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POCCUUCKUE PEATEHTbI ANA
NPOBONOANOTOBKMU K
NGS—-CEKBEHUPOBAHUIO
OT KOMMNAHUU « AHK-AUCNNEN» e

ABOPHEBA AHACTACUA, K.B.H.



Komnauua «AHK-gucnnen»

00O «OHK-gucnnewn» cosgaHo B 2019 roay ¢
Lenbio pa3paboTkm U NpoaBMKEHUS HA PbIHOK
peareHToB, HEOOXOAUMBIX MPU UCMONbL30BAHUM
CaMbIX COBPEMEHHbIX METO0B reHETUYECKOro
aHanus3a — reHoMmKa eaUHUYHbIX KINEeTOK,

e NOSTHOreHOMHasi aMmnnndukaLus,

RESngy 5=~ =
Buagy EngRt - | npobonoarotoBka Ansa NGS. OguH 13 NpoeKkToB

komnaHum (M T-A) 61N nogaepxax

(PoHg bopTHUKA)

YcnewHomy passutuo OO0 «OHK-ancnnen»
crnocobCcTByeT COTPYAHMYECTBO C KOMMNaHMEN
«BnoJlnHk», KOTOpas ogHa 13 NepBLIX B
Poccun Hayana cneumann3npoBaTtbCs Ha
pa3paboTke 1 BHEAPEHUM B NPaKTUKy METOO0B
COBPEMEHHOWN MONEKYNAPHON ANArHOCTUKMN.
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TexHonorusa NIFNMT-A metoaom NGS

NMpenmnnaHTauMOHHOE reHeTU4YeCKoe TeCTUpoBaHMe Ha XPOMOCOMHbIe aHomanuu (MIFT-A) —

CKPUHNHIoBOE
nccrnegoBaHme, KOTopoe UCMOoJib3yeTCAd B LIUKIT1E€ BCINOMOraTesibHbIX penpoAyKTUBHbIX TEXHOSOMNN "

BOIBEFSLeE0RAR AR FRFCACGS R SEST RoRTEURMBRURRRORH HARMRES, RV SPSH AESt IR EHAOboPOM.

BbISIBMSATb LLUMPOKUI CMEKTP XPOMOCOMHbIX HapyLLUEHUIA.

O4roToBKa
m
ounonuoTek

.

Sn3yanmn3auus
OaHHbIX




Buoncusa knetok TpocgobnacTta




Cxema pabouero npouecca
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CekBeHMpOBaHM Busyanusaumg AHanus pesynsraTtoB C
€ JaHHbIX nomotubto MO
NGS
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WGA DISPLAY - HABOP PEATEHTOB ANA
NOJIHOTEHOMHOU AMN/TUOPUKALUNA @




WGA Display — Habop peareHTOB AJ1Si NONTHOreHOMHOM
aMmnnudukaumm

O6Gnactn npuMmeHeHunsA

* Single-cell sequencing — CcCnegoBaHMe reHETUYECKOro Matepmana eanHnyHbIX knetok (MNIT, ngyyeHue
reHeTM4YeCcKoro Mo3anumnama Unm reHoOMHbIW aHarmM3 KNeTo4YHbIX Cyononynsaunm pakoBbiX ONyXonen)

* WccnepoBanua apesHen OHK (nckntoveHne koHtammHaumm AHK 6aktepuin u rpnoos).
Apxeornormnyeckmne obpasubl Bcerga cogepxart HekoTopoe konnyectBo [HK 6aktepuin un rpnbos,
KOTOpPble KONMOHM3NPYIOT OCTaHKK, NoKa Te nexart B 3emMnie. Kpome Toro, B npoLecce nccriegosaHus
apeHen OHK B obpasey moxeT nonactbe MukpodbHasa [HK, npucyTtcTeytowas B nobon nabopatopumn

* KpumunHanuctumka

e XMBOTHOBOACTBO — in vitro npoayunpoBaHue CENbCKOXO3ANCTBEHHbIX XXUBOTHbIX, pefakTnpoBaHMe
reHomMa

