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AHAJIN3 ®PAKTOPOB, BJIMAIOLINX HA PEIIEHUE
O IEPEHOCE MO3ANYHBIX SMBPUOHOB HA OTAIIE
INPEUMIVIAHTAIMOHHOI'O TEHETHYECKOI'O
TECTUPOBAHUA

K.B. ®enoroBa, A.H. Ilankpyummnna
TBepckoi rocy1apCcTBEHHBIN yHUBEpCUTET, TBEpPD

[lpu ananmu3e UTOrOB MPOBEACHUS MPEUMIUIAHTAIIMOHHOTO TEHETUYECKOTO
TECTUPOBAHMS, MPEAOCTABICHHBIX TBEPCKON MEIUIIMHCKOW JTabopaTopueit
000 «Menmukan ['eHOMHKC», BBISBICHBI (DAKTOPBI, MO3BOJISIONINE
c(hopMHUPOBaTh 3aKIIOYCHHE O MAJTBHEHIINX NEHCTBHSAX C MO3aMYHBIMU
smOproHamu. [locne 060OIIEHUS TONYYEHHBIX PE3yJIbTaTOB COCTaBIICHBI
PEeKOMEeHIAMHK 10 UX 0TOopy. He pekoMeH10BaHbI K IEPEHOCY MO3auvHbIE
SMOPHUOHEI C JIOTIOTHATENBHON aHeYIUIOuAueH, ¢ 3 1 0osee CBA3aHHBIMUA C
MO3auIIU3MOM XpoMocoMamH, ¢ abeppauusimu o 13, 14, 16, 18,21, Xu 'Y
XxpoMocomaM. PexoMmeHZoBaHa KOHCYJbTAllUsl TEHETHKA ISl MO3aWYHBIX
SMOPHOHOB, Y KOTOPBIX OTCYTCTBYIOT COITYTCTBYIOIINE aHEYTLTOUINY, C 1-2
3aJIciCTBOBAaHHBIMH B MO3aWIIU3ME XPOMOCOMAaMH, C TEHETHYECKUMHU
MO3auYHbIMH JIe(heKTaMu 10 BCeM Xxpomocomam, kpome 13, 14, 16, 18, 21,
Xu 'Y, IpenMyecTBEHHO ¢ MO3aWYHBIMU ACIEHUSIMH U TyTUTHKALUSIMH.
Knwouesvie cnoea: npeumnianmayuoHHoe 2eHemuueckoe mecmupoganue
(III'T), awueynnououu, mo3auyusM, NePeHoOC MO3AUYHO2O IMOPUOHA,
2eHemuyeckas KOHCYIbmayus, Kpumepuu omoéopa IMOPUOHO8 HA
NPeUMnIAHMAYUOHHOU CIAOUU PA3BUMNUSL.

Beedenue. PenponykTuBHas MeQUIMHA MCIOJNb3YET METOIBI
npeuMILIaHTallMOHHOro reHernyeckoro tectupoBanus (III'T) B kauecTtBe
OTIENBbHOIO  JTama,  OCYIIECTBISEMOrO B  paMKax  IMPOTrpPaMMBbI
skcTpakopnopansHoro omiogorBopeHuss (OKO). III'T  oObenunsieTr Bce
BUJbl T€HETUYECKOIO aHalli3a HAaCJIEJCTBEHHOIO MaTepuala OOLUTOB M
HMOpPHOHOB, KOTOpbIE MPOBOJATCS IMEpesl HUMIUIAHTAllUEed B CIHM3HUCTYIO
obomouky wmartku (Kopcak, 2019). TII'T-A, win mnpeuMIUIaHTAI[HOHHOE
FeHETUYECKOe TECTHUPOBAHHUE Ha AaHEYIUIOMAMM, TIO3BOJIIET BBIIBUTH
pa3IMyYHblE XPOMOCOMHBIE AaHOMAJIMU KaK B IIOJIHOM, TaK U B MO3an4YHOMN
dbopwme.

