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NGS-piwleHHa ansa
penpoaAyKTUBHOI MeANLIUHU



PILLEHHA ANA9 PGT-A AN4d

BUABNEHHA AHEYNNOIOIN

PGT-A (Preimplantation Genetic Testing for Aneuploidy) — Le epeKTUBHUIM MeToa MepediMniaHTaliMHOMo reHeTUYHOro
TeCTyBaHH4, CMPSMOBaHMIN Ha BUABMEHHS YNCTOBMX XPOMOCOMHMX aHOManiv (@aHeynnoinin) y emopioHis ans smnéopy
HaWOBINbLL reHETUYHO 300POBKX A5 MOAASBbLIOIO MepeHeceHHs.

NGS — HOBITHS TexHoMoriqa, aka BUKoOpUCTOBYETbCcA And PGT-A i Mae pan 6e33anepeyHinx nepesar - 3abesnedye
BM3HAYEHHA MOBHMUX M YaCTKOBMX aHeYMN10iain, BUAaBnae Mo3aiumam (0o 20-40%), Oa€ KiNbKiCHY OLLIHKY KOXHOI
XPOMOCOMMU, MaE BMCOKY BiATBOPIOBAHICTb i MOXIMBICTb aBTOMaTM3aLlii.

Hei 4 Big6ip eM6pi Hoi IHK MoBHe amnnipikyBaHHs CeKkBeHy HOBOrO N iHHa (NGS) Bu6ip em6pioHis
CepeaoBUILLe KyNbTVBYBaHHS reHomy (WGA)
6nacroumctun (BCCM) + piavHa ; Mwmm AHeynnoigis a6o
3 6nactouento (BF) | XPOMOCOMHi aHoManii
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CekBeHyBaHHA
CBixe: KyNbTypa 61acTOLMCTU Ha 4-6 AeHb \ &
3aMopoXeHe/pO3MOpPOXeHe: Ky/ibTypa 61acToumncT 24 rog, Mozaizm
. [Sequance 1]
bioncis TpodekToaepmn Sequna [Saquenca 1]
KnituHu TpodekTosepmu (3-6 KNiTnH) g g _ _ _ Po3rAAHYTI
E‘%__ nce ) [SagacaL Ans nepeHocy

Amnnidikauis AHK [Gequence.
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MporpamHe 3a6e3neueHHs
“— porpa:
ANA aHanisy

=> AHani3 gaHvx Ta iHTeprnpeTauis
& Bubpatn
ANS nepeHocy

Eynnogia

Bnacroyucra (5-6 AeHb) KiHuesi pesynbTatn

OCHOBHI NEPEBATU HEIHBA3SUBHOIO PGT-A

© NiPGT-A He nMowKoayKye eMb6pPioH, OCKINbKK He © 3aBOSKM MeHLWin cknagHocTi npouenypw, NiPGT-A
rnoTpebye BTPyYaHHA B MOro CTPYKTYPY, Ha BiAMIiHY MOXKe BYyTV BMPOBAOXKEHMIN Y LUMPLLWK CMEKTP
BiO TpaaumuivHoro PGT-A, akui nepepnbavace Gioncito KMiHiK, BKIKOYato4uM Ti, 9Ki He MatoTb TEXHIYHOI
TpodeKToaepMU MOXTMBOCTI MPOBOAMTH iHBa3MBHI Gioncii

© BigcyTHICTb MoTpebu y crnelianisoBaHoMy © Y BUMagKax, konu pesynstati NiPGT-A €
obnagHaHHI Ana 6ioncii, MOXXNMBICTb iHTerpadii y HEeBM3HAYeHVMUM abo NoTpebytoTb NiATBEPOYKEHHS,
CTaHOAPTHWW NpoLec KyNbTUBYBaHHA eMOPIOHIB MOXX/TMBO MPOBECTU A0AaTKOBI TecTn 6e3 LKoau

0719 eMBpioHa, Lo 3abe3nedye rHyuKicTb y

o EM6pioHy He NoTpibHO gocaraTy NeBHOI cTaaii
MPUNHATTI KNIHIYHMX pilleHb.