* Hay4Hble nccnegosaHus

4"'/ K—W



WGA Display — Habop peareHTOB ANnA NOSIHOreHOMHOW

aMmnnudukaumm

MeToAabl nofTHOreHOMHOU amnnnduKaumumn

MNudurKkauua co MHoXecTBeHHbIM 3ameLueHmem uenu [UP c BbipoXxaeHHbIMU npanmMepamu

Multiple displacement amplification (MDA)

MDA 3TO camMbll pacrnpoCTPaHEHHbIN METOO WN30TEPMUYECKOW
WGA. Wcnonb3yTca cnyyYanHble nocnegoBaTeribHOCTU U3 6
HYKNeoTuagoB B KadecTtBe npammepoB, a Takke [OHK-
nonumepasa u3 bakrtepuodpara Phi29 DNA C BbITECHANOLLEN
aKTUBHOCTbIO.

MEEAN

2 [N
\ > N
Branched DMNA
= 3

— Genomic DNA Random primers $29 DNA polymerase

Degenerative oligonucleotide primer (DOP) PCR

Metonq DOP [IUP ocHoBaH Ha wucnonb3oBaHMM Habopa
npanMepoB C BbIPOXOEHHOW nocriefoBaTerlbHOCTbD Ha 3'-
KOHUEe W JOMKCUMpPOBaAHHOW MoCnenoBaTeNnbHOCTbIO Ha 5'-
KoHue. [Ou3anH npanmepoB AoOrmkeH obecneymBaTb
OTHOCUTESIbHO paBHOMEPHOE MOKPbITUE BCEro reHomMa.

PCR T_rr«‘("ﬁ)q
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WGA Display — Habop peareHTOB ANnA NOSIHOreHOMHOW
aMmnnudukaumm

YnyJweHHbIU BapuaHT DOP-PCR
Improved DOP-PCR (iDOP-PCR)

1. Wcnonb3oBaHune SD [JHK-nonnmepasbl — yHUKaNsHOro MHHOBALUMOHHOIO 0epMEHTa, KOTOPbIWM COYETAET B
cebe crnocobHocTb BbiTeCHATL HUTKM [JHK 1 goctpanBaTtb nonuHykneotuabl ¢ 3'-KOHUA METOAOM
nonumepusaunmn [JHK ¢ BelTecHeHneM uenu. icnonbayeTtcsa ana obenx ctagumn amnnudounkayum
(HaYanbHbIK HecneundUnYecknn OTXXUI NpanmMepoB + amnnudukaumns pparmeHToB) B ogHOW Npobupke

2. MogudumumpoaHHble npanmepbl ana DOP MNLUP (BBegeH A4ONONHUTESNbHLIN doparMeHT, NO3BOSIAKOLLMNA
Hanbonee adPeKTUBHO aMNINOULIMPOBATL FEHOMbI MINEKOMUTAOLLLMX).

‘v\ mem | DOP-Primer
SD Polymerase

\ \ \ Strand Displacement

4{7’ K-W



WGA Display — Habop peareHTOB ANs1 NOSTIHOreHOMHOM
amMmnnudgpukaumm

MpoTokon iDOP-PCR — 04eHb NpoCTO!

10 yl MactepMUKC  YMeHbLUeHUue puckKa KOHTaMUHaLuu

1 pl SD AHK-non > nupP
X ul obpasey (1-14 pl)

| — &

25 ul PC Hecneuundunyeckum
oTxur + MNUP

MuHnmanbHoe Bbixog = 2-4 Ug
konnyectso OHK -oT1 10
nr Obwee Bpema = 3

Yyaca



WGA Display — Habop peareHTOB ANnA NOSIHOreHOMHOW
aMmnnudukaumm

M 500 nr 250 nr 125 nr 60 nr 30 nr 15 nr H20 M

Konnyecteo JHK-maTpuusbl, 15-500nr
BHOCUMOW B peaKkuuio

KonunyectBo npoaykta nocne 360 — 1000 Hr
nposeneHus MNrA

{
LS

l'm <

1500

500
400
300
200
100

BRI B

' 1
B

PeayneraT ycnewHon nofiHOreHOMHOM
amnnudpukauum IHK yenoseka (60 nr). "
[MpoaykToM amnnndukaumm ABnAOTCA
doparMmeHThl, AnMHa DonbLUEN YacTu KOTOPbIX =
HaxoaunTcAa B Anana3oHe 645-2775 nH

