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Pre-examination single cell validation was performed for preimplantation genetic testing (PGT-M) for 9 monogenic disorders by
nested PCR for STR and pathogenic variants. Totally 109 single cells and 24 WGA products (by MDA) were analyzed.
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cobeHHocThio [TI'T-M sBsieTcst ype3BblUaiHO Ma-

JIoe KOJIMYECTBO oOpasiia Ijisl MCCIeI0BaHuUs, YTO

omnpenensieT ocodble TpeOOBaHUS K aMILIM(pUKa-
muu JHK. [Iupokuii crieKTp MOHOI€HHOM MaTOJOTUu
B COYETAHUU C 3aJa4aMU TOYHOTO BBISIBJICHUSI MOHOTEH-
HOTO HapyIlIeHWsI B KOHKPETHOM CJIydae, a TakKKe 4acToe
couetanue I1I'T-M ¢ ananuzom aHeyrmiouauu (ITI'T-A)
onpenessior crieuuduky TectupoBaHus [1]. PazpaboTka
HoBoli cuctembl [1T'T-M BkiIroYaeT HEOOXOAUMBII ITAIl
MPOBEPKU CUCTEMbI aHAJTM3a MyTaLIMU U TOTIOJTHUTEIbHBIX
HHK-MapkepoB Ha eAMHUYHBIX KaeTKax [2]. L1s amriu-
duxanmu JHK enMHUYHBIX KIETOK MOTYT OBITh MUCIOJIb-
30BaHbl KaK METONbI aMILT(UKALUU OIPEaeICHHBIX JIO-

KyCOB, TaK M TojiHoreHoMHas1 amriudukanus (ITTA),
a Takke ux coueranue [3]. Kaxabiii monxona MMeeT ornpe-
JIeJICHHBIE IPEVMYIIEeCTBa U HETOCTATKU.

Ieasto vccienoBaHus CTad aHaIU3 Pe3yabTaTOB OT-
pabdotku cucteM TectupoBaHus [1I'T-M Ha eqMHUYHBIX
kJeTkax u npoaykrax ITI'A HeCKOJbKUX KIETOK.

Matepuanbl n metoabl

B pamkax moarotoButresbHbIX 3TanoB [II'T-M
11 9 MOHOTEHHBIX 3a00J1eBaHUI (MYKOBUCLIMA03, MY-
konosaucaxapuao3 I Tuna, mykonoaucaxapuno3s Il Tumna,
Mukpoaenenus Xq24, aunodycunHo3 2 TuIa, HecoBep-
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KPATKWE COOBLLEHNA

LIEHHBI OcTeoreHe3 | Tuma, mporpeccupylommit ceMei-
HBIIl BHYTPUIIEYEHOYHBIN X0JecTa3 2 TUMna, CHHAPOM KO-
POTKUX pedep-MoJUIaKTUINU 3 TUTIA, CITMHAJbHAS aMU-
oTpoust), MpoBeIeHHBIX HAMU ¢ Masl 110 Jekadpb 2019 .,
npoaHanu3upoBaHo 109 emMHUYHBIX KJIETOK U 24 0Opa3-
ua I1TA B obieit cnoxHoctu Ha 144 nokyca (STR u my-
Taiuu). OT BcexX MalMeHTOB MOJIyYeHbl MHGOPMUPOBAH-
HbIE COTJIaCHUsl.

