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» O KOMIMAHNW
» KJIOYEBBIE KOMIMETEHLLNV
»HALL MAPTHEPDI




O koMIIaHUU

Novel Software Systems - MHHOBaLIMIOHHAA KOMMNAHWS
B 06/1aCTV BMOTEXHOMOT M HA CTbIKE HAYKU U

MHJOPMALIMOHHbBIX TEXHOOM U,

Mbl 06begmMHaeM 3HaHUS

B 061aCT OMOMOrUM 1 TEXHOOMMIN aHanM3a AaHHbIX ONS
Pa3pPabOoTKM NPAKTUYECKNX PELLUEHUN B TaKUX cdhepax, Kak

MedMLUNHa N (PDaPMaKOJ10TI NA.

HoBocnbupcke, CaHKT-leTepby

Kutan.

KoMMaHua ocHoBaHa B 2004 roay B HoBocmbumpcke.,
Ha CerogHALWHMN OeHb HaLlW OUCbl PACMONOXKEeHbI B

ore, MockBe, PokBu

Mapunena, CLLUA), XepTtoren6oc (HugepnaHab) 1 CAMbIHb

B Halwen koMaHae bonee 60 BOMHPOPMATNKOB U
MHXXEHEPOB-MPOrPaMMINCTOB, B TOM Yunce 15 yyeHbix

C HAY4YHOW CTerneHbto. Pe3ynstaThl MCCeaoBaHnm
NYyONUKYOTCS B MEXOYHAPOAHbIX HAYYHbIX XXYPHaNax.
Haly COTPYOHMKM TaKXe MPenoaatoT B BEAYLLMX By3aX
CTPaHbI, @ KOMMNaHWS PEerynsapHo npurnaliaeT CTyaeHTOB
Ha CTA)XUPOBKY.

Genomenal - hnarMaHCKMY NPOAYKT HaLLlen KOMMaHuu,
3TO NPOrpaMMHas nnatdopmMa ansg paboTbl C FEHOMHbIMU
OaHHbIMW,
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KaroyeBbie KOMIIEeTEHIUH

e ObpaboTKa AaHHbIX cekBeHMPOoBaHUA NGS 1 MYIBTUOMUKCHbBIN aHaNn3
e Pa3paboTka codTa KNnacca Enterprise

e MalnMHHOE 0by4yeHmne B OBMOIornm

Hamu napTHepsI

*NGS - [JaHHble CeKBeHMPOBaHNSA HOBOI0 NMOKOIEHNS (BbICOKOMPOU3BOANTENbHOE CeKBEeHMpPoBaHMe Monekyn JHK 1 PHK]

Myﬂle/IOMl/IKCHbIVI dHaJIN3 — aHaAJIN3 TEHOMUKN, TPAHCKPUTTTOMUNKH, NMPOTEOMUKWU, MeTaboNoMMKU
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» GENOMENAL

» O MPOLAYKTE NGS WIZARD

» 1A HEIO NCTTONb3YETCA NGS WIZARD B KJIMHUKAX VI BAOTEX-KOMIMAHNAX
» NGSWIZARD - YAOBCTBO NCIOJIb3OBAHWA

» CTTPABJTEHWE OLLUVMBOK B LAHHDBIX

» VARIANT VIEWER OJTA U3YHEHWA NOJTVMIMOPDON3MOB

» ACMG IHTEPIPETALNA

» MOLVYJTb MO HACJTEQCTBEHHDBIM OIMYXOJIEBBIM CMHOPOMAM

» COOEP>XAHWE OTYETOB MO 3AAAHHOMY 3ABOJTEBAHUIO

» NGSWIZARD - HEKOTOPBIE MPUMEPDBI NCT1OJIb30BAHIAA




Genomenal — »T0 OMOoUMHpOpMaTHUUECKas

naTdpopma, KOTopas BKIIOUYAET B ceO:

NGS Wizard

BbICOKOTEXHOOMMYHBIM CODT HOBOIO MOKONEHNS O/14
KQ4YeCTBEHHOI0 aHa/IM3a reEHOMOB, YCKOPEHUS
M MacLlTabmpoBaHns 06paboTKM OaHHbIX.

Bormental

MHCTPYMEHTbI KOMMbOTEPHOr0 3peHns ang aHanmsa MPT, KT
M n3obpaxkeHnn Mmkpockona. C Lesbk NoMoLLM B MOCTAHOBKE
OVarHo3a.