40+

20

T T T T T T
40 50 60 70 a0 90



WGA Display — Habop peareHTOB ANs1 NOSTIHOreHOMHOM
amMmnnudgpukaumm

CpaBHeHUe HabopoB PicoPlex U WGA Display (iDOP-PCR) ¢ nomowibio NGS

PicoPlex 1 51.0% 42.4% 98.1%
2 50.8% 44.6%

iDOP-PCR 1 61.5% 31.5% 97 6%
2 60.7% 33.1%

KntoueBble XapaKTepuUCTtnkmn Mmetoaa NONMHOreHOMHOM aMI'IJ'IMCbI/IKaLI,MI/I — obnactb NOKPbITUA,

KOJIMHECTBO HEKAPTUPYEMbIX I'IpO‘-ITGHVIVI, BOCIMNpoOn3BOANMOCTb.

Kaxgbin obpasel 6bI npoaHann3MpoBaH C MOMOLLbIO ABYX pa3HbIX HADOPOB (PicoPlex 1 WGA Display).



WGA Display — Habop peareHTOB ANs1 NOSTIHOreHOMHOM
aMmnnudukaumm

Whole genome amplification methods, what is better for PGT-A?
BSc. Martinez, L.1; PhD. Garcia-Pascual, C.M.1; PhD. Navarro-Sanchez, L.1; MSc. Navarro, R.2; PhD. Jiménez, J.Z; MD. PhD. Simdn, C.1; PhD. Rubio,
c.t

1 PGS Research Department. Igenomix, Ronda Narciso Monturiol, 11 B. Parque Tecnolégico Paterna 46980 — Paterna — Valencia.
3PGD Molecular Cytogenetics. Igenomix, Ronda Narciso Monturiol, 11 B. Parque Tecnoldgico Paterna 46980 — Paterna — Valencia.
3Department of Obstetrics & Gynecology, Valencia University & INCLIVA, Spain.

4lgenomix, Ronda Narciso Monturiol, 11 B. Parque Tecnoldgico Paterna 46980 — Paterna — Valencia lg E.n nm l KX
Corresponding author. E-mail: carmen.garcia@igenomix.com

KomnaHua lgenomiX nNpoBera cpaBHUTENbHOE UccnegoBaHNe HEeCKONbKNX HaGOpOB a4 NOJIHOr€EHOMHOWU
amnnmdukaymn:

* WGA Display (iDOP-PCR)

* Doplify

* Malbac

* TruePrime

* Sureplex

4‘7’ K-W



WGA Display — Habop peareHTOB ANs1 NOSTIHOreHOMHOM

amMmnnudgpukaumm
« KauectBO pugos
WGA Display Doplify Malbac TruePrime Sureplex
IDOP-PCR Coplify ralbac TruePrime Sureple:x pl/l.qbl
o -s- = L — —+= mim [1vepb|
o) = Boicokoe KayecTBO
§[ ] B Hnskoe kayecTBO
Q .| E—=3 HekapTnpyemsble
N | em—— - = . — — —

 PacnpepeneHue puaoB no
WPRBRE@MaAM  Doplify Malbac TruePrime Sureplex

TruePrime Sureplesx

IDOP-PCR Doplify Malbac

BE S T IS = ;‘;‘**‘ D

+
- P bl - “7*1- *l:‘




WGA Display — Habop peareHTOB ANnA NOSIHOreHOMHOW

aMmnnudukaumm

3abop onepaumoHHoro matepuanay GonbHbix MNP/
MonyyeHwe M3 CPe30B TKAHEW pa3Hbix BapuaHTOB BKI u
06pa3uos HOpPManbHOro 3nuTenuAa BPOHXOB C NOMOLLBID
NnasepHON MUKPOAMCCEKLMM.

