HykneotuaHble 6aHKM AaHHbIX

BaHs PycuHoB




IKCKYpPC B UCTOPUIO CEKBEHMPOBAHMS




NcTopusi cEKBEHUMPOBAHMA

» 1951 — lNepBas nocnenoBaTenbHOCTb:
6b14Mit MHCYNMH, Lenb B (B6enok!)

Frederick Sanger



NcTopusi cEKBEHUMPOBAHMA

» 1951 — lMNepBas nocnenoBaTenbHOCTb:
6blunii MHCYAUH, Lenb B (6enok!)

» 1976 — lNepBbli NOMHbIA FEHOM:
6aktepnodar MS2 (PHK)

Walter Fiers




MCTOpMﬂ CEKBEHNPOBaAHUA

» 1951 — lNepBas nocnenoBaTeNibHOCTb:
6b14nit MHCYNMH, Lenb B (B6enok!)

» 1976 — lNepBbli1 NONMHbLIN FrEHOM:
6akTepuodar MS2 (PHK)

» 1995 — lepBblit reHOM BakTepuu:
Haemophilus influenza

Craig Venter



NcTopusi cEKBEHUMPOBAHMA

» 1951 — lNepBas nocnenoBaTeNIbHOCTb:
6blunii MHCYNUH, Lenb B (6enok!)

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

» 1995 — llepBblIii reHOM bakTepuu:
Haemophilus influenza

» 2001 — lNepBbii reHOM yenoBeka:
Mex[lyHapoaHbIi koHcopuuyM vs. Celera
Genomics




Next Generation Sequencing




CroumMocTb CeKBEHNPOBaHUA
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OMMOCTb CEKBEHNPOBAHUA

Cost per Human Genome
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Sanger vs. NGS

Human Genome Sequencing

Generating a Reference
Genome Sequence

(e.g.. Human Genome Project)

Break genome into

large fragments and
insert into clones

Order clones

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

Reference Sequence

Generating a Person’s
Genome Sequence
irca ~2016)

TATGCGATGCGTATTTCGTAAA .

Reference Sequence

Break genome
into small pieces

Generate millions
of sequence reads

Align sequence reads
to established
reference sequence

Deduce starting
sequence and identify
differences from
reference sequence



TepMuHbl NGS

[pouteHune (pua) nNocnenoBaTeNbHOCTb, NOyYEHHAs U3 CeKBeHaTopa
Kauectso npoutenns senmunmHa Q = —101log;q p, rAe p — BEPOATHOCTb
OWKMBOYHOro NpoYTEHUS HYKNeoTMaa; Q BbluMcngeTcs ons
KaX4oro Hykneotuaa puaa
KoHTur cekBeHWpoBaHHbIM 6e3 nponyckos ¢pparmeHT AHK,
cobupaeTcs B KOMMbIOTEPE U3 NPOYTEHUI

Ckaddong Habop KOHTMIOB, MPO KOTOPbIE M3BECTHO B3aMMHOE
pacnosnoXeHune U NpUMepPHOe PacCTOSIHWE; Pa3pbIBbl
3aMOJHAT COOTBETCTBYIOLLMM KONMYECTBOM OYyKB N




Cbopka NGS

Puabl (napHbie) H H

MokpbITHe O 3 1

2
KoHTturm | I
Ckatpchons I




[NokasaTtenu KayecTea C60pKl/1

(CpenHee) MoOKpbITUE CpefHee YACI0 PUAOB, B KOTOPbIE MOMNa Kaxabli
HYK/1€0TUA,
N50 mnmMHa caMoro ANMHHOTO KOHTMIa, Takoro, YTo 3TOT U BCe
6onee ANMHHbIE KOHTUIU MOKPbIBAOT 60/1€€ MOMOBUHbI
reHoMa

L50 Homep KoHTUra (Mpu ynopsaouMBaHmm no yobiBaHMIO
[OJIMHbI), ANMHA KoToporo pasHa N50




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.



MacwTtabbl 6encTeug

Mo paHHbIM NCBI Genome, Ha AaHHbI MOMEHT CEKBEHMPOBaHbI (MU B NpoLecce
CEKBEHUPOBAHWS) FEHOMbI:

> 282 246 npokapuoT
> 41 416 Bupycos

> 24 437 nnasmug,

» 17 234 opraHenn

> 13 199 sykapuot

NCBI Genome cogepXuT faneko He BCe CEKBEHUPOBAHHbIE FEHOMBI.




