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BeBeaeHMe B BbICOKOMNPOM3BOAUTENLHOE CEKBEHUPOBAHME

=  OBOSIOUMA CEKBEHMPOBAHUSA: OT CaHrepa K NGS

= Knto4yeBble NoHATUA NGS

= OTarnbl NOAroTOBKN U NMPOBEAEHUS
BbICOKOMPOWN3BOAMNTENBHOINO CEKBEHNPOBAHNS

«AreHTCTBO XM3KCNepT»
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[TokoNeHna cekBeHNpOoBaHUA
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[lokoneHna cekBeHpoBaHUA
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[lokoneHus CEKBEHNPOBaAHUA

Il nOKONneHue
Next-generation sequencing

[To3BornisieT onpenensaTb HYKMEeOTUAHYHO NOCeaoBaTerlbHOCTb
NPUHUUNanbHO bonbLUen obLLEN NPOTSAXKEHHOCTU 3a OAUH
pabo4yni UMKn No cpaBHEHUIO C METOAAMW CEKBEHUPOBAHUS
npeablayLwero nokoneHms (metogbl CoHrepa n Makcama-
[MnbepTa)
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Next-generation sequencing

ceKBeHNnpoBaHE HOBOIo rNnoKoJieHuns
CeKkBeHunpoBaHme creayrowiero nokoneHnd
BbICOKOINMpon3BoaunTesibHoe CEKBEHNPOBaAHNE

- onpegeneHne HyKneoTnaHou
nocnepnoBartenbHocTn AHK, ocHoBaHHaA Ha
napannenbHOM «4TEHUNY
nepekpbiBatoLmMxca doparmMeHToB

MCXOAQHOW MONEKYNbI.
il
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O BOMNOLNSA CEKBEHUPOBAHUA

2009 2010

2001 2002 2003 2004 2005 2006 2007 2008

Sanger
Reads length, bp 600-1000 50-400

1-1000
million

Reads per run 1-96

NGS

ABI 3730xI 454 GS-20| Solexa/lllumina| ABI SOLID Roche/454| lllumina GAllx, | llumina Hi-Seq
capillary pyrosequencer sequence sequencer Titanium, SOLID 3.0 2000
sequencer analyser lllumina GAIl
L
2001 2002 2003 2004 2005 2006 2007 2008 2009 2010
1,000
1,000 Genomes, Watson Genomes pilot
Draft human Human Microbiome genome and HapMap3
genome HapMap Project begins | ENCODE Project begins projects begin publication publications

ENCODE Project| First tumour:normal
pilot publications! genome publication

Human genetic
syndromes publications

Projects and publications

A decade's perspective on DNA sequencing technology. ER Mardis - Nature, 2011
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TexHonorna NGS no3sondeT NpoBOAUTb:

« CekBeHMpoBaHMe OTaAeNbHbIX rEeHOB U HabopoB
reHOB

 MaccoBoe cekBeHUpoBaHMe aMnIMKOHOB

» CeKBEHMPOBaAHME TPAHCKPUNTOMOB

» CeKBEHMPOBAHME 3K30MOB <

e [loONHOreHOMHOE CekBeHUpoBaHne = oeesecnee



NGS. OOLMm NpUHLAM

= J[IHK Hape3aeTca Ha oparMeHTbl onpeaeneHHou
OJTNHDI

= K HUM nurvpytoTca agantepsbl

= AMNNU@UKaUna Kaxxgoro otaensHoro doparmeHTa B
N30NTIMPOBAHHbLIX OT APYrNX YCIOBUAX

= AHanma nocrnegoBaTernibHOCTU
amMmnnnpununpoBaHHbIX kKnoHoB HK

Bbicokonpoun3BoamTenbHOe CEKBEHNPOBaHNE U ero npumeHenne. KopoctnH Omutpuii d.korostin@gmail.com NOlen PAH X



NGS

Multiple Copies of a Genome
Reads
| =] [—————] |———] =
] ———— ] & | |
I O T
High Coverage Low Coverage

Consensus Sequence

\/
http://gcat.davidson.edu/phast/
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NGS

A Contig Created

contigs are contiguous sequences of DNA
From Fragments - o = - S —

contigs_are_  ntigu ences__
Character :
Fragments re conti us_se es_of DNA
guous_sequen
B
Contig