1Canlreat

MeTon Ha OCHOBE HerpoCceTen and MoO4eNMpPoBaHNAa 3PdeKTa
BO3/EMNCTBUSA BELLLECTB 1 Tepanuy Ha reTeporeHHbIe OMyXosu.

Protomenal

Moaynb Anga npeackasaHna PYHKLUMOHAIbHbIX JOMEHOB B
AMUHOKMCNOTHbIX NMOC/Ie40BaTEe/IbHOCTAX Ha OCHOBE HempoceTeun
6e3 TpeboBaHUA FOMOJIOTMYHOCTM C BenkaMm C M3BECTHOW

PyHKLMeN.

MetaGenomenal
MeTon oNng aHanM3a MeTareHoOMOB Ha OCHOBE HEeMpPOCEeTeW.


http://genomenal.ru
http://Genomenal.ru
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O mmpoaykTe NGS Wizard

NGS Wizard — 3T0 HOBbIV MPOOYKT Ha POCCUNCKOW NIaTPOPMe
Genomenal

BbICOKOTEXHOTOMMYHbBIM CONT HOBOIO MOKOJIEHUS

0151 KQYeCTBEHHOIr0 aHaNM3a reHOMOB, YCKOPEHUS
M MacLITabmpoBaHUA 00PaAbOTKM OaHHbIX

OCHOBHBIE ITPEUMYIIECTBA
NGS Wizard mi1g nonpsosarenei:

e [nybokKaa cteneHb aBTOMaTM3aLUuUn 06pPabOTKN AaHHbIX
e YNOOHbIV MHTEephenc nonb3oBaTens

'CI'IELI,VIaJ'IVIBVIpOBaHHble oT4eTbl MO HO30J1I0M'M4M B OANH KJTUK
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OCHOBHBIE TEXHOJJIOTUYECKUe
npeumyiiectsa NGS Wizard:

e BO3BMOXXHOCTb UCMONMb30BaHNA KaK 06/1a4HOro peLleHus, Tak
N MHCTaNNAUMUN B NepuMeTpe KIIMHUKHA

e [logaepxka koMaHgon 6monHopmMaTukos 14 Yenosek

e [loppoep)xka pasnnyHbIX NaaTPopM CeKBEHUPOBaAHUS

(Ilumina, BGI/MGI, lonTorrent, B sanbHenwemM Oxford

Nanopore]

e Bcerna akTyanbHble 6a3bl gaHHbIX (onee 280 nonen
aHHOTauuu)

e ABTOMaTU4YECKM MacliTabmnpyemMas cuctemMa nog noToku
OAHHbIX pa3IMyHOro o6bLeMa

e [lonHOoCTbLIO POCCMNCKNUK NPOAYKT, NOCTaBnsieMbiU Ha

3KCNopT
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151 yero ucnonnsyetcsas NGS Wizard B kiuHukax
1 OMOTeX-KOMIAHUAX

|_

a Bxoa B NGS Wizard nogaéTtca ¢

BbigsB/1eHUe reHeTU4YeCKunx
ocobeHHOCTEen B reHOMe YyesnoBeKa

OnpeaeneHve BAUAHUSA reHETUYECKUX
0Co0b6eHHOCTeU Ha 340PO0BbE
4yeNioBeKa, Ni1aHUpoBaHUE CeMbM,
OL,eHKa pUCKOB 3abosieBaHUN

[lpenoTBpaLLeHUe NCrnosib30BaHUS
NIeKapCTBEHHbIX NpenapaToBs

Nno reHetTn4eCKnMM npoTmMBoOrnoKasaHUAM

BbisiBneHne MHO)XecTBa 6bakTepun
M BUPYCOB B aHaNu3ax, MOMOLLb
B 6opbbe c HUMHU

BoiaBneHue paka Ha |l n |l ctapgmnax no
aHanu3y BkHK kposu (B paspaboTke]

[loMoLlb B nogbope onTuManbHOU
NPOTUBOPAKOBOU Tepanuu

Pa3paboTka nepCcoHUMPNLUUPOBAHHbIX
NPOTMBOPAKOBbIX BAaKLWUH
[B pazpaboTke]