MaccoBble reHOMHbIe NMPOEKTbI

2013 100000 reHoMOB ntoaein

2012 100000 reHOMOB naToreHHbIx bakTepui
2012 1000 reHomoB rpnbos

2011 5000 reHOMOB HacekoMbIX

2010 10000 reHOMOB NO3BOHOYHbIX

2009 1000 reHomoOB pacTeHui

2008 3000 reHoMoOB puca

2008 1000 reHoMoOB noaei

2008 1001 reHom Apabuponcuca



UYTo cekBeHUpPYIOT?

[eHoMbI

SK30Mbl

TpaHCKpMATOMBI

MeTunombl

MeTtareHoMmbl

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

VVvyVvVVyVYyVYYVYY

M mMHoroe gpyroe




HykneotuaHble 6aHKM AaHHbIX




CornalleHms 0 XpaHeHMU NOCNen0BaTENbHOCTEN

vVvyVvyvVvyyvyy

XpaHaT nocnenoBaTenbHOCTb OAHOOYKBEHHbIX 0603HaUYeHUIN HYK1e0TUAOB,
3aMMCaHHYI OT 5-KOHUA K 3'-KOHLy

TONbKO AN ogHom uenun OHK.

B cnyyae PHK ypauwmnbl Toxke 0603HayatoT 6ykBo T.

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

KoopAanHaTbl yKa3blBatoT BKIKUYUTENBHO C 060MX KOHLOB.




HykneotuaHble koabl IUPAC

Kop | 3HayeHue | MHeMOHM4YecKoe NpaBuio
A A Adenine
C C Cytosine
G G Guanine Q
T T Thymine N
K | GuamT | Keto | /NQ </ | ﬁ
M Aunmn C | aMino N Yo N N/ NH,
R | AumG | puRine H H
Y Cunm T | pYrimidine
S Cunm G | Strong interaction NH; NH,
W Avan T | Weak interaction N N N
B He A nocne A no andasury | N </ | N
D He C nocne C no andasuty /g N /)
H He G nocne G no andasuty ” O H N
\% He T nocne T n U no andasuty
N nobon aNy

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




Tunbl 6a3 OaHHbIX

ApXMBHbIE 3aMWCK CO34aK0T CaMM SKCMEPUMEHTATOPbI, OHM e OTBEYAIOT 3a
[LOCTOBEPHOCTb MHbOPMaLUK

KypwpyeMble 3a CO034aHMe U peaakTupoBaHue 3anucen oTBevaroT
cneunanbHble N04oN, KypaTopbl

ABTOMaTMYECKME 3aMMUCK CO3AOTCS aBTOMATUUYECKU KOMMbIOTEPHBIMM
nporpamMmamu




INSDC (www.insdc.org)

International Nucleotide Sequence Database Collaboration:

» O6beauHaeT 3 KpynHeWLWwmnx HyK1eoTUaHbIX
apxusa: GenBank, ENA, DDBJ

9)9)2))]

> ExxefgHeBHbIN 06MeH AaHHbIMU | e |
3 >
> EauHbIi opMaT Tabnuubl NOKanbHbIX \/
ocobeHHocTeln

» PexkoMeHOaLmMM Mo UCMOb30BaHMIO
TEPMUHOB M KJIIOYEBbIX C/IOB B aHHOTALMSAX

\ chuenffﬁg:ﬁlfml\ivr / 5eq“gt..'2?1{“é§5":uhive /
> |1 HeKoTOpble Npoune yHUdUKaLmm S
(HanpuMmep, TabnuLbl rEHETUYECKOro KOoAa)




