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Neoscreen assay

CKPVHVIHT Ha MyTauumn, acCOLNMPOBAHHbIE
C MyKOBUCLNA030M, PeHUNKeTOHYpUel
1 ranaktosemuen metogom NGS

MyKOBUCLMA03, GEHNNKETOHYPUS 1 FranakTo3eMms —
TSKeble U CPaBHUTENBHO YacTble HacleACTBeHHbIe
3aboneBaHus, MPUBOAALLME K CUCTEMHBLIM HapyLIEHUSAM
obmMeHa BeLLecTB.

3TN MOHOreHHble 3a601eBaHVIA MOryT ObITb BbI3BaHbI
COTHAMU Pas3INYHbIX MyTaLU/II7I B reHe, 4to genaet
MeTO/ BbICOKOMPOM3BOANTE/IBHOIO CeKBEHNPOBaAHWA
Hanbonee I/IHq)OpMaTI/IBHbIM AnA X nccnesoBaHuA.

noaxoanT AnA niaATeOoPM
., ILLLUMINA M THERMO FISHER SCIENTIFIC
AJanTepsbl N HAEKChI He BK/IHOYEHbI B COCTaB

TeCT-CUCTeMbI V1 MPYOBPETArOTCA OTAeNbHbIM HabopOM
AN TNOKOCTI B BEIOOPE MCMOMB3YyeMON MAaTGOPMbI

® BbICOKAS YYBCTBUTE/IbHOCTb
<4 VCNELMPENYHOCTD

PelueHne BannanpoBaHo Ha 0bpasLax HaumoHanbHoro
NHCTUTYTa CTaH4apTOB 1 TexHonornin (CLLA);
BroVHPOpPMaTUUECKU NanNanH BanuanpoBaH

B COOTBETCTBUM C peKOMeHAaLMaMI AccoLimaLmm
mMonekynapHon natonorum (CLUA).

® MPOCTAS U BbICTPAS
W o MR ',O WHTEPMPETALMSA

= CobcTBeHHas 6a3a MyTauuWii, aHHOTMPOBaHHasA B COOTBETCTBUM CO
CTaHAapTamy AMEpUKaHCKOro Konneaxa MeauUMHCKON reHeTnKm
1 reHoMuk. CCbIIKM Ha BHELLHVE UCTOYHVIKA aHHOTaUMK, Takmne
kak 6a3bl gaHHbIx Clinvar, dbSNP, gnomAD.

B0O3MOXHOCTb 3amnpoca KBannduuypoBaHHOM aHHOTaLLK
06HapyXeHHOro HOBOro Bapy1aHTa

KOMMNMNEKCHOE
FOTOBOE PELLEHUE

o HE TPEBYET NOAK/THOYEHWA
“ BMOVNH®OPMATUKA

MoNHOCTLIO aBTOMATUYECKUI aHaNn3 1 oLeHKa kayecTBa
[LAHHbIX, BKNFOYas KOHTPOIb KOHTaMUHALMN 1
onpeaeneHvie nona obpasLia B MporpamMmmMHoOM
obecnedeHn VariFind™
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Tect-cuctema VariFind™ Neoscreen assay 415 onpefeneHns MyTaunii, aCCoOLUMMPOBaHHBIX C PAa3BUTVIEM MyKOBUCLAO3a,
GEHVNKETOHYPUM 1 TanakTO3eMUM, METOAOM BbICOKOMPOM3BOANTENBHOIO CEKBEHVIPOBAHMA BKIFOYAET peareHTel Ans
NpUroToBNeHVst b1nbanoTek 1 MporpamMHoe obecnedeHne VariFind™ Software, BeimonHstoLLee BCe 3Tanbl aHaNM3a aHHbIX

1 dopmMpoBaH/e oTYeTa.