EDVHUYHBIMU KJIETKAMU CHYXUIU JIUM@POUUTHI
U CIIepMAaTO30UIbl (OAHY KJIETKY IMOMEIaIN B 5 MKJI JIU-
3upymouiero oydepa; B 00111e# CIOKHOCTU BbIIEIEHbI €11~
HUYHbIE KJ1eTKU OoT 7 yesoBek). O6pasibl JJHK nocne IT'A
MPEACTABISIIN COO0M MPOAYKTHI MOJJHOTEHOMHOM aMIUIM -
dukanmu hparMeHTOB TPOGHIKTOAEPMBI SMOPUOHOB 5-6
cyTokK paszButus (o 2,5 mkia INT'A-npoaykToB, ocTaB-
muxcs nociyie kamHuueckux II'T-A B o6111eli c/10XKHOCTH
oT 9 amMOpuoHoB). [1T'A mpoBoaMIM METOIOM aMITIU(UKA-
LIMU 0 TEXHOJOTMU MHOXECTBEHHOTO 3aMeIleHUs LIeTn
(MDA) c ucnonb3zoBanueM Habopa «QIAGEN REPLI-g
MDA WGA», Bxonsiiero B coctaB «GenetiSure PreScreen
Complete kit with MDA WGA» (Agilent). AMmnduka-
uuto STR-MapkepoB U MaTOreHHBIX TEHETUYECKUX BapU-
AHTOB MPOBOAWIM B 1Ba payHaa MeTonomM rHe3nooii [TL[P
KaK ISl eIMHUYHBIX KAeTOK, Tak 1 ajist [T A-nipoaykToB.
Kaxnyto ceputo aMIiinduKanvy NpOBOAUIN C KOHTPOIb-
HbIMU obOpa3uamu JIHK, a Takke oTpuuateIbHbIMU KOH-
tposisimu. Pesynbratsl [P aHanu3upoBanu MeToaoM
MOJUAKPWIAMUIHOTO U KaWIJISIPHOTO 3JIeKTpodope3sa.

Pesynbratbl

Banunanus Ha enMHUYHBIX K1eTKax u oopaszuax [TT'A
MMPOBOJIMJIACH TTOCJI€ TIPOBEPKM CO3TaHHBIX HAMM TECT-
cucteM Ha obpasuax JJHK u Beibopa STR-mapkepoB, UH-
¢dopmaTUBHBIX AJis1 cemeit, oopaTtuBmuxcs 3a [1I'T-M.
B Hacrosiee uccienoBaHue ObUTU BKIIOYEHBI TOJIBKO MO~
JIOXUTeNbHbIE B OTHOIIEHUU amruindukanuu Ha JJHK
B IIByXpayHIHOM CHCTeMe MapKephl. B cpenHeM Ha omHYy
CepUI0 UCCIeNOBaHUI (UTO COOTBETCTBOBAIO OTPabOTKeE
TECT-CUCTEeMbI Ha OIHO 3a0o0JieBaHue) rcciaenoBain §—13
kjeTok u 2 obpasua I[1I'A na 8—21 nokyc.

ITo maHHBIM BCeX MCCIENOBAHMI, OTCYTCTBHE aMILIH -
(dbukaimu mo BceM Mapkepam ObLJIO XapakTepHo mist 16,5%
KkJetok; cpeau I1T'A-oO6pa3LoB TakuxX He HAOII0IaI0Ch.
HaHHas pa3HMIlIa HE BIOJHE MTOKa3aTejbHa, MOCKOJIbKY
B MICCJIEIOBaHE BKITIOUEHBI TOJIBKO MOJIOKUTEIBHBIE B OT-
HoteHuu T1T'A oGpasiibl, KpoMe TOro, OHU OOBIYHO TO-
JIy4eHbI HE U3 OHOM, a U3 HECKOJIbKUX KJIETOK TPO(daK-
TonepMbl. Cpeny eMMHUYHBIX KJIETOK OTpUIIaTEIbHAS aM-
minduKanuy ooHapyxeHa s 7 Mapkepos (4,9% ot Bcex

