Ba>kHOCTb npoBefeHUs
CKPUHMHra 3MOpPHOHOB

Ha Ha/lIMine XpoOMOCOMHbIX aHoOManuu

(FJ GENETICS



MrT-A

NMpeuMnnaHTauMOHHOE reHeTUMYecKoe TeCTUpOBaHMe Ha aHeymJiouaum —

9TO CKPUHUHTI 3M6p|/IOHOB B LiKJIe BCNoMoraTesibHbIX PenpoAyKTUBHbIX TEXHONOIMMA Ha Hannyne
XPOMOCOMHbIX aHoManumn nepen nepeHoCcoM B NONOCTb MAaTKU C Lesibo NOBbIWEeHUA BEPOATHOCTHU
LOCTUXEHUA yCrneLwHOon 6epeMeHHOCTI/I

MrT-A BoisBNgET:

AHeynnonguu YacTuyHble HecbanaHcrpoBaHHble HekoTopble Tunbl Mosanuunsm
(cermeHTapHbie) TpaHcnokauum nonunaouammn
aHeynnongum

38%—76%

Ha TeyeHne 6epeMeHHOCTM BANAKOT MHOIME GpakTopbl, © °

HO camasi yacTas npuyMHa HebnaronpUSTHOro pacnpocTpaHeHHOCTb

ncxopa — 3TO XPOMOCOMHbIE HapyLUEHUS XPOMOCOMHbIX aHOManum,
BbIABMSEMbIX MPWY CNOHTAaHHOM
abopTe, cornacHo faHHbIM
MVPOBOMN N POCCUCKOW
CTaTUCTUKK

NMokasaHua gnsg npoBefeHUsa UccreoBaHUs

Mo3aHMM penpoayKTUBHbIM BO3PACT XKEHLLMUHbI
Bo Bcex aTux rpynnax

npegnonaraeTcsd
noBbllWeHHaA YacToTa

XPOMOCOMHbIX
ABa 1 60nee CaMOMNPOU3BOIbHBIX NPepbIBaHNSA 6epeMeHHOCTH aHOManuil y sMBPHOHOB

B aHaMHe3se

35 net u cTapwe

MpuBbIYHOE HEBbIHALLMBaAHKE GepeMeHHOCTH

MoBToOpSsioLeecs OTCYTCTBME UMMNNAHTaALUKU

3 HeyAauyHbIX NepPeHOoCca Y XeHLMH 40 35 eT U 2 — Y XEHLWWH MNcnonbsya MrT-A

35 net u ctapue B Lumkne 3KO, MOXHO
3HAUUTENIbHO CHU3UTL

Ta)kenblie HapyuweHunsa cnepMaToreHesa y My><4mH pvck HeypayHon

nMnnaHTauum, notepu
6epeMeHHOCTH, a TaKXe
YBENNYUTD LaHChl
pPOAUTL 340POBOTO
pebeHka

oNnuroacTeHosoocnepmMus, onmrosoocnepmMumns, asoocnepmma

HocuTenbcTBo c6anaHCMPOBaHHbBIX XPOMOCOMHBIX
nepecrTpoek
pPo6epPTCOHOBCKMX TPAHCOKALUI, ONPeAeneHHbIX PELMNPOKHbIX

TPaHCNOKaLMA U UHBEPCWIA, @ TaKXKe APYTUX YNCTIEHHbIX
N CTPYKTYPHBIX XPOMOCOMHbIX aHOManui



NMpeuMyLLecTBa ccnenoBaHuUs

YBenuyeHue 4acToTbl UMNIAHTaLMUKU

B cpepgHem po 50-69%, paHHble pasnnyaroTca B 3aBUCUMOCTM

OT BO3PACTHOW rpynmbl ¥ CONYTCTBYHOLLUX KIMHUYECKMX AaHHbIX*
CHM)KEHMe 4acTOTbl Hepa3BMUBaOLLMXCH BepeMeHHoCTeH

B obwwen nonynaumm 25% Bcex KNNMHMYeCKnx 6epemMeHHocTemn
3akaHumBatoTCA BblkMablweM. Okono 50% cnopaguyeckmx
paHHUX BbIKMAbIWe 06yCNOBNEHO XPOMOCOMHbIMY gedeKTamu.
Puck BbikMAabIWa CHUXaeTCsA NPy nepeHoce 3ynaonaHoro
aMBpUoHa**

CoKpalleHne BpeMeHM [0 HacTyneHus 6epeMeHHocm

TpebyeTcs MeHbLUE LMKNOB A0 HACTYNNEHNA 6EPEMEHHOCTU***

R 50%-69%
YBenunyeHue 4acToTbl
nMnnaHTayum

CHMIKeHUe pucka OCNOXXHEeHUM npu MHOrOHnOAHOﬁ 6epemeHHocm

[Mo3BoNsAeT cenekTUBHO NepeHecTn 1 aMOPUOH B MONOCTb MaTKKU, TEM CaMbIM CHUXan PUCKH,

