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VariFind™
METAB assays

NccnepgoBaHve BPOXAEHHbIX HapyLLUeHNI
MeTabonmnsma metogom NGS

PARSCQ
LAB

®VariFind™ METAB (AO) assay -
HapyLUeHne 0bMeHa OpraHnyeckmnx KUCoT.

®VariFind™ METAB (FAO) assay -
HapyLLeHne 0bMeHa XMPHbIX KCIOT.

«
®VariFind™ METAB (AA) assay -
HapyLlleHne obMeHa aMUHOKNCNOT.
@VariFind™ METAB (AAVB) assay -
HapyLLeHne obMeHa aMUHOKNCAOT 1 BUTamuHa B.
Cepnig

®VariFind™ METAB (GH) assay -
ranakTo3emuns u rmnepamMmoHemMums.

g

TecT-cnctem And onpegeneHnda reHeTn4ecknx BapmaHToB,

aCCOUMMPOBAHHbBIX C BPOXAEHHBIMY HapPYLLEHUSAMM MeTabonn3ma,
METO/ZOM BbICOKOMPON3BOAUTENBHOTO cekBeHnpoBaHua (NGS).

noaxoanT ANnAa NGS NJAAT®OPM
ILLUMINA U THERMO FISHER SCIENTIFIC

AfanTtepbl 1 HAEKCHI He BKIIOYEHbI B COCTaB
TecT-cucTembl M MPUOBPETANTCSA OTAeNbHBIM HabopoM
ANA TMHKOCTM B BbIbOpe NCNonb3yemor naathopmbl

BbICOKAA YYBCTBUTE/IbHOCTb

N CNEUNPUNYHOCTDb

PelueHvie BaNMAMPOBaHO Ha 0bpa3uax HauroHanbHoOro
NHCTUTYTa CTaHAapToB 1 TexHonornin (CLUA);
B6ronHGoOpMaTUUECKNA NannNaiH BanuanpoBaH B
COOTBETCTBMN C pekoMeHAaumamn Accoumanmm

KOMMNMEKCHOE
FOTOBOE PELLEHUE

MonekynapHow natonornm (CLUA)

MPOCTAA U BbICTPAA
MHTEPMNPETALUA

CobcTBeHHas 6asa MyTaLMiA, aHHOTUPOBAHHAs B COOTBETCTBUM CO
CTaHZapTamy AMEPUKaHCKOro Koaneaxa MeanLnHCKOM reHeTukm
1 reHoMMKN. CCbINKM Ha BHELUHME NCTOYHMKM aHHOTaLMK, Takme
kak 6a3bl gaHHbIX ClinVar, dbSNP, gnomAD. BO3MOXHOCTb 3anpoca
KBaNMOUUMPOBAHHON aHHOTaLMW OBHapPyXeHHOro HOBOro
BapuaHTa

HE TPEBYET NOAK/MTHOYEHWA
BNONH®OPMATUKA

MONHOCTLIO aBTOMATMYECKUIA aHANN3 U OL|eHKa
KauecTBa AaHHbIX, BKHOYAst KOHTPOb KOHTaMUHALMN U
onpegeneHye nona obpastia B NporpaMmMHoOM
obecnedeHnun VariFind™
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Bpo>kaeHHble HapyLleHUs MmeTabonusma

Ha cerofHsaWwHMN AeHb onmcaHbl COTHWU PA3VUYHbIX BPOXAEHHbBIX HapyLUeHWA MeTabonr3ma, 1 6ONbLUMHCTBO U3 HIX
BCTpeYatoTCs peako. OAHako:

® BmecTe B3sTble, MeTaboMyeckme HapyLleHns ® CornacHo nccnegoBaHusaM, YactotTa MeTabonmyeckyx
COCTaBAAT 3HAUNTENbHbIM MPOLEHT 3a601eBaeMOoCT/ HapylweHuin cocTasnaeT nprumepHo 1 Ha kaxable 2500
1 CMEPTHOCTU OT FreHeTUYeCKNX NaToNOr M. POXAEHHbIX, K 10% OT BCEX MOHOTeHHbIX COCTOSHNA Y AeTeN.
Cneuundunkauumsa
METAB METAB METAB METAB METAB
NMAPAMETP
(AO) ASSAY (FAO) ASSAY (AA) ASSAY (AAVB) ASSAY (GH) ASSAY
O6nacTb HapyLueHus obmeHa HapylieHns HapyLleHua HapyLeHnsa obmeHa FanaKTo3eMms 1
OopraHn4yecknx obMeHa KUPHbIX obMeHa AMUVHOKWMCNOT U
mnccnepgoBaHnA rmnepaMMmoHnemMna
KncnoTt KnCnoT AMUVHOKMCNOT B/TaMuHa B
KonnuectBo reHoB
SR 31 20 37 34 4
AHanunsupyemsbie TapretHble pervoHbl BKIHOYaKT KOAMPYoLLe nocnegosatensHoct AHK (CDSs) ang
y4acTku BCEX BK/IOYEHHbIX B PELLEHWE reHOB.
He npeaHasHaveH ans
netekupn CNV
Habop He npegHasHadeH and getekumm CNV, (3a nckntoueHviem
OrpaHunyeHus
P NPOTsXEHHBIX STR 1 FOMONONMMEPHbIX BAPMAHTOB €377+53_1059+87del),
MPOTSXEHHbIX STR 1
rOMONONVIMEPHbIX BapViaHTOB
AHanUT AHK, BblaeneHHas 13 nepudepryeckor KpoBK, Cyxmx NATEH KPOBW MV BYKKaIbHOrO 3nUTenms (CAFoHbI)
O6oraLeHuns MynbTtrnnekcHaa MNP
KOoJ1-BO aMM/INKOHOB 403 (2 nyna) 288 (2 nyna) 487 (2 nyna) 562 (2 nyna) 57 (2 nyna)
AnnHa cekBeHnpyembIX 114977 79 757 136114 157 769 15472
pPervoHos, n.H.
I G S TR 201 500 144,000 243 500 281000 28500
npoYTeHn Ha obpaseL
[AnviHa npoyTeHns 300 n.H.
Bronormnueckuii
naeHTudukatop (BID)* Brniouer

MonHoe Bpems o

P A oT 26 p0 34 yacos
nosyyeHus pesynbTara
CoBMecCTUMbIE

lllumina 1 Thermo Fisher Scientific
nnaTpopmel

*Bronornyeckne naeHTndrkatopsl (BID) - 370 gononHnTenbHble 13 aMnarvKOHOB Ha BbICOKOMOAMMOPQHbIE Y4acTK reHoMa. bruonornyeckme
NAEHTUOUKATOPLI MO3BONAIOT OCYLLECTBAATL KOHTPO/Ib KayecTBa 1 ONpeAendTh: YHUKaIbHYH0 MPUPOAY KaX4oro oopasLa B 3arycke
CekBeHVPOBaHWA (ranaoTm No 6MONOTNYECKM NAEHTNNKATOPaM), KOHTaMMHALWIO 06pasLa, POACTBO Ha YypOBHE pOAUTENb-pebeHOK,
NAEHTVYHbIE 06Pa3Lbl C Pa3nnYHbIM NAEHTUGUKATOPOM, NoN 0bpasLia.



N\
@\\LPAS\RSCZQ

FeHbl U cBA3aHHbIe 3a601eBaHUA

MpUMeHeHe MeTo/a BbICOKOMPOV3BOAMTENEHOMO CEKBEHNPOBaHYSt MO3BONAET BbISBIATL 13BECTHbIE 1 HOBbIE BaPMaHTLI BO BCEX
KOAVPYHOLLMX PerroHax CBA3aHHbIX reHoB. ObHapyxeHe MyTaHTHbIX BapMaHTOB Y pebeHka 1AM HOCUTENbCTBA Y POAVTENeN
NO3BOJISET NPONTU rEHETUYECKOE KOHCYNbTVPOBaHMe ANs AaNbHelIel ANarHOCTKA UV PenpoayKTUBHBIX MaHUMYASUMNA,

VariFind™ METAB (AO) assay

Ledvumt v306yTpns-KoA [LedrupT rugpokcn-3- MeTuAManoHoBas aLmaypus
HEADE AernaporeHasel glilee meTunrayTapu-KoA-cMHTasbl-2 Lili7aClalS romMouMCTHypwei, Tin cblC
2-METNNBYTUPUATALHYPUS