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




ENA data domains

Study/Project
Sample

Read
Assembly

Analysis
Contig set
Sequence

Taxon

Checklist

MHDOPMaLMs 0 NPOEKTe MO CEKBEHUPOBAHUIO

MHDopMaums 06 obpasLe — UCTOYHUKE BMONOTUYECKOrO
mMaTepuana

npoyvYTeHUA NGS 1 onucaHne MeToamKu CeKBEHUPOBAHMA

nHdopmauma o cbopke ckapPongosB U XpOMOCOM U3 PUAOB U
KOHTMIOB

MpOW3BOAHbIE faHHble 0 COOpPKE MAKM aHHOTAL MK
COAEPXKMT CChbIIKM HAa 3aMMUCKU C KOHTUIaMK
coBpaHHble 1 aHHOTUPOBAHHbIE NOCIEA0BATENbHOCTH
TakCoOHOMMYeckast UHGopMaLms

onucaHue TpeboBaHUIM K MeTafaHHbIM Ha MOMEHT CO3aHMs
3anucK o NpoekTe



ENA data classes

STD cobpaHHble M aHHOTUPOBaHHbIE NOC/IEA0BATENBHOCTH
CON ckapdonabl

WGS reHOMHble KOHTUIM

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 nocnepnoBaTtenbHOCTM U3 NATEHTOB



ENA: pacnpeneneHue 3anucen no Knaccam

Assembled/annotated sequence bases by dataclass
12-0ct-2020




ENA: pocT uncna 3anucen

Assembled/annotated sequence growth

12-0ct-2020
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ENA: yBennyeHmne obbema SRA

Reads growth

12-0ct-2020
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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:

0S  Carcharodon carcharias (great white shark)

oc Eukaryota; Metazoa; Chordata; Craniata; Vertebrata; Chondrichthyes;
oc 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; SAMN@4526268.

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; @ other;

caaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaaaaaaac 60

caaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaac 335




@opmMart 3anmcn 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: SAMNO4526268
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 aaaaaaaa

301 caaaaaaaaa aaaaaaaaaa aaaaaaaaaa aaaac
/7



ba3bl MmeTapaHHbIX NCBI

Taxonomy TakcoHoMMueckas 6a3a faHHbIX
BioProject ComepuT MHDOPMaLMIO O MPOEKTaxX CEKBEHNMPOBAHUS
BioSample CopepxuT nHdopmMaumo 06 obpasue, u3 kotoporo nonyydeHa HK

Assembly MHdpopmMaums o cbopke, CCbIKM Ha NOCNELOBATENbHOCTU KOHTUIOB,
ckabdonaoB., M penaMKOHOB

Genome VIHdJOpMaLI,VI‘iI O reHoMax opraHM3MoB Ha OCHOBaAaHMU UMEKLLNXCA
F€HOMHbIX C60pOK




RefSeq

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

> ABTOoMaTuyeckas (no Honblueit yactn) 6asa SaHHbIX
» (Cson dopmat AC (cogepxat _)

» 3HauMTeNbHO MeHbLLUe BbIpOXAEHHOCTb, YeM B GenBank (MeHbLie
MOBTOPSIOLLMXCA NOCAeA0BaTeNIbHOCTEN)

AHHOTaUMKM BannAMpPYOTCS U 0BOHOBAAKOTCS
AHHOTauun 6onee yHMbULMPOBaAHHbIE, YeM B GenBank
HekoTopble 3anucu gaxe KypupyoTtca

vvyVvyy

MopMart 3anucen npakTMyeckn noeHtmueH GenBank



Nucleotide

[lns ynpolueHns nomcka HyK1eoTUAHbIX NociefoBaTeNnbHOCTeN Yepes
web-uHTepdeiic n Entrez (nuccore).
> Copexut HykneotuaHble 3anucu u3: INSDC (GenBank/ENA/DDBIJ), RefSeq,
PDB, TPA (Third Party Annotation)
> OpHa U Ta e NocienoBaTeNlbHOCTb MOXET BCTPEYaThCs MHOIO pas
(Hanpumep, npoeHtnyHble 3anmcn INSDC n RefSeq)

> CofepXuT BCe HyKNeoTuaHble nocnenoBatenbHocTy B NCBI (nocne cnvsHmg ¢
GSS 1 EST B uione 2019).




Nucleotide collection (nr/nt)

» Copep>KuT TONbKO NOCNeA0BaTeNbHOCTU U UX naeHTudumKaTopsl B INSDC,
RefSeq, PDB.

> lneHTUYHbIe NOCNef0BaTENbHOCTU KIACTEPU3YIOTCS.
> CnyxuT gns nomcka c nomoubio 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)

DDBJ

[no6anbHbI nomck no 6azam 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 danny 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 (ttp://ddbj.nig.ac.jp/arsa)

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

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


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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