Cneundpumkaymsa

NMAPAMETP

lF'eHbl N cBA3aHHble 3a601eBaHUA

KonnuectBo reHoB B naHenun

AHanMsupyemble y4acTku

OrpaHnyeHus

AHanut

KonnuectBo amMnjiMkoHOB

PekomeHf0BaHHOE KOJIMYECTBO
npoYTeHunin Ha obpaseL|

Buonornyeckuin naeHtTndumkatop (BID)
MonHoe Bpems A0 NonyyeHUs pesynbTaTta

CoBMecTUMbIe M1aTHopMbI

SHAYEHUE

CFTR - mykoBMcLna03
GALT - ranakrosemua
PAH — deHwkeToHYypUA

KoanpyroLpe nocnefoBate/ibHOCTH

AHK (CDSS), 3K30H-UHTPOHHbIE rpaHnLbl, 3- 1
5'-HeTpaHcmpyemble 06n1acTm (UTRS) 1 HekoTopble rnybokme
NHTPOHHbIE 061aCTW, KOTOPbIE UMERT KIUHUYEeCKM
3HaYVMbIE BapUaHTbl. TapreTHble pervoHbl reHa GALT
[OMONHUTEIbHO BK/IHOUAKOT BCE MHTPOHHbIE 061aCTy.

Habop He npeaHasHaueH ana getekumn CNV (3a
nckntodeHem CFTRdele2-3), npoTskeHHbIx STR

11 TOMOMONMMEPHbIX BAPUAHTOB.

LLleCTb peakyx NaToreHHbIX BapaHTOB, HaXOAALLMXCA
B F1yBOKMX MHTPOHHbIX pernoHax reHa CFTR He
MOKPBIBAOTCA A4M3aNHOM NMaHenu

AHK BblgeneHHas 13 nepudepnyeckor KpoBK, Cyxmnx NsTeH
KpOBM

128 (2 nyna)

64 000

BknroueH

0OT 26 A0 34 yacoB

lllumina 1 Thermo Fisher Scientific

*Bronornyeckme naeHtTndrkatopel (BID) - 370 fononHuUTeNbHbIe 13 aMM/IMKOHOB Ha BbICOKOMOAMMOPHbIE y4acTKun reHoMa.
Brionorunyeckne naeHTMGMKaTOPbl MO3BONAOT OCYLLIECTBAATL KOHTPO/Ib KaYecTBa 1 ONpefendTh: YHNKaAbHYH MPUPOAY KaxAoro

o6pa3|_La B 3anycke CekBeHNpPOBaHKA (rannoTnn no OVONOrNYECKUM I/I,CLeHTI/ICI)I/IKaTOpaM), KOHTaMHaUHo o6pa3|_La, pPOACTBO Ha ypOBHE

pPOANTENb-PEBEHOK, MAEHTUYHbIE 06Pa3Lbl C Pa3NNYHbIM NAEHTUGLKATOPOM, Moa obpa3ua.
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MporpammHoe o6ecneveHune VariFind™ Software

MMNOOPT AAHHDbIX
N METAMH®OPMAL N

AHAJIN3 NN KOHTPOJ1b

KAYECTBA AAHHbIX

@ He TpebyeT yuacTusa brorHpopmaTuka.

@ O6paboTKa AaHHbLIX: TPUMMUHT, BbIpaBHVIBaHNe,
NAeHTUOVKALMS BapMaHTOB 1 aHaAM3 MOKPLITUS.

® ABTOMaTUYECKUIA KOHTPOJIb Ka4decTBa AaHHbIX

AHHOTALUA U FEHEPALMSA
BU3YANU3ALMSA OTYETA
G542X (G |
GONA cOMA pretain

NC_000007.13:0.117227832G»T

NM_D00482 520162460 T

KP_000483.3:p{ G54 2Ter)

n I/I,El,eHTI/Id)I/IKaLI'I/Iﬂ KOHTaMMHaLn.

® AHHOTaLVA BKIOYaeT HOMeHk1aTypy HGVS

V1 CCbINIKM Ha BHELIHKe 6a3bl JaHHbIX.

® BCTPOEHHbI reHOMHbIN bpaysep A5

BU3yan3aul pesynbTaToB.

@ DKCNOPT 06paboTaHHbIX AaHHbIX (BAM/VCF) 1 otyeTos (PDF).

® AHHOTaumsa No ACMG (NpefocTaBnaeTcd TONbKO ANA NaHenen
VariFind ™ u He gocTynHa Ana naHenelt Prep&Seg™ U-panel)
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VariFind: Applications ( Runs: Analyses | DNS-1-43: Analysis variants

Assay hotspals
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Analysis details

Name DhS-1-43

Date Feb 15, 2021 2:52:04 PM

Panel VariFind ™ Neoscreen
assay IL-v3.3.2

Refarence GRCh37.p13

gename

Guality assurance

Owarall quality (%) 95.74
Hotspols in LOR

Mapped on amplicons 34843
Contamination | FASSED |
Sex d

Analysis data

BamM Bal VCF

NPEAOCTABNAETCA BECMIATHO MPW NMOKYIKE STKOBbIX MAHE/IEA VARIFIND™
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Ana 3akasa