PO3BUTKY OJ719 NPOXOOAXKEeHHA HeiHBa3MBHOIO TecTty

OB/TAOHAHHY, N3 TA PEAKTUBU
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CekBeHaTtopu lllumina: MiSeq, NextSeq
M3: PG-Find Software
Ha6ip PG-Seq™ Rapid v2
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BUKOPUCTAHHA NGS Y PGT-A

AHanis Bcix
24 XPOMOCOM
(22 ayTocomu + X, Y)

Po3ni3Hae HaBiTb
yacTkoBi geneuji/incepuii
(>5-10 M6)

BUKoOpUCTOBYETbCA
rnporpamMHe 3abe3rneyeHHs
019 CTaHOapTU30BaHOro
aHanisy

MOYKNUBICTb BUSHAYUTU
HaABHICTb YaCTKOBO
YPaXKeHUX KNITUH

HABIP PG-SEQ™ RAPID V2: LUBUOKWUA, TOYHUA
| ONTUMISOBAHUN POBOYUIN MPOLLEC PGT-A

Habip PG-Seq™ Rapid v2 po3pobneHuni ang aHanisy nepeniMniaHTaLiMHOro reHeTUYHOro TeCTyBaHHA.
nikorpamMoBux Kinbkocten OHK, oTprMaHoi nig yvac Habip BMKOPUCTOBYETLCA SIK ANA TPaAULLIMHOIo
Gioncii emMbpioHa A9 NpoBeaeHHs (6ioncimHoro) PGT-A, Tak i ANa HEiHBa3MBHOIO.

Mu nponoHyeMo piweHHs ana PGT-A Big,
Rewvity Ta PerkinElmer, aki He nuLe

3aMMatoTbCsl HAYKOBUMM OOCNiIOXKEHHAMM
Ta PO3pP0o6KOIO iIHHOBALLIMHUX TEXHOMOTIH, a T

" BNPOBaKYOTb aBTOMATM30BaHi cucteMu N
019 MiAroTOBKM 3pa3KiB i 06p0obKM JaHUX.

Lle cnpusae nigBULLEHHO ePpeKTUBHOCTI Niane knituH

po60Tn NabopaTopilt i BHUIKEHHIO PU3UKY

MOMWIIOK Y MpoLiecax TeCTyBaHH4, LLLO

0co6MBO aKTyanbHO Ad nabopatopin MoBHa amnidikauis 06’eaHaHHsA Npo6 Ta
reHomy ceneKLjis 3a po3mMipoM

IHaeKcHa MJ1P CeKBeHyBaHHA

i3 BE/IMKMM MOTOKOM 3pa3KiB.
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NMEPEBATU HABOPY:

WBUOKICTb POBOTU

MigrotoBka 6i6nioTeKM TPMBAE NULLE 3 FOAMHW.
PeareHT B Habopi Bxxe roToBi 4,0 BUKOPUCTAHHS,
3abe3nevyeTbcs MiHIMYM BiKpMBaHb NpobipokK i
nineTyBaHHSA.

BCE B OQHOMY HABOPI
OHoBNeHMi Habip PG-Seg™ Rapid Kit v2 Bktovae
MOBHMIM NPOTOKON — Bif BMAineHHa JHK oo aHanisy
OAHUX.
[0 KOMMNNEeKTY BXOAATb:

«@) PeaKkTUBK ONA Nisucy KNiTKUH, aMmnnidikauii Bcboro
reHoMy (WGA) Ta iHOeKcyBaHHSA

~ nporpamMHe 3abesnedyeHHa PG-Find™ an4a
ABTOMATUYHOIO | TOYHOIO BUABMEHHSA aHeynoigin Ta
BapiaHTIB Ki/TbKOCTi KoMil

BUCOKA YYTJ/IUBICTb | TOYHICTb
MepeBipeHo Ha MoHapa 100 nobpe
OXapaKTeEPK30BaHMX 3pa3Kax.