Pemenue o mepenoce >MOpHOHA MPUHUMAETCS B 3aBUCUMOCTH OT
onpeAenéHHOro XpoMocoMHoro cratyca. Hanbonee npeanodrurenbHbl s
nepeHoca SMOpPUOHBI, HE MMEIOUIMEe XPOMOCOMHBIX abeppauuii. He
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PEKOMEH/IOBAaHbl K TIEPEHOCY aHEYIUIOWAHbIE 3MOPHOHBI, Yy KOTOPBIX
BBISIBIICHBl YHCJICHHBIE WIM CTPYKTYPHBIE XPOMOCOMHBIE AHOMAJIHU.
Mo3zaunusm npeacTaBiseT TPETHH, IPOMEKYTOUHBINH, XPOMOCOMHBIH CTaTyC
smOpuona (Preimplantation Genetic Diagnosis International Society, 2016).

Mo3zaumsmM — 93TO sIBI€HHE, MPU KOTOPOM B OpraHu3Me
NPUCYTCTBYIOT JIB€ U OoJjiee KJIETOYHBIC TMOMYJISALUU, TE€HETHUYECKU
OTJIMYAIOIIKECS IPYr OT Apyra. MHOTOKJIETOYHBIH OpraHu3M, B TKaHAX
KOTOPOTO BBISBJICHBI PAa3sHOPOAHBIC KICTOYHbIE JIMHWUHM, HA3bIBACTCS
mo3ankoM (ITerpoBckuii, 1981).

[Tepenoc Mo3amyHOTO 3MOpPHOHA — 3TO JWCKYCCHOHHBIM BOIIPOC,
BCTPEUAIOIIUI CIO0KHOCTH MEAMIIMHCKOTO U 3THYECKOoro xapakrtepa. llo
JAaHHOW MpHUYMHE 00CYXKJIeHUE MPOoOJIEMbl IPOBOJUTCS C y4acTUEM Bpaya-
TeHETHKA, KOTOPBIA KOHCYIBTUPYET CYNPYKECKYIO Mapy O MOTEHIIHATbHBIX
pHCKax, CBSI3aHHBIX ¢ ()EHOMEHOM MO3aHIIM3MA.

Kak mpaBuio, GOIBIIMHCTBO Map COTJIAIIAETCS Ha TOBTOPHBIN LUK
OKO, oxumas TMONy4uTh SYIUIOWIHBIX ASMOpPHOHOB. TpeTh ManMeHToB
MPUHUMAET pEelIeHHEe O MEepeHOce AMOpPHUOHA C TEM WU HHBIM YPOBHEM
Mo3annu3Ma. HeGosbioe KONMMYecTBO MAIMEHTOB OCTABIISIET MO3aWYHBIE
SMOpUOHBI Ha XpaHeHHe B KpuoOanke. [larueHTsl, NpeaIpPUHSABIINE
JIOTIOJIHUTENbHBIE MONBITKU B paMkax mnporpammsl DKO, monyuator Oosee
yCIICUIHbIE PEe3YNbTaThl B CPABHEHHM C MAlMEHTaMH, OCYILECTBUBIIUMU
MEePEHOC MO3au4HbIX dMOpHOHOB. OMHAaKO Takue (PaKkTOphl, Kak BO3PACT
MaTepH, HeyJauu NpeAbIAYIIUX TIONbITOK 3a0epeMeHeTh, (UHAHCOBBIE
POOJIEMBI MOT'YT C/I€NaTh MIPHOPUTETHBIM MPOLECC MOACAIKN IMOPHOHOB C
HEKOTOPBIM ypoBHeM Mo3auitu3ma (Besser, 2019).

HccnenoBanust y4€HBIX JEMOHCTPUPYIOT pa3IMyHbIe PE3YIIbTATHI IO
MEPEHOCY MO3auYHBbIX SMOPHOHOB. BriepBble penpo yKTUBHBIA MOTEHIHAT
MO3aHMKOB OBIT JJOKA3aH MOCIIE YCIIEIIHON UMIUIAaHTAUU TPETH DYIUIOHTHO-
aHEYTUIOWIHBIX ONacTOUMCT M JanbHelmero ¢GoOpMUPOBAHUS U3 HUX
symouaHbIX 3MOpuoHoB (Greco, 2015). OgHako YacToTa BBIKHIBIIICH TPH
0epeMEeHHOCTH MO3auYHBIMU SMOPHOHAMHU TIO0 CPAaBHEHUIO C JYMJIOUIHBIMU
Bo3pactaer B 3 pasa (Fragouli, 2017). HaumeHnbiimii MOTEHIHAT K
VMMIUTAHTALIMY BBISBIIEH Y OJaCTOIUCT CO CIOKHBIM MO3aUIIM3MOM, a TaKKe
C KOJMYECTBOM aHeyIUTouaHbIXx KieTok Beire 40% (Munne, 2017). ITocne
MMIUIAHTAlKU OJIACTOIHCT ¢ ypoBHEM Mo3aunn3ma Hike 50% y manueHTok
yare oTMedaercs xuBopokaenue (Spinella, 2018). Cpean npouux rpymmn
MO3aMYHBIX SMOPHOHOB MPHUOPUTET HPU OTOOPE HMEIOT CErMEHTapHbIE
MO3aHKH, TIOCKOJIBKY IEMOHCTPUPYIOT JIYYIIHE TTOKA3aTeN BEDKUBAEMOCTH
(Victor, 2019).