3-rMapoKCU-3- MeTramanoHoBasa aumaypus ¢

ACADSB (aednumT aumn-KoA- HMGCS1 MeTUArNyTapoBad aunaypna MMADHC romMoumcTnHypueld, Tin cblD
[JervaporeHassl ¢ KOPOTKoW
Pa3BeTB/IEHHOM LienbHo) 3-ruapokcu-3- Knaccuyeckast MeTVAManoHoBas
Al EES2 MeTUArNyTapoBas aundypus MUT auniypus
ACAT1 Anba-MeTUNaLIeTOYKCyCHas
aunaypus IVD 130BanepriaHoBas aumaemus OPA3 3-MeTuArNyTakoHoBas auuaypuia, Tin il
AUH 3-MeTUNIyTaKoHOBask LMBRD1 MeTunmanoHoBas aumaypus PCCB, PCCA MMponvoHoBas aumaeMis
aunaypus, Tan | C romoyncTuHypver, Tnn cblF
3-MeTUArNYTaKoHOBas alnaypus C
BTD Aedunumt B1oTHKAA3bI MCCC1 AednumnT 3-MeTUKPOTOH M- SERAC1 FAlyXOTOW, SHUedanonatviel 1
KoA kapbokcumnassl 1 JIn-NoAo6HBIM CUHAPOMOM
DNAIC19 3-MeTUArNyTakoHoBas
J aumaypus, Tn vV MCCC2 AeduumT 3-MeTUAKPOTOHMA- CHHAPOM UCTOLLIEHNA MATOXOHAPUANBHON
KoA kap6okcmnassl 2 AHK, TN 5 (3HUedanommonaTyeckmii
ETHE1 STnManoHoBas sHUedanonatvis SUCLAZ ¢ yermmanoHoBoit aumaypvien
MLYCD Ledunumt manorHnn-KoA nnm 6e3 Hee)
GCDH CnyTapoBas aumaypuvia Tin 1 Aekapbokcunasbl
SUGCT [nyTapoBas aLmaypusa TIn 3
AeduumnT 3-rvapoKC1mn306yTPIA- MeTunmanoHoBas aLmaypus,
HIBCH KoA ruaponasel MMAA TN cblA TAZ CnHapom bapta
Jedunumt cnHTeTasbl MeTniManoHoBas aunaypus, LedrumT MUTOXOHAPUABHOTO KOMMIeKCa
HLCS rOI0KapBOKCVNE3bI MMAB 1 cbiB TMEM70 v/ (ATo-curasa) SLEPHBI TN 2
.o L] TM
VariFind™ METAB (FAO) assay
JeduLmT MUTOXOHAPMANBEHOTO CPT2  [eduunT KapHWUTUH- HADHA Aedyumnt MUTOXOHAPVAaNEHOro
ACAD9  xomnnekca | (aeduumt nanbMUTOMATPaHChepasbl Il TPUPYHKLMOHANBHOTO 6eska
aueTun-KoA aernaporeHasbl)
5 DECR] Aednumt 24-aneronn-KoA P [lednLyT MATOXOHAPVANEHOTO
ACADM JeduumT cpesHelienoveyHon pe/yKTasbl TPUPYHKLAOHANEHOTO GenKa
aunn-KoA gernaporeHasbl
. ETFA  Thyraposas aunaemust IIA CUCTEMHBIN NEPBUYHBIN
ACADS [ednunT KOpoTKOLENOUEUYHO SLC22A5 LEOUUAT KAPHUTVHA
aunn-KoA aervigporeHassl ETFB  Tnyraposas aungemvis |1B
LAepununt aumn-KoA ETFDH  nytaposas aupgemus IIC SLC25A20 [ednumnT KapHUTUH-aUUIKAPHUTUH
ACADVL AerMAPOreHashl X1pHbIX KACNOT TpaHCI0Ka3bl
C OYeHb J/IMHHOW YrNepoAHO MwuonaTuns HakonneHus
Lensto NNNNAOB, BbI3BaHHas
FLAD1 eOULIMTOM bAaBuHaze- SLC52A FnyTapoBas aunaemus Il Tuna
JedULmT KapHUTUH- HVIHANHYKNEOTNACMHTETasbl
CPT1A MaNbMATONATPaHCbepas | SLC52A2 Fnytaposas aungemua Il tuna
fled Jedrunt 3-rngpokcnannn-KoA
EQNUNT KaPHUTNH- HADH  fervaporeHassl (BpOXAeHHbI
CPT1B  manomurownTparHchepassi | FUnepUHCyAHIEM) SLC52A3 Cnytaposas aungems Il Tmna

