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FfortoBblie NGS
TecT-CUCTeMbl

VariFind™ 370 rotoBble peLueHusa ang
NCCnefoBaHVA PA3INYUHbIX 3a601eBaHN
METOA0M BblCOKOMPOU3BOANTEIbHOTO
cekseHnpoBaHnd (NGS).

B cOCTaB KaxAoro peleHns BXOAAT peareHTel
NS NOArOTOBKM BUOANOTEK 1 MPOrpaMMHOe
obecneuenye VariFind™ Software ana aHannsa
[LAHHbIX, OLIEHKN KayecTBa, GOPMIPOBaHIS
oT4eTa C HdopmaLmer o HanaeHHbIX BapuaHTax.

noaxoAanT ANA NGS NNAT®OPM
/ ILLUMINA 1 THERMO FISHER SCIENTIFIC
o AZanTepbl 1 MHAEKCHI He BKHOUEHbBI B COCTaB TECT-CUCTEMBI U
nprobpeTarnTca oTAeNbHbIM Habopom VariFind™ MultiOligos ang
rMHKOCTY B BbIBOpE MCMONb3yemMo N1aTdopMmbl.

BbICOKAA YYBCTBUTE/IbHOCTb
“ N CNELNPUNYHOCTb

PellleHe BannaMpoBaHo Ha obpasuax HaumoHanbHoro
NHCTUTYTa CTaH4apPTOB M TexHonornn (CLUA);
H6ronHGOpPMaTUYECKWI NarnianH BaNNAMPOBaH B
COOTBETCTBMM C pekOMeHA3LMAMIN ACCOLIMALIAN MONEKYNIAPHON
natonorum (CLUA).

i

KOMMNMNEKCHOE
FOTOBOE PELLEHUE

MPOCTAA N BbICTPAA
MHTEPMNPETALUA

CobcTBeHHas 6a3a MyTauuii, aHHOTMPOBaHHas B COOTBETCTBMM CO
CTaHzapTamy AMEpMKaHCKOro Konneaxa MeAUmnMHCKON reHeTnkm
1 reHoMukM. CCbINKN Ha BHELHWe UCTOYHWKM aHHOTaLMK, Takmne
Kak 6a3bl aaHHbIX ClinVar, dbSNP, gnomAD. BO3MOXHOCTb 3anpoca
KBanMOULMPOBAHHOW aHHOTaUMK OBHAPYXEHHOIO HOBOMO
BapMaHTa.

HE TPEBYET NOAKMHOYEHNA
BNONH®OPMATUKA

MONHOCTLIO aBTOMATUYECKUIA aHaNN3 U OLeHKa
KauecTBa faHHbIX, BKIKOUasi KOHTPONb KOHTaMUHaLMW U
onpegeneHye noaa obpasLia B MporpaMmMHoOM
obecnedeHnun VariFind™
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Tect-cuctemsbl VariFind™

VariFind™ Neoscreen assay - CKPUHWHT Ha

MyTauunu, acCcounmpoBaHHbIe C MyKOBMCLIA030M,

GeHVKETOHYPUEN 1 ranakTo3emMment

leHbl 1 cBA3aHHble 3a601eBaHNs

CFTR

Mykosncumnao3

PeHnNKeToHypus

GALT

[[anakTo3emuna

VariFind™ METAB assay - cepnsa HabopoB ANS Uccnef0BaHNd
BPOXAEHHbIX HapyLUeHW MeTabonnsma;

@® VariFind™ METAB (AO) assay - HapyLueHue obmeHa
OopraHnyeckux KMcoT (31 ren)

® VariFind™ METAB (FAO) assay - HapyLUeH/e 06MeHa X1PHbIX
kncnot (20 reHoB)