B GonbimHCTBE ciiyyaeB O€peMEHHOCTH MO3aUYHBIMU SMOpPHOHAMHU
OKAaHYMBAIOTCS POXKICHHEM JIeTeH C DYIUIOWAHBIM HAO0OPOM XPOMOCOM.
OnHako B €IMHUYHOM CIy4ae MO3aULU3M, 3aperuCTPUPOBAHHBIN Yy
SMOpHOHA Ha ATare MPEUMILIAHTAITHOHHOTO TEHETHYECKOTO TeCTHPOBAHMUS,
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OBLT MOATBEPKAEH Y HOBOPOXKJIEHHOTO (PEHOTUITMUECKH 3I0POBOTO peOEHKa
(Kahraman, 2020). /lansblii ¢(akT moka3piBacT, 4YTO il Pa3pabOTKH
peKoMeHanuii mo oTdopy 3MOPHOHOB Ha MPEUMIUIAHTAI[MOHHON CTaauu
pa3BUTHSA, BAXHO HAKOIUICHWE CTATUCTUYECKUX JaHHBIX 00 HCXoJax
OepeMeHHOCTEH  MoO3auuHbIMM  AMOpuoHamu. Kpome  Toro,  mamus
CTaHJAPTHU3AIUHU 1 YHH(PUKAIIUU KPUTEPUEB 0TOOPA MO3aUYHBIX SIMOPHOHOB
HEoOX0oauMO 00001IaTh OMBIT PabOThl TEHETHYECKUX Jaboparopuii. B
JAHHOMW CTaThe MPEJICTABICHO MCCIICIOBaHIE, HAIPABICHHOE Ha BBISIBICHHE
KpUTEPUEB, KOTOPBIE UCIOJIB3YIOTCS B OJTHOM M3 MOJOOHBIX YUPEKIACHHIM.

Lenp uccienoBanusi — MPOBECTH aHANH3 (PAKTOPOB, BIHSIONIMX HA
pelieHue O  IMEepeHoce  MO3auyHbIX ~ SMOpPHMOHOB  Ha  JTame
MPEUMILIAHTAIIHOHHOTO TeHETHYECKOTO TECTUPOBAHMSI.

Jliia nocTrkeHus e ObUIA MOCTABIIEHBI CIIEIYIONINE 3a/1a4H:

1. V3y4nuth pacmpoCTpaHEHHOCTh MO3aWIU3Ma CPEIU PA3THUHBIX
rpynn SMOPHOHOB;

2. BpigBuTh Hambonee 3HaUMMBIC (DAKTOPBI, TIO3BOJISIOIINE
chOopMHUpOBATh 3aKIIOUYEHHE O MJaNbHEHIIUX JEHCTBUSAX C MO3AUYHBIM
AMOPHUOHOM,

3. OO0oOumMTH, pEeKOMEHJAIMKM 1O  OTOOpYy  pe3ylbTaToB
MPEUMILIAHTAIIHOHHOTO TEHETHYECKOTO TECTUPOBAHMSI.

Memoouxka. B xadecTBe Marepuaia [Uisl HCCIEIOBaHHUS ObLIN
ucnonb3oBanbl  pesynbTatel [T, coxmepxamme uHPOpMaum O
3a/IeHCTBOBAaHHOW B MO3aWIIM3ME XPOMOCOME, BBISIBICHHBIX T'€HETHYECKHX
nedexrax, peKOMEHIAUA YMOPHOHOB JIJIsi KOHCYJbTAI[UM TeHETUKA WU O
HENPUTOTHOCTHU K mepeHocy. CBoiHas TabIuUIa O BHIIOTHEHHOW MPOoLIeype
I[II'T mpenocTaBieHa TBEPCKOM MenuUMHCKON nabopatopueit OO0
«Menukan ['eHomMukc» ¢ coxpaHeHHEM KOH(MUIECHIIMAIBHOCTH JIMYHBIX
JIAHHBIX TanueHToB (Tabmnuma 1).