HAMMEHOBAHWE

Ha6op VariFind™ Neoscreen
assay, 24 peakuui

Ha6op VariFind™ Neoscreen
assay, 48 peakuuii

APTUKYN

VF-NEOS-24RU

VE-NEOS-48RU

PEATEHTbI CMIELLU®UYHBIE A/11 NJIATOPM

Ha6op VariFind™ MultiOligos IL VF-ILT-1-48RU Habop nHAekCcMpoBaHHbIX MpaiMepoB 1 YHUBEPCANbHOMO
Platform Set 1-1, 48 peakuuii agantepa ans nnateopm lllumina B npobrpkax set 1-1 (A-H;1-6).
Ha6op VariFind™ MultiOligos IL  VF-IL1-2-48RU Habop nHAeKCMpPOBaHHbIX MPaliMePOB 1 YHUBEPCanbHOMO
Platform Set 1-2, 48 peakuui afantepa ang nnatdopwm lllumina B npobupkax set 1-2 (A-H;7-12).
Ha6op VariFind™ MultiOligos IL VF-IL2-1-48RU Habop nHAeKCMpOBaHHbIX MpaiMepoB 1 YHUBEPCANbHOTO
Platform Set 2-1, 48 peakuuii afantepa ang nnatdopwm lllumina B npobupkax set 2-1 (I-P;1-6).
Ha6op VariFind™ MultiOligos IL VF-IL2-2-48RU Habop nHAeKCMpOBaHHbIX MpaiMepoB 1 YHUBEPCANbHOTO
Platform Set 2-2, 48 peakuuii agantepa ans nnatdopm lllumina B mpobupkax set 2-2 (I-P;7-12).
Ha6op VariFind™ MultiOligos IL VF-ILT-96RU Habop VHAEKCMPOBaHHbLIX MPaNMepPOB 1 YHUBEPCaNbHOMO
Platform Set 1, 96 peakunii agantepa ans nnatdopwm lllumina B mpobupkax set 1 (A-H;1-12).
Ha6op VariFind™ MultiOligos IL VF-IL2-96RU Habop VHAEKCMPOBaHHbBIX MPaNMepPoB 1 YHUBEPCaNbHOMO
Platform Set 2, 96 peakuunii agantepa ans nnatdopwm lllumina B npobupkax set 2 (I-P;1-12).
Ha6op VariFind™ MultiOligos IL VF-IL3-96RU Habop VHAEKCMPOBaHHbIX MPaNMepPOB 1 YHUBEPCaNbHOMO
Platform Set 3, 96 peakuuii agantepa gns naatdopm lllumina B mpoburpkax

set 3 (SA-SH; S1-S12).
Ha6op VariFind™ MultiOligos IL VF-IL4-96RU Habop VHAeKCMPOBaHHEIX NPaliMepOB 1 yHBEPCANBHOTO

Platform Set 4, 96 peakuui

OMUCAHWNE

Habop and obHapyXeHnst reHeTU4eCckX BapnaHTOB METOAOM
BbICOKOMPOW3BOANTENBHOIO CEKBEHPOBAHNSA B 3 reHax,
aCCOUMMPOBAHHbIX C TPEMS YaCTbIMN HACeACTBEHHbBIMMU
3ab60/1eBaHNAMY - MyKOBUCLMA030M, GeHNIKETOHYpUEN

1 ranaktosemmen. CoaepXuT BCe HEOOXOANMBIE PereHThl A1
NOArOTOBKN BUBAMOTEK, KDOMe aZanTepa 1 HAEKCOB
cneundnyHbIX ans nnatdopm. C HAbOPOM NPefoCTaBAAeTCA
poctyn k MO VariFind™ ans aHannsa AaHHbIX.

agantepa ang nnatdopwm lllumina B npobrpkax
set 4 (SI-SP;S1-512).

BcAa ykasaHHasa B TabnuLie NpoAykLms NpeAHasHaueHa ToNbKO A8 HayUYHbIX UCCIeA0BaHWIA, He A8 MeAVLMHCKOrO UCMONb30BaHMs

Toprosble Mapku Prep&Seq™ 1 VariFind™ sensatotcs cobctBeHHOCTbE0 OO0 «Mapcek S1ab»