Daln C CbIPbIMW FTEHOMHbIMWN AaHHbIMW.
IHTepnpeTaLms NPoOUCXoaNT aBTOMaTUYECKM NMOO C MOMOLLIbIO BpadYen — MeOULMHCKUX FTEHEeTUKOB

NOVEL

Software Systems
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NGS Wizard — y,[[O6CTBO NCIIOJ/Ib3OBAHHUA genomenal.ry

BCE, 4TO HY)KHO caenaTh AN Havana paboTtsl — co34aTh npodunb «llaumeHTar» 1 ykasaTb, rae nexxat gaHHble FASTQ
nmbo VCF. HYepes HeKoTopoe BpeMda BEPHYTCA K MPOrpaMMe 3a OTHYETOM MO 334aHHOW HO30J10T UM,



http://genomenal.ru
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McnpasineHue omuOOK B JaHHBIX

DOrpPaMMa JeTasibHO aHaNM3npyeT KadecTBo 06pa3LLa, BbIMNOJHAA paboTy bronHpopMaTUKa.

D0BEPKa Ka4veCTBa OadHHbIX N NCTTPaBJ1IEHNE OLLIMBOOK B OaHHbIX CEKBEHNPOBAHUNA NMPONCXOONT
B daBTOMaTUHECKOM PEeXNME.
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Variant Viewer fsg nusydeHus moJIuMop@ru3MoB

Mopaynb ons NpocMoTpa BCex N0IMMOP(PMN3MOB CO BCeEMU aHHOTaUNAaAMM
e ABTOMATUYECKME HACTPOMKN PUIBTPOB

e ObpaboTka go 5 000 000 MyTauuit ogHoBpeMeHHo (bosbLue, YyeM B Excel]
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ACMG uHTepniperanus

Onuwnsa pnga oueHKu natoreHHOCTU MyTauum no 28 kputepmam ACMG
e HaCTb U3 KPUTEPKEB MPOCTABIAETCHA MPOrPaMMon aBTOMaTUYECKUW, OCTaSIbHOE BPaYy BbIOMPAET BPYYHYHO HA OCHOBE

0b30pa nnTepaTypsl 1 Np.
e ABTOMaTUYECKMI MOUCK MO Hay4YHbIM MyOnnKaumaM (MHTerpaums nomcka Google Scholar]
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Mopaynp o Hac/IeJCTBEHHBIM OIYXO0JIEBBIM CUHAPOMAM

BbisiBneHmne natoreHHoCTy MyTauuy B reHe-bmMoMapkepe 1 npeackasaHye HacneactseHHoCcT no 1/ cmHapomMam
Ha OCHOBE COBCTBEHHbIX N BHELLIHMX Ba3 JaHHbIX KIIMHUYECKMX CITy4aEeB.

Bblgada cnpaBoYHOM MHOPMaLIMK C peKoMeHaaumMsaMm rno Bbibopy dapMnpenapaTa

e CMHOPOM JInHYg; e HacneacTBeHHbIV pak MOMOYHOW Xenesbl 1 andHmnkos, BRCAT-2
e HacnenCcTBeHHbIVM M dY3HbIV PaK XeNnyaoKa; ACCOLMMPOBAHHbIN ;
e HacneACTBEHHbIV pak MNOAXENYA0YHOM Xene3bl, e [loN1N03, aCCOLMMPOBAHHbIV C JedeKTOM aKTUBHOCTU

e CeMelnHbI a0eHOMATO3HbIV MOANMO3; nonMMepas;

e HacneacTBeHHad PeoXpPoMOoLMTOMA; o
& Cb P - e HacnieaCTBEHHbIN CMHOPOM CMEeLUaHHOIo MNMoJinmno3a,

e OBEHWbHbIM NMOMNMO3; 5
e CUHOPOM CEMEWHbIX aTUMNYHbBIX POAVNHOK 1 MESTAHOMBI;

e CnHApoM JIn-®payMenu;
e MHO)XeCTBEHHAs 3HOOKPMHHASA HEOMIa3ud BTOPOro TUNa;
e CnHAapoM KoyaeHa;

e ONyXxou, acCoUMMPOBAHHbLIM C MyTauuaMu B reHax ATM, BAPT,
BARD1, BRIP1, CHEKZ, MRE11, NBN, PALB2, RAD50, RAD51B,
RAD51C, RAD51D.