VariFind™ METAB (GH) assay

[anakrosemuna BCieacTsre Knaccuyeckada

GALT

eonunT [anakTo3emums BCneacTeme
gD Aedwu GALE A
,ﬂ‘e(bMU'MTa ra1akToOKMHa3bl ranakTtolemmng

B61OTUHMAE3bI fedbvunTa ranakTo3oanvmepassl GALK1
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VariFind™ METAB (AA) assay

[nepMeTNOHHEMUS (eduLmT

ARCY S-a/leHOo3MrOMOLICTEVHIAPONE3bI)
ALDH4AT  TvnepnponviHemus, Tin Il

AMT FnLmHoBas sHLedanonatns

ARGT  ApruHvHemus

ASL APrYHMHO-AHTapHas aunaypuysa

ASS1 LntpynavHemug

JNelimHo3 (bonesHb

EILEDA KIeHOBOro C1pona), Tn la

BCKDHB JeliymHo3 (bonesHb
kneHoBsoro crpona), Tin b

Knaccnyeckas

CBS FOMOUVCTHYPUA (BedrumT

LINCTaTVIOH-6eTa-CHTa3bI)

JNelimHo3 (bonesHb

DBT KNeHoBOro cupora), Tin i
DLD Jeduumr
AVITVAPOAMNOaMUAAEMAPOreHasbl
MMnepdeHrnanaHHemmns 6e3
BNAIC12 LeduLTa TeTparnapobronTepmnHa
[NODA-33B1CMaA ANCTOHNSA
GCH1 BCNEACTBYE AeduLpTa

[TO-upmknorvaponassl 1

FAH

GCSH

GLDC
GNMT

GSTZ1

HPD

MAT1A

MTHFR

OAT

OTC

PAH

PCBD1

PC

TnposnHemmns, Tin | PPM1K
FAvymnHoBas sHUedanonaTus

PRODH
FAvymnHoBas sHUedanonaTus

Oednumt ranumH-N-meTunTpaHcdepassl

PTS
[JednunT ManernauetoaLerat
1130Mepasbl

TrposnHemug, Tin i

FoMoLMCTUHYPUS C
rMnepMeTUOHVIHEMEN BCeCTBIe
fednunTa METNOHWH
afeHo3MNTpaHchepassl

QDPR

SLC25A13

FomMounCTUHYpUS
BCAeAcTBMe feduumTa
MeTuneHTeTparapodonaTpesykTassl

['vipaTHas aTpodus (AedrumT
OPHUTUH aMUHOTpaHCchepasbl)

SLC7AS5
JedbnunT OpHUTUH-TPaHCKapbammnnassl
DeHnKeToHypUs SLCTA7

DeHUNKeTOHYpYIS

FvnepdervnanaHHeMns ¢ SPR
AeduLmTOM TeTparnapobnonTepunHa
(BH4-pedviumtHas

rnnepdeHunanannHemus) Tmn D TAT

JednunT nupyBaTKapooKCHasbl UMPS

VariFind™ METAB (AAVB) assay

ABCD4 MeTvnmanoHosas aunaypus
C romoyncTuHypvier, Tnn cblj
KoMbrHMpoBaHHas ManoHoBas
ACSES 1 METUAMANOHOBAs auuaypuis
AMN CuHapom VimepcnyHa — Fpecbeka

Knaccnyeckas roMmouncTuHypus
CBS (aednunT uncTaTnoH-6eTa-
CUHTa3bl)