SeqUENced DNA M o——— — —— | e— m—

Fragments — e — — Te—
I — — — —

http://gcat.davidson.edu/phast/



http://gcat.davidson.edu/phast/

NGS

ATGGCATTGCAA
TGGCATTGCAATTTG
AGATGGTATTG
Reads GATGGCATTGCAA
GCATTGCAATTTGAC
ATGGCATTGCAATTT
AGATGGTATTGCAATTTG

Consensus
Sequence AGATGGCATTGCAATTTGAC



UTO Takoe nokpbITUE (coverage)

- OTO CKOMbKO pa3 B cpeAHEeM HYKNeoTua reHoMa NoKpbIT puaamm

Multiple Copies of a Genome

=

[N
Low Coverag Hnuye rb

Xopollee High Coverage
MokpbITUE @
(50-100X "~ comenss soquenc

ansa de novo)

[110X0e NOKpbITUE *

HeT puaoB — HET MOKPbLITUS
(He OTCEKBEHNPOBA/IOCH)

Kak cobpaTb reHoM de novo U3 KOPOTKUX YTeHUiA? MpakTudeckue coBeThl. HaymeHko C.A.
http://gcat.davidson.edu/phast/



de novo cbopka reHoma

« COopka nocnenoBaTesibHOCTM -
BblpaBHMBaHNE U CIIUSIHUE
doparmeHTOoB 60ONEE ANNHHOMN
nocneposartenbHocTn AHK anga
BOCCTaHOBSIEHUS NCXOOHOM
nocrnenoBaTeNbHOCTU

* de novo cbopKa BbINOMNHAETCA B
cny4ae, ecnu oTcyTCTBYeT
pedepeHcHas
nocrneaoBaTenbHOCTb AN
CpaBHEHMA

* [1pu rmbpungHon cbopke MOXKHO
MCNONb30BaTh 3NIEMEHTHI

GNM3KOPOACTBEHHOW NI YaCTUYHO

pedepeHCcHOU
nocrneanoBaTenbHOCTU

MpouTteHu

CoOpaHHbI
7
reHom

%

Circos plot of a bacterial genome assembly.
Comparison between a german E. coli outbreak

strain and reference strain E. Coli 559889 X



[TpMmep KoHTUra, cobpaHHoro no gaHHbIM Torrent
Data
B nporpamme MIRA
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+674614 B66P8:1027:158 CTTATTCGCCCGGAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTAAAACGCCACGGTATG

-674615 B66P8:1620:205CTTATTCGCCCGGAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTAARAACGCCACGGTATG

+674616 B66P8:570:256 [CTTATTCGCCCGGAAGCTACCGGCTACGG

+674617 B66P8:1752:221|CTTATTCGCCCGGAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTARAACGCCACGGTATGGGTTTTGA

-674618 B66P8:1578:124|CTTATTCGCCCGGAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTAAAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTT

-674619 B66P8:2173:208/CTTATTCGCCCGGAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTARAACGCCACGGTATGGGTTTTGA

+674620 B66P8:1479:134|CTTATTCGCCCGGAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTAAAACGCCACGGTATGGGTTTTGAAGGGATGCGCGT

+674621 B66P8:2351:882 CTTATTCGCCCGGAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTAAAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTC

+674622 B66P8:633:1989 CTTATTCGCCCGGAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTAAAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCG

+674623 B66P8:1394:643 CTTATTCGCCCGGAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTARAACGCCACGGTATGGGTTTTGAAGG

-674624 B66P8:117:1772/CTTATTCGCCCGGAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTAAAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCT

-674625 B66P8:1952:239, TATTCGCCCGGAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTAARAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCT

+674626 B66P8:2002:207 TATTCGCCCGGAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTARAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCARC

+674627 B66P8:2022:972 GAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTARAACGCCACGGTATGGGET TTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTC

-674628 B66P8:1095:435 ARGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTAAAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTACG
-674629 B66P8:178:1206 GCTACGGTCTGGTTTATTTCACAGAAGCAATGCTARAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTA
-674630 B66P8:1583:149 GCTACGGTCTGGTTTATTTCACAGAAGCAATGCTAAAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTA
+674631 B66P8:1307:176 TACGGTCTGGTTTATTTCACAGAAGCAATGCTAAAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTC

+674632 B66P8:2487:969 TACGGTCTGGTTTATTTCACAGAAGCAATGCTAAAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTACGC
-674633 B66P8:1177:133 CTGGTTTATTTCACAGAAGCAATGCTAAAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTACGC
-674634 B66P38:1181:215 TTATTTCACAGAAGCAATGCTARAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTACGC
-674635 B66P8:552:1819 TTCACAGAAGCAATGCTARAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTACGC
-674636 B66P8:387:997 CAGAAGCAATGCTARAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTACGC
+674637 B66P8:1759:198 AGAAGCAATGCTARAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTACGC
-674638 B66P8:964:217 AATGCTAAAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTACGC
+674639 B66P8:2001:167 AATGCTAAAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTACGC
+674640 B66P8:1220:254 GCTARAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTACGC
-674641 B66P8:2061:117 CTAARACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTACGC
<> CONSENSUS -%Z-|CTTATTCGCCCGGAAGCTACCGGCTACGGTCTGGTTTATTTCACAGAAGCAATGCTAAAACGCCACGGTATGGGTTTTGAAGGGATGCGCGTTTCCGTTTCTGGCTCCGGCAACGTCGCCCAGTACGC
Tag type:SVEC Direction:- C




UT0 Takoe nokpbiTHE?

« CpeaHee KOMMYECTBO NPOYTEHUN, ——————————————— 2000 Base genome
coaepXallunx AaHHbIN HYKNeoTuna B
PEKOHCTPYNpPOBaAHHOM
nocriegoBaTenbHOCTU Coverage =N * =

500
2000

Coverage = 8 *

 [lo3BonsieT oueHNTb % NOKPbITUS reHoOMa

« BbICOKOE NOKPbITUE NCNPaBNAET OLLINOKM N = Kon-Bo npoyteHuit
npu c6opke L = cpeaHasa anvHa npoYTeHun
G = [InnHa npo4nTLIBAEMOro
y4yacTtka (reHoma)

[ TunnyHoe xenatenbHoe NoKpbITUE reHoma 30x }
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UT0 Takoe N50

Example: | Mbp genome 50%
¢

——n———
b b o bl N TR

N50 size = 30 kbp
(300k+100k+45k+45k+30k = 520k >= 500kbp)

Large-scale Sequencing and Assembly of Cereal Genomes Using Blacklight
Philip Blood x
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UT0 Takoe N50

human build 37

<4=—= N50 = 46,395,641 bp

big genes = 200,000 bp

* N50 nokasblBaeT Ka4eCTBO COOPKU

« Ckadpdponabl pacnonaratoT rno yobiBaHMIO ASNHbI

« CyMMUPYIOT ONNHY, HAYMHAaA ¢ camMoro borbLioro ckaddgonaa
1 Ha kakom ckadpdonae nokpoem norioBuUHy reHoma?
v/ [nuHa atoro ckadpdpornga HasbiBaeTcs N50.

Kak cobpaTb reHoM de novo 13 KOPOTKNX YTeHni? MNpaktudeckune coetbl. HaymeHko C.A.
http://www.discoveryandinnovation.com/BIOL202/notes/lecture25.html



N50 — 310 gnnHa KOHTUra, NP KOTOPOM KOHTUTU TaKOW Xe NN
bornblUen AnNnHbl COCTaBNAT 50% BCEX HYKITeOTNO0B B COOpKe

Cummultive Size (%)

Assembly Statistics

__________

_________
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KntoueBble napaMeTpbl de novo COOpPKM

[TapameTp

N50

YUncno KoHTUros

KoHTur: Habop nepekpbiBatoLLmnxcs
dparmenToB [HK, koTOpbIE B
COBOKYMHOCTY NPEACTaBNAT cOOO0N
KoHceHcyc obnactu OHK

% MNoKpbITUS
pedepeHca

OnucaHune

«Yem BonbLue, TeM nyyLue»
N50 3710 gnnHa KOHTUra, NPy KOTOPOW KOHTUMN TaKow
Xe nnm éonbluen gnuHbl coctaenaT 50% Bcex
HyKneoTngos B cbopke.