e CnHapoM lenTua-Erepca;
e bonesHb [Mnnenga-Jinupay;
e HacnencTBeHHas raCTPOVHTECTUHAbHAA CTPOMAsIbHas

OMyXOJib
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Cojiep:kaHue OTYETOB IO 3aJAHHOMY
3 a 6 O JI e B aH H IO 1 YpoBeHb |: BaprMaHTbl C BbICOKOW KNTMHUYECKOW 3HAYMMOCTbIO

OAHOHYKNEOTUAHbIE BapUaHTbl, BapyaLymn YMcna Konuii v CTPYKTYPHbIE BapuaLun, UMEIOLLIUE BbICOKYH KNIMHWYECKYIO
3HAYUMOCTb, BaXKHbIE /19 AUArHOCTUKM U IeYEHNS

e KTMHNYECKN 3HAYUNMBbIE BAPWAHTbI 414 OAHHOWM HO30/10r K

O HOHYKNEeOoTUAHbIe BapuaHTbl/uHaenu

e PaHee NpoNHTEPNPETMPOBAHHbIE BAPMAHTLI U3 BHYTPEHHEN 6a3bl e mcnonoxewe SR, e wevss (e e

.__apreTH ble I_Iperla paTbI KaTe ropl/ll/l A’ B’ a Ta K).Ke C’ D’ E chrx:77682834  Stop gained p.R808X c.2422C>T . 1;112: L;;ﬂ:”ig

o TapreTHble NpenapaTthbl 4OCTYMHble B Poccum (rosoncoweb.rul R
chr17:7673803 Missense p.R273C c.817C>T -::j :ii'j']i’h

Coaep)xaHue oT4ETaA MOXXHO HAacTpauBaTb.

.5 MNpepgnaraembie npenaparbl

MoTeHUManbHO 3CpheKTUBHBIE U He3(I(hEKTUBHBIE NPOTUBOOMYXONEBLIE NPenapaTkl U COOTBETCTRYIOLME GUOMAapKepsbI
MoTeHuManbHO 3hheKTUBHbLIE NPOTUBOONYXONEBLIE NPenaparbl

éB CETUXIMAB

MAPKEPGI 3ABONNEBAHWE YPOBEHD NATEPATYPA
AJOKA3ATE/NBHOCTW

IDH1 p.R132H glioma susceptibility 1 B - KnuHuueckne garHeie [ PMID 22199315

In a clinical study of 63 recurrent glioma patients, de novo glioblastoma patients treated with cetuximab monaotherapy (n=27) and
harboring IDH1 codon 132 mutation were associated with improved overall survival (5.13 months vs. 0.90 months, 95% CI: 1.8,

anMepbl 683 ﬂﬂﬂ aHHOTaU‘MM' P=0.035), as compared to patients with wild-type IDH1.

(ﬁg TEMOZOLOMIDE

ClinVar « dbSNP e gnomAD  dbNSFP e CIViC e Decipher ¢« PharmGKB e ClinGen « Orphanet « AnnotSV M APKEPLI AAEO/IEBAMHME YPOBEHb ATEPATYPA

AOKA3SATE/NBHOCTW

IDH1 p.R132H brain glioma B - KNnWHW4YecKkWe OaHHble L’ PMID:20975057

OM'M . COSM'C . HGMD . CADD . GeneReVieWS R LOVD . DGV R Unique . |CGC . NCCN . TTD . CG' . PMKB R SpllceAl In a study of 189 low-grade gliomas, IDH (IDH1 or IDH2) mutations were found in 132 patients (70%). IDH mutations were

associated with improved rate of response to temozolomide compared to wildtype IDH (61% vs. 17% , P=0.01).

—


http://rosoncoweb.ru
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Cojiep:kaHue OTYETOB IO 3aJAHHOMY
3 a 6 O JI e B aH H IO 1 YpoBeHb |: BapuaHTbl C BbICOKOW KIMHUYECKOW 3HAYNMOCTbLIO