HapiHo BuaBnge:

~ aHeynnoiaii uinmx xpomMocom

«@ cerMeHTHi CNV po3mipom Big 7 M6

~@® edeKTUBHUK Npu PoboTi 3 ycboro 30 nr [JHK a6o
3pa3kamMm 3 5 KNiTnH

THYUYKICTb | MACLUTABOBAHICTb

«@ Y KOMMNNeKTi 48 peakuin

@ JocTynHi iHOeKCHI HabopW ANa MybTUMNNEKCYBaHHS
[0 384 3pa3KiB

~@O Peakuia WGCA PCR 106'eMoM 40 MK 3abe3nedye 2-4
MK OHK nicna 23 umkniBe, WO NigaxoaunTb i 49 iHWKMX
3aCTOCyBaHb, Taknx a9k PGT-M

MOKPALLUEHA AKICTb OAHUX

MoninweHe oXonneHHsa reHoMy Ta NiaABULLEHI AKICHI
MoKasHMKKM PG-Find 3MeHLWYyoTb WYyM | BUKPUBAEHHS,
MNiaBULLYIOYM HaOiIMHICTb pe3ynbraTiB. AMMnidikoBaHa
[OHK cyMicHa 3 naHensamu ribpuamsauinHoro
3axONMIeHHA A1 PO3LWMPEHOro aHanily.
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l Gioncis embpioHa Ha 5-41 aeHb (D5), Lo BUaBMAQ MOHOCOMIKO 16-i XpoMocomm

| [leTanbHuii po3rnasn pesynsTatis ypaXKeHoi XpoMoCoMu
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NOBHOEK3OMHE CEKBEHYBAHHY
(WHOLE EXOME SEQUENCING) - NTOTY)XHUA

IHCTPYMEHT OJ19 OIATHOCTUKU TA CKPUHIHTY

NoBHOEK30MHe cekBeHyBaHHA (WES) — Lie cy4acHUIM BUCOKOUYTIMBUIA MeTO reHETUYHOI AiarHOCTUKM, AKMM Oa€
3MOry OOCHIAYKYBaTV BCi Koaytodi AiNSHKM reHOMY (€K30HM), LLO OXOMOKTb MPUBIN3HO 1-2% BCbOro reHoMy, ane
MICTATb MoHapg, 85% KMIHIYHO 3HAYYLLMX MyTaLlin. Ha BigMiHy Bif, MaHeNbHMX TECTIB, AKi OXOM/TIOOTL NTMLLE OOMEXeHY
KiNnbKicTb reHiB, WES 3abe3neuye MOKpUTTA BCIX EK30HHUX OiNAaHOK.

3ACTOCYBAHHSA WES Y COEPI PENPOOYKTUBHOI MEOULUUHMU:

[iarHocTnka reHeTUYHUX NPUUUMH 6e3NNiAANa, piakicH1x abo crnaaKoBUX MyTalLlil, Lo MOXYTb 6yTiH
MoB'A3aHi 3 YoOBIUMM abo XiHouMM 6e3nnigaam. Hanpuknag, MyTauii B reHax CFTR (06CTpyKTUBHa
asoocnepmia), NR5AT (po3naon po3BUTKY CTaTEBMX 3a103) TOLLLO.

I'IpeHa'raana Ta nepeniMnnaHTauiﬁHa reHeTU4YHa niarHochKa

[MolykK crnagkoBKX MyTalil y 6aTbkiB mepen EK3 abo 0o 3a4atTda (HOCIMCTBO PELIECUBHUX UM OOMIHAHTHUX
MyTaLlin), MpoBeAeHHA PO3LLMPEHOro CKPUHIHIY Ha piaKicHi 3axBoptoBaHHS B pamMkax PGT-M abo Yyepes aHani3
6iomaTepiany embpioHa.

SHMXKXeHHS KinbKocTi HeBaanux cnpo6 EK3 i BUKMAHIB
WES gornomMara€e BUSBUTU reHETUYHI aHoMarii, AKi MOXKyTb CIIPUYUHATU BUKUOHI (TPoM6Go®Iinii, mopyLUeHHs
3ropTaHHS, iIMyHOreHeTUYHI PaKTopM TOLLO).

