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YTeHne n cbopKa reHoma

Hecko/1bKO KONUW reHoMa

CobpaHHbIN reHOM

.GGCATGCGTCAGAAACTATCATAGCTAGATCGTACGTAGCC...



* CneumnanbHble
YCTPOUCTBA
CeKBeHaTopbl

— Life Technologies
— lllumina

— Pacific Biosciences
— Oxford Nanopore




[MapHble yteHuna (paired-end)

Bnepsble < insert length >
MCNOJ1Ib30BaHbI B DNA fragment
cekBeHaTopax lllumina

Konnu reHoma @

Read length

)

pa3pes3aloTca Ha

Read length
I
dparmeHTbl

NnvHa dparmenTa: 200- <
500

OnnHa ytenuna: 36-150 From different
DNA strands
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Mate-pair yteHuA

Insert length (2-30 Kbp)

Linker
sequence




OWwKnObKM B yteHmax (1)

* Tou TMNA OWMNOOK:

—3ameHa (Bmecto AGCATA
npoyntaHo AGCCTA)

—BcTaBKa (Bmecto AGCATA
npoyntaHo AGCGATA)

—YpaneHue (Bmecto AGCATA
npoyntaHo AGCTA)



OWKnOKM B yTeHmax (2)

* Y pa3HbIX CEKBEHATOPOB —
Pa3Hble TUMbl OLNOOK

* Y pa3HbIX CEKBEHATOPOB —
Pa3Hble BEPOATHOCTM OLLIMOOK (OT

0.1% no 10%)



OwunbKM B YteHuax (3)

* XMepPHbIle YTeHUA — 4YacTu
reHOMa, HaxoaAllneca B Hem
AaNeKo ApYr OT Apyra, OKa3aaucb
B OQHOM YTEeHUM

* BO3HMKAIOT Npu NOAroTOBKE
bubnunortek



RapTa cekBeHaTopoB

_O6beM,u,aHHb|M ~1PB/r0p,
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[Mpon3BoANTENBHOCTb CEKBEHATOPOB pacTeT bbicTpee,
Yem KOMMbOTEPOB

Cost per Genome

Projected Performance Development

1Eflop/s| ™ S
100 Pflop/s e T

10 Pflop/s| M_ﬁ;‘, =" B
1 Pflop/s ‘1,.4‘"(‘— A =

100 Tflop/s /‘ M, -
10Tflopt‘s/_““l “’nf-/' ’:::1,

1 Tflop/s ‘..-*-‘5'{
100 Gflop/s @ / N=566

lIIiI

iy I
(il
10 Gflop/s / $10,000 %M
1 GﬂOp/S Lg eeeee .gov/s

TT T T o7 T 1T T T T T 1T T 1rT1T T TT T T 1T 1717 T T 1T TT T T 11T
$1,000

Nati
Gen esearc
Insti

100 Mflop/s’ = T

1996
2002
2008 |
2014
2020

e 3aKoH Mypa — npon3BoaANTENbHOCTb KOMMbIOTEPOB YABanNBaAETCA
Kaxkable 18 mecaues

e CtommocTb cekBeHMpoBaHuA (3a Mbp) ymeHbluaetca B 10 pa3 3a 10
e Bpems

e TpebyroTca HOBble aNropuUTMbl 06pPabOTKM reHOMHbIX AaHHbIX!
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Pasmepbl reHOMOB

Tvn OpraHusm Pa3amep reHoma KommeHTapumn
: Bacteriophage [MepBbi NPOYNTaAHHbLIN
Virus MS2 3,569 | 3.5kb PHK-reHom
. Phage ®- [MepBbIv NPOYNTAHHBLIN
Virus %174 5,386 | 5.4kb IHK-reHom
: Escherichia
Bacterium coli 4,600,000 | 4.6Mb
Plant Arabidopsis 157,000,000 | 157Mb
thaliana
Mammal | Homo sapiens 3,200,000,000 | 3.2Gb
Protonterus Cambin 6onbLION
Fish P 130,000,000,000 | 130Ghb N3BECTHbIW rEHOM
aethiopicus
NO3BOHOYHOIO
Cambin 6onbLION
Plant Paris japonica | 150,000,000,000 | 150Gb N3BECTHbIN FrEHOM

pacTeHus 15




AKTyafIbHOCTb N CITOXKHOCTb 3d4d4YN

OuyeHb
oonbLine
obbembl

JAaHHbIX

Llenb:

[HOBbIe TEeXHONorm
CnoXHOCTb

CEeKBEHNPOBaHWS

CnoxHas Ownbku BO

Qs CTPYKTypa z%ﬂz:;l BXOOHbIX
HoBble TexHonoru reHoM 3a Ienielifl FeHOMA OaHHbIX

cbopku

1000%

B3aumopgencrteme
Oovonoros u
nporpaMmMmncToB



bnonHpopmaTmyeckmum ctunb
MbILLINEHUA

ANroputm — GopmasibHoe onnucaHue
nocnegoBaTenbHOCTU AENCTBUN, «pelenT»