«HeMm MeHbLUe, TeM nydwe»
Mo Mepe yBennYeHus Yncra KOHTUroB, KOTOpbIe
yKnagbiBatoTCsi B COOPKY, 3TO YMCIO yMeHbLuaeTcs. B
naeane rnofnHoOCTblo cobpaHHbIN reHoMm 6e3 npobenos
OyneTt cocToATb U3 1 KOHTUra.

«Yem 6nmxke k 100%, Tem nyye»
% NoKpbITUS pedepeHca o3HavyaeT % BCex OCHOBaHUN
B reHOMe, KOTopble Obln NOKPLITbI N0 KpanHeN Mepe
OOHMM NMPOYTEHUNEM.

[Mpnmep
N50 = 98.6Kb
E. coli 400bp PGM

# Contigs = 158
E. coli 400bp PGM

% Ref Coverage =
98.15%
E. coli 400bp PGM

X



Pabounin npouecc NGS



OCHOBHbI€e 3Tanbl CEKBEHNPOBaAHUA

ih

NMpuroroBneHu NMNogroroBka CekBeHMpPOBaHU AHanus
e oubnmnoTteku MaTpuubl e OAaHHbIX




[TpurotoBrieHmne MONNOTEKN

UctouHukmn OHK ana npuroroBneHns onbnunorek:
* reHoMmHasa HK (Whole genome);
* yactb reHomHoun [JHK (Targeted Enrichment);
* Habop NLUP-npoaykToB (aMninKOHOB);

* KOHK (RNA-Seq);
* AIMMYHOMPEUUNUTUPOBAHHbLIN XpOMaTKH (ChIP-Seq) 1 T.
a.

Cny4vanHasa hparmeHTaumns BocctaHoBneHne KOHLO0B

nMrMpoBaHue
afanTopoB

— o

O6paszey OHK dparmeHTupoBaHHas [HK Bubnuoteka dparmenToB HK

X



[loarotoBka MaTpuLbl

IMyrnbcnoHHasa MNLP u
aBTOMaTU3NpOBaHHadA cMcTtema
oboraweHna Ha MarHUTHbIX
yacTumuax

Cuctema lon OneTouch

g ( PCR Break Template 1

m - amplificatiop emulsion dissociation

<8 N v Py X 4 | = -
Primer, template, .
dNTPs and polymerase £

X



[loarotoBka MaTpuLbl

= AMnnundukaumns oubnmoTekn
= BoccraHoBneHue n oborawieHue

cgep
= 3arpyska duna

Cranuus lon Chef

PCR Break Template
amplification emulsion dissociation

. A = 4 '."‘ = =
Primer, template,
. S

dNTPs and polymerase




CekBeHnpoBaHue

— perncrpaumns nokanbHoro nameHeHus pH Ha
NonynpoBOAHMKOBOM MUKpPOYMMe Npu nocnegosaTernibHOM
YONUHEHUN ONTUTOHYKeoTnaHow 3aTtpasku QHK-nonnmvepason

lon PGM™ Sequencer lon Proton™ Sequencer



CekBeHnpoBaHue

lon
314™
lon
316™
lon
318 ™

P

™




lon Ynn

Micro-machined wells ——

lon-sensitive layer

Proprietary lon sensor ———=




[leTekunsi Ha Ymne B peanbHOM BPEMEHM

dNTP

0 AHT® nocnegoBaTenbHO nogatoTca OauH
3a Apyrum Ha 4yun

[Tocne BCTpanBaHWUA HyKneoTnaa B Lerb
NpPONCXOoAUT OTLLENMNEHNE NPOTOHA U
N3MeHeHune pH B s4yenke

UyBCTBUTESBbHBIN CNOWN perncTpupyet
N3MeHeHue pH

a CeHcop nepeBoauT XMMUYECKUIA cUrHan

B LndpoBomn

A3meHeHne HanpsKeHns
NPONOPLMOHAnbHO KONIMYECTBY

BCTPOEHHbLIX HYKINeoTnaoB
K pecusepy -

MeTannuyeckuit

nnasawLwmi AV
3aTtBop —'/_

KpemHuesblit cybcTpar

CxemaTtnyeckoe nsobpaxeHune

y - U3mepeHune
nonepe4vyHoro ce4eHnd ogHon A4enKn Ha 4vune
HanpsHKeHus
https://www.invitrogen.com/site/us/en/home/Products-and-Services/Applications/Sequencing/Semiconductor-Sequencing/Semiconductor-Se X

qguencing-Technology/lon-Torrent-Technology-How-Does-It-Work.html S T—



VloHorpamma
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Flow

Sequence: AATCTTCTG...