KOTOpPble BO3HWKAIOT MPU MHOFOMMOAHON 6EPEMEHHOCTU****

Mocne nepuopa BI/ITpVICDVIKaLl,VII/I nepeHoCcATCcA ayninoungHbie 3M6pVIOHbI, YTO MO3BOIAET
BbIMrpatb Bpems ans nposeaeHns MIT Ha XpPOMOCOMHbIe aHOManuu, a TakXke NoaroToBUTb
9HOOMETPUN K UMMNAaHTauum

MeToauKa npoBeaeHUsa UccrnenoBaHus

~&
Q

KynbTMBUPOBaHME KNeTOK \ MNonHoreHoMHas aMmnnudukaumus

3M6pV|0Ha MonHoreHoMHas amnnudukauus (WGA)
1 NoAroToBKa 6MBNNOTEKN ANS HaHECEHNS
Ha uvn

Buorncusa TpodaKToaepPMbl

Ha CTaguu 6ﬂaCTOLI,l4CTbI

C NOMOLLBIO BUONCUIAHON UMbl BuonHdopMaTUYECKMIU aHanu3

npoBoAuUTCS 3a60p KNETOK aHanusa.

[anee kneTku nepegaroTcs

B nabopaToputo Ha TeCTMpOBaHMe @ Pe3ynbTaT UccnenoBaHUs
dopmMmrpoBaHme 3akroYeHNs

MoHHoe nonynpoBofHMKOBOE Ha OCHOBaHUM NOMYYEHHbIX AaHHbIX

CeKBeHunpoBaHue

* Simon AL, et al, Pregnancy outcomes from more than 1800 in vitro fertilization cycles with the use of 24-chromosome single-nucleotide
polymorphism-based preimplantation genetic testing for aneuploidy. Fertil Steril. 2018
**BbIKUAbILL B PaHHWE CPOKM BEPEMEHHOCTY: AMArHOCTUKA U TaKTUKa BEIeHUs, KMHNYECKNe PeKOMEeHAALIMN.

***Rubio et al., In vitro fertilization with preimplantation genetic diagnosis for aneuploidies in advanced maternal age: a randomized, controlled
study. Fertil Steril. 2017

#*4XBPT 1 UCKYCCTBEHHAA MHCEMUHALMA, KNMHUYECKNEe peKOMEHAALLWN.



Metoa NGS

CneuuanucTbl nabopaTopun First Genetics nposogsaT MIT-A meTogoM NGS (Next
Generation Sequencing), KOTOpbIA NO3BONAET Hanbonee TOYHO 1 BbICTPO BbIbpaTh
3MOBPUOHBI 6€3 XPOMOCOMHbBIX aHOMasnuWii Ansi NepeHoca B NONOCTb MaTKK

CucTeMa BbICOKONPOM3BOAUTENbHOrO ceKBeHUpoBaHus «F-Genetics»

NabopaTopus First Genetics npoBoguT nccnefoBaHnsa ¢ UCNONb30BaHUEM CUCTEMBI
BbICOKOMPOW3BOANTENBHOIO CeKBEHMPOBaHMA «F-Genetics» n Habopa peareHToB
415 NPenMNIaHTaLNoOHHOIO reHeTUYECKOro TeCTMPOoBaHMA «PenpollaiHy,
3aperncTpupoBaHHbiX B 2020 rogy B kKayecTBe MeAULIMHCKUX U3genui

(P3H 2020/10521, P3H 2020/10525)

BaxxHo, 4TO:

©  MeanuuHCKNe ycnyru gOSMKHbI OKasblBaTbCA TObKO C MPUMEHEHNEM
3aperncTpmpoBaHHbIX B PO MeguumHckux nsgenuin. [na nposegenus MNIT gomkHbI
NPUMEHSATbLCS 3apPErMcTPUpPOBaHHbIe CEKBEHATOP 1 Habopbl peareHTos!

@ CwucTeMa BbICOKONPOM3BOANTENBHOIO CEKBEHMPOBaHNA
«F-Genetics» ABnAeTCA yHMBEpPCanbHOWM 1 no3sonseT
ncnonb3osaTh APyrue Habopbl peareHToB, NPefHasHauYeHHble
Ons paboTbl ¢ AaHHOW cucTeMON

© Habop peareHToB «PenpoflanH» — nepBoe B Mupe
3aperucTpupoBaHHoe MeanumHcKoe pewwenne gna MrT-A
meTtogom NGS

MeTtog NGS nossonseT aHannsnpoBaTb
BCE XPOMOCOMbI 3MOPUOHA, a Tak>XXe BbIIBNATb MO3aULLU3M
M HecbanaHCcMpoBaHHbIE XPOMOCOMHbIE NEPECTPONKHU



