HykneotuaHble 6aHKM AaHHbIX

BaHs PycuHoB




3KCKpr B UCTOPpUIO CEKBEHMPOBAHUA




MCTOpMﬂ CEKBEHNPOBaAHUA

» 1951 — lepBas NocnefoBaTENbHOCTD:
6blunii MHCYNUH, Lenb B (6enok!)

Frederick Sanger
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MCTOpMﬂ CEKBEHNPOBaAHUA

» 1951 — lepBas NocnenoBaTENbHOCTD:
6blunii MHCYNUH, Lenb B (6enok!)

> 1976 — lNepBblii NONHBIV FrEHOM:
6akTepuodar MS2 (PHK)

» 1995 — lepBbiit reHoM HakTepuu:
Haemophilus influenza

» 2001 — lepBbIvi reHOM Yenoseka:
Mex[lyHapoaHbIi koHcopuuyM vs. Celera
Genomics

Craig Venter



Next Generation Sequencing




OMMOCTb CEKBEHNPOBAHUA

Cost per Raw Megabase of DNA Sequence

N I H National Human Genome
Research Institute

genome.gov/sequencingcosts
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CroumocTb CEKBEHNPOBAHUA

Moore's Law
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Research Institute
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Sanger vs. NGS

Human Genome Sequencing

Generating a Reference Generating a Person’s
Genome Sequence Genome Sequence

(e.g. Human Genome Project) (e.g, Circa ~2016)
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TepMuHbl NGS

I'IphoEHme (pM,lJ,) nocnenoBaTeNIbHOCTb, NOy4Y€HHAA U3 CEKBEHATOPA

Kauectso npouteHus sennunHa Q = —10log, p, roe p — BepoSTHOCTb
oWMBOYHOro NpouTeHus Hykneotuaa; Q BbluMCASeTCa ANs
KaXX4,0ro HyKneotuaa puaa
KoHTUr cekBeHMpoBaHHbIV 6e3 nponyckoB dparmeHT JHK,
cobupaeTcs B KOMMbIOTEPE U3 NPOYTEHMI

Ckaddong Habop KOHTUIOB, MPO KOTOPblE M3BECTHO B3aUMHOE
pacnosioXeHWe U NpUMEpPHOEe PacCcTOsIHUE; Pa3pbIBbl
3aMONHAT COOTBETCTBYHOLWMM KoM4ecTBOM BykB N




Cbopka NGS
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[NokasaTtenu KayecTea C60pKM

(CpenHee) NnokpbITME CpedHee YMCNOo pUAOB, B KOTOPbIE NOMaN KaxKAblM
HYK1eoTuA,
N50 pamnHa caMoro AJIMHHONO KOHTUra, Takoro, YTo 3TOT U BCe
6onee A/IMHHbIE KOHTUIMU MOKPbIBAKOT Hosee NoaoBUHbI
reHoma

L50 Homep koHTUra (Mpu ynopsaoumMBaHMm no yobiBaHWIO
[ONMHbI), AnvHa koToporo pasHa N50




TexHonorum NGS

Table 1| Main characteristics of current NGS technologies

Technology Run type Maximum read Quality Error
Single end Paired end Mate pair oz scores rates
Illumina Yes Yes Yes 300 bp >30 0.0034-1%
SOLiD Yes Yes Yes 75bp >30 0.01-1%
lonTorrent Yes Yes No 400 bp ~20 1.78%
454 Yes Yes No ~700bp (up to 1kb) >20 1.07-1.7%
Nanopore Yes No No 5.4-10kb NA 10-40%
PacBio Yes No No ~15kb (up to 40kb) <10 5-10%

Escalona, Rocha, Posada. Nat Rev Genet. 2016; 17(8): 459-469. PMID: 27320129; PMCID: PMC5224698.




MacwTtabbl 6encTeung

Mo paHHbIM NCBI Genome, Ha AaHHbI MOMEHT CEKBEHMPOBaHbI (MK B NpoLecce
CEeKBEHMPOBAHMS) FEHOMbI:

» 214 370 npokapuot
» 33 456 Bupycos

» 18 921 nnasmup,

» 14 952 opranenn

» 9 363 sykapuoT

NCBI Genome copep>uT Aaneko He BCe CEKBEHUPOBAHHbIE FEHOMBbI.