CTpYKTYpa AaHHbIX — KaK NpeacTaBuUTb
NaHHblE B KOMMblOTEPE

AHaNN3 anropuTMma — 3aTpaTbl NO BPEMEHMU U
No NaMaTH

MaTtemaTtnyeckmne mogenn — dopmanbHoe
onucaHune TpeboBaHUN K pe3ynbraTy



3aaa4a cOOPKU reHoMa

* cxoaHble AaHHble —
Habop YTeHUM

* Pe3ynbTaT — reHOMHaA @
nocaeAo0BaTeNIbHOCTb @
* [Mpobnema — He 3Haem @

M3 KaKOW YacTun reHoma @ '_: @i
NPOYMUTAHO Kaxaoe <}

YyTeHune



CbopKa reHoma de novo

* BxogHble gaHHbIE:
— YteHuna nocneposatenbHoctn JHK

— YacTo — HeCKONbKO BUBAMOTEK C Pa3IMYHbIMUM Pa3MepPamm
dbparmeHToB U AIMHAMMN YTEHUI

— TnnnyHoe noKpbiThe reHoma: 40x-100x

* Llenb — noay4mTb Kak MOXHO 6onblue nHPpopmaumnm
O FrEeHOMHOM NOC/1e40BaTE/IbHOCTU



Mudbl o cbopKe reHoOMa

* Mud Nel. Cobpatb reHOm — 3TO NPOCTO

* Mwud No2. EcTb NOHMMaAHKE TOro, YTO 3HAYUT
«cobpaTb reHom»

* Mud Ne3. CyuwecTsytowme nporpammbl AN
COOpPKM reHOMa XOpOoLLO ero cobupatoT



Mundp Nel

CobpaTb reHOM — 3TO
MNPOCTO



KeHurcbeprckme mocTbl




Jnnepos NyTb B rpade

* [yTb, KOTOPbLIN NpPOXOAUT
No Kaxaomy pebpy poBHO

OAUH Pas3 0 }— —
* Cywectsyet cnocob El
bbicTpo onpenennTb, ectb |
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W
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CeKBeHUpoBaHMe c nomouibto AHK-

YUNMNOB

* C nomoLlbto Ynna
MOXHO onpeaennTs, AA AC AG | AT
COAEPKUT TN FTeHOM
HEeKOTOPYO 3a4aHHYI0 cal lccl lcag!l | cT
NoACTPOKY

* 3adpuKcupyem AanHy GA GC GG GT
CTPOKM K

* PaccmoTpum 4ymn anA A T Te  TT

Bcex 4% cTpoK AnuHbI k
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[pad ae bpénHa
OpuentuposaHHbiii rpadp AGCTAAGCTG
BepLlwWMHbI = CTPOKMU
ANvHbI (k-1) @
Pebpa = cTpOKU ANINHDI k
9MNepoB NyTb B 3TOM ¢-_1 ¢
roade CoOoTBETCTBYET
reHOMHOMU
nocneA0BaTeIbHOCTH ‘ ‘
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MeHbllee k

* GCTAAGCTG

* He AGCTAAGCTG

* Mpobnema
N BO3HMKNA U3-3a
A NnoBTOpPOB!
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Ecnan 3HATb TOYHOE
YMCNO BXOXKOEHUN, TO
npobsiema ucrnpasBneHa
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Mungp No2

ECTb NOHMMaHUe, YTOo
3HAYUT «CObpPaTb reHOM»



MaTtemaTnyeckme moaenm coOopku
reHoma

HanmeHblian obLLan HaaCTPOKa

dnnepos NyTb B rpade ae bpenHa
KpaTyaniwmm cynepnyTb B rpade ae bpenHa
CynepnyTb B rpade ae bpenHa ¢ KpaTHOCTAMM
[lyTb B napHOM rpade ae bpenHa

He yunTbiBatoT OWLINMOKM ceKBeHMpoBaHUSA!



HanvmeHbllasa obLan HaaCcTPOKa

MIckomas reHoMHas NnocnefoBaTeIbHOCTb —
KpaTyalllasa CTPOKa, KoTopas CoAep»KUT YTEHUS B
KayecTBe NoACcTPOK

Habop uteHnn: AATGC, GCATA, CATAG
[eHOMHaA nocnenoBaTeNbHOCTb
AATGCATA
AATGC
GCATA
CATAG



KpaTtyanwmnm cynepnyTb B rpade ae
bpenHa

 Habop n3 Tpex
YTEHUN:

—AGCTAA
—CTAAG
—AAGCTG
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KpaTtyanwmnm cynepnyTb B rpade ae
bpenHa

