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HoBble TeXHON0rMn monekynapHo-
reHeTUYeCcKoro TeCTUPoOBaHNA B OHKO/IOTUU —
npeuMmyLLecTBa U He40CTaTKu

Cdepbl npumeHeHmnAa NGS

* CekBeHnpoBaHue de novo

e ChiP-Seq

* MeTareHOMMKa

* AHasIn3 MeTUANPOBaAHUA

* PecekBeHupoBaHue

* TapreTHoe peceKkBeHUpoOBaHMe

* TpaHCKpPMNTOMMKA




07.05.2019

Cdepbl npumeHeHna NGS

CekBeHMpoBaHue de novo
ChiP-Seq

MeTareHOMMKa

AHann3 mMeTUANpPoBaHUA
PecekBeHMpoBaHue
TapreTHoe pecekBeHUpOBaHUe

TpaHCKpMNTOMMKA

Jpa reHOMUKM

2012 r., Exome Aggregation Consortium (ExAC)

* 60 706 sk30mO0B
2017 r., Genome Aggregation Database (gnomAD)
e 123 136 sk3omosB, 15 496 reHomoB
2017 r., UK Biobank
* 337 000 obpa3uos
2018, Invitae
* BbInoaHAeT 1500 NGS-aHann3oB B AeHb
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dpa reHoMUKn B PP

* HWW Neauatpum (HU3A) >5000 06pasLioB (MOHOreHHbIE)

* KasaHckuit oHkonpoekT ~1500 ob6pasuos, ~500 KoOHTpoIEN

* HayuHble npoeKTbl ~150-200 obpasLos

HacnepnctBeHHble OHKOCUHAPOMbI

* MyTauum u reHbl (cekBeHnpoBaHue no CaHrepy)

* MynbTureHHble naHenu (NGS)
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MUP-aHann3 4acTbIX MyTauumn

BRCAT
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* [1MarHOCTUPYIOTCA HECKO/IbKO YaCTbIX MyTaLWUiA U3 HECKONbKMX TbICAY
onucaHHbIX B 6a3ax gaHHbIX

CeKBEHMPOBaHME PETMOHOB FEHOB

BRCAT

* [narHocTupytoTca 2-3 «ropavmx» permoHa — npumepHo 20-30 myTtaumn u3
HECKONIbKMX TbICAY ONMUCAHHbIX B 6a3ax gaHHbIX
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[lohHOreHOMHOe cekBeHnpoBaHue

® ﬂ,MaFHOCTMpy}OTCﬂ BCE MyTaLlMn B reHax naHeaun

3a4a4n TeCTUpPOBaHUA

* NaeHTUPUKaLMA NAaTOFEHHbIX MyTaLUWUIM Y NAaLUMEHTOB C
Hananymem 3HO

* YnpaB/ieHUs pUCKaMu AN1A POACTBEHHUKOB

* [MonyNsSILMOHHbINA CKPUHUHT (??7?)
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[loyemy UMEHHO MYNbTUTEHHbIE
naHenu?

PekomeHpgauumn NCCN no reHeTUHECKOMY TECTUPOBAHUIO KO/IOPEKTA/IbHOIO paKa

APC ATM AXIN2 BLM BMPR1A CHEK2 EPCAM

GALNT12 GREM1 MLH1 MSH2 MSH6 MSH3 MUTYH

NTHL1 POLD1 POLE PMS2 PTEN SMAD4 STK11
TP53

Ot obpasua go oT4yeTa

BwochbopmaTm( 5MOMH¢OpM3TMK
o o

[eHepauua XpaHeHune AHanuns
OAHHbIX DAHHbIX OAHHbIX

GGCGGTCTRARATGCTTATCTATGCGGGCCCCT
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OT1 0bpasua go oT4yeTa

BuonHdopmaTtmk

AHanun3 gaHHbIX

SNP:A->G

GCGGTCTHEAT TTATCTATGCGGG
T CTTATC]

Tekylwme noaxoabl

e C\/IJ.I,eCTByIOLLI,VIe MeToabl 06pa6OTKM AdHHbIX NMPW3BaHbl peLllaTb Hay4HblE, a HE

KANHUYECKUE 3a4a4YN

BbicTpoe passutne NGS NnpmMBOAUT K yCTapeBaHMIO METOAMK eLle A0 UX MacCOBOro
pacnpocTpaHeHun
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BHegpeHMe B NpaKkTUKY

MakcMmanbHaa aBToOMaTU3aLma

BbicoKasa ckopocTb 06paboTKu

Cuctema NoaaepKK1 NPUHATUA peLleHui
PasBuTble cpeacTBa aHaAM3a BapMaHTOB

BHyTpnnabopaTopHble NOAXOAbl YCTAPENAU U HE OTBEYatoT TpeboBaHUAM BPEMEHMN,
TaK KakK B 60/IbLLINHCTBE CBOEM /IMHENHbI U HE MaclUTabupyembl