 Yuraercs cneBa — HarnpaBo N MO BbICOTE

* BblcoTa roBopuT 0 TOM, CKOMNbKO HYKNEOTUA0B NHKOPNOPUPYET BO BPEMS
OJHOW Nnogayn Hykneotmaa

« OTcyTCTBME NUKa NPU Nogayvm HykreoTmaa roeoput 0d OTCYTCTBMN JAHHOIO
HyKreoTnaa B matpuue X



AHann3 gaHHbIX

PGM®
Sequencer

MR
[MporpammHoe obecneyeHmne
* Torrent Suite
— [lporpamma onga 3anycka n HACTPOWKN Xo04a CEKBEHMPOBAHUA.
— [lpocTbie onuuu Ans Nokasa METPUKN aHanuaa, OOCTYMNHble AN NOHMMaHUS
TeX, KTO He SABNSeTCS 3KCnepToM B 06rnactn 6monHdopmaTuki.
— To4HOCTb Npu onpeaeneHnm roMononMMepos.
—  Pasnun4yHble NpunoXxeHus.
— OTnpaBka gaHHbIX Yepes «0brako» no
( Torrent Suite certn.
- = e |+ ® lON Reporter
- - — l N — Torrent Browser ——
T S 2o 2 | —  AHanus gaHHbIX Yepes «obnakoy,
lon Torrent Tormrent Server _—'LﬂEnd User E aHHOTaU.Mﬂ Vl COCTaBJ'IeHl/Ie OTL‘IeTa 0

and Database Computer

m pesyribraTte.

+ Run Data Delivery
| H" | ToBases ===, ocsment > (SFF or FASTQ)

A

Single run analysis
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nMvia
=0 Mappers time line
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MapSplice
REAL
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H Supersplat
DNA mappers are plotted in blue, Selcaviap
RNA mappers in red, GNUMAP
. . GenomeMapper
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2001 2003 2005 2007 2009 2011 2013
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Tools for mapping high-throughput sequencing data
Nuno A. Fonseca, Johan Rung, Alvis Brazma, John C. Marioni. 2012



MacLutabHoe npumeHeHne NGS

= 1000 Genomes Project: NOMCK reHOMHbIX Bapuauuim B ~20 nonynaumax

» PGP: personal genome project, U3y4yeHue BKnaga HacneacTseHHOCTU U cpedbl B NposBNeHne pasinyHbIX
NPU3HaKOB; CEKBEHNPOBaHME reHOMOB J0OPOBOSLLEB, COrMacHbIX NPegoCTaBUTb NUYHYIO MHAOPMALINIO

= GEUVADIS Genetic European Variation in Disease: MEOUUMHCKA MHTEpnpeTauma CUKBEHCOBbIX AaHHbIX A1
pa3HbIX MOHO- 1 MONUreHHbIX 3aboneBaHnin; Ha ocHoBe RNA-Seq 1 ExonSeq

= ESGI: European Sequencing and Genotyping Infrastructure: opraHmsaumnsa NGS MHpacTpyKTypbl 4nd
€BpPOrnenckoro Hay4Horo coobLuectea

= |HEC: International Human Epigenome Consortium: XapakTepucTuka anureHoma 4yenoseka, ~1000 obpa3uoB

= PakoBble nporpammbl
BbIsIBIIEHME OMarHOCTUYEKNX MapKepoB, aHanns3 1 BbIDOp nevyeHns
= |CGC: International Cancer Genome Consortium: nognporpamMmbl No pasHbIM BUAaAM paka (Hanpmep, pak
npocTarthbl, 4ETCKME ONYyX0Sin Mo3ra)
» Treat 1000: pa3Hble BUObI paka
= OncoTrack: pak NpAMON KNLLKU
» CAGEKID: pak no4ku
» Treat 20: MenaHomMa