Taodmuma 1
O6pas3ern 3anucu uroros [1I'T
Mosaic Result Recommendation
6 Seq[GRCh37] PexomenoBana
(6)x1[0.24] KOHCYJIbTAINs TCHETUKA

B nepBoM cTonbI11€ yKa3bIBAETCSI XPOMOCOMA HIIM YYaCTOK XPOMOCOMBI, TIO
KOTOPOMY JICTEKTHPOBAH MO3anuIIn3M. BTopoii cTonder 71eMOHCTpHUPYET BUT
MO3aUYHON XPOMOCOMHOW aHOMAlMU W JOJI0 aHEYIJIOWTHBIX KIETOK B
obpasie  TpodoakTomepMbl. B mocimegHem  cTtonbme  comepiKarcs
PEKOMEHIAIMd O TOM, CIIeyeT HampaBUTh SMOPHUOH Ha TEHETHYECKYIO
KOHCYJBTAIIMIO WJIM HMCKIIOUMTH Uisi mponomkeHusa mnukia OKO. Tak, B
KauecTBe MpuMepa B TaOMUIE WCIONB30BAaH HSMOPUOH C MO3AaUYHOMN
MOHOCOMHeEH 110 6 xpomocome ¢ 24% aHeYIUTOMIHBIX KIETOK, ISt KOTOPOTO
PEKOMEHIOBaHA KOHCYJIbTAIIUS TeHETHKA.
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Jns  mpoBeneHHWsT — NPEUMIUIAHTAIIMOHHOTO  T€HETUYECKOTO
TECTHPOBAaHUS OTOMPAIOTCS AMOPHOHBI C JIYYIIUMH MOP(OIOTHYECKHUMU
XapakTepucTukamu. Ha msThIil IeHb OHTOTreHe3a OMOTICHPYETCsl HECKOJIbKO
KJIETOK Tpo(IKTOAepMBI SMOproHa. 13 B3sitoro oopasma Beigensercs JJHK,
KOTOpast 3aTeM IojiBepraeTcs (hparMeHTaIMi Ha MHOTOYHCIICHHBIC YYaCTKH.
Jlnst ycTaHOBICHHSI HYKJICOTHIHOW TIIOCIIEAOBATEIBHOCTH HCCIEIYEMOTO
00BEKTa TPOBOAMTCS TMPOOOIOJITOTOBKA, BKIFOYAIOIIAS ITOJHOTEHOMHYIO
ammmudukanuio U noaroroBky JHK-OmbOnmorexn, a Takke aHaium3 Ha
cekBeHarope. J[aHHbIe, OTyYCHHBIC TIOCIIC CEKBEHUPOBAHUSI, HATTPABIISIOTCS
Ha OmonHpopmaTuyeckyro 00paboTky. B utore hopmupyercs 3aKiaroUeHHE,
NPEJCTaBICHHOE B BHUJAC TaOJNMIBI, HEKOTOpble rpadbl KOTOPOH
IPOIEMOHCTPHUPOBAHBI Bhiie (Tadsuma 1).

Pezynomamut u oocyyncoenue. Jlannpie [1I'T cobpanbl 3a nepuon ¢
2017 roma mo ampens 2021 roma. Bceero ObuIo mpoTecTmpoBaHO 5566
SMOPUOHOB, U3 KOTOPHIX y 880 BBIABIECH MO3auIM3M, UTO cocTaBisieT 16%
ciydaeB (puc. 1). YactoTa BCTpeyaeMOCTH MO3aMIIM3Ma HEMHOI'O HIKE
cpelHel B cpaBHeHUU ¢ qpyrumu neHTpamu BPT, rioe ona Bapbupyert ot 2%
10 40% (Mudopmarmonnoe nucbMo MexkayHapoanoro odmiectsa [1T7/1,
2019).