MeTnamanoHoBsas aunaypvisa

CD320  BcnepcTsue geduunta
TpaHckobanammnHa
CUBN  CuHapom VimepcnyHa — pecbeka
MeranobnactHasa aHemus
DHFR  gcneactaune fedunumTa
anrnapodonaTpesykrassl
FUT2 [Jeduunt ranakrosng-2-anbda-L-
dykosnnTpaHchepasbl 2
IF BpoxzaeHHbIN aeduuymt
G BHyTpeHHero daktopa Kactna
MeTramanoHoBasa aunaypus ¢
HICRC rOMOUUCTUHYpKen, Tun cblC
LMBRD1 MeTtnnmanoHosas aunaypusi ¢
roMOUMCTHYpMen, Tin cblfF
FomMouMCTUHYpUS C
rMNepMeTVOHVHEMEN BCeaCcTBIe
MAT1A

feduLMTa METUOHWH
afeHo3nNTpaHchepasbl

MCEE

MMAA

MMACHC

MMADHC

MTHFD1

MTHFR

MTR

MTRR

MUT

PCCA
PCCB

PRDX1

Jednumt meTuamanoHun-KoA
snvmepassbl

M
Cbe;/;mnmanomsaﬂ aunaypus, TIn SLCABAT

MeTnaManoHoBag aunaypus ¢
rOMOLMCTNHYpMeit, Tvn cblC
SUCLA2
MeTrnimanoHoBas aumaypus ¢
rOMOLMCTUHYpUeit, Tvn cblD

KOMOMHMpPOBaHHbIN
UMMyHOAEPULNT

C MeranobnacTHov aHemuel SUCLG1
FOMOUMCTUHYPUA 13-3a

fedvumta MTHFR

FOMOUMCTUHYPUS BCNeACTBUE shebes
aednunTa MeTmuneH
TeTparnapoponar
FOMOLNCTENHOBOW
meTnnTpaHcdepasbl, TMN chblG

TCN1
TCN2
TOMOUMCTUHYPUS BCIeACTBUE

AednumTa METUOHNH CHTa3bI
pefykTasbl, TMn cblE

THAP11

Knaccuyeckas MeTunaManoHoBas

aunaypvs MMAB

MponvoHoBas aunaemvs

MponuoHoBas aunaemvs ZNF143

MeTnaManoHoBag aunaypus ¢
rOMOLMCTNHYpHei, Tun cblC

SLC25A15

SLC19A2

JleiiurHo3 (6one3Hb K1eHOBOro
C1pOoNa), Nerknii BapuaHT

MmnepnponnHemms, Tin |

ImnepdeHnnanaHHemms ¢
aednumTOoM
TeTparvapobvonTepuHa
(BH4-peduumtHas
runepeHnnanaHHemMs), Tun A

MvinepdeHnnanaHnHemMmns c
aedvumTom
TeTparvapobuonTeprHa
(BH4-peduumTHas
runepdeHnnanaHvHemns), Tun C

UntpynanHemua tin |l

CYHAPOM FMNePOPHUTIHEMUY,
rMnepaMmoHemmy,
FOMOUUTPYANNHEMUY
(cnHapom ITT)

PeHNNKeTOHYpUA

JIn3nHypuyeckas
HenepeHOCMOCTL benka

[NODA-3aBMCMadA ANCTOHUSA
BCNeAcTBMe AedunTa
cenmnanTepuH-peayKkTasbl

TrposnHemud, Tmn |l

OpoToBsad aunaypna

TuamMuH-3aBUCMan
MeranobnactHas aHemMus

BpoxzaeHHas Manbabcopbums
donveBowt KncnoTel

CVHAPOM MCTOLLeHNS
MUTOXOHAPWanbHom AHK, Tvn 5
(3HUEedanomMmonaTHecknii C
MEeTNIMaNOHOBOW aunaypviel
nnv 6es Hee)

CMHAPOM UCTOLLIEEHNA
MUTOXOHAPVanbHoM AHK, Tvn 9
(3HUedanomMmonaTyecknii C
METNIMANOHOBON aunaypviel
v 6e3 Hee)

[Lednumnt cykumHaT-KoA nnrassl
[JednumnT TpaHckobanamuHa |
[Jedrunt TpaHckobanammHa |l

VIrpaeT BaxHyto po/b B perynsumm
MeTabonv3ma KobanammnHa, a Takxe
APYrVX NyTei, y4acTBYOLLX B
paHHeM pasBUTKM MNO3BOHOUHBIX.

