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McTopus cekBeHMpoBaHMUS

» 1951 — lNepBas nocnenoBaTebHOCTb:
6blunit MHCYNMH, Lenb B (6enok!)

Frederick Sanger
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McTopus cekBeHMpoBaHMUS

» 1951 — lNepBas nocnenoBaTeNbHOCTb:
Oblunit MHCYNMH, Lenb B (6enok!)

» 1976 — lNepBblit NOMHbLIN FreHOM:
6akTepunodar MS2 (PHK)

Walter Fiers
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McTopus cekBeHMpoBaHMUS

» 1951 — lNepBas nocnenoBaTebHOCTb:
6b14Mit MHCYNKH, Lenb B (B6enok!)

» 1976 — [NepBbli1 NOMHbLIN FrEHOM:
6akTepuodar MS2 (PHK)

» 1995 — lNepBbit reHOM bakTepun:
Haemophilus influenza

Craig Venter
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McTopus cekBeHMpoBaHMUS

» 1951 — lNepBasi nocnenoBaTebHOCTb:
6blunit MHCYNMH, Lenb B (6enok!)

» 1976 — lNepBblit NOMHbLIN FEHOM:
6aktepuodar MS2 (PHK)

» 1995 — llepBblii reHOM bakTepuu:
Haemophilus influenza

» 2001 — lNepBbii reHOM yenoBeka:
MeXAYyHapOAHbIA KoHcopumyMm vs. Celera
Genomics
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Next Generation Sequencing
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CronMocCTb CeEKBEHNPOBaHKUA

Cost per Raw Megabase of DNA Sequence
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100.000 Moore’s Law

NIH National Human Genome
Research Institute
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Sanger vs. NGS

Human Genome Sequencing

Generating a Reference
Genome Sequence
(e.g.. Human Genome Project)

Generating a Person’s
Genome Sequence
irca ~2016)

)
Break genome into / J
large fragments and e Break genome
rge frag / into small pieces
insert into clones J / /
Order clones e

Break individual
clones into
small pieces

Generate thousands
of sequence reads
and assemble
sequence of clone

Assemble sequences
of overlapping clones
to establish
reference sequence
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Reference Sequence

TATGCGATGCGTATTTCGTAAA.

Reference Sequence

Generate millions
of sequence reads

Align sequence reads
to established
reference sequence

Deduce starting
sequence and identify
differences from
reference sequence




TepmuHbl NGS

[pouteHue (pua) nNocnenoBaTeNbHOCTb, NOlyYEHHAs U3 CEKBEHaTopa
Kauectso npoytenns sennumHa Q = —101log;q p, rae p — BEPOATHOCTb
OWKMBOYHOro NpoYTEHUS HYKNeoTMaa; Q BbluMcngeTcs ons
KaXk4,0ro HykseoTuaa puaa
KoHTur cekBeHMpoBaHHbIM 6e3 nponyckos ¢pparmeHT AHK,
cobupaeTcs B KOMMbIOTEPE U3 NPOYTEHM

Ckaddong Habop KOHTMIOB, MPO KOTOPbIE M3BECTHO B3aMMHOE
pacnosnoXxeHune U NpUMepPHOEe PacCTOSIHWE; Pa3pbIBbl
3aMoHAT COOTBETCTBYHOLLMM KOMMYECTBOM OYKB N
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Cbopka NGS

Puabl (NapHbie) ‘__ ~ '

MokpbITHe 2 O 3 1
KoHTurn | I
Ckatpcpong I
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[loka3aTenu KkayecTsa C60pKl/1

(CpenHee) MoKpbITUE CpefHee YACI0 PUAOB, B KOTOPbIE MOMNa Kaxabli
HYK/1€0TUA,

N50 AsMHa caMoro AAMHHOIO KOHTMIa, TaKoro, Y4To 3TOT M BCe
6onee LNMHHbIE KOHTUIM MOKPbIBAKOT 60/1€e NMOMOBUHDI
reHoma