Ha 3—5 p'eHb MIr'T-A nossonseT BbIABUTL 1 0TOBpaTh
9MOPUOH 6e3 XPOMOCOMHbIX aHOMaru1i,
YTO YBENUYMBAET LWAHChI HA UMMNaHTaLUIO
W HacTynneHne 6epeMeHHOCTU

pa3BuTMA 3MBPMOHa BUOMCUPYHOT KIETKM
TpodakToaepMsbl 1 nposogAT MIrT-A

PesynbTtar LaHchbl PekoMeHpauuu
uccnepoBaHus Ha MMNNaHTauMUIo K nepeHocy
U 6epeMeHHOCTb

&

HopMma Bbicokune PekoMerpoBaH

ax
Hanuuune KpaiHe HU3Kue He pekoMeHpoBaH
XPOMOMCOMHbIX
HapyLweHuM
Mo3aunuHbIM 3MB6PUOH Hu3kne, HO OHM ecTb MoxxeT BbiTb peKoMeHAoBaH
(HanM4ME HECKOMBKNX KNOHOB B ONpeaesneHHbIX cnyyasx,
KNeTokK, B TOM 4yucne B 3aBMCUMOCTHU OT BbISBNEHHbIX

© XPOMOCOMHBIMM HapyLUEHUAMM) HapyLeHuit. Kaxabli cnydait

AOMKEH paccMaTpuBaTbCs
MHAMBUAYANbHO.

o 70% aMBp1OHOB cofep>aT XPOMOCOMHbIE aHOMasnuu (YNCNEHHbIE NN CTPYKTYPHbIE)

C yBennyeHnem Bo3pacTa MaTtepun 4onA 3M6pVIOHOB C XpOMOCOMHOVI natosiornemn
3Ha4YnTeJsIbHO BO3pPaCTaeT, a BEPOATHOCTb yCﬂeLIJHOVI nonbiTkn IKO 6es npoeeneHnA
FeHEeTU4YeCKOro TeCTnpoBaHMA 3Ha4YNTEJIbHO CHUXXaeTCA

Takune aHeynnoungHbole 3M6pI/IOHbI MOryT 6bITb Bbl6paHbI 0514 nepeHoCa, TakK Kak He UMEeroT
BU3YyalibHbIX OTNNYuM oT 3M6pI/IOHOB 6e3 XPOMOCOMHbIX aHoManumn



Mo3anumusm

* Mo3anun3am B SMOPUOHAsbHbIX KNeTKax BO3HUKaeT
13-3a HEpPaBHOMEPHOI0 PacXoXAEHUs XPOMOCOM BO BpeMs
Apobnenus. B pesynbTate B 3MBpUOHE NPUCYTCTBYET
HeCKONbKO KIIOHOB KJIETOK C Pa3HbiM XPOMOCOMHbIM HabopoM.
PacnpegeneHne HopMasbHbIX U aHOMaJbHbIX KNETOK
B 9MBPUOHE MOXET 6bITb Pa3NINYHbIM

Mo3zanuunsm 5-7 kneTok TpodGaKTOAEPMbI, MOMNABLLUX B UCCnemyemMbiin obpasel,
He Bcerga oTpaXkaeT XpOMOCOMHbIN cTaTyc aMbproHa

e [lepeHoC MO3anYyHOro aM6pUOHa MOXET NMPUBECTU K HACTYNNEHUIO 6epeMEHHOCTH.
OfHaKo Takne aMBPUOHbBI UMMIAHTUPYHOTCA C MEHbLUEN BEPOATHOCTbIO,
4yeM 3ynaongHble, a B Criyyae nx MMnnaHTaumm 6epeMeHHOCTb Yalle ConpoBOXAaeTcs
aKyLLepCKNUMUN OCNOXHEHMAMM B0 NpepbiBaeTcs. M03TOMy NepeHoC peKOMeEHA,0BaH
He AnsA Ntoboro MosanyHo-aHeynIougHOro aM6pUoHa

| Mpwv HanMuuM Mo3anMyHOro 3M6PUOHa, MEPEHOC KOTOPOro A0MYCTUM

* o pekoMeHaauun nabopatopun, NaLneHT 06a3aTeslbHO AOKEH NPONTU OYHYIO
MeAVKO-TEHETUYECKYH KOHCYNbTaLMI, YTOObI MPUHATL peLleHne o NepeHoce
nMbo yTUNn3aLmm Takoro aMbpuroHa

