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[Tpnpoada 1 OTHOCUTENbHAA YAcTOTa HAac/e4yeMbIX MyTaLWI NATU
M3y4aeMbIX TEHOB, MHAYLUMPOBAHHbIX Y-U3TYYEHMEM N HENTPOHAMMU
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BapWaHTbl CEKBEHUNPOBAHUA

«Knaccnyeckmm» Next-generation sequencing (NGS)
e CekBeHupoBaHue no CeHrepy * [llumina * Nanoball seq.
* lon-Torrent * Nanopore
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GAT ARATCTGGTCTTATTTCC




CekBeHupoBaHue no CeHrepy

* BbicOKaAa HaaeXHOCTb

* [lewleBM3Ha B OTHOLLUEHWN HeboNbLIKNX Y4aCTKOB

e [1InHa NpoYTEHUMN

* C/IOXKHOCTb NPU NOKPbITUM HEN3BECTHbIX Y4aCTKOB
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NGS

* CHMXEeHHaA HageXHOCTb OTAEe/IbHOro NPOoYTeHUA

* MHOXeCTBEHHOCTb NPOYTEHUM
e [10CTYNHOCTb FEHOMHOIO NOKPbITUA |
* Pa3nnyHaAa ueHa

GAATCTAGTACGTCAC

|
i /




OcobeHHOCTM pa3Hbix BMAoB NGS

lon-Torrent OTHOCUTENbHO AELLEBbIN, ObICTPbLIN, NPO6AEMBI C Y4aCTKaMM C MOBTOPOM
OAHOro OCHOBAHMA

Nanoball sequencing B 60/1bLw0ON cTENEHM YCTPaHAET OWNOKM KonupoBaHmnAa OHK, popmumpyet
KOPOTKME NPOoYTEHUA

Nanopore [leweBbli, BO3MOMKHO NMPOYTEHNE KpanHe NPOTAXKEHHbIX Y4aCTKOB, TOYHOCTb
HECKO/IbKO HUXKe APpYrux MeToao0B

lllumina OTHOCUTENbHO AelleBbl, MHOTOKOMMMHOCTb MPOYTEHUIN, GOPMUpPYET
KOPOTKME NPOYTEHUA



Obwasa cxema padboTbl ¢ lllumina

* [lonyyeHne AAHK

* [loarotoska AIHK K cekBeHUpoOBaHUIO
* HenocpeacTtsBeHHO CeKBeHUpPOBaHUeE
* O6paboTKa CbIpbIX AAHHbIX

* IHTepnpeTaumna pe3ynbraTos






Cbipble AaHHblE

Identifier
Sequence
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Quality scores
Identifier
Sequence

= sign
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—® @SRR566546.970 HWUSI-EAS1673_11067_FC7070M:4:1:2299:1109 length=50
—® TTGCCTGCCTATCATTT TAGTGCCTGTGAGGTGGAGATGTGAGGATCAGT

9 +

—8 hhhhhhhhhhghhghhhhhfhhhhhfffffe‘ee["X]bld[ed® [Y[TY

® @5RR566546.971 HWUSI-EAS1673_11067_FC7070M:4:1:2374:1108 length=50
® GATTTGTATGAAAGTATACAACTAAAACTGCAGGTGGATCAGAGTAAGTC

8 +
—& hhhhgfhhcghghggfcffdhfehhhhcehdchhdhahehffffde‘bVd




Ob6paboTKa CblpbIX JAHHbIX

* KapTupoBaHMe NpoYTEHUMN

* [Toctob6paboTKa KapTUPOBAHUA
* Mapkuposka INLUP agynankaTtos
* AHa/ I3 NOKpbITUA

* [TOUCK reHeTUYeCcKNxX BapnuaHToOB

* AHaNM3 HanZEeHHbIX BapUaHTOB



AHann3 obpaboTaHHbIX AaHHbIX
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44, 80% 39,10%

MonHble (| ), mo3anyHble () n He naeHTUPUUMpPOBaHHbIE ( ) u3meHeHuAa JHK BbisBnaemble
6MOMHPOPMALMOHHBIM aHAIM30M NOC/IE MNOJIHOFEHOMHOIO CEKBEHUPOBAHMA.



DVMEPbI HIDAHCOB aHa/IN3a
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ACACTTCACAGTITTITGTGGAAATATGTTTACTACCCCATITTCACTGACAAATTCTGCECTAC A
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[1IONONHEeHUSA K YXKe NPON3BEeJEeHHOMY
aHaN3Y

* AHaNN3 OAHOHYKEOTUAHbIX NU3MEHEHUN
e [lpyron noaxon K o6paboTKe CbipbiX AaHHbIX
e [lpyrme meTtoabl CEKBEHUPOBAHUA
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OTHOCHTENbHAS YacTOTa UACHTUYHBIX n3MeHeHu ( neneryii (M), naBepcuii (W), TpaHciaokaruii () ), BeIABIsSECMAas
KJIACCUYECKUM METOJIOM aHaJIM3a MyTallui OTJEIHHBIX TEHOB (A) U MOJHOTCHOMHOTO CEKBEHHPOBAHUS HOBOTO
nokosieHus (b)



Cnacmbo 3a BHMMaHue!