* /IcKomaa reHoOMHasA
nocnenoBaTe/IbHOCTb:

—AGCTAAGCTG
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CynepnyTb B rpade Ae bpenHa c
KPAaTHOCTAMMU

* KpaTHOCTU — MO NpuUHUMNNY
MaKCMMANbHOTO
npasgonoaobus
(Medvedev and Brudno,
2009; Varna et al., 2011)

* YteHuna: AAGT, AGTCA,
TCAA

* CynepnyTb:
AAGTCAGTCAAG




CNoXHOCTb COOPKM reHoMa ANf
PA3/INYHbIX MoaeNeun

HanmeHblas obuwaa HagcTpoKa —
TpygHopewaemasn (Gallant et al., 1980)

dnnepos NyTb B rpade Ae bpenHa — pewaeTcs 3a
Bpems, NPonopLUMOHabHOE Pa3mepy BXOAHbIX
AaHHbIX (Pevzner et al., 1989)

CynepnyTb B rpade ae bpenHa —
TpyaHopewaemasn (Medvedev et al., 2007)
CynepnyTb B rpade ae bpenHa ¢ KpaTHOCTAMMU —
TpyaHopewaemas (Kapun and Tsarev, 2013)
[lyTb B napHOM rpade ae bpenHa —
TpyaHopewaemas (Kapun and Tsarev, 2013)
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Mwnop Ne3

CvywecTtsytoLlime
nporpammbl An8 COOpKM
reHoma XopoLlo ero
cobupator



Kak paboTtatoT cOopLMKM reHOMOB?

* OCHOBaHbI Ha 3BPUCTUYECKUX NN
NPNBANKEHHbIX aNropUTMaXx

 CobnpatoT HE LesyIo FrEeHOMHYIO
nocsieA0BaTENIbHOCTb, @ KOHTUTU U

CKadpdonabl

* PacnpocTpaHeHHble MeTPUKN COOPKM reHoOMa
MaJ10 CBA3aHbl C KA4eCTBOM COOpPKU



KOHTUMM

* HenpepblBHAA NOC/1e0BaTeNbHOCTb, KOTOPan
c 6onblLUOW A0N1EN YBEPEHHOCTU ABAETCH
4aCTbtO rEHOMHOW NOCNeA0BaTENbHOCTH

! Contig )




CKkadpdona

* CKadpdona — nocnenoBaTe/IbHOCTb KOHTUIOB, A1
KOTOPbIX U3BECTEH UX OTHOCUTENbHbIN MOPAAOK U
PACCTOAHMNA MEKAY HUMMU

Contig - Contig - Contig

.,
Scaffold



MeTpuKn cbopKM reHoma

* 1nnHa KpaTyaunLlero
KoHTUra/ckadpdonaa

* 1nnHa HamnbonbLuero
KoHTUra/ckadpdonaa

* CpeaHaa ANnHa KoHTUra/ckaddonaa



MeTpuKn cbopKM reHoma

* N50/N90 — HanbonbLwaa ANMHA KOHTUTA
TaKas, YTO B KOHTUIaxX HE MeHblUeu

NNHbI cogepxutca 50/90% cymmapHol
O0/1UHbI KOHMU208

* NG50/N90 — Haubonblwaa AnnHa
KOHTUra Takan, YTO B KOHTUTAX He

MeHbLlen ANnHbI coaep»utca 50/90%
CYMMQAPHOU Os1UHbI 2eHOMA

* AHANOrM4yHoO — ANnA cKadPponaos



[Tonmep
* 1NMHA KOHTUTOB:
5,7,10, 15, 22, 24, 30, 45

* 1nnHa KpaTyanwero —5
* 1nnHa HamnbonbLero — 45

* CpeaHaa gamHa —(5+7+10+ 15+
122+ 24 + 30 + 45) / 8 =19.75



[Tonmep
* N50 = 24, TaK KaK
—30+45=75<50% o1 158
— 24 +30+45 =99 >50% ot 158

* Ecan annHa reHoma 100, To NG50 =
30

* Echn annHa reHoma 200, To NG50 =
22



BbiBOAbI

EcTb pa3pbiB mexKay Teopmen n NnpakTUKoOun
cOOpKM reHoMa

HeT cObopLmnka reHoma, KOTopbin paboTaeT
NlydLle ApYyrux Ha Bcex Habopax AaHHbIX

CpaBHMBATb COOPLMUKN FEHOMA MOMKHO
TO/IbKO Ha OAHUX U TeX e AaHHbIX

OAMWH U TOT *Ke reHomMm Haao npoboBaTtb
cobupaTtb pa3HbiMmm cbopLLMKamm

Hapo cneguTb 3a NpoeKTamu no
3KCNEepUMeHTaIbHOMY CPaBHEHUIO Pa3NYHbIX
coopmkoB: Assemblathon, GAGE



Cnacmnbo 3a BHMMaHuel