Bbicokonpoun3BoamTenbHOe CEKBEHNPOBaHNE U ero npumeHenne. KopoctnH Omutpuii d.korostin@gmail.com NOlen PAH X



[eHOM

CUKBEHC U peCUKBEHC

=  MWKPOOPraHm3mbl / Manble reHoMbl: camMbii 3P EKTUBHBIN NOAXO0L,

=  BosnbLlUNE reHOMbI: PECUKBEHC C aHanNn3oM HebOonbLUNX NepPeCcTPOeK ObiN XOPOLL BCerga, CUKBEHC de novo
N aHann3 6onbLUMX NEPEeCTPOEK COBEPLUEHCTBYIOTCA Ha rnasax

= Knaccudgukaumsa opraHM3mMoB Mo MOSIEKYNSIPHbIM NPU3HaKam

= CMKBEHC onpegerneHHbix obrnacTten reHoma: oboraileHne: yHKUMOHAbHbIN 3K30M (~5%) 1 NPOM3BOSIbHO
BblOpaHHbIX obnacTten

FeHOMHas apxuTekTypa
*  MO3ULUA HYKINeoCoM
=  TpPEXMepHasi CTpyKTypa reHoma: 3C (hypothesis-free) n 5C (BbICOKONPON3BOANTESTbHbIN aHaNn3)

JnureHeTUkKa
=  METUNMpoBaHME: CUKBEHC nocne bucynbgunagHomn obpabotkm unm ChiP-Seq
=  BO3MOXHO, MaLUNHbI TPETLENO NOKOSIEHNUS CMOTYT onpeaensaTb MoguduKkaunm Hanpsimyto

B3anmoaencTBme HyKNenHoBbIX KUCIOT ¢ 6enkamum

= ChIP-Seq

= [OSIHOrEHOMHbI HECENEKTUBHbIM aHann3 MecT Nocaaky 6enkos

=  [UMNEepPYYBCTBUTENBHOCTL K HyKneasawm, FAIRE-Seq

=  aHanua crneunduyHOCTU B3auMogenCTBUS (HanpsaMyo), MOUCK KOHCEHCYCHbIX NOCIeA0BaTeNbHOCTEN

Bbicokonpoun3BoamTenbHOe CEKBEHNPOBaHNE U ero npumeHenne. KopoctnH Omutpuii d.korostin@gmail.com NOlen PAH X



TpaHCKpUNTOMm

NMonHoTa aHanu3a

= Bce Tunbl PHK: kogmpytowme nocnegosatenibHOCTU, Marnble Hekoaupytowmne PHK, aHTuceHc-
TpaHCKpUnuus n T.4.

=  YyBCTBUTENbHOCTb: NPV aieKBaTHOW OpraHM3auunm dKCNnepMMeHTa, MOXXHO ObITb YBEPEHHbIM, YTO
3ameyeHsbl Bce gencreyrowmne PHK

RNA-Seq no3BonseT

= ornpenendrtb KaKk OTHOCUTESbHbIN, Tak U1 aOCONIOTHbIN YPOBHU 3KCrNpeccunun
= aHHOTUPOBATb HOBbIE N YTOYHATb aHHOTALUO N3BECTHbLIX TEHOB

= CMOTPETb OTAENbHO SAEPHYIO, LUMTONNasMaTn4eckyto, acCcoLmMmpoBaHHyo ¢ pubocomamu (B LuTonnasme u
Ha membpaHax) n 1.n. PHK
=  BbISABNATb NPUCYTCTBME B 0O6pasLe MUKPOOPraHM3MoB 1 BUPYCOB

""lyBCTBVITeﬂ bHOCTb

Bbicokonpoun3BoamTenbHOe CEKBEHNPOBaHNE U ero npumeHenne. KopoctnH Omutpuii d.korostin@gmail.com NOlen PAH X



CpaBHUTENBbHbLIN QYHKUMOHANBHLIN aHanus

CpaBHeHMe reHOMoOB pa3HbIX BUOOB No3BondeT

=  BbIIBUTb (PYHKUMOHASIbHbIE 3fIEMEHTbLI reHOMa

= CBHA3aTb 9BOJIIOLNOHHbIE HOBOBBEAEHNSA C NOSABIEHNEM B reHOMe HOBbIX (PYHKLNOHASTbHbIX Y4aCTKOB,
Tuna NpoekT «Origins of Multicellularity»