= JynaonaHble u
aHeynnouaHble
3MBPUOHDI

= Mo3aunyHble
3MBPUOHDI

Puc. 1. YacToTa M03an4HBIX SMOPHOHOB Cpe UTOTOBBIX pe3ynbTaroB [1I'T

Cpeau uccienyemMblx SMOpPHOHOB ObUIM OOHApY)KEHbI CIIEAYIOIINe
BUJbl HApyLICHWH: MO3aWYHble MOHOCOMHH, MO3aUYHbIE€ TPHCOMMH,
MO3aWyHbIE JeNeIu, MO3auuHble ayrumkanuu (puc.2). Hambonee wacto
JIeTeKTUPOBAaHbl MO3aWYHblE MOHOCOMHH, Hamboyiee pPeIKko — MO3auyHbIe
OyIumKkanuu. B memom, mpeoGiiagaer 3aTparuBaroliiid 1eble XpOMOCOMBI
XPOMOCOMHBIH MO3aUIIU3M, K KOTOPOMY OTHOCSTCSI MO3aWYHbIe MOHOCOMUU
U MO3aW4HBbIC TPHUCOMHH. Hammenee gacto BCTPEUACTCA CCFMeHTapHBIﬁ
MO3aMIIM3M, TMOpaxawoumil ydactku xpomocoMm. OH mojpaszzaensercs Ha
MO3an4YHBIC OCJIICIUU U MO3aNUYHBIC TYIIIIMKAIIUN.
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® Mo3an4yHaa moHocomus
= Mo3an4yHas Tpucomms
= Mo3an4Has geneuus

Mos3aunyHana aynankaumsa

Puc. 2. Yacrota BcTpedaeMOCTH MO3anIHBIX Ae(EKTOB CPEIN HTOTOBBIX
pesynpraTtos III'T

Cpeau MO3aMyHBIX 5SMOPHOHOB HE BBISBICHO HH  OJHOTO,
pexoMmeHaoBaHHOTO K mepeHocy. M3 880 uccnemyembix pesynbratoB [1I'T

354 oTHOCATCA K KaTerOpHM «HE PEKOMEHJIOBAHBI K IEpPEeHOCY», Uil 526

pEKOMEHI0BaHa KOHCYJbTalus renetuka (puc. 3). B xone uccienoBanus
[IPOAHAIIM3UPOBAHO BIIMSAHUE HA INPHUHATHE OKCIEPTHOIO PELICHUS
CIIeAYIOMHX (GaKTOPOB: HATMYHE COMYTCTBYIONINX TeHETHUECKIX aHOMAITUI

(monHBIE MOHOCOMHH, TPUCOMHH, JENElHH, AYIUTUKAINUU), KOJIUYECTBO
XpPOMOCOM, BOBJICUEHHBIX B aHCYIUIOUJIMIO, 3aJCHCTBOBAHHAS XPOMOCOMA,
BHJI MO3aUYHON XPOMOCOMHOM aHOMAJIMH, a TAK)KE€ YPOBEHb MO3aullM3Ma.

= He pekoMeH10BaHbI K
nepeHocy

= PexoMeH10BaHa
KOHCYJIbTalUs
reHEeTHUKA

Puc. 3. CooTHOmEHNE MO3aNYHBIX SMOPHOHOB C Pa3IMYHBIMU BapHAHTAMH
3aKmroueHus no pesynsratam [II'T
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JIOTIOJTHHUTENBHOE TIOJTHOE MM CETMEHTAapHOE KOJUYECTBEHHOE M3MCHECHUE
TEHETHYECKOTr0 MaTepHalia XpOMOCOM — YacTO BCTPEYAIOIIeecs SBICHUE
cpenu HE PEKOMEHI0BaHHBIX TUTs nepeHoca IMOPHOHOB,
3apeructpupoBanHoe B 38% ciyuaeB. OmHako A HampaBlIIeMbIX Ha
KOHCYJIbTAIIMI0 TCHETUKAa MO3aWKOB COMYTCTBYIOIIAs  aQHEYIUIOHIUS
BBISIBIIEHA B EJUHUYHOM Cllydae, a OOCYXJEHHE BOIpOca O TOACAIKE
MoA00HOTO YMOPHOHA UMEET MECTO B YaCTHBIX CHTYyalusX. Takum o6pazom,
HaJIMYUEe COIMYTCTBYIOUICH AaHEYIUIOMJIMH IMO3BOJIIET OTHECTH 3MOPHOH K
rpyIie He PeKOMEHI0BaHHbBIX K mepeHocy B 99% ciryuaes (puc. 4).

