Exploration of decision-making regarding the transfer of mosaic embryos following
preimplantation genetic testing: a qualitative study.
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 Llenb n 3agaun nccnegosaHuda. Onpenennutb apryMmeHTaumm u
NOTPEOHOCTN NALMEHTOB B MPUHATUN PELLEHNIN B OTHOLLIEHWN
nepeHoca Mo3anyHbiX SMOPUOHOB MNocrie
npenMniaHTaunoHHoro reHetnyeckoro tectupoBanHus (M T)

* MaTtepuanbl uccrieqoBaHus. Y4acTHUKamMu ObInn XXeHLLUHbI C
MO3anYHbIMU 3MOpUOoHaMN. [onyCTpyKTYPMPOBaHHbLIE
MHTEPBbLIO MNPOBOAUNTNCH NO TeNedoHYy. buinn onpoLueHbl 20
Y4YaCTHUKOB, U HAbOp ObIN NpekpaLleH, Koraa npm aHanmse
OAHHbIX HE ObINO BbISIBIIEHO HUKAKOM HOBOM MHDOPpMaL . STO
obecrnevynno JocTaTouHbIN pa3Mep BbIOOPKU AN
Ka4eCTBEHHOIo nccnegoBaHus.



Takylo xapakTepucTnky aMOPMOH MOXET Mosfy4YnTb NOCne NpoBeAeHUs
reHeTndeckoro aHanua3a 1l T. A ewe Mmbl MOXXKEM B UTOre TaKoro
aHanmsa nosiyuynTb pe3yrbrar, YTO 3MOPUOH aynnonaHbin (46 XX unu 46
XY), TO eCTb C npaBUSIbHbIM KOJIMYECTBOM XPOMOCOM, MOSTyYEHHbIX OT
obounx poauTenen,n Nocrie ero NepeHoca BbICOKa BEPOATHOCTb
HacTynneHna bepeMeHHOCTM 300POBbIM NIOAOM. 1 NPOTMBOMNONOXKHbIN
pe3ynsraT- aHeynnonaHbih 3SMOPUOH C FrEHETUYECKMMU MOSTIOMKaMn U HE
PEKOMEHO0BaHHbLIN K NePeHOcCy.

B Takoi cutyauum Bce npeaeribHoO NOHATHO: peKOMeHA0BaH SMOPUOH
reHEeTUKOM K MePEHOCY UMK HET.

Ho ¢ Mmo3anyHbIMM aMObpMoHamMun He Tak Bce npocTo! BelgaeTtcsa
3aKIro4YeHme reHeTMKamMmm nabopartopun, NPOBOAMBLLEN aHaNU3:
PEKOMEHO0BaH K NepeHOoCy nocre MHPOpPMUpPOoBaHUA poanTenen nnu
HET.



C BHeApEeHNEM B NPaKTUYECKYHO paboTy penpoayKTONoroB reHeTUYECKOro TECTUPOBAHUS 9MOPNOHOB,
NOSIBUITUCb Hay4Hble paboTbl NO aHaNn3y pe3ynsLratoB NepeHoca Taknx amopunoHoB. CambimMu
BECOMbIMU U MacLUTabHbIMM MOXHO cUMTaTb paboTy Grati et al., 2018r, Kak JOKa3aTesibHbIN NOAX0A K
BbIOOpPY MO3anyHOro aMOpMoHa Ha nepeHoc. JTa paboTa fnerna B OCHOBY peKOMeHAaLNn
MexayHapoaHoro coobLecTtsa rno npeMMnsiaHTaLuMoHHOM reHeTUn4Yeckon guarHoctuke (PGDIS) ans
onpeaeneHust NnpuopmuTeTa Mo3anyHblx SMOPMOHOB Ha NEPEHOC B 3aBMCMMOCTU OT YPOBHSA MO3auumnu3ma
N KOHKPETHOMN 3a4eMNCTBOBAHHOW XPOMOCOMbI. BaXXHO OLLEHUTL B KAKOW XPOMOCOME MPOon3oLLSIv
HapyLeHUs U K KaKOMYy CUHAPOMY OHW MOTYT NMPUBECTI:

He pekomeHaoBaHbl K NepeHockl Mo3aunkn 13, 14, 16, 18, 21, (45, X). O4eHb BbICOKMIN PUCK POXKAEHUSI pEOEHKA C
cuHgpomom [ayHa NaTay, OaBapaca, TeépHepa v ap.