OAHOHYKNEOTUAHbIE BapUaHTbl, BapyaLymn YMcna Konuii v CTPYKTYPHbIE BapuaLun, UMEIOLLIUE BbICOKYH KNIMHWYECKYIO
3HAYUMOCTb, BaXKHbIE /19 AUArHOCTUKM U IeYEHNS

e HaCcTOTbl MyTaL MM U3 BHYTPEHHEW B6a3bl AaHHbBIX M OLLMOKU CEPUMNHBIX

O HOHYKNEeOoTUAHbIe BapuaHTbl/uHaenu

SODEKT rMMYBEWHA (ANLT/ BHEWHWE
3C3 CDeKTOB NOKYC PACIMONOXKEHWE BAPUAHTA HGVSP HGVSC PE®) CChINKW

e AKTYasbHble KIMHNYECKNEe UCMbiTaHMa 13 clinicaltrials.gov m grls.
rO S m i n Zd raV. ru chr2:208248388 Missense p.R132H €.395G>A . Bj:ﬁ i ;i?i; |
e [lOTEHLMANBHO KIMHUYECKM 3HAYMMble BapUaHTbI QD w00 wsews e oo T come

e ClyYanHble HaX04KM Mo APYrIM HO30/10M UM ~ J

e MYTaLMOHHYIO Harpy3Ky (Ans onyxonu)

v 1.5 NMpepnaraembie npenapartbl
e PekoMeHyeMble YTOYHEHNS AMarHo3a Ha OCHOBe NaTTepHa My TaLuif " o
roTeHUUansHO acpheKTUBHBIE U HeadtheKTUBHLIE NPOTUBOOMYXONEBLIE Npenaparkl U COOTBETCTRYIOLIME GUOMapKepsI

MoTeHUManbHO 3¢hheKTUBHbIE NPOTUBOONYXO/MEBLIE Npenaparbl

éB CETUXIMAB

MAPKEPGEI 3ABONEBAHWE YPOBEHb NNTEPATYPA
NDOKASATE/NBHOCTMK
IDH1 p.R132H glioma susceptibility 1 B - KnuHuueckne garHeie [ PMID 22199315

In a clinical study of 63 recurrent glioma patients, de novo glioblastoma patients treated with cetuximab monaotherapy (n=27) and
harboring IDH1 codon 132 mutation were associated with improved overall survival (5.13 months vs. 0.90 months, 95% CI: 1.8,

anMepbl 683 ﬂﬂﬂ aHHOTaU‘MM' P=0.035), as compared to patients with wild-type IDH1.

(ﬁg TEMOZOLOMIDE

ClinVar « dbSNP e gnomAD  dbNSFP e CIViC e Decipher ¢« PharmGKB e ClinGen « Orphanet « AnnotSV M APKEPLI AAEO/IEBAMHME YPOBEHb ATEPATYPA

AOKA3SATE/NBHOCTW

IDH1 p.R132H brain glioma B - KNnWHW4YecKkWe OaHHble L’ PMID:20975057

OM'M . COSM'C . HGMD . CADD . GeneReVieWS R LOVD . DGV R Unique . |CGC . NCCN . TTD . CG' . PMKB R SpllceAl In a study of 189 low-grade gliomas, IDH (IDH1 or IDH2) mutations were found in 132 patients (70%). IDH mutations were

associated with improved rate of response to temozolomide compared to wildtype IDH (61% vs. 17% , P=0.01).

—


http://clinicaltrials.gov
http://grls.rosminzdrav.ru
http://grls.rosminzdrav.ru
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Cojiep:kaHue OTYETOB IO 3aJAHHOMY
3a00/1€BaHUIO

e BO3MOXHOCTb MCMO/Ib30BaHUSA COOCTBEHHbIX Oa3 BApPMaHTOB A1 aHHOTAL MM JAHHbIX
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NGS Wizard — HekoTOpbIe TpUMePbhl UCTOTIH30BAHUA

B Poccuu:

eB 0nMyxoneBow TKaHM NaLMEHTOB C AN IY3HOW B-KPYMNMHOKNETOUHOM TIMM{POMOMN BbISIBIEHb!
pekyppeHTHaa MyTauna MYD88 (p.Leu273Pro] n apyrmue natoreHHble abeppauum B reHax TP53, PIMT,
CD/9B, MSH2Z, CARDT1, NOTCH1, SMARCA4, KMT2D v EP300

B KoropTte 60/IbHbIX KapaMoMMonaTuen Haliacb natoreHHas MyTtauna MYBPC3 p.Q1233X

B KOoropTe naumeHToB C 60me3HbI0 [apknHCoHa 0bHapyXkeHbl MyTaumm B reHax LRRKZ p. A419V
PINK1 p.M318L