MeTrnmanoHoBas aumaypus, Tin cbiB

Vrpaet kntoueByro posb B 6a30BON 11
TkaHecrneLd1IecKoin skcrpeccmn
TpaHCaNbAONA3b! U PerynaLmm
MeTaboNM4eckor cetu,
KOHTPONVPYHOLLIEH BEIKMBAHVIE 11
AvddEepeHLIPOBKY KNETOK.
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NMporpammHoe o6ecneveHune VariFind™ Software

MMMNOPT AAHHbIX
N METAMH®OPMALUN

AHANN3 NN KOHTPOJ1b
KAYECTBA AAHHbIX

® He TpebyeT yyactng brnonHdopmaTmka.

® O6paboTka AaHHbIX: TPUMMUIHT, BbIpaBHMBaHMe,
NAEHTNOUKALIMS BapaHTOB 1 aHanu3 NMokpbITUS.

@ ABTOMaTMYECKM KOHTPO/b KaYecTBa AaHHbIX
U NAeHTUOMKaLMS KOHTaMUHALMN.

® AHHOTaUMd BKIKOUaeT HoMeHknaTypy HGVS u ccoinkum
Ha BHeLUHWe 6a3bl AaHHBIX.

@ BCTPOEHHbIN reHOMHbIN 6pay3ep ans
BM3yanu3aLumm pesynsTaTos.

@ SKCNOpT 06paboTaHHbIX faHHBLIX (BAM/VCF) 1 oTueTos (PDF).

® AHHOTaumsa no ACMG (NpefoCTaBnAeTcs TONbKO ANA MaHenemn

VariFind ™ un He goctynHa ang naHenei Prep&Seg™ U-panel)
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VariFind: Applications / Runs: Analyses / 4-FAQ-HG00115: Analysis variants

Analysis variants

Assay hotspots Coverage analysis

O Disable filtration jlotal E HREE |
o - Gene Variant name 2Zygosity
Gene(s):
o ACADVL - Hetero
Nothing selected -
o CPT1B < Hetero
ACMG significance: a cPTiB [P
Nothing selected -
o SLC52A2 “19C>T Hetero
0 cPT2 341155T>C Hetero
Annotation source(s):
Nothing selected - 0 cPT2 V368! Hetero
0 ACADM - Hetero
Variant name:
[ ey ‘ o ACADM 118+600eIT Homo
— i o ACADM - Hetero
HGVS name: o ACADM g Hetero
I X ,‘ o ACADM 4 Hetero
) ACADM = Hetero
2Zygosity:
Nothing selected - e Sz i e
0 CPT1A 1853-47G>T Homo
Shaw:vanants: o cPT1A 1251T>C Homo
@Al
O QC passed
O Qe failed

AHHOTALMA N
BU3YANTN3ALUWNA

341-155T>C [5523

HGVS name

gDNA

NC_000001.10:9.53675532T>C

NIM_000098 2:¢.341-155T>C

FEHEPALNA
OTYETA

CDNA protein

NP_000089.1p.2

Show more

Annotation External sources
Multiple lines of computational evidence suggest no impact
Cli 680257 athogenic:
on gene or gene product (conservation, evolutionary, nvar GEERETD e
splicing impact, etc.)
Allele frequency is >5% I at least one population database gnomap @E) 1-53675532-T-C
aosnpe €5 rs12737375 [T
Close
W Manual L aalekseeva  C#Logout
CNV analysis Explore BIDs Reporting®
Previous - 23 4 5 6 Next Analysis details
ACMG significance cDNA~ External sources " 4raoHees
T co Date Feb 12, 2021 10:49:59 AM
Panel VariFind ™ METAB-FAO
Not annotated €2143-24C>T (a] assay ILv1.1.2
€.1575+96C>T a Reference  GRCh37.p13
genome
= crte05T oo
= €.1102G>A [c ¢} Overall quality (%) 08.78
 Benign | €.31:32C>6 oo Hotspots in LQR
 Benion | c.118+60cel [c ] Mapped on amplicons 472302
 Benion | €216+10T>C B o i Contamination NIA
[ Benign | €.387+32C>G [c W d] Sex N/A
[ Benign | €.469-22C>A oo Analysis data
{ cenion | €.945+99T-C { d] BAM BAI VCF
C1161A>G oo
=3 €.1353-47G>T [d ]
= c1251= oo