MNonuHor
INNAANAAANANAY

RHS DOPlify WGA Display

4HK-W

N

Npurotosaexue AHK 6ubanotek (NimbleGen SeqCan
Choice panel, 981 reH)

MNpoBseaeHwe BbICOKONPOM3BOANTENBHOIO

AAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAAA

e e e e e e e e e e e e T e e e e e e e e

.

5 FastQC. Per Sequence Quality Scores

WGA Display

\,.

DOPlify

I\ '
il

' Display ¥

WGA Display

DOPlify

BIORON

DOPlify
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WGA Display:
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28181
11111L
i

Obpa3supbl, NOAroTOB/IEHHbIE C
nomouwbto Habopa WGA Display,
umenm 6onbwe KaueCcTBEHHbIX

npouteHuin, yem obpasubl DOPlify

* aHa/M3 cpegHUX 3HAYEeHUM KayecTBa
ANA KaXKaon No3nLUM OCHOBAHUMN

* pacnpegeneHvs cpegHenm  ANUHbI
NPOYTEHHbIX NOCNeA0BaTENbHOCTEWN

*  rnybuMHbI NOKPbLITUSA

* KOMMYECTBa YHMKANbHbIX MPOYTEHUN
n Ay61MKaToOB AN1A KaxKaoro obpasua
NOKasan OTCYTCTBUE 3HAUYUTENbHbIX
OTIMUMA Mmexay obpasuyamu

Otuet 0 HUOKP, K.6.H., 3aB. nab. Buonorum onyxonesoit nporpeccum HUU OHkonornn THUML, E. B. fleHucos AHK_W



WGA Display — Habop peareHTOB AJ1Si NONTHOreHOMHOM
aMmnnudukaumm

[MpeunmyliectBa Habopa

 MuHnmanbHoe Heobxogmumoe konnyectso AHK — o1 10 nr

[MpocTtas n beicTpaga npoueanypa amnnmdunkaunm B ogHy ctaguio 1 B O4HOM
npobupke bnarogapsa UCNOMNb30BaHUIKD YHUKASTIbHOrO MHHOBALMOHHOIO
depmeHTa — SD [IHK-nonnvepassbl

CneunuyHOCTb K reHOMY MITIEKOMUTaKLLMX

Bo3aMOXHOCTb peamMmnnmdukaumnm

YHuBepCcarnbHOCTb UCMOMNb30BaHUA aMMIMKOHOB — MUKpoYunnbl (CGH),
MaccoBoe napanneribHoe cekBeHnpoBaHue (NGS) Ha pas3nnyHbIX
nnatdopmax, ['NLP (Real Time, Digital)



Cxema pabouero npouecca

PparmeHTaumn
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Cos3pnaHue
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e OaHHbIX
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FTP DISPLAY - HABOP PEATEHTOB AN1A
®EPMEHTATUBHON ®PATMEHTALMU AL, OAHK




FTP Display — Habop peareHToB Aons oepmMeHTaTUBHOM

dparmeHTauum auHK

Cmecb thepmeHTOB
OHKa3za | + SD JHK-nonunmepasa

5 5’
3 5

HMcxoaHaa audHK

B CO34aHMe HUKORB ¢ nomMolbo [JHKase T

B noAMMeprIaUdra C BbiITECHEHWEM LENK
c nomowsko S0 AHK-noavmepasbl

nony4YeHHele ¢parmedTel AuIHK ¢
NeperpelBAKLWLMMMCA YYACTHAMM

— bparmeHTHpoBaHHas AUHK

JHpoHyknea3a [1HKa3a | cosgaer
MHOXECTBO CIy4YanHbIX OgHOLENOYEYHbIX
pa3pbiBoB B Au/lHK, obpasys
NONMHYKNeoTabl C KOHUEBbLIM-5'-pocaTom
N cBOOOOHOM r’MAPOKCUNBHOW rpynnoun Ha 3'-
KOHLe

SD JHK-nonnmepa3sa BbiTecHaeT HUTH OHK n
OOCTpamnBaeT MosiMHyKneoTuabl ¢ 3'-KoHua
MeTogom nonmmepudaunmn JJHK ¢ BbITeCHEHMEM
Lenwu