1%

= He peKkomeHZ0BaHbI K
nepeHocy

u PekomeHAo0BaHa
KOHCY/IbTauuA
reHeTuKa

Puc. 4. Pacnipenienienue ciryuaeB COIyTCTBYIOLIEH aHEYINIOUAUN CPEan
MO3aMYHBIX IMOPHUOHOB C Pa3IMYHBIMU 3aKIIOUEHUSIMU 110 pedynbratam [II'T

Y He pEeKOMEHJOBaHHBIX K TEpEeHOCY M HalpaBsieMbIX Ha
KOHCynpTanuio pesyiabraroB III'T B Mo3auumsM BOBIIEYEHO pa3HOE
KOJIMYECTBO XpoMocoM. J[Marna3oH uyncia aHOMaJIbHBIX XpPOMOCOM LIUPE Y HE
NPUTOJHBIX Ui TepeHoca ASMOPHOHOB W COCTaBISET OT OJHOW M0
OJIMHHAALATU. Y BRIHOCUMBIX Ha 00CYX/IEHHUE O MOTEHIUAIbHO BO3MOXKHOMN
nojcanke oH cyxaercs 10 1-3 xpomocom (puc. 4). B ykazanHoi rpymie
MO3aHIM3M IO 3 XpOMOCOMaM JETEKTHPOBAaH B €IUHCTBEHHOM Ciydae,
KOTOPBII MOXET OBITh UCKIIOUUTENbHBIM. OHO3HAYHO HE PEKOMEHIYIOTCS
JUIsl  JaJIbHEWINeW WMIUIAaHTalMk SMOpUOHBI ¢ Oosee, 4YeM TpeMms
xpomocomamu. Eciiu Mo3aumu3m 3aTparuBaer 3 XpOMOCOMBI, TO C YaCTOTOM
97,4% »>MOpuOH HE pEeKOMEHJOBaH K mepeHocy. Korma B reHeTHdeckom
nedexre 3aaeiicTBOBaHbI OJJHA UJIH JIBE XPOMOCOMBI, BO3MOXKHBI Pa3INYHbIE
BapUaHTHI 3aKJIFOUEHUSI.
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Tabnuna 2
Pacnpesenenre Mo3anyHbIX Ae(HEKTOB MO KOJHYECTBY 3a1€HCTBOBAHHBIX
XPOMOCOM Cpe;TH SMOPHOHOB ¢ PA3THYHBIMH 3aKIIOYSHUSIMH 110 pe3ynbrartam [II'T

KonnuecTso 1 2 3 4 5 7 11
XPOMOCOM,

CBSI3aHHEIX C

MO3aHUI[U3MOM

KonnuecTso 84 60 37 22 14 2 1

MO3aHYHBIX
Ie(EeKTOB Cpean
He
PEKOMCHIOBAHHBIX
IUIs IepeHoca
SMOpPHOHOB

Kommdaectso 455 70 1 0 0 0 0
MO3anYHBbIX
Je(eKTOB cpeau
SMOPHOHOB,
PECKOMEHAOBAHHBIX
JJIA KOHCYJIbTalluu
TCHETHKA

Baxxuyro poiib B OPMUPOBAHUH 3aKIIOYCHHUS HTPAET XPOMOCOMA, TIO
KOTOpO OOHapyXeH MO3aulu3M. YCTaHOBJIEHO, YTO JiA IEpeHoca He
MIPHUTOJIHBI JYILIOWTHO-aHEYIUTONIHbIE SMOpruonsl o 13, 14, 16, 18, 21
ayrocoMaM M 1O TOJIOBBIM XpoMocoMaM. Yaine peKoMeHAYITCa K
KOHCYJIbTAIlH YMOPHOHBI C MO3aWYHBIME (hopMamu aHeyIutonui o 1, 2, 9
xpoMocomam, pexke — no 16, 18 u 21. Takke HHM3Ka YacTOTa Ha3HAUYCHUS
KOHCYJIbTaMK it Mo3aukoB 1o 13, 14, 15 ayrocomam W MO IOJOBBIM
xpomocomam (puc. 5). Utak, npu BeIssBICHUH Mo3auiu3Ma o 13, 14, 16, 18,
21, X, Y xpomocomMaM 5MOpHOH C BBICOKOH BEpOSTHOCTHIO HE OyneT
MPUTOJIeH AJis mojcaaku. Eciu Mo3anuHble aHEYIIIOUIMU OOHAPYKEHBI MO
OCTaBIIUMCSI XPOMOCOMaM, TO SMOPHOH MOXET OBITh PEKOMEHJIOBaH K
TeHETHYECKON KOHCYIIBTAIINH.