=  BbIIBUTb ME€XaHU3Mbl U ABWXKYLLME (paKTOPbl 3BOMIOLMN 1A Pa3HbIX 3MoX

= pasobpaTbCs, YTO OTNIMYAET HAc OT BMKaNLLUNX 1 AanbHUX poanNYen

BHYTpVIBVI,EI,OBoe cpaBHeHue reHomoB

= MpUYMHA TOHKMX Pasnnymnii B peakuumn Ha akTopbl OKpy»KatoLle cpeabl (6onesHu) 1 noBeaeHun

= pakTOpbI, ONpeaensaoLLmMe CroXKHbIE NONMUreHHbIe NPU3HaKK (POCT, BEC, NPEAPAaCNONoXeHHOCTb K
pacnpocTpaHeHHbIM 60re3HsaM)

= MeXxaHuU3Mbl PEKOMOUHALINM

= pakTopbl oT6OPa B «MCTOPUYECKOE» BPEMS

= UCTOpMS pacceneHus YernoBeyecTsa

Bbicokonpoun3BoamTenbHOe CEKBEHNPOBaHNE U ero npumeHenne. KopoctnH Omutpuii d.korostin@gmail.com NOlen PAH X



MeonumnHa

Mukpobuonorusa

= BblABJIEHNE NMATONreHOB: XOJ1iepa Ha [[aBansix, Tokcu4yHas E.coli B Fepmaval
=  aHann3 CMMONOTUYECKUX OpraHnM3mos: MVIKpO6VIOM

npe,D,paCﬂOHO)KeHHOCTb K 60rne3Hn — reHoTmn
=  GWAS, BOBreY€eHHbIe reHbl, MONeKynsapHbie MPUYnHbI bonesHn, Bbl60p MULLEHN
=  peakue 6onesHn, ceMenHbIn aHanua: «6bICprIl71» TEeCT CUKBEHCOM KOAMPYIOLWUNX nocregoBaTenbHOCTEN

=  UMMYHHbIV penepTyap B- 1 T-KNETOYHbIX PELIENTOPOB: NOABEPXKEHHOCTb GOMNE3HsAM, OTBET Ha
BaKLMHaLUWIO

= HeWHBa3nBHaA 1 rpeHaralibHada gnarHoCcTtukKa rno OHK B KpoBu

Bone3Hb — npodunb aKcnpeccuun
= Knaccudukauma onyxosien, TOHKU U/unn paHHUn ouarHo3
= CMEKTPp MyTareHesa — npuynHa onyxoneobpasoBaHus

Bbicokonpoun3BoamTenbHOe CEKBEHNPOBaHNE U ero npumeHenne. KopoctnH Omutpuii d.korostin@gmail.com NOlen PAH X



MeonumnHa

npOEKTbI MO CUKBEHCY pa3HbIX TUNOB onyxoneﬁ

= CNeKTp MyTareHesa, «3aBepLnTb» CMMCOK OHKOINreHOB
= TeCTUupoBaHUe JieKapCTB Ha KJTETOYHbIX JTMHUAX

= TOHKad ANarHoCTuka 1 Bblpa6OTKa «CTaHOapPTHbIX» cnocoboB nevYeHns
= HewuHBa3MBHas OMarHOCTUKa (NOCTTpeaTMEeHT): onyxornesble OHK n knetku B KpoBu

Bbicokonpoun3BoamTenbHOe CEKBEHNPOBaHNE U ero npumeHenne. KopoctnH Omutpuii d.korostin@gmail.com NOlen PAH



MeonumnHa

npeBeHTMBHaﬂ MeaAnUuuHa

= bonesHb Anburenmepa
=  [lnabert Il TMNa

I'Iepc0Haana;| MeanUMnHa

= [eHeTnyeckun onocpenoBaHHasA 4YyBCTBUTESIbHOCTDb K JTeKapCTBaM (varfarin)

Bbicokonpoun3BoamTenbHOe CEKBEHNPOBaHNE U ero npumeHenne. KopoctnH Omutpuii d.korostin@gmail.com NOlen PAH