U3Yy4YEeHHBIX), B TO BpeMsl Kak B 00pa3lax, MoJaBepriInxcs
IIT'A, Bce u3yyeHHbIE JIOKYChI aMIJIU(ULIMPOBAIUCH TaK
e, Kak 1 B KOHTpoJibHBIX [IHK. B GonblInHCTBE ciyyaeB
VIIyYLIEeHUS aMITM(UKALMUY 71 eAMHUYHBIX KJIETOK ya-
JIOCh JOCTUYb U3MEHEHUEM Ju3aliHa MpaitMepoB MePBOro
payHaa. OTcyTcTBUE aMIUIM(PUKALIMKU OTACAbHBIX JIOKY-
COB B OT/IeJIbHBIX 0OpasLax ooHapyxusaioch B 10,9% cpe-
IV eMMHUYHBIX KieTok 1 0,3% cpenu [1T'A-o6pa3iios. Xa-
paxkTtepHble 1151 Masioro koanuyectBa JIHK npobaemsl, Ta-
KHe KaK OTCYTCTBUE aMIUIM(UKALIMK OJIHOTO U3 ajieieit
(ADO) 1 npeuMyIeCTBEHHAs aMIUTU(UKALIMS OHOTO aJl-
JieJist, B OOJIbllIeli CTeNEHU TPOSIBIISIIUCH IJ1S € IMHUYHBIX
KJIETOK, OJHAKO MTPOBECTU OOBEKTUBHBIN CPAaBHUTEIbHbBIIN
aHaJM3 Mo JaHHBIM MapaMeTpaM He MPeACTaBUIOCh BO3-
MOXKHBIM BBUIY OTPAaHUUYEHHOCTU JAHHBIX O POJUTETHCKUX
reHoTumnax st npoayktos ITTA.

Meton nByx-payHaHoii ITLIP mo3Bosisier noouBaThcst
Heooxoaumoit st ITI'T-M aMmmigukamy Kak Ha eAUMHAY-
HbIx KJeTkax ¢ I[1I'A, Tak u 6e3 [1TA. Mcrionb3oBaHue equ-
HUYHBIX KJIETOK J1a€T BO3MOXKHOCTh M30€eXKaTh 3aTPaTHOTO
orana [1T'A ¢ mojayyeHreM 10CTaTOYHOIO 00beMa UHGOP-
MallM1 B OTHOLIEHWHU MOHOTeHHOT0 HapylueHust. Kpome To-
ro, TAaKOW MOIXO0/ MTO3BOJISIET MPOBECTU TaIIOTUTIMPOBAHUE
10 €AMHUYHBIM CIIepMaTO301aaM, YTO BaXKHO ISl OTAE/b-
HBIX cIyvaeB. B To ke BpeMst, TaKoi MoaX01 MOXET IOTpe-
OoBaThb OOJIbIIE 3aTpaT B CBSI3U C XYALLIMMMU ITOKa3aTeIsIMU
aMIUIMpUKaLIMY KakK 0 OTAEJIbHBIM KJIETKaM, TaK 1 0 OT-
JIeJIbHBIM JIOKycaM (TIOBTOp Au3aliHa U aHalIu3a, yBeande-
HUe yucia KiaeTok u mapkepoB). [Ipumenenue II'A (am-
mmpukanus JHK Heckonbkux Kiietok metonoM MDA)
B KoMOMHaLuu ¢ THe3noBoi [TLP mo3BoJisieT moayduTs pe-
3yJIbTAT HA MEHBLIEM KOJIMUYECTBE 00pa31oB ¢ TYJILIMMU Ma-
pameTpamu amIuindukauuu. B ciiyyae Baaugauuu cucteM
TOJIbKO Ha npoaykTax [1T'A HeoOXoarMO pacCUYMUTHIBATh HA
cootBeTcTBYIoIME 3Tan npu [1T'T-M. K npeumyiectsam
npumeHeHus1 [TI'A MOXXKHO OTHECTH YHUBEPCATbHOCTb Ha-
yajibHoro atana Bcex [1T'T-M, BO3MOXHOCTb IMTOBTOPUTD
WJIW TIPOBEPUTH aHAJIU3, UCCIeN0BaTh JOMOJHUTEIbHBIE
MapKephbl, a TaKKe BO3BMOXKHOCTb coueTaTh ¢ [TT'T-A.
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