NipsuweHHa edbekTuBHocTi OPT
BukopuctaHHa WES Moxe BUSBUTU MPUYNHK HeBOanmx crnpob EK3, BUKMAHIB abo iMniaHTaLinHMx 360iB.
MOYKHa YHUKHYTU HeedeKTUBHMX npoLenyp abo niaiopatm 6inbly TOUHY TaKTUKY.

MNip6ip iHauBiayanbHoOro nikyBaHHS:
BUOip ropMoHanibHoi Tepanii, JOHOPCbKUX MporpamM abo anbTepHaTUBHUX PEMPOAYKTUBHMX CTPATETIN.

PenpoayKTUBHE KOHCYNbTyBaHHS
Po3sLnpeHe reHeTUUYHe TeCcTyBaHHA 060X MapTHEPIB 3 iHTeprnpeTaLlieto MOTEHLLIMHOro pU3nKy nepenadi
3axBOpPloBaHb HalllaaKaM.

0 0 0 0 0O O

MNepeniMmnnaHTauiHe reHeTnYHe TectyBaHHA (PGT), y TOMy YMChi HEiHBa3WBHE nepeaiMniaHTaliHe reHeTuYHe
TecTyBaHHS (NiPGT-A), 3okpeMa PGT-A, PGT-M Ta PGT-SR, BukopuctoBye WES one BUABNEHHA XPOMOCOMHUX
aHoMasli Ta MOHOMeHHMX 3aXBOPOBaHb B eM6OpioHaXx, LLIO MOKpaLLye pe3yibTaTi EK3 Ta 3HUMKyE pU3MK Nepenadi
reHeTUYHMX nopyLueHb. Ipkepeno: obstetrics-gynaecology-journal.com
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ILLUMINA HAJAE NOBHWUW CNEKTP PIWEHb AJ19 MTOBHOEK3OMHOIO
CEKBEHYBAHH4 (WES) — OXOIMJ1IOIO4U BCI ETAMNW, BIA NIATOTOBKU
BIBJTIOTEK 4O CTBOPEHHYA KIHLUEBUX AHANTITUYHUX 3BITIB.

‘ o000
U Q
MiprotoBka Mpwnag onga BTOpUHHMM TpeTUHHUM
6ibniotek CeKBeHyBaHHSA aHani3 aHanis
IHTEPMPETALIA TA
NIAroTOBKA CEKBEHYBAHHSA AHANI3 CTBOPEHHS 3BITY

ILLUMINA EXOME 2.5 ENRICHMENT - MOBHUA
HABIP A9 NiArotoBKU BIBJTIOTEK TA
3BATAYEHHA EK3OMY OJ194 WES

A0 CKNAALY HABOPY BXOAUTDb:
) o 3a 6aKaHHAM MOXJTMBO 04aTV MNaHesb
@ PeareHTu D'm.' 36araﬁ?HH"H Ta niprotosky Gibniotek Twist Bioscience for Illumina Mitochondrial Panel
~© Kynbku Illumina Purification Beads (IPB) . . . .
0119 OocnioKeHHa MiToxoHapianbHoi HK.

~@® Habopwu iHOekciB (6apkoais) B abo D

BukopuctaHHg Habopy Illlumina 2.5 Enrichment 3HauHO CKOpo4ye MpoLlec MpUrotyBaHHg 6i6niotek oo

6,5 roauH, Lo B 3ara/ibHOMY MPULLBUALLYE NPOLLEC CEKBEHYBaHHA

CEKBEHATOPMU ILLUMINA AJ/19 NOBHOEK3OMHOIO CEKBEHYBAHHSHA

NEXTSEQ 1000/2000 NOVASEQ X

AHANI3 OAHUX TA BUKOPUCTAHHA LWL NPU OMNMPALUIOBAHHI PE3YJIbTATIB

aBTOMaTK30BaHy 06pPOO6KY Ta Bisyanisallilo pe3ynbTaTiB.
Lli cepBicyv BUKOPUCTOBYOTb LUTYYHWIN IHTENEKT 414
noneruweHHs iHTepnpeTalii Ta aHanisy gaHux.