MaccoBble reHOMHbIe NMPOEKTbI

2012
2012
2011
2010
2009
2008
2008
2008

100000 reHomoB ntope
1000 reHomMoB rpuboB

5000 reHOMOB HaceKoMbIX
10000 reHOMOB NO3BOHOYHbIX
1000 reHOMOB pacTeHuM
3000 reHoMOB puca

1000 reHoMoB ntosen

1001 reHom Apabuponcuca



UYTo cekBeHUPYIOT?

[eHoMbI

JK30Mbl

TpaHckpunTOMBI

MeTtunombl

MeTtareHoMbl

Cantbl cBa3biBaHua JHK 6enkom (ChIP-seq)
C6numxeHHble yyactkn xpomocoM (HiC)

vV VvV vV VvV VY VY

N mMHoroe opyroe
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CornalueHms 0 XpaHeHMU NOCNenoBaTebHOCTEN

MocnenoBaTenbHOCTb OAHOOYKBEHHbIX 0603HAYEHUI HYKNEOTU 0B,
3aMMCaHHYI OT 5—KOHUA K 3™-KOoHLY

TonbKo Ans ogHon uenun AHK.

B cnyyae PHK ypauunbl Toxxe o603HauatoT 6ykBoit T.

vV v v v Y

HykneoTuabl HymepytoT, HaumHas ¢ 1 (a He 0).




HykneotuaHble koabl IUPAC

Kop | 3HaueHue

MHeMoHMYeckoe nNpasumio
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Adenine
Cytosine
Guanine
Thymine

N
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. N H 2
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pYrimidine

Strong interaction

NH, NH,
Weak interaction N N X
nocne A no andasuty ’ N </ | N
nocne C no andasuty /g /)
NT o N™ "N

nocne G no andasuty
nocne T n U no andasuty
aNy

Nomenclature for incompletely specified bases in nucleic acid sequences. Recommendations 1984.

PNAS. 1986;83:4-8. PMID: 2417239; PMCID: PMC322779.




INSDC (www.insdc.org)

International Nucleotide Sequence Database Collaboration:

> Ob6bennHsEeT 3 KpyNHEWLWUX HYKNeoTULHbIX
apxuBa: GenBank, ENA, DDBJ

DDBJ

» ExxenHeBHbIN 0OMEH AaHHbIMM R
» Enmubiii hopmaT TabnmLbl NOKabHbIX
ocobeHHoCTEN

» PekomMeHzaumm no 1crosib30BaHMI0
TEPMUHOB M KJIIOYEBbIX C/IOB B aHHOTALMSX
"EMBL-Bank

GenBank \
Sequence Read Archive Sequence Read Archive

M HekoTopble npoyne yHUdmKaLumm s mgsgaga
(Hanpumep, TabnMLbl rEHETUYECKOro KOAa)

v




CrpykTypa aaHHbix B INSDC

Data type

DDBJ

EMBL-EBI

NCBI

MNext generation reads

Sequence Read Archive

Capillary reads

Trace Archive

Annctated sequences DOBJ
Samples BioSample
Studies BioProject

European Nucleotide

Archive (EMNA)

Sequence Read Archive

Trace Archive

GenBank

BioSample

BioProject




ENA data domains

Assembly

Sequence
Coding
Non-coding
Marker
Analysis
Read

Trace
Taxon
Sample

Study

MHpopMaLms o cbopke ckaPPoNLoB U XPOMOCOM U3 PUAOB U
KOHTUIOB

cobpaHHble ¥ aHHOTUMPOBAHHbIE NOC/IEA0BATENbHOCTH
(BMpTYanbHbIM [OMEH) Y4aCTKK, Koaupyolme 6enok
(BMpPTyanbHbIN LOMEH) y4acTku, Koampyolme PHK
(BMpPTyanbHbIM LOMEH) BCAKME MapKepPHbIe y4acTKK
MpoW3BOAHbIE faHHble 0 COOpKe MM aHHOTaLMK
npoyteHuns NGS