Haubicwinin npuoputeT ans nepeHoca. O4eHb HU3KUI PUCK NIOObIX HeBnaronpusTHBIX UCXO0A0B: MO3aUYHbIE TPUCOMUNU
1,3,10,12mn 19

BTopas rpynna, KoTopyto criegyeT paccMoTpeTb AN nepegadn. HeMHoro nosbillieHHas BEPOATHOCTb Bblkuabiwa: 4, 5,
(47, XXY)

TpeTbs rpynna, KOTOPYHO CrieayeT pacCMOTPETb Ans nepeHoca. HemHoro 6onee BbICOKUA pUCK BbIKUABILLA, UK
OTHOCUTESTIbHO HU3KMUIN PUCK TpUcoMuin 7 n 11 ogHo poamTenbckon agucommm (UPD) — TO eCTb, Korga y nnoga ase
XPOMOCOMbI OT OAHOIO U TOro Xe poauTens, a He N0 OAHOW KONuKu OT Kaxaoro: 2, 7,11, 17, 22

B0O3MOXXHOCTb nepeHocCa cnenyert paccMatpmBaTb C OCTOPOXHOCTBIO U TOJ1bKO MNOcCrie I'IOJJ,pO6HOFO 06cy>K,D,eHVIF| C
noTeHunarnbHbIMU pOANTESTAMMN. [NoBbILLIEHHbIN PUCK Bblkuabiwa, UPD nnum Xn3HecnocobHom aHeynnouguu: 6, 9, 15

BbICOKMIA pUCK NOpaXkeHus1 Nnojaa U HECKOMbKO MOBbLILLEHHbIV PUCK BbIKMAbILLA U XKM3HECNocobHom aHeynnouann: 8, 20,
(47, XXX), (47, XXY)

Bce BbllLeon1caHHble HapyLLIEeHUs 3aTparnBatoT LIEeNy XPOMOCOMY, a NPy HapyLLUEHUM e€ YaCTU- 3TO CEFMEHTapPHbIN
mMo3anumam. o yactoTe HacTynneHns 6epeMeHHOCTM OH COMOCTaBUM CO 3A40POBLIM (3yNnonaHbIM) SMOPUOHOM.



B naHHOM nccregoBaHnm paccMaTpuBaroTCs apryMeHThbl NauuMeHTOB B MOSib3y UCMOSIb30BaHUS
MO3aunyHbIX aMbprnoHoB anga 3KO. Mo3anyHbie 3MOPMOHBI COCTOSAT Kak N3 HOPMarnbHbIX, TaK 1 U3
aHoManbHbIX KNeTok. Mbl onpocunm 20 XEHLINH, KOTOPble NCNOonb3oBanun nnn cobuparoTcd Ncnorb3oBaTthb
MO3aun4yHble aMOpmoHbl Ans SKO. mo3anyHble amopuoHsbl ang 3KO. B xoae nHtepBbio Obifiv BbISIBAEHbI
YeTblpe OCHOBHbIE TeMbI. [lepBon TeMoin BbINo 060CHOBaHME NPUHATUS pelleHusi. PUCKK, CBA3aHHbIE C
NCNOMNb30BaHMEM MO3aNYHbIX SMOPUOHOB, ObISI OCHOBHOW NPUYNHOW OTKa3a OT X nepeHoca. He bbino
ny4yLwero Bbibopa, BO3MOXHbIE MPeEMMYLLECTBA N NPUHATUE BO3MOXKHbBIX PUCKOB ObIfi OCHOBHBLIMMA
NpUYNHaAMKN UCMONbL30BaHNS MO3anYHbIX 3MOPUOHOB. BTopon TeMmoun Db NOTPEOHOCTN NALUEHTOB B
NPUHATUK peleHnin. B YacTHOCTKU, nauymeHTam TpeboBanock bonblie nHhopmMaLmm 0 Mo3an4HbIX
aMBpMOHaXx, 0 TOM, YTO BKNOYAET B cebs1 aMHMOLIEHTES U NPOoLEeCC NpepbiBaHNA 6epeMeEHHOCTH.
npepbiBaHNA 6epeMeHHOCTU. Takke coobLlanocb 0 HEYAOBNETBOPEHHbIX MOTPEOHOCTSX, K KOTOPbIM
OTHOCATCA nocneayowme MegmumMHCKNeE ycrnyrn n couymanbHasi nogaepxka. Tpetben Temom dbino
BNUsIHUE MO3anyHbIX AMOPUOHOB. B xoae nccnegosaHma 66110 0OHapyXeHO, YTO 3MOLINUK U MOBEAEHNE
naumeHToB 6bINK noaBepkeHbl BNnsHUIO. Mo3anyHble SMOPUOHBLI TakKe NOBNUANU Ha obeyXaeHne
naumeHTaMmn obcyxaeHusi c BpadaMmn BOnpocoB TECTUPOBaHUS BO BpeEMSI DEPEMEHHOCTU, UX OTHOLLEHUE K
npepbiBaHNIO BDEPEMEHHOCTM 1 BCNOMOraTefibHbIM PENPOAYKTUBHBIM TEXHOMOMNAM. @ UMeHHO QKO n
npenMnraHTaunoHHOE reHeETUYEeCKoe TeCTUpoBaHme. B YeTBeEpTON TEME NCCEeaoBanoch BAUSHUE
Bpayen Ha pelleHne naymeHToB 06 ncnonb3oBaHMM MO3anvHbIX 3MOpPUOHOB. Halum pesynbraTthl
NoKasblBatoT, YTO Bpaym AOSMKHbI 3HaTb O BIUSIHUN CBOEr0 MHEHUS HA NPUHATUE PELLEHUA NaUUEHTaMuU U
OO0IKHbI NpeacTaBnNAaATb MHOpMaL Mo COOTBETCTBYIOLLMM 06pa3oM. NpeacTaBnsaTbe MHOpMaLUnio
COOTBETCTBYIOLWNM 06pa3omM. Kpome Toro, npegocTtaBrneHme Bcen Heobxoanmon MHdopmMaLnm MoOXeT
NOMOYb B NPUHATUM pelleHns. OkasaHne rncmMxonornyeckon Nnoaaep Kk AonosIHUTENbHO BaXXHO B
npouecce TeCTI/IpOBaHI/IFI n nepeHoca I'IaumeHTaM ,EI,OJ'I)KHI:I 6bITb I'Ipe,EI,OCTaBJ'IeHbI obpasoBaTenbHble
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* [lony4veHHble pe3ynbraTbl MOryT NOMOYb Bpadam B NpeaocTaBleHnn
MeOULNHCKUX YCrnyr C y4eTOM 0aKTOpPOB, BNUSAKLLMX HA NPUHATUE
pELLUEeHNN NaumneHTamum,