[Tony4yeHHble AByLEeNnoYeYHble doparMeHTbl UMEIOT NepeKpbiBaroLWMecs rnocriegoBaTesibHOCTU U
3'-A-BbICTYMNbl Ha KOHLAX, YTO NO3BOSMAET NPOBOAUTL NpsiMoe nurnposaHne gpparmeHtos ¢ OHK-
aganTtepamm, Uckn4vasi HeobxoanMOCTb BOCCTAHOBIIEHUSI U AOMNOMNHUTENBHOIO aJeHUMPOBAaHUA.
Kpome TOro, 3a c4yeT nepekpbiBaHMA obnacten, npoucxoauT OOMNOMHUTENbHOE YBEnMieHune

KOJiIndeCTBa Martepuaria.

4‘7’ K-W



FTP Display — Habop peareHToB Ans hepMeHTaTUBHOMU
dparmeHTaumm guHK




FTP Display — Habop peareHToB Aons doepmMeHTaTUBHOM
dparmeHTaumm auHK

®parmenTauns reHomHoR IHK + size select * _ Ounana3oH AnuH dpparmeHToB | O6BLEM
‘ N et ot = aKTMBaTopa,
MKn

| 150 — 250 8
1500 e«
1000 g 200 - 350 7
500 | 275 - 475 6

- T = . 350 - 600 5
100 77 FE 0 3s0- 275- 200- 150- T]yana3oH ANMH (hparMeHTOB KOHTPONUpYeTCs 06beMoM

; 600 475 350 250
> BHOCMMOIO aKTMBaTopa peakLum, Bce ocTanbHble

NH NH nNH nH
ycnoeua oCtarotCAd HEMAMEeHHbIMU

KonnyectBo maTpuubl, BHOCMMOW B peakumio — 10 - 1000 Hr nobon asyuenodevHon OHK
(reHoMHaa [OHK 4yenoBeka, >XMBOTHbIX, pacTeHUn, OakTepun unnm BUPYCOB, NPOAYKTHI

annmdunkaumm)
*Cenekyua no pasmepy nposoguracb C NOMOLLbIO MarHUTHbIX YacTuy

4‘7’ K—W



FTP Display — Habop peareHToB Ans hepMeHTaTUBHOMU
dparmeHTaumm guHK

Pe3yneraTt npoBeaeHun coparmeHtaumm reHomHom au AJHK yenoseka (100 Hr)

[0 cenekuuu nocne cenekunn®*

i} ) 214
Lt

150 = 250 M.H. | |

350 — 600 M., | veE

I}
L

RO

T
100 150 200 300 400 500 600 1000 2000

10380 bp]

100 150 200 300 400 500 600 1000 2000 10380 [bp]

*Cenekuunst No pasmepy NpoBoamMnach C NOMOLLBIO MarHUTHbLIX YacTuLy




FTP Display — Habop peareHToB Ana chepMeHTaTUBHOMU
dparmeHTauum auHK

[MpeunmyliecTtBa Habopa
« 3aMeHSET yrbTpa3BYyKOBbIE TEXHOSOMMKM Npu npobdonoarotoske ana NGS —

HET HeODXOAMMOCTU B AOMNONHUTENBHOM 060PYaOBaAHUN U PACXOOHbIX
MaTepuanax

 [lpocTas n bbicTpas npoueaypa dparmeHTaunm B oaHOW Nnpodbupke

* BO3MOXHOCTb KOHTPONMpOBaTh pa3mep nosiydaemMsix oparMeHTOB

« ObecneuvnBaeT coxpaHHOCTL CTPYKTYpbl [JHK B npouecce doparmeHTauum

« ObbeauHseT B 0 gHOM 3Tane pparmeHTaunto, BocctaHosneHue koHuos OHK
N afeHUNMpoBaHne - HET HEOOXOOUMOCTU UCTONMb30BAHUS JOMONHUTESNbHbIX

Habopos AHK. )



Cxema pabouero npouecca
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LIB DISPLAY — HABOP PEATEHTOB AA
MPUTOTOBNEHUA AHK BUB/TUOTEK




LIB Display — Habop peareHToB gnsa npurotosneHus OQHK-
onbnuotek

[TepBbI 3Tan NnpuroToBneHna oubnunortek — T-A nurnpoBaHune Y-aganTtepos
Cc oparmeHTamu nccnegyemown JHK.