NPEAOCTABNAETCA BECMIATHO MPWY NOKYTKE NKOBbIX MAHE/IEA VARIFIND™
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Ana 3akasa

HAMMEHOBAHWE

Ha6op VariFind™ METAB (AO)
assay, 24 peakuumn

Ha6op VariFind™ METAB (AO)
assay, 48 peakuui

Ha6op VariFind™ METAB (FAO)
assay, 24 peakuumn

Ha6op VariFind™ METAB (FAO)
assay, 48 peakuui

Ha6op VariFind™ METAB (AA)
assay, 24 peakuyumn

Ha6op VariFind™ METAB (AA)
assay, 48 peakuui

Ha6op VariFind™ METAB (AAVB)
assay, 24 peakuumn

Ha6op VariFind™ METAB (AAVB)
assay, 48 peakuui

Ha6op VariFind™ METAB (GH)
assay, 24 peakuuun

Ha6op VariFind™ METAB (GH)
assay, 48 peakuui

PARSCQ
LAB

APTUKYN

VF-MBAO-24RU

VF-MBAO-48RU

VF-MBFAO-24RU

VF-MBFAO-48RU

VE-MBAA-24RU

VFE-MBAA-48RU

VF-MBAAVB-24RU

VF-MBAAVB-48RU

VF-MBGH-24RU

VF-MBGH-48RU

PEATEHTbI CMELLUPNYHBIE A4 MTATPOPM

Ha6op VariFind™ MultiOligos IL
Platform Set 1-1, 48 peakuuii

Ha6op VariFind™ MultiOligos IL
Platform Set 1-2, 48 peakuui

Ha6op VariFind™ MultiOligos IL
Platform Set 2-1, 48 peakuuii

Ha6op VariFind™ MultiOligos IL
Platform Set 2-2, 48 peakuui

Ha6op VariFind™ MultiOligos IL
Platform Set 1, 96 peakunii

Ha6op VariFind™ MultiOligos IL
Platform Set 2, 96 peakuunii

Ha6op VariFind™ MultiOligos IL
Platform Set 3, 96 peakuunii

Ha6op VariFind™ MultiOligos IL
Platform Set 4, 96 peakunii

VF-ILT-1-48RU

VF-IL1-2-48RU

VF-IL2-1-48RU

VF-IL2-2-48RU

VF-ILT-96RU

VF-IL2-96RU

VF-IL3-96RU

VF-IL4-96RU

+7 (499) 550 68 89 info@parseq.pro

OMMNCAHUE

Habop And 06HapyXeHWs reHeTNYeCKX BapUaHTOB METOAOM

BbICOKOMPOM3BOANTE/IBHOIO CEKBEHVIPOBaHNA B 31 reHe, CBA3aHHOM C HapylweHnem

0bMeHa opraHnyYeckinx KUcnoT. COAePKUT BCe HEODXOAVMbIE peareHTbl A1

noAroToBKM onbanoTek, Kpome afanTepa 1 NHAEKCOB, CI'IeLLVIq)I/IHHb\X ana I_U'IaTq)OpM.

C Habopom npegocTtaBnsetcs 2octyn Kk MO VariFind™ ana aHanm3a faHHbIX.

Habop Ans 0bHapyXeHVs reHeTUYeCK1X BapMaHTOB METOAOM
BbICOKOMPOW3BOANTENBHOMO CEKBEHVPOBaHYS B 20 reHax, CBA3aHHbIX C

HapyLUeHVeM 0bMeHa XMPHbIX KUCI0T. COAEPXIT BCE HEOBXOAVMbIE peareHThl ANA
MOAroTOBKM OMOAVOTEK, KPOME afanTepa U MHAEKCOB, CNeumnduUHbIX And NAaTGopM.