* MeguumnHckme paboTHUKM OOSMKHbI 3HaTb, KAKOE BIUSHUE UX OTHOLLEHWE
MOXET OKa3aTb Ha NPUHATUE peLLEHNS NauMeHTamMu, U NnpeactaBndaThb
MHPOpMaLMIO COOTBETCTBYIOLLMM 0DOpa3om. Kpome Toro,
npeaocTaBneHmne BCen Heobxoanmoun nHpopmaLnum MOXKET
cnocobcTBOBAaTb MPUHATUIO MHPOPMUPOBAHHOIO PELLEHUS.

* [1pepgocTaBrneHne nNcUxonorM4eckon NoaaepPknu co CTOPOHLI
npodgpeccmoHanoB 1 rpynn NoaaepXku Takke UMEET peLuatoLlee
3Ha4YeHue B NpoLiecce TECTUPOBAHNA N NepeHoca



B npeablayLlmx ctatbsax onmcaHbl akTopbl, BIUAIOLWNE Ha NPUHATUE
pPELLEHNSI O NepeHoca MO3anyHbIX 3aMOPUOHOB. B YacTHOCTK, B OAHON N3
cTaTten yrnoMmHatloTcs KrnroveBble daKkTopbl MNPy paccMOTPEHUN Bomnpoca o
nepeHoce Mo3anyHbIX 3SMOPUOHOB, TakMe Kak CTENEHb MO3aunLIn3mMa,
nopaXxeHHasa XpoMocomMa 1 UCTopuUst bone3Hn XKeHLWMHbI (Simon, 2017). B
OogHOM UccregoBaHUM U3yYanoch YTO NaLMEeHThl AenalT CO CBOUMU
MO3an4YHbIMU 3MOPUOHaAMIN U NPEANONOXUIMO, Kakne daKkTopbl KOTOPbIE
BIMUSIIOT Ha MPUHATUE PELLEHUA O NEPEHOCE MO3anYHbIX SMOPMOHOB, Takue
KaK NPEeKNOoHHbLIN BO3pacT poauTtenen, dusndeckoe 1 ncuxonorndeckoe
bpemsi n dnHaHcoBble NPUYKHBI (Besser et al., 2019). 3T dpakTopbl ObINK
cpeau Tex, KoTopble yKa3daHHbIX HaluuMuy y4acTtHMKamu. Kpome Toro, B
HalleM nccnegoBaHnn penuria bbina onpegerneHa Kak dakrtop,
nogaepXmBaroLLmMn NnepeHoc Mo3anvHbiX IMOPUOHOB 1 BAUAIOLLUM Ha
OTHOLLEHWE K NPEepbIBaHNIO DepeMEHHOCTU. Pe3yrnbraTthl Nokasanu, 4Yto
BNUaHME



* Pe3ynbratbl 4aHHOIo UCcneaoBaHMs Takke nokasarsnm, YTo
obpas3oBaTtenbHble NOTPEOHOCTU NALIMEHTOB B 3HAHUAX O MO3aNYHbIX
ambpuoHax. Heobxoanmo paspaboTartb 00pa3oBaTefibHbIE PECYPCHI,
BKI1tO4as Nocodusa nNo NPUHATUIO PELLEHUA OTHOCUTENBHO MO3anYHbIX
9MOpPUOHOB. 1 Npeanaratb MX AOCTYMHbIM A3bIKOM. Y4YNTbIBas
aMoLunn NauMeHToB, TakMe Kak YyBCTBO CTPecca U TpeBOru Ha
NPOTAXXEHNN BCeN NpoLeaypbl TECTUPOBAHUA N MEPEHOCA,
rncuxoriornyeckas noaaepxka gormkHa bbiTb oka3aHa
rcuxoniormdyeckasa nogaepka Tem, KTo B Hen Hyxaaetcs. Kpome
TOro, UHPopMMpoBaHME NaLMEHTOB O AOCTYMNHOM NCMXOCOoLMaribHOW
nogaeprKke, a Takke 0 NOTeHUMarbHbIX rpynnax noaaepXkn MoXXeT
00rerynTb X HeraTUBHbIE AMOLMU, TaKME KaK YyBCTBO N3OSALINN.