B 3K30Max B3POC/IbIX MY)XUYMH, YMEPLUMX BHE3AMNHOM CepaevYHOM CMepTbio B BO3PACTe A0 45 neT,
ODHApPYXeHbl MyTaLUMM B TeHAX KaHaMonaTum n KapamoMmonaTun



ccnepoBaHve gaHHbIX CeKBEHNPOBAHNA OI'IVXOJ'I@VI NOVE
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NGS Wizard — HekoTOpbIe TpUMePbhl UCTOTIH30BAHUA

B lepMaHuu;

B CMMHHOMO3roBOWM XXNAKOCTW BOJSIbHbIX IMMOB/aCTOMOV NPU peLunamBe 0OHaAPYXMIachb
NnoBblleHHaa MyToreHHoCTb reHoB CIC, FUBP1, NOTCH?

B Typuwuu:

eB cemMbe C YaCTbIMK CAIYYASAMM MUNENCUMN HAWUOEHbI C/Ty4Yaun NMoTepu
reTepo3nroTHoOCTH B nokyce 22911.2

eB ceMbe C 4YaCTbIM CUHAPOMOM DECNOKOWMHbIX HOM OOHAPYXEHbl XapaKTePHbIe
nonnMopdm3mel B reHax SEMA3A, PPPTRYA, PUS/ CDHR3, HBP1, COG5

B CLLA:

e COBMECTHO C NMapTHepaMu pa3pabaTbiBaeTCsd MOAYb MHTEPNPEeTaLMmM My TaLumn Npu
paKe Mnoaxenyao4yHou xenesbl



NOVEL
[lpeuMmrinanTaniuoHHad JAUarHOCTUKA e s

» [IPEVMIONAHTAUNOHHAA VAT HOCTVIKA

» SAIPY3KA JAHHbBIX 1 HAHAJTIO OBPABOTKW

» AHAJIVI3 KAHECTBA LAHHbBIX

» KOJTMYECTBEHHbIV AHAJIN3 XPOMOCOM

» CTPYKTYPHbIV AHATTM3 XPOMOCOM

» BbIPY3KA OTHETA

» POCCUMCKOE NMPOrPAMMHOE OBECMEYEHWE )19 OBPABOTKW OAHHbBIX NGS
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[IpeuMniranTarinOHHAA JUArHOCTUKA
Ha 5-6 neHb pa3BuTMS ONI040TBOPEHHOM

J

AVLEKTETKM NPOBOAUTCSA BONCUs 3MOPMOHA 14

[, (3abop 06pa3La TPodP3KToAePMbl 61ACTOLUCTDI)

C ero nocnenyoLlem KprnokoHcepsaumen. Obpasubl

CEKBEHUMPVYIOT C PA3NMYHOMN TOYHOCTbIO B 3aBUCHMOCTU

OT NOCTaBJ/IeEHHOM 33434, [laHHble CeKBEHMPOBAHUS

lpenMMnNaHTaLMOHHAsA reHeTUYeCcKasd MarHOCTMKaA
AHHOTUPVYIOT U UHTEPNPETUPYIOT.

Q) no3sonsgeT nccnenoBaTb reHeTUYECKUA

MaTepmas SMObPMOHA Ha CaMbIX PAHHMX CTAOMUAX
CNV-Moaynb rno3BONSAET BbIBUTb PA3/INYHbIE

PA3BUTUSA, OO NEPEHOCA ero B MaTKy. ITOT METO/
XPOMOCOMHbIE MaToJIOrMm, B TOM YUCTIE CUHOPOMBI

MOXET MNCMNOJIb30BaTbCHA TOIbKO B PAMKaX NPOrpamMMbl -

aTay, JaBapaca u dayHa.
JKO. MeToab! [l 1 NOCTOAHHO pa3BMBAKOTCH

N COBEPLUEHCTBYHIOTCYH, CMEKTP reHeTUYeCcKmx
OTKJIOHEHUW, OnpeaensdaemMbiX C X MOMOLLbIO Ha
CeroaHALHMM OeHb, 04EeHb LLIVPOK.
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3arpyskKa ¥ Ha4aJio oOOpadoOTKH

[1o yMon4aHmio HacTpoeH navniavH Prenatal Analysis. Mo)xHO 06pabaTbiBaTb HECKOTbLKO 0O6PA3L0B Ka)Xaoro
JTanbl aHaNM3a 3anyCcKaTCsa aBTOMATUYECKMW. NnaLveHTa.