LaHHbIE KaMUANSIPHOTO CEKBEHWPOBAHMS
TakCOHOMMYecKas nHdopmaums

nHdopmauma 06 obpasue - UCTOYHMKE BMONOrMYECKOro
mMaTepuana

nnu Project, nndopmaums o npoekTe



ENA data classes

EST Expressed Sequence Tags
WGS reHOMHble KOHTUIM

GSS Genome Survey Sequence

HTC High Throughput Transcriptomic data
HTG High Throughput Genomic data

STD cobpaHHble U aHHOTUPOBaHHbIE NOC/IEL0BATENbHOCTH
CON ckaddongpi

STS Sequence Tagged Site

PAT nocnepnoBaTtenbHOCTM M3 NATEHTOB
TSA TpaHCKPUNTOMHbIE KOHTUIU

CDS yuactku, koampyrowme 6enok



ENA: pacnpeneneHue 3anucen no Knaccam

Assembled/annotated sequences by dataclass
14-0ct-2019

WGS -~
(74.8%)

‘ TSA
(14.8%)




ENA: pocT uncna 3anucen

Assembled/annotated sequence growth

14-0ct-2019
lel3
1le9
lel2
les8
lell
W le7
8 lel0 @
5 o
leb o
8— le9
#
le5 le8
led le7
1e3 let

1985 1990 1995 2000 2005 2010 2015 2020
Year

|— Sequences (2,403.5 millions) — Bases (6,486.8 billions)|




ENA: yBennyeHmne obbema SRA

Reads growth

14-0ct-2019
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@opmart 3anmcn B ENA

D LR694071; SV 1; linear; genomic DNA; STD; VRT; 335 BP.

XX

AC LR694071;

XX

PR Project:PRIEB20083;
XX

DT  01-AUG-2019 (Rel. 141, Created)
DT 12-SEP-2019 (Rel. 142, Last updated, Version 2)

DE Carcharodon carcharias isolate C_car_delaware_2007 genome assembly,
DE  chromosome: 1

0S  Carcharodon carcharias (great white shark)

ocC Eukaryota; Metazoa; Chordata; Craniata; Vertebrata; Chondrichthyes;
ocC Elasmobranchii; Galeomorphii; Galeoidea; Lamniformes; Alopiidae;
0C  Carcharodon.

[1]
RA Canner M., Saneer T.;

RL éubmitted (31-JUL-2019) to the INSDC.
RL  Saneer-Weeksbooth Bashhouse

DR MD5; a7ela34e45308b36003800689dc43934.
DR BioSample; SAMNO4526268.

XX

FH Key Location/Qualifiers

FH

FT  source 1..335

FT /organism="Carcharodon carcharias"

FT /chromosome="1"

FT /isolate="C_car_delaware_2007"

FT /mol_type="genomic DNA"

FT /db_xref="taxon:13397"

XX

SQ Sequence 335 BP; 323 A; 12 C; @ G; @ T; 0 other;
Caaaaaaaaa aaaaaadaaa aaaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaaaaaaac 60
éééaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaac 335

//



@opmart 3anmcu B GenBank

LOCus LR694071 335 bp DNA linear VRT 12-SEP-2019

DEFINITION Carcharodon carcharias isolate C_car_delaware_2007 genome assembly,
chromosome: 1.

ACCESSION LR694071

VERSION LR694071.1
DBLINK BioProject: PRJEB20083
BioSample: SAMN@4526268
KEYWORDS
SOURCE Carcharodon carcharias (great white shark)

ORGANISM Carcharodon carcharias
Eukaryota; Metazoa; Chordata; Craniata; Vertebrata; Chondrichthyes;
Elasmobranchii; Galeomorphii; Galeoidea; Lamniformes; Alopiidae;
Carcharodon.
REFERENCE 1
AUTHORS Canner,M. and Saneer,T.