VariFind™ LSDs assay - 1ccnefjoBaHme nM30CoOManbHbIX
6one3Hen HakonneHns

['eHbl U cBsiI3aHHble 3a601eBaHUS

ARSA

GAA

GALC

GALNS

GBA

GLA

GLB1

GLB1

GNS

MeTaxpomaTtunyeckas
nekoancTpodua

bonesHb HakonneHus
ravkoreHa Tin
(6onesHb Momne)

Kpabbe

Mykonovcaxapnaos
Tvna IV A (Mopkuro A)

lowe
dabpu

Mykononucaxapujos
Trna IV B (Mopkno B)

GM1T-raHrnnosnaos
Mykononmcaxapuaos

Tuna lll D
(CaHdunmnno D)

HEXA

HEXB

HGSNAT

IDS

IDUA

LIPA

NAGLU

NPC1

GM2-raHrnno3nao3 tnn ll
(6onesHb Tea-Cakca)

GM2-raHrnno3nao3 tnn ll
(6onesHb CaHaxodda)

Mykononvcaxapnaos
na Il C (Canduamnno Q)

Mykononucaxapuaos
Trna Il (XaHTep)

Mykononuncaxapuaos Tvna |
(Canpununno-LUeiinno)

Jednumt nM30CcOoMHOM
KNCNon n1nassl
(6onesHb Bonbmana)

Mykononcaxapnaos
na Il B (CaHduamnno B)

bonesHb HumaHHa-Inka
Tmn C1/D

® VariFind™ METAB (AA) assay - HapyLueH/e obmeHa
AMUHOKKCNOT (37 reHoB)

® VariFind™ METAB (AAVB) assay - HapyLueHVie obMeHa
AMUHOKUCAOT W BUTamMuHa B (34 reHa)

@ VariFind™ METAB (GH) assay - ranakrosemus
N rmnepammoHemMns (4 reHa)

NPC2

SGSH

SMPD1

bonesHb HumaHHa-luka Tmn C2

Mykononvcaxapuao3s
Tna Il A (CaHduamnno A)

bonesHb HrmaHHa-Tnka
TN A/B
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VariFind™ Diabetes assay - nccnefoBaHve MyTalUnii, CBA3aHHbIX C CaxapHbIM e @
A1MabeToM B3pOCI0ro Tuna y Monoaelx arogen (MODY)
ABCC8 NEUROD1 HNF1A CEL NKX2-2 HNF4A @
G6PC2 PDX1 INSR GLIS3 SLC16A1 KLF11
HADH BLK NEUROG3 HNF1B FOXP3 PAX4 @
INS GCK RFX6 KCNJ11 GLUD1 ZFP57 @
o
&
VariFind™ PULM assay - feTekua MyTaLni, CBA3aHHbIX C
MYKOBUCL1/03 aCCOUMUPOBAHHbBIMY CUHAPOMaMM
@ ABCA3 RPGR ENG AKAP13 RSPH4A
@ CFTR SFTPA2 HPS4 CHRNA5S SFTPC
@ @ DNAI2 TNF LTBP2 DOCK8 TSC1
ELN ACVRL1 RSPH1 FAM13A  BLOC1S3
=) d = @5 : HPS1 CHRNA3 SFTPB IL10 CSF2RA
o KCNK3 DNAL1 TOLLIP LTBP4 DPP9
FBLNS BLOC1S6 = SCNN1A IL18R1 EDNS3 CAV1 SCNN1G IL4 ELMOD2
IL13 CSF2RB SMAD9 MUC5B GDNF DNAH11 TERC OBFC1 HHIP
MFAP4 DSP BMPR2 SCNN1B IL2RA EFEMP2 CCDC39  SERPINA1 IL4R
RSPH9 FLCN DNAAF1 SOD3 NKX2-1 GSTM1 DNAH5 TERT PHOX2B
SFTPD IL17A DTNBP1 BMPR2 SCNN1D IL33 EIF2AK4 CCDC40 SFTPA1
TSC2 MuUC2 FOXF1 DNAAF2 STAT3 NME8 GSTP1 DNAI1 TGFB1

VariFind™ SARS-CoV-2 - cekBeH1poBaHue

MOJIHOrO reHoma supyca SARS-CoV-2 B.1.1.248 N'amma
® CexBeHVpOBaHMe reHoMa Mno3BosiseT CeanTs 3a B.1.1.7 Anbda

V3MEHUMBOCTBIO BYPYCA 1 HAXOAMTb NOTEHUMANBEHO

oracHble LUTaMMbl.