HpEVIMI'IJ'IaHTaLI,l/IOHHaFI ANalrHOCTMKaA NOVE
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AHanu3 KayecTBa JaHHBIX

ANropmnT™M afanTMpoBaH K paboTte ¢ AaHHbIMK 1toboro OueHKa KayecTBa JaHHbIX M OOCTOBEPHOCTW aHaM3a.
KQ4yecCTBa, B TH. C NPOBNEMHbIMMU,



HpEVIMI'IJ'IaHTaLI,l/lOHHaFI ANalrHOCTMKaA NOVEE
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Ko/mmyecTBEeHHBIU aHAIU3 XPOMOCOM

nntocTpauma ongd nauneHTa B OTUeTe. [PadpuK C AaHHBbIMK MO KaXk4ou XPOMOCOMe
OEMOHCTPUPYET OTKNOHEHUA. KOMMMHOCTb XPOMOCOM A4
BPa4va v bMomnHgopMaTmKa.
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CTpPYKTYPHBIU aHAIU3 XPOMOCOM

BbisBneHmne cnHapoMoB, CBA3aHHbIX C AeNeunaMmn YacTen XpoOMOCOM

[ToMepbl CUHOPOMOB PELMNPOKHbIX AeNeUnm 1 MMKPOaYyNANKaALLUA:

e CHOpoM Bonba-XvpLUxXopHa e CnHapomM Munnepa-Lunkepa

e CHOpoM KopHenuu ge JlaHre e CMHOPOM MUKpoOAynnukaumm 1/p13.3

e CnHapom Cotoca e HacnencTtBeHHasa CKNOHHOCTb K MapananyaM OT COABJIEHUS
e CuHgpom WAGR HepBa

e TyDEPO3HbLIN CKNEPO3 e [MOMMENMHOBAA NenKoancTpopud |

e AHEBPM3MA a0PThbl, CEMEMHas TopaKasibHag, TUM 4 e CnHOpPOM PeTTa

e CMHOpPOM MUKpogeneunmn 16pl11.2-pl2.2 e CMHOPOM MUKPOAYNNMKaumMm Xq28



HpEI/IMI'IJ'IaHTaLI,l/lOHHaFI ANalrHOCTMKaA NOVEE

Software Systems

Brirpyska otuera

ABTOMaTKMYeCKad reHepaLms otyeTa 1 Bbirpyska s PDF. OTYeTbl Kak Mo NauMeHTy ([CyMMapHbIv No obpasL.am),
TaK 1 MO KaXX4oMy obpasuy. Bpay cMoxeT 0obaBUTb
B OTYET AOMNONHUTENbHYIO MH(OPMALMIO.




Poccurickoe nporpamMMHoe obecriedeHme ans 06paboTkm gaHHbix NGS NOVEL

Software Systems

Poccuiickoe mporpaMMHoOe obecrieueHne
11 00paboTku JaHHBIX NGS

Novel Software Systems — MHHOBaUMOHHAsS KOMMNaHWA B 061aCTV BUOTEXHOMOT MU Ha CThIKE
HaVKW 1 MHADOPMALMOHHbBIX TEXHOTOT W,

NGS Wizard — BbICOKOTEXHOMOrMYHbIM COPT HOBOIO NMOKONeHNA ONA KQYeCTBEeHHOro aHams3a
FeHOMOB, YCKOPEHMSA 1 MacLUTabnpoBaHa 06paboTKKM OaHHbIX.

[1natd OPMa MNMO3BOJIAET CO30aBaTb OTAEJIbHbIE MnavnaanvHbl N0 HO30/OMUAM.

[lpenMnnaHTaunMoHHasa anarHoctuka: PGT-mMoaynb OLEHMBAET Ka4ecTBO 00pa3LI,0B U
reHepupyeT oTYeT AN Bpada Mo MMEKLWMMCS OTKIOHEHUSAM.OAHHbIX.



NOVE L genomenal.ru novel-soft.ru

Cnacu6o 3a BHuMaHue! Bormpochi?

Poccumckoe nporpaMmMHoe obecriedeHmne ang oo6pabotku gaHHbIX NGS

Munxamn ['loMasHoU, K.0.H. Info@novel-soft.com



http://novel-soft.com
http://genomenal.ru