OT 0bpasLa Ao otyeTa

¥ ¥

XpaHeHue
OaHHbIX

AHanu3
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YpoBHU aHanmn3a gaHHbIX NGS

* [lepBblii ypOBEHb — Cbipble AaHHble U dannbl FASTQ

* BTOpOl\/‘i YpPOBEHb — NOUCK BAPUAHTOB U aHHOTAUUA

* TpeTuit ypoBeHb — UHTEPNPETALMA U NPUHATME peLleHUi

TpeTni ypoBeHb — UHTEPNpeTaLua
N NPUHATME pPEeLUEHUN

* [pobnema 6a3 AaHHbIX:
OTCYTCTBYIOT A@HHblE O BCTPEYAEMOCTM BapMaHTOB B NOMNYAALUN

OTCyTCTBYET AOCTYN K MNAATHbIM 6a3am AaHHbIX 3apybeXKHbIX KOMMNaHUM
(HGDM, CentoMD u ap.)

Cnabas NPMMEHUMOCTb YyKUX AaHHbIX K HEKOTOPbIM POCCUIMCKUM
nonynaumam

dearmeHTaprle N Pa3pO3HEHHbIE AdHHbIE COOCTBEHHDIX VICCI'IeAOBaHMﬁ
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[Mpobnembl MHTEPNPETALUN

HGMD Professional,
CentoMD, ClinVar u gp.

YacToTa B nonynauyuu

MNpeackasaHue adpdpekTa

|_|0I'nyIF| LUOHHbIE YaCTOTbl

* YactoTa BapmaHTa B 06LLel Nonyaaumm — K14YeBON KpuTepui ana
KMHMYECKOM MHTEpPNpEeTaLLUn

* YacToTa annenu Bbille OXuaaemon aas 3aboneBaHMA — aprymMeHT B
NoNb3y HEMATOreHHOCTM BapUaHTa
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|_|OI'Iy1'IFILI,MOHHbIe YaCTOTbl

e 2018 r., Poccuiickme reHombl (CaHkT-MeTepbypr)

* ~200 n3 3annaHnposaHHbIX 3000 reHomoB

e 2018 ., 2000 3k30moB (HUN dXM)

* ~100 n3 3annaHmpoBaHHbIXx 2000 s3K30MOB

NHPopmauma o nonynaunMoHHbIX YacToTax B PP otcytcTByeT!

POCCUNCKMIA OHKOMPOEKT

Kl497 06pasuoB C HAac/eACTBEHHbIMU OHKOCUHAPOMAMM

.

512 KoHTponei 6e3 3HO
Pak mosiouHO Kenesbl
Pak anyHuKosB
KonopekTanbHbliit pak
Pak »kenyaka
MenaHoma

HelposHAOKPUHHbIE paKku

>
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[loBblleHNe HaAEeKHOCTH

O6vem BbIOOPKKM 06pa3LoB He meHee 500
CTporue Kputepum otbopa

CobcTBEHHAA KOHTPO/IbHAA rpynna
CemenHbIN aHaMHe3

CnpaBoyHasa MHGopmauma U3 6a3 AaHHbIX

PocT paamepa Bbibopku ¢ 200 ao 1500 o6pa3u,0B NO3BOAUA
peknaccmpmumposaTtb 60% BapnUaHTOB C HEM3BECTHOM 3HAYMMOCTbIO

3ayem Hy»KHa naHeslb reHoB?

/°1497 06pasuoB c HAac/eACTBEHHbIMU OHKOCUHAPOMaMM \

* Y naumeHTtoB ¢ KPP Hanbonee yactble myTaumm B reHax cMHapoma JIMH4a

* Ho npu aTom BCTpeYanncb MyTaLum B reHax, He XapaKTepHbIX ANA AaHHOM
nokanusaumun - CHEK2, CDKN2A, PDGFRA, BLM, RAD51C, SDHC, POLE, RET, ATM,
RAD54L, PPM1D, CDKN2A

\ Pesynbtatbl lopgmeBa Mapara, F'AY3 PKOJ, M3 PT, 2017

12



07.05.2019

[MpaKTUYeCcKMn pesynbTaT

1497 06pa3LoB ¢ HacNeACTBEHHbIMW OHKOCMHAPOMAMMU
512 KoHTponei 6e3 3HO

~60% NauMeHTOB MMeNN NATOrEHHYD MyTaLMIO

57 HOBbIX paHeEe HEOMMUCAHHbIX MyTaLU

19 peknaccMdUUMPOBAHHbIX MyTaLMM

N3 npowepmnx nobposonbHoe obcnegosaHme 40 poacTBEHHMKOB OOHAPYXKEHO:
PMX — aBa cny4yas paka, ctaguma |
PA — oanH cnyyam paka, ctagus |

Cnacmnbo 3a BHUMaHuUe!
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