@ [porpaMmmHoe obecneyenHue VariFind™ Software
0b6HapyxXVBaeT MyTaLuu B UCCedyeMblx obpasLiax
N aHHOTVPYET BapMaHTbl C MOMOLLbH BHYTpeHHek
6a3bl JaHHbIX.

@ VariFind™ Software no3sonseT NoAyYnTh B.1.351 beTa

fAaHHble B dopmaTe FASTA ang nocneayoLmx __ J

Hay4HbIX CCNeA0BaHNA NN 3arpy3ku B gl @ J __

MeX/yHapoaHble 6a3bl AaHHbIX. o e B.1.617.2 flenbTa
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MporpammHoe obecneyeHmne VariFind™ Software

MMMNOPT AAHHbIX
N METAMH®OPMALUN

AHANN3 NN KOHTPOJ1b
KAYECTBA AAHHbIX

@ He TpebyeT yyactng buorHdopmaTyka.

©® O6paboTka AaHHbIX: TPUMMUHT, BbIpaBHMBaHMe,
NAEHTNOMKALIMS BapMaHTOB 1 aHaW3 MOKPbITUS.

@ ABTOMATVYECKMA KOHTPO/b KauecTBa AaHHbIX
U naeHTUGVIKaLMA KOHTaMUHALMN,

® AHHOTauMd BKItOUaeT HoMmeHknaTypy HGVS v cceinkum
Ha BHelUHWe 6a3bl AaHHbIX.

@ BCTpOEeHHbIN reHOMHbIV bpay3ep Ang
BM3yanv3aunm pesynbTaTos.

@ SKCNOPT 06paboTaHHbIX AaHHbIX (BAM/VCF) 1 oTueTos (PDF).

® AHHOTaumg no ACMG (NpefoCTaBnAeTCcs TONbKO ANA NaHenein
VariFind ™ u He gocTynHa ang naHenen Prep&Seq™ U-panel).

N
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VariFing: Applications | Runs: Analyses | DNS-1-43: Analysis variants

Analysis varants

[J Disable filtration

Assay hotspots

Total ]

Coverage analysis

Page size 15 w

Gene Variant name

Gene(s):
oG S . D CFTR FE08del Helern
0 CFTR GE42X Hetero [ Painogwe |
ACMG significance: a PAH L385L Homa =
i N PAH V245 Hetern =
Annotation source(s): : = == g —_—
e = a PAH  [VS2+18T5C  Hetem
a CFTR  1001+11C>T  Homa
CFTR 10TGET Homo | Bonign |
0 GFTR VATOM Homo =3
0 CFTR  1812-870T>4 Homa =0

Zygosity  ACMG significance

AHHOTAL A N
BU3YANTN3ALUWNA

FEHEPALLNA
OTYETA

HEVE name

GONA

NC_000007, 1 3. 17227832G>T

Annotation

AL 00492 356 162495 T

DA prosslin

NP_0O0AB3 3 Gy542Ter)