® B X0oAe KOHCyNnbTaLMun Bpay-reHeTuK AOMKEH Pa3bACHUTD, @
HaCKOJIbKO BEMIMKN PUCKM OCTaHOBKM 3MGPUOHaNbHOIo
pPasBUTUA U POXAEHUS pebeHKa C XPOMOCOMHbIMU Bpayu-reHeTUKH
aHOManusMu, cneundudHble 4na Kaxnon XpoMoCoMbl, nabopatopum
a TakXe pacckasaTb O TaKTUKe 0bcnefoBaHus First Genetics nposoasT
npw HacTynneHun 6epemeHHoCT. HecMOTpSA Ha 9To, NepeHocC BMAEOKOHCYNbTaLUK

MO3aMYHOro 3MBPMOHA MOXKET MPUBECTU K POXKAEHUIO
3[10POBOro pebeHka

Ba>xHo noMHUTb, yTo Npwu MI'T-A nccnepyroT HECKOJIbKO KNeToK. B peakunx cnyyvaax
MO3auLM3M MOXET NPUBECTU K TOMY, YTO HOPMaribHbIN KapUoTUM, BbIABIEHHbIN

B 9TUX KJIETKAX, He OTpa)KaeT MO3anyHO-aHeynIounaHbIN cTaTyCc BCero aMbpuoHa.
MNMoaToMy 6epeMeHHOCTb, HacTynueLas nocne MNrT-A, TpebyeT Takoro

>Xe HabnaeHns, Kak U eCcTecTBeHHan 6epeMeHHOCTb. B Tom uncne MIrT-A

He UCKJIKoYaeT CKPUHMHE NMePBOro TPMMECTPa, a TakXe, Npu Hannynm nokasaHum,
npeHaTanbHyt MHBa3MBHYIO ANarHOCTUKY



CerMeHTapHble HapyLleHuUs

5 M6

cocTaBfsieT BaNMAMpoOBaHHas paspeLlatoLas
cnocobHocTb MeToga. [Mpn 3TOM BO3MOXHa AeTeKLUus
1 6onee Menkmx cobbITUn

Ha rpaduke nokasaH
XPOMOCOMHbIV Npobunb

C HaUMEHbLUUM
[eTeKTUPOBaHHbIM
cobbITeM — geneuunen
XPOMOCOMbI 3 pasmepom
3,2 M6, noaTBEPXAEHHON
anbTepHaTVBHLIM METOA0M

3p26.3p26.2
32 Mb

KoHTponb KayecTBa Ha KaXKAoM 3Tane
uccnepgoBaHua

MNpeaHanuTHYeCcKMM

MpoBefeHe TecToBON BUOMNCUKN, KOHTPOSIb
COobMOAEHNA peXxxuma TPaHCNOPTUPOBKMU
N XpaHeHus

AHanUTUYECKUH

MUHUMM3aLMA OIMBOK 3a cYeT 6onee yaobHoro
NPOTOKOsa 06beANHEHNS 1 OYUCTKN BUBNOTEK,
aBTOMaTU3aLMs NPOBONOAroTOBKN

MocTaHanuTUYeCKUi

HesaBucumasn nHTepnpeTauus U aHanua gaHHbIX
TpeMs cneunannuctTamm, MUHUMU3aLms
CY6GbEeKTMBHbIX peLleHnii — pa3paboTka

1 obyyeHmne HenpoceTun

filter=1.5 Filter Chain=custom

Read C

=0.221

MAPD:

189121923
48 Mb

3p26.3p26.2
3,2 Mb
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MNrT-A B nabopatopum First Genetics

)

TexHonorusa CneuymnanucTbl KoHdupaeHunanbHoCcTb
MeTopn NGS nossonset MHOroneTHuit onbIT paboThbl Bce paHHble cTporo
aHanusMpoBsaTb B 06NnacTu reHeTukun, KOHGUAeHLManbHbl 1 He MOryT
BCE XPOMOCOMbI 3M6PVOHa, nabopaTopHOW ANarHoCTUKN 6bITb NepeAaHsl TPETbUM

a TakXe BbIiBNATb MO3auLLn3M 1 6ronHdopmMaTmKm nndam

1 HecbanaHCcMpoBaHHble
XPOMOCOMHbIE NEPECTPONKY

KoHcynbTauusa Hape>XHocTb BbecnnaTtHasa pocraBka
B0O3MOXHOCTb nposefeHNA KOHTpOﬂb Ka4yecTBa Ha KaXXaoM ﬂ,OCTaBKa 6MOM3Tepmana
OHﬂaVIH-KOHCyﬂbTaLI,I/IVI dTane nccrnenoBaHna ocyulecTBifgeTcsd no BCeWn
no pesynbTaTaM NnccnenoBaHus Poccumn

AO «®PepcT l[eHeTUKEC»

r. Mockea, MIHHOBaLMOHHbIN LeHTp «CKONKoBO», bonbluon Bynbeap, 42c¢1
Nnuensma Ne 008 ot 14 gekabps 2018 r.

+7 (499) 673-02-88

info@f-genetics.com