C Habopom npesgocTasnsetcs octyn k MO VariFind™ ang aHanvsa AaHHbIX.

Habop Ana 0bHapyXeHUsa reHeTUYecknx BapMaHToB METOAOM
BbICOKOMPOV3BOANTENBHOMO CEKBEHMPOBAHWS B 37 reHax, CBA3aHHbIX C

HapyLeHveM obMeHa aMUHOKMCAOT. COAePXINT BCe HEODXOAVMbIE peareHTbl ANs
MOArOTOBKM BMBAVOTEK, KpOMe aanTepa U MHAEKCOB, CneumdryHbiX Ans naatdopm.

C HabopoMm npegocTaBnseTca AocTyn K MO VariFind™ ans aHanm3a aaHHbIX.

Habop Ana 0bHapyXeHVs reHeTUYeCK1X BapMaHTOB METOAOM

BbICOKOMPOM3BOAVTENBHOrO CEKBEHMPOBAaHWA B 31 reHe, CBA3aHHOM C HapyLUeHVeM
0bMeHa aMVIHOKUCIOT U BUTaMyHa B. COAepXIT BCe HeOBXOAVIMble peareHThl /15
MOArOTOBKM BMOAVOTEK, KPOME afanTepa U MHAEKCOB, CneumduuHbIX And NaaTGopM.

C Habopom npegocTagnsetcs goctyn k MO VariFind™ ans aHanvsa AaHHbIX.

HaGop Ans 0bHapyXeHVs reHeTUYeCK1X BapMaHTOB METOAOM
BbICOKOMPOU3BOAVTENBHOMO CEKBEHVPOBAHYIS B 4 reHax, CBA3aHHbIX C

ranakrosemven 1 runepammoHemmneit. CoaepXmT Bce HEOBXOAMMbIE peareHTbl ANs
NoAroToBKM BUONMNOTEK, KPOME aZanTepa 1 MHAEKCOB, cneunduyHbIX Ans NnaTGopm.

C Habopom npegocTagnsetcs octyn k M0 VariFind™ ansg aHanvsa AaHHbIX.

Habop NHAEKCMPOBaHHEIX NPaiMEPOB U YHBEPCANBHOMO
agantepa and nnatdopm lllumina B mpobupkax set 1-1 (A-H;1-6).

Habop MHAEKCMPOBaHHbBIX MPaliMepoB ¥ YHBepPCaabHOro ajantepa Ana
nnatdopm lllumina B npobupkax set 1-2 (A-H;7-12).

Habop MHAEKCMPOBaHHbBIX MPaiMepoB 1 YHUBepCaabHOro ajantepa Ans
nnatdopwm lllumina B npobupkax set 2-1 (I-P;1-6).

Habop MHAeKCMPOBaHHbBIX MPaniMepoB 1 yHNBEePCanbHOro ajantepa Ana
nnatdopm lllumina B npobupkax set 2-2 (I-P;7-12).

Habop 1MHAeKCMPOBaHHbBIX MPaliMepoB 1 yHNBEPCaAbHOro ajanTtepa Ana
nnatdopm lllumina B npobunpkax set 1 (A-H;1-12).

Habop MHAEKCMPOBaHHBIX NPaliMepoB ¥ yHNBEePCanbHOro ajantepa Ana
nnatdopm lllumina B npobupkax set 2 (I-P;1-12).

Habop MHAEKCMPOBaHHbBIX MPaliMepoB 1 YHUBepPCaAbHOro ajanTtepa Ans
nnatdopm lllumina B npobupkax set 3 (SA-SH; S1-S12).

Habop MHAEKCMPOBaHHbBIX NPaliMepoB 1 yHNBEepPCanbHOro ajantepa Ana
nnatdopm lllumina B npobupkax set 4 (SI-SP;S1-S12).

Bca ykasaHHaa B TabnviLe NpoAyKUMA NpeAHasHayeHa TONbKO ANA HayYHbIX UCCNeA0BAHNI, He ANA MeAULIMHCKOrO UCMONb30BaHNA
Toprosble Mapku Prep&Seq™ n VariFind™ asnatotca cobctBeHHoCTEI0 OO0 «Mapcek J1ab»
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