L50 Homep KoHTUra (Mpu ynopsaouMBaHmm no yobiBaHMIO
[OJIMHbI), ANMHA KoToporo pasHa N50
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TexHonornm 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 (upto1kb)  >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.
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MacLTtabbl bencTems

Mo paHHbIM NCBI Genome, Ha AaHHbI MOMEHT CEKBEHMPOBaHbI (MU B MpoLecce
CEKBEHWPOBAHWS) reHOMbI:

» 367 271 npokapuoT
» 45 705 Bupycos
> 32 813 nnasmupg,
» 20 230 opraHenn
» 19 577 sykapwot
NCBI Genome cogepXuT faneko He BCe CEKBEHUPOBAHHbIE FEHOMBI.
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MaccoBble reHOMHbIE NPpOEKTbI

2013 100000 reHoMOB ntoaein

2012 100000 reHOMOB naToreHHbIx bakTepui
2012 1000 reHomoB rpnbos

2011 5000 reHOMOB HacekoMbIX

2010 10000 reHOMOB NO3BOHOYHbIX

2009 1000 reHomOB pacTeHui

2008 3000 reHoMoOB puca

2008 1000 reHoMoOB noaei

2008 1001 reHom Apabuponcuca
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UYto cekBeHUPYIOT?

[eHoMmbI

JK30Mbl

TpaHCcKpMNTOMBI

MeTunombl

MeTtareHoMmbl

Cavitbl csizbiBaHua OHK 6enkom (ChlP-seq)
ConmkeHHble yyactkn xpomocoM (HiC)

vVVvyVvyVvyVYyVvVYVvYyyYy

M MHoroe apyroe
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CornaweHus o XpaHEHUNA nocnenoBaTeNibHOCTEN

XpaHaT nocnenoBaTenbHOCTb OAHOOYKBEHHbIX 0603HaUYeHMI HYK1eOTUAOB,
3aMMCaHHYI OT 5—KOHUA K 3-KOoHLy

TONbKO AN ogHom uenun OHK.

B cnyyae PHK ypauwmnbl Toxke 0603HayatoT 6ykBo T.

Hykneotuabl HymMepytoT, HaumHas ¢ 1 (a He 0).

vVvyVvyvyyvyy

KoopAanHaTbl yKa3blBatoT BK/IKUUTENBHO C 060MX KOHLOB.
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HykneotugHble kogbl ITUPAC

Kop | 3HayeHue | MHeMOHM4YecKoe nNpaBuio
A Adenine
C Cytosine

G Guanine 0 Q
T Thymine N
NH
GumT | Keto \EA\I </ | )\
Aunn C | aMino N 0 H N/ NH,

Avmm G | puRine
Cvan T | pYrimidine
Cunn G | Strong interaction

NH, NH,
Avmm T | Weak interaction N N N
He A nocne A no andasuty | N </ | N
He C nocne C no andasuty /g /)
N" o N™ °N

He G nocne G no andasuty
He T nocne T u U no andasuty
nobon aNy

Z<IUOWM=TnN<DIRAHA60ON>

Nomenclature for incompletely specified bases in nucleic acid sequences. Recommendations 1984.
PNAS. 1986;83:4-8. PMID: 2417239; PMCID: PMC322779.
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Tunbl 633 AaHHbIX

ApXMBHbIE 3aMUCK CO34AKOT CAMM IKCMEPUMEHTATOPbI, OHM XKE OTBEYAIOT 33
[LOCTOBEPHOCTb MHbOpMaLMK

Kypl/lpyEMbIE 3a CO034aHKeE U penakTupoBaHue 3anuncen oTeevaroT
cneunanbHble N04U, KypaTopbl

ABTOMaTMYECKME 3aMUCK CO3AKOTCS aBTOMATUUYECKU KOMMbIOTEPHbIMM
nporpamMmamu
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INSDC (www.insdc.org)

International Nucleotide Sequence Database Collaboration:

» O6beauHNeT 3 KpyMHEWLWmUxX HyKNeoTUAHbIX
apxuBa: GenBank, ENA, DDBJ

» ExXeaHeBHbIM 0OMEH AaHHbIMU

» EauHbii dopMaT Tabnumubl NOKanbHbIX
ocobeHHocTeln

» PexkoMeHOaLmMmn Mo UCMob30BaHMIO
TEPMUHOB M KJIIOYEBbIX C/IOB B aHHOTALMAX

B scavence Read archive Seqiionte Read Archive [
> U HekoTopble NpoYne YHUDUKALLUK
(HanpuMmep, TabnuLbl reHETUYECKOro KOoAa)

WAHblE 6aHKU AAHHbIX



CrpykTypa aaHHbix B INSDC

Data type

DbDBJ

EMBL-EBI

NCBI

Mext generation reads

Sequence Read Archive

Capillary reads

Trace Archive

Annotated sequences DOBJ
Samples BioSample
Studies BioProject

European Mucleotide

Archive (EMNA)

Sequence Read Archive

Trace Archive

GenBank

BioSample

BioProject
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ENA data domains

Study/Project nHdopMaumsa 0 NpoekTe No CEKBEHUPOBAHMIO

Sample uHpopmauus 06 obpasue - UCTOYHMKE BMONIOrMYEeCcKoro
MaTtepuana

Read npouteHns NGS 1 onncaHne METOAMKU CEKBEHMPOBAHMSA

Assembly nHdopmMaumsa o cbopke ckapPonaos MU XpOMOCOM U3 pUAOB U
KOHTMIOB

Analysis npon3BoaHble AaHHbIE 0 COOpKe UM aHHOTaLUK
Contig set copepXuT CCbINIKM Ha 3aMMCK C KOHTUraMu
Sequence cobpaHHble U aHHOTUPOBAHHbIE MOCNEA0BATENBHOCTH
Taxon TakCOHOMMYecKas MHhopMaLms

Checklist onucaHue TpeboBaHUM K MeTafaHHbIM Ha MOMEHT CO34aHMS
3anucK o NpoekTe
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ENA data classes

STD cobpaHHble M aHHOTUPOBaHHbIE NOC/IEA0BATENBHOCTH
CON ckaddonapl
WGS reHOMHble KOHTUIU

TSA TpaHCKPUNTOMHbIE KOHTUIU

HTG High Throughput Genomic data

HTC High Throughput Transcriptomic data

EST Expressed Sequence Tags

GSS Genome Survey Sequence

STS Sequence Tagged Site

PAT nocnepnoBaTtesbHOCTM M3 NATEHTOB
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ENA: pacnpeneneHue 3anmcen no Knaccam

Assembled/annotated sequence bases by dataclass
18-0ct-2021
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ENA: pocT uncna 3anucen

Assembled/annotated sequence growth

18-0ct-2021
lel3
le9
lel2
leg8
lell
% le7 o
g lel0O &
g 1e6 ?
o 1e9 i
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le5 le8
led le7
le3 le6
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Year

|— Sequences (2,619.1 millions) — Bases (11,298.5 biIIions)|
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ENA: yBennyenme obbema SRA

Reads growth
18-0ct-2021

lel?

lel6

lel5

leld

lel3

lel2

Sequences
saseg

lell

lel0

le9

eef ! C l1es
2006 2008 2010 2012 2014 2016 2018 2020 2022
Year

|——Sequences(155.8tﬁm0ns)——Bases(27,2332 nﬂﬁons”
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@opmart 3anmcn B ENA

LR694071; SV 1; linear; genomic DNA; STD; VRT; 335 BP.
LR694071;
Project:PRIEB20083;

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

Carcharodon carcharias isolate C_car_delaware_2007 genome assembly,
chromosome:

Carcharodon carcharias (great white shark)

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

[1]
Canner M., Saneer T.;

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

MD5; a7ela34e45308b36003800689dc43934.
BioSample; SAMN@4526268.

