomn peakuyum (MLP) n cobctBeHHO cekBeHMpPOBaHME.
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BbipaBHMBaHMWe pe3yribTaTOB CEKBEHUPOBAaHUA Ha pecepeHCHbIN reHOM

[Mocne cekBeHNpOBaHUSA AaHHblE NpeacTaBeHbl B BUAE OYeHb O0OMNbLIOro KonuyecTea puaos - 13.4 munnnoHa
B AaHHOW paboTte. BonbLMHCTBO pMaoB NpUHAANEeXnT reHomam gpyrux opraHmamoB. Tonbko okono 0.0006%
puaoB npuHaanexar reHoMmy Ebola. B cBa3n ¢ aTuMm, BO3HMKAET 3agada No BbipaBHUBAHMIO PUOOB Ha
pedepeHCHbIN reHOM.

— —— [lepBasi cuctema, cosgaHHas anst noncka
T — — BblpaBHMBaHUA - BLAST, oHa cTana
l l, BaXKHENLUNM NHCTPYMEHTOM UCCREeA0oBaHNUS
— N i il AN MONeKynsipHbIX 61ONoros u
—_— - —_ : . 61onHdopMaTmKoB [2].
S — Bbinu paspaboTtaHbl cneynanbHble dopmaThl
l l Anga XpaHeHnsa 1 obpaboTkn pe3ynsTaTtoB
I e — == BblpaBHMBaHMA — SAM (Sequence
= o Alignment/Map) 1 BAM [3], [4].

J
)

Puc. 5. BoipaBHuBaHue puaos Ha reHoMm. URL:
https://old.abmgood.com/marketing/knowledge base/next generation sequencing data anal

ysis.php
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Tabnuue:

HazBaHue nporpamMmbil

BWA

MakcumanbHoe

BbipaBHeHHbIe

BbipaBHeHHbIe Bpems paboTbl

HyKIrneoTuabl

Tabnuua 1. XapakTepucTrkn BblpaBHMBAHUSA pe3yribTaToB CEKBEHMPOBAHNA Ha reHOM Bupyca
Ebola pasnuyHsiMn nporpammamu.

XapakTepuCTUKN BbipaBHUBaHUA pe3ynbTaToB CEKBEHUPOBAHUA Ha reHOM Bupyca Ebola
Pa3NU4HbIMM NpOorpaMmmMmamMm

[MpoBoaMNMCL 0gMHAKOBbLIE MO COAEP)KaHUID, HO pasHble No oopmMme aencteusa onsg 4 nporpamMmm
BblpaBHUBaHuA: BWA, Bowtie2, Minimap2 n Hisat2. Pe3ynbsraTthl aHanvsa BbipaBHMBaHUA NpeacTaBreHbl B

Bce yeTbipe
nccrnenoBaHHbIE
nporpaMmmbl UMEIOT B
OCHOBE anroputMm
Boppoysa-Bunepa,
4acTo COo
3HAYUTENbHBLIMA
N3MEHEHNAMN.
Takke 6bina nonbITka
MCNONb30BaTb
nporpammbl BLAST,
SOAP2 n SnapGene.



CpaBHeHUue CKOpOoCTU paboTbl NporpamMm BbipaBHUBaHUA OTHOCUTeNbHO BWA
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Puc. 6. CpaBHeHMe ckopocTy paboThbl NPOrpamMmm BblpaBHUBaHWUA OTHOCUMTENbHO BWA




©

oo

~

(o]

(3]

N

3

CpaBHeHVIe YUCJia BblpaBHEeHHbLIX HYKIieoTuaoB

1113

Bowtie2 Minimap2 Hisat2

Puc. 6. CpaBHeHme Yuycra BblpaBHEHHbIX HYKI1€0TUO0B

BWA, Bowtie2 n Minimap2
BbIPOBHSNN NPUMEPHO
OONHAaKOBOE KOSIMYECTBO
HYKNeoTuaoB, KOTOPOE C
TOYHOCTBIO 0 3%
COOTBETCTBYET
TaKCOHOMUNYECKOMY
aHanuay, NnpoBeaeHHOMY
BLAST. Otnnumne Hisat2
00bsCHAETCA HacTpoMKaMu
nporpamMmbl,
BbICTaBMEHHbLIMU «MO
YMOYaHUIO».



BbiBOAbI

N3 nccnegoBaHHbIX nporpamMMm BblipaBHNBaAHUA HaI/I6OJ'IbLLIyI-O npon3BOoAUTESIbBHOCTb

npoaemMoHcTpupoBana Minimap2 npy CoOXpaHeHUM O4EHb XOPOLLEro Ka4ecTea BblpaBHUBAHUS

N KONMUYeCTBa BbIPOBHEHHbLIX HYKIIeoTMAOB. Hisat2 cunbHO yctynaetr Minimap2 no
KONMMYECTBY BblpaBHEHHbLIX HYKNEOTUAOB U, KPOME TOro, BblAaeT HECOPTUPOBAHHbLIN ddann
dopmara SAM, KOTOpbIN HE MOXET bbITb 06pabotaH SAMtools. BWA n Bowtie2 cunbHo
ycTynatoT Minimap2 no ckopocTu paboThkl, XOTS HE YCTynalT MO KONMUYECTBY BblpaBHEHHbIX

HYKIEeOoTNnaoB.

Vccnegyemble nporpaMmmbl 3aTpaTtuimy Ha BblpaBHUBAHUE 6.7 MUINIMOHOB MPOYTEHUN HA FrEHOM
pasmepom 18871 bp oT 140 5 MUH. YunTbiBas TO, YTO C UCMOSIb30BAHNEM HOBbIX TEXHOMOMNN
CKOPOCTb CEKBEHMPOBAHUS MOCTOSIHHO PaCTeT, METOA ANArHOCTUKN 3aborieBaHn Npy NOMOLLM
CEKBEHMPOBaHUS C nNocneaywmm BolpaBHMBAaHMEM HA FrEeHOM CTaHOBUTCS Bce bonee
nepcrnekTuBHbIM. 3aMeTuM, 4YTo bnarogapst 3 (EKTUBHOCTM NCNOMb3YyEMbIX B NMporpaMmmax
BblpaBHUBaHNA anropuTMoB, NS peLeHns nocTaBneHHoM B JaHHOW paboTe 3agaymn He

I'IOTpe6OBa.I'IOCb OOnbLLINX BbIMUCIIUTESNbHbIX pecypCoB.
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