CrnenyonM 3HAYUTENBHBIM (DAKTOPOM, CIOCOOHBIM MOBIHSITH HA
BBIOODP OJIHOTO W3 QJIbTEPHATUBHBIX BAPUAHTOB 3aKIIFOUCHUS, SBISICTCS BH/T
aHeymjouauu B Mo3amyHo ¢opme. Cpeam HeE pPEKOMEHIOBAHHBIX K
NepeHocy SMOpPHOHOB  HaOJIO/aeTCs MHOTOKpaTHOe IpeolianaHue
MO3aUYHBIX MOHOCOMHUN W TPUCOMHHA HaJl MO3aWYHBIMHU JACNEIUSIMU U
aymmkanpsamua - (puc.  6).  Ilpp 3TOM  MOCIEAHHM  COMYTCTBYIOT
[eJIOYHCIICHHBIC aHOMAIIMU B MO3anuHOM opme, 3aTparuBatomue 14, 16, 18,
MOJIOBBIE XpOMOCOMBI. Cpenu 3SMOpPUOHOB, ISl KOTOPBIX Ha3HAYEHO
TEHETHUYECKOe  KOHCYIbTHPOBAaHME,  KOJIWYECTBEHHO  MpeolianaroT
CeTMEHTapHbIE MO3aWYHble HapylieHus. HeoOXoauMo OTMETHUTh, YTO
MO3aUYHBIM JICTICIUSAM U TYTUTUKAIUSAM COMYTCTBYIOT MO3aUYHBIC JE(PEKTHI,
He cBs3aHHBIe ¢ Xpomocomamu 13, 14, 16, 18, 21, X u Y. Ilockombky
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CEerMEHTApHbIE TEHETUUYECKHEe adeppalny BCTpedaroTcs ¢ dactoToi 96,6%
CpeIu PEKOMEHIIOBAaHHBIX JUISI TEHETHYECKOrO KOHCYIBTUPOBAHUS, OHU
MO3BOJISIIOT BKJIFOUUTH SMOPHOH B IaHHYIO TPYIIITY.

MyTaumm
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¥ PekomeHgoBaHa KOHCY/1bTaUMA rEHETUKA

B He peKOMeHA0BaHbI K NepeHocy

Puc. 5. Pacnipeienenue oMHAPHBIX MO3aUYHBIX MYTAI[HH [T0 XpPOMOCOMaM CpeIx
SMOPHOHOB C Pa3IMYHBIMA 3aKIFOUSHUSIMH 10 pe3ynbTaram [1['T
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Puc. 6. Pacnpenenenne MoanuHbIX z[e(beKTOB B 3aBUCHUMOCTHU OT UX BHUJA
cpel SMOPHOHOB € PA3JIMYHBIMU 3aKTFOUEHUSIMHU 110 pe3ysibratam [1I'T

[lpr cpaBHEHHH YacTOTHI BCTPEYAEMOCTH HMOPHOHOB C pa3HBIM
YPOBHEM MO3aWlM3Ma Yy HE pPEKOMEHJOBAaHHBIX K IE€pPeHoCcy |
PEKOMEHIOBAaHHBIX K KOHCYJIbTAIlMH Bpada SMOPHOHOB HE OBLIO BBISIBICHO
paznuunii. Hanbosnee MHOrOUMCICHHBI Cpeau ABYX rpym pe3ynbraTs! [11'T-
A ¢ 30-38% aHeyIUIOMIHBIX KJICTOK. Y HAMMEHBIIErO YHClia YMOPHOHOB
HaOmonaercss 70-80% wmozaummsm (puc. 7). Takum o0Opa3om, ypoBeHb
MO3aWI3Ma He SBISETCS (PAKTOPOM, OT KOTOPOTO 3aBHCUT pEIICHHE O
MOTEHIMAJBbHON MPUTOJHOCTH MJIM HENPUTOJHOCTH HSMOpHOHA s
WUMILIaHTAIINH.
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PekomeHaoBaHa KOHCynbTauWA reHeTnKa

B He peKoMeHA0BaHbl K NepeHocy

Puc. 7. PacnipeneneHrie MO3aNYHBIX HAPYIIEHUH B 3aBUCHMOCTH OT YPOBHS
MO