External sources

The mutaton 5 nct cesecied In 52 giner non{detRFLES r
11 f mhih ate of Jewih fer i Gumvar EIEEEDTD et e |
13 nommal Chiemasomes
The Mista: secuence Can e delected by Pybridzation graman G T-117227632-0-T [CLEEETT
andysis wih alide-siecific olgorucieotides an genomic
DA gified by PCR with the 1115 aned 1113
cliganucietice pimers rare_variants @) 7-117227932-G-T [RETTY
The S CHOMSsaTe CHTyng B muon s of
Ashkanazi Keatsh aigin ang has ife B Rapkipe r CD T st
crTR-France CELD ERTETES L e |
crme RN 1113983050 [EEmg
crm (D 758 [y
Wrionual L salskseeva O Logout
CNV analysis Explore BlDs Reporting
Previois - Med Analysis details
ik E I * Name DNS-1-43
Date Feb 15, 2021 2:52:04 PM
cioe i O @ BN E @ O D
Panel VariFind ™ Neoscreen
>
61624G>T O @E@E O OO assay ILv3.3.2
e ao Reference  GRCh37.p13
ome
C735GRA aEo i
iz B u
SR Mt o= § Overall quality (%) 96.74
c8ec=T @ an Hatspots In LGR
cizi-13e-T B @ B Mapped on amglicons 34BAT
C1408G=A BE D Contamination =3
cleoeror-A @@ B 8 0 = P
Analysis data
BAM BAl NCF

NPEAOCTABNAETCA BECMIATHO MPW NMOKYIKE STOBbIX MAHE/IEA VARIFIND™
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Ansa 3akasa

HAMMEHOBAHWE

KOJINYECTBO

+7 (499) 550 68 89

APTUKYN

info@parseq.pro

OMWUCAHUE

Habopbl Ana 06HapyXXeHWsA reHeTNYeCKMX BaprnaHTOB METO0M BbICOKOMPON3BOAUTENBHOMO

cekBeHVpoBaHusa. CofepxaT BCe HEOOXOAVMbIe peareHThl A9 MOArOTOBKY 6UOAMOTEK, KpOMe aaanTepa
N UHAEKCOB, CneunduyHbIX 418 Nnathopm.
C Habopowm npegoctasaaeTca goctyn k 10 VariFind™ ang aHannsa gaHHbIX.

Ha6op VariFind™
Neoscreen assay

Ha6op VariFind™
METAB (AO) assay

Ha6op VariFind™
METAB (FAO) assay

Ha6op VariFind™
METAB (AA) assay

Ha6op VariFind™
METAB (AAVB) assay

Ha6op VariFind™
METAB (GH) assay

Ha6op VariFind™
LSDs assay

Ha6op VariFind™
Diabetes assay

Ha6op VariFind™
PULM assay

Ha6op VariFind™
SARS-CoV-2 assay

Ha6op VariFind™
SARS-CoV-2 RNA
Direct assay

24 peakummn
48 peakunin
24 peakumm
48 peakunin
24 peakumn
48 peakuynin
24 peakumm
48 peakunin
24 peakumm
48 peakunin
24 peakumn
48 peakuynin
24 peakummn
48 peakunin
24 peakumm
48 peakunin
24 peakumn
48 peakuynin
48 peakuyni

96 peakuui

48 peakunin

96 peakumi

VF-NEOS-24RU

VF-NEOS-48RU

VF-MBAO-24RU

VF-MBAO-48RU

VF-MBFAO-24RU

VF-MBFAO-48RU

VF-MBAA-24RU

VF-MBAA-48RU

VF-MBAAVB-24RU

VE-MBAAVB-48RU

VF-MBGH-24RU

VF-MBGH-48RU

VF-LSDS-24RU

VF-LSDS-48RU

VF-DIAB-24RU

VF-DIAB-48RU

VF-PULM-24RU

VF-PULM-48RU

VF-SARS-48RU

VF-SARS-96RU

VF-SARSR-48RU

VF-SARSR-96RU

[Tonck reHeTnyeckmnx BaphaHTOB, aCCoUNMPOBaHHbBIX

C MyKOBMCLMA030M, QEHUNKETOHYPMEN N ranakTo3eMmen.