[llumina NpomnoHye NOTY)KHi BiciHPoOPMaTUUHI
IHCTPYMeHTU, TaKi Ak «BaseSpace Sequence Hub»,
«DRAGEN Bio-IT Platform», «<Emedgene software”, axi
3a6e3neyvytoTb LUBUOKWM Ta TOYHUI aHani3 gaHux,
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LI B aHanisi gaHKX 3aMeHLWYE Yac y BU3HAYeHHI NpiopUTETETHUX
BapiaHTiB

BTpaTW Yacy. IHTeprnpeTallia pe3ynsraTiB

. .
0% 0% X BPYYHY € HWN3bKOMPOOYKTUBHO, OCKINbKM
L] L1
‘- .'..::;.. X e BMMarae rmmboKoro BUBYEHHS
. H . s
’}.::330:: nitepaTypu. KoMnnekcHu nigxig oo 6as
- OaHWUX gornoMarae aKicHOo i LWBUAOKO
* Mepernna cotens sapiaHTio * Neperman slyGpai W poplakTio . .
* Hanswrynawss @insrpin sprey + [lownas | pedpeics DETOMATINSI0 FENRPYIOTHCR IHTepnpeTyBaT BaplaHTK.
+ Mowyx AoKNICH0CT! y Basax AaHHK BpY ey * Jalb ye o Palouaro npouecy

Cxoposwyc wac asanizy wa 50-T5%

lllumina Connected Software

g- MYNLTHOMIKC Fl'acr;ageaid

Ii 3
3
"E Nonynawi ICA Cohorls
=

BaseSpace™ DRAGEN"™
£ : x
RHETHYHI =
g JXBOPIOBAHHA Emedgens
=
SBepiranHR QaHux BTOpRHHIA anani E Ouranoria Connecled Insights

€OMHA EKOCUCTEMA a9 AHANI3Y TA IHTEPMPUTALLI
OAHUX NGS BI ILLUMINA

Emedgene Big lllumina — e noTy>xkHa nnatdopma Emedgene aBToMaTMyHO aHanisye gaHi 3 WGS, WES,
ON4 iHTepnpeTauii reHeTUYHUX BapiaHTIB, aKa TapreTHUX Ta BipTyallbHMX MaHeNew, a Takox
BMKOPWCTOBYE LUTYUYHUM IHTENEKT 019 BUABMEHHA MIKPOMaTPUYHMX OOCHiAXEHb.

CMagKoOBMX MyTaLlil, LLO CAPUYUHAIOTb PiIOKICHI Mnatdopma NiATPUMYE LLMPOKUIM CMEKTP BapiaHTIB,
reHeTMYHI 3aXBOPIOBaHHS. BrtoYatodm SNV, indel, CNV, SV, STR Ta mtDNA.
BoHa iHTerpyetbcs 3 iHWMMK piieHHAamMu [llumina, 3aBoaku LI, BOHa MOyKe CKOpOTUTKM Yac aHanily Ha
TaknuMum gk DRAGEN Ta BaseSpace, 3abe3rneuytoumn 50-75% NOpIiBHAHO 3 py4HOO iHTEeprpeTaLi€to.

MOBHUM LMK aHani3y Big cCeKBeHyBaHHA 00

CTBOPEHHS 3BITY.

Emedgene

- CI/ e AT A P T
hdrags aarer [re—
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Yemedgene

an lllumina empary
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BIOJIABTEX - BMNpoBagyKeHHS MPOrpecuBHUX pilleHb AN
NiOBULLEHHA ePeKTMBHOCTI BaLLoi labopaTopii.

KOMIMJIEKCHE
JIABOPATOPHE
OCHALLEHH4
Bi4 NMPOBIOAHUX
CBITOBUX
BPEH/IB

TOB «TOPFOBUWN OIM
BIONTABTEX»
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