\PS Index IS i 5 P} DNA Insert — dpparMeHT uccneayemoii au AHK
T T
/,ndex i7 S i o8 Index i5/i7 - yHUKanNbHaga nocrieqoBaTesibHOCTb U3 6 — 8
P7 A PS5 HYKIIeoTUA0B, KOMOMHALMA KOTOPbLIX NO3BOSSIET
PS5 i Py OOHO3Ha4YHO MapkupoBaTtb obpasubl AHK.
Index i5 ‘ Index i7

/——\ P5/P7 - canTbl cBA3bIBAHUSA C MOBEPXHOCTbLIO MPOTOYHOM
gl el 0N KIOBETbI CEekBeHaTopa

P7

BTopon atan npurotoBneHnss bnbnmoTtek — oborawieHme nonyyYeHHbIX
npoaykToB ¢ nomoLybto MNLP.

an/IFOTOBJ'IeHHbIe onbnmnoTekn npegHa3Ha4yarTCcA And CeEKBEHNPOBaAHNA HaA rmaTcpopmax [llumina C UCNOJSIb30OBaHNEM



LIB Display — Habop peareHToB gnsa npurotosneHus OQHK-
onbnuotek

PesynkraThl NpoBeaeHNs pasnnyHbiX 3TanoB NPUroToBneHnd
bnénmnotekn reHomHon Ay, JHK yenoseka (100 Hr*)

e (DparmerTaIHA o JIHTHpOBaHHE o Oforamenne

"
i
o |
. / BN
| LA L e P

35 100 150 200 300 400 300 600 1000 2000 10380 [bp]

[FU]

D

14
)
L

o T

e imar

*Konunyecteo [1HK, BHocnmon B peakunto — 10 -100 Hr



LIB Display — Habop peareHToB ansa npurotoBrieHna OHK-
ononuoTek

MpenmywectBa Habopa LIB Display

Yno0OHbIe NPOTOKOSIbI — NOfy4YeHUE roToBbIX OMONMOTEK B ABa 3Tana
Hebonblioe konn4ecTtBo nucxogHoro matepmana (10-100 Hr)

OKOHOMUSA BPEMEHM — MOSTy4YeHMe roToBbIX BbnnoTek 3a 4 Yaca
[MogrotoBka Ao 96 obpasLoB ¢ nomoLlbo Habopa aganTtepoB ADP Display
B0O3MOXXHOCTb MCMofb3oBaHUA € NModbiIMKU Habopamn aganTepos,

OPUEHTUPOBAHHbLIX Ha NpuHUMnN T-A nurnposaHugd



Cxema pabouero nporecca

SODODON .
SOVDODOR SOOI e
MOVEGOVOR
\ J o J S J
WGA dparmeHTaLms CospaHve
bnbnuoTek

v

CekBeHMpOBaHM Busyanusaum AHanus pe3ynbTaToB C
€ A nomouwbto MO

NGS AaHHbIX 4HK- )




NMpumep obpaboTku pesynerata MIMT-
A

NGS WIZARD by Genominal

3] Tpucomusi no 21 xpomocome

| /

Copy ratio ( clipped to [-3, 3] )
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Ha6opbl HK Oucnnen

WGA Display — Habop Anst NOfITHOreHOMHOW (12, 24 N 96 peaKkuymn)
amnnmdukaumm (anga padotel ¢ reHomHon OHK)

SC WGA Display — Habop ansa nofiHoreHoMHom (12, 24 n 96 peakymn)
amnnudpukaummn (anga padboTtbl ¢ eANHUYHBIMUA

KrneTkamu)

FTP Display — Habop anga doepmeHTaTMBHOW (8, 24 N 96 peakuunn)
dparmeHTaunn auHK

LIB Display — Habop ans noarotoBku bnbnmotek (8, 24 U 96 peaKkuun)

ADP Display — Habop aganTepoB Ansi NOAroToBKU | (8, 24 N 96 peaKkuni)
brnbnuoTek

4{’/ K—WM'