Key Location/Qualifiers

source ilo o ZE5
/organism="Carcharodon carcharias"
/chromosome="1"
/isolate="C_car_delaware_2007"
/mol_type="genomic DNA"
/db_xref="taxon:13397"

Sequence 335 BP; 323 A; 12 C; © G; 0 T; @ other;
caaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaaaaaaac 60

caaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaac 335
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@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: PRJIEB20083
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 il oS85

/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

/!
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ba3bl MeTagaHHbIX NCBI

Taxonomy TakcoHoMMueckas 6a3a faHHbIX
BioProject ComepuT MHDOPMALMIO O MPOEKTaX CEKBEHUMPOBAHUS
BioSample CopepxuT nHdopMaumo 06 obpasue, u3 kotoporo nonyydeHa HK

Assembly MHdpopMaums o cbopke, CCbIIKM Ha NOCNELOBATENbHOCTU KOHTUIOB,
ckapdongos, U PENIMKOHOB

Genome VIHd)OpMaLI,Mﬂ O reHoMax OopraHM3MoB Ha OCHOBaAaHMU UMEKLLNXCA
F€HOMHbIX C60pOK
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RefSeq

HykneotnaHas 6a3a faHHbix B NCBI, co3gaHHas ons CHUXEHUS U3BbITOYHOCTU U
YHUDMKALMM QaHHOTALLMN.

> ABToMaTuyeckas (no 6onbluei yactn) 6asa JaHHbIX
» (Cson dopmat AC (cogepxat _)

> 3HauMTeNbHO MeHbLLUEe BbIPOXAEHHOCTb, YeM B GenBank (MeHbLie
MOBTOPSIOLLMXCA NOCAeA0BaTeNIbHOCTEN)

AHHOTaUMM BannOMpPYOTCS U 0BHOBAAKOTCS
AHHOTauun 6onee yHMbULMPOBAHHbIE, YeM B GenBank
HekoTopble 3anucu gaxe KypupyTcs

vvyyvyy

MopMart 3anucen npakTmyeckn noeHtmueH GenBank
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Nucleotide

[lns ynpolieHns nomcka HyK1eoTUAHbIX NOCNefoBaTeNbHOCTeN Yepes
web-uHTepdeiic n Entrez (nuccore).
» Copexut HykneotuaHble 3anucu mn3: INSDC (GenBank/ENA/DDBYJ), RefSeq,
PDB, TPA (Third Party Annotation)
> OpHa U Ta e NocienoBaTeNlbHOCTb MOXKET BCTPEYaThCs MHOIO pas
(Hanpumep, naeHtnyHble 3anmcn INSDC n RefSeq)
> CoLepXuT BCe HyKNeoTuaHble nocnenoBatenbHocTv B NCBI (nocne cnvsHmsg ¢
GSS 1 EST B uione 2019).
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Nucleotide collection (nr/nt)

> Copep>KuT TONbKO NOCNeA0BaTENbHOCTU U UX naeHTUdumKaTopsl B INSDC,
RefSeq, PDB.

» oeHTUYHbIE MOC/eA0BaTENbHOCTU K/TAaCTEPU3YIOTCA.
> CnyxuT gns nomcka c nomoubio BLAST.
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[ToMCK NO aHHOTALUMSM U 3arpy3kKa AaHHbIX

NCBI 1. Tno6anbHbi nounck no 6aszam NCBI
(https://www.ncbi.nlm.nih.gov/search)
2. E-Utilities — Web API k cucteme Entrez
(https://www.ncbi.nlm.nih.gov/books/NBK25501/?term=e-utilities)
3. Batch Entrez — no darnny co cnuckom naeHTMdMKaTopoB
(https://www.ncbi.nlm.nih.gov/sites/batchentrez)
4. FTP (ftp://ftp.ncbi.nlm.nih.gov/)

ENA 1. Search & Browse (https://www.ebi.ac.uk/ena/browse)
2. Advanced search (https://www.ebi.ac.uk/ena/browser/advanced-search)
3. REST URLs (https://www.ebi.ac.uk/ena/browse/data-retrieval -rest)
DDBJ 1. Search & Analysis (https://www.ddbj.nig.ac.jp/services-e.html)
2. ARSA (ttp://ddbj.nig.ac.jp/arsa)
3. GetEntry (ttp://getentry.ddbj.nig.ac.jp/top-e.html)
4. FTP (ftp://ftp.ddbj.nig.ac.jp/)
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