TITLE Direct Submission
JOURNAL Submitted (31-JUL-2019) Saneer-Weeksbooth Bashhouse
FEATURES Location/Qualifiers
source 1..335

/organism="Carcharodon carcharias"
/mol_type="genomic DNA"
/isolate="C_car_delaware_2007"
/db_xref="taxon:13397"
/chromosome="1"

ORIGIN
1 caaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaaaaaaac

301 caaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaac

/7




ba3bl MmeTapaHHbIX NCBI

Taxonomy TakcoHoMMyeckas 6a3a AaHHbIX
BioProject CopepxuT MHGOpPMaLMIO O NPOEKTaX CEKBEHUPOBAHUS
BioSample CopepxuT nHdopmMaumio 06 obpasue, M3 kotoporo nonydeHa HK

Assembly MHdbopMaums o cbopke, CCbUIKM HA NOCEL0BATENbHOCTU KOHTUIOB,
ckapdonaos, U penamKoHoB

Genome WHdopMaLMs 0 reHOMax OpraHM3MOB Ha OCHOBAHUM UMEIOLLMXCS
reHOMHbIX CHOpOK




RefSeq

» ABToMaTuueckas (no 6onbluert yacTu) 6a3a faHHbIX
» Csout popmat AC (copepxaT _)

> 3HauYUTeNbHO MEHbLUE BbIPOXAEHHOCTb, YeM B GenBank (MeHblue

vV vVv.v Yy

MOBTOPSIOLLMXCS MOCNeL0BATENbHOCTEN)

AHHOTaUMK BannAMpPYOTCS U 0BHOBNAKOTCS

AHHOTauun bonee yHubunumMpoBaHHble, YeM B GenBank
HekoTopble 3anucu gaxe KypupyoTtca

(MopmMaT 3anucei NpakTMYeckn naeHTyeH GenBank




Nucleotide

[lns ynpolieHns nomcka HyK1eoTUaHbIX NociefoBaTeNnbHOCTeN Yepes
web-uHTepdeiic n Entrez (nuccore).
» Conexut HykneotugHble 3anmcu us: INSDC (GenBank/ENA/DDBJ), RefSeq,
PDB, TPA (Third Party Annotation)

» OpHa 1 Ta e NocnefoBaTeNbHOCTb MOXET BCTPEYaTbCs MHOMO pa3
(Hanpumep, naeHTuuHble 3anucn INSDC n RefSeq)

» CooepXuT Bce HyKNleoTuaHble nocnenoBaTtensHoctn B NCBI (nocne cnmsaHms ¢
GSS 1 EST B utone 2019).




Nucleotide collection (nr/nt)

» CofepXXMUT TONIbKO NOCNEA0BaATENbHOCTM M X uaeHTudukatopel B INSDC,
RefSeq, PDB.

> /lneHTUYHble NoC/ef0BaTeNbHOCTU KNacTepu3yoTCS.
» CnyxuT onsg noncka ¢ nomouibto BLAST.




[Monck no aHHOTAUMSM U 3arpy3kKa AaHHbIX

NCBI 1.

ENA 1.
. Advanced search (https://www.ebi.ac.uk/ena/browser/advanced- search)
. REST URLs (https://www.ebi.ac.uk/ena/browse/data-retrieval -rest)

DDBIJ

[nobanbHbIM nouck no 6asam NCBI

(https://www.ncbi.nlm.nih.gov/search)

. E-Utilities — Web API k cucteme Entrez

(https://www.ncbi.nlm.nih.gov/books/NBK25501/?term=e-utilities)

. Batch Entrez — no ¢anny co cnmckom naeHTMdmnKaTopos

(https://www.ncbi.nlm.nih.gov/sites/batchentrez)

. FTP (ftp://ftp.ncbi.nlm.nih.gov/)

Search & Browse (https://www.ebi.ac.uk/ena/browse)

. Search & Analysis (https://www.ddbj.nig.ac.jp/services-e.html)
. ARSA (http://ddbj.nig.ac.jp/arsa)

. GetEntry (http://getentry.ddbj.nig.ac.jp/top-e.html)

. FTP (ftp://ftp.ddbj.nig.ac.jp/)


https://www.ncbi.nlm.nih.gov/search
https://www.ncbi.nlm.nih.gov/books/NBK25501/?term=e-utilities
https://www.ncbi.nlm.nih.gov/sites/batchentrez
ftp://ftp.ncbi.nlm.nih.gov/
https://www.ebi.ac.uk/ena/browse
https://www.ebi.ac.uk/ena/browser/advanced-search
https://www.ebi.ac.uk/ena/browse/data-retrieval-rest
https://www.ddbj.nig.ac.jp/services-e.html
http://ddbj.nig.ac.jp/arsa
http://getentry.ddbj.nig.ac.jp/top-e.html
ftp://ftp.ddbj.nig.ac.jp/
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