3 reHa

FoNCK reHeTUYeCKX BapMaHTOB B reHaX, CBA3aHHbIX
C HapyLLeHVeM 0bMeHa OpraHUyYecknx KUCaoT.
31 reH

FoNCK reHeTUYeCKX BapMaHTOB B reHaX, CBA3aHHbIX
C HapyLLeHVEeM 0BMeHa XUPHbIX KACAOT.
20 reHoB

MonCK reHeTnYeck/X BapuaHTOB B reHax, CBA3aHHbIX
C HapyLLeHVieM 0bMeHa aMUMHOKMCAOT.
37 reHos

[oNCK reHeTUYeCKX BapMaHTOB B reHax, CBA3aHHbIX
C HapyLLeHVeM 0bMeHa aMUHOKUCAOT U BUTaMUHa B.
34 reHa

Monck reHeTnyeckx BapuaHToB B reHax, CBA3aHHbIX
C ranakTo3emMuen 1 rmnepamMmoHmnemmnen.
4 reHa

MonCcK reHeTnYeck/X BapuaHTOB B reHax, CBA3aHHbIX
C IM30COMHbIMY 6ONE3HAMM HAKOMAEHWA.
19 reHoB

[oNCK reHeTUYeCKX BapMaHTOB B reHax, CBA3aHHbIX
C PasANYHbBIMK TUNAMWN HEMEPEHOCUMOCTHM Caxapa.
24 reHa

MonCK reHeTUYeCKX BapMaHTOB B reHaX, CBA3aHHbIX
C 3a601€eBaHMAMY NErKNX 1 CONYTCTBYHOLLMMU
COCTOAHVIAMM.

83 reHa

CekBeHMpOBaHWe NoHOro reHomMa Brpyca
SARS-CoV-2 ¢ kAHK.

CekBeHMpOBaHWe NoHOro reHomMa Brpyca
SARS-CoV-2 ¢ PHK.

parseq.pro



Bca YKasaHHadA B Tabnnue npoAayKuva npejHasHaveHa T0/1bKO 414 Hay4YHbIX nccneAoBaHnii, He Ans MeaVLMHCKOro MCNOAb30BaHNS

Toprosele Mapku Prep&Seq™ n VariFind™ asnatotca cobctBeHHOCTEI0 OO0 «Mapcek J1ab»
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HAMMEHOBAHWE NHAEKCHI KOJIMYECTBO APTUKYN KOMTMNYECTBO APTUKYN

Habop MHAEKCMPOBaHHbBIX MPaNMEPOB 1 yHVBEPCaAbHOro ajanTepa And naatdopm lllumina B npobupkax
Ha6op VariFind™ MultiOligos .

A-H; 1-6 48 peakyni VF-IL1-1-48RU
IL Platform Set 1-1
Ha6op VariFind™ MultiOligos

A-H; 7-12 48 peakuynin VF-ILT-2-48RU
IL Platform Set 1-2
Ha6op VariFind™ MultiOligos .

[-P; 1-6 48 peakymm VF-IL2-1-48RU

IL Platform Set 2-1
Ha6op VariFind™ MultiOligos 5
IL Platform Set 2-2 [-P; 7-12 48 peakymnm VF-IL2-2-48RU
Ha6op VariFind™ MultiOligos 5 5
IL Platform Set 1 A-H; 1-12 96 peakumm VF-IL1-96RU 960 peakumm VF-IL1-960RU
Ha6op VariFind™ MultiOligos
IL Platform Set 2 I-P; 1-12 96 peakumm VF-IL2-96RU 960 peakumm VF-IL2-960RU
Ha6op VariFind™ MultiOligos
IL Platform Set 3 SA-SH; S1-512 96 peakumii VF-IL3-96RU 960 peakumii VF-IL3-960RU
Ha6op VariFind™ MultiOligos
IL Platform Set 4 SI-SP; S1-512 96 peakuui VF-1L4-96RU 960 peakumi VF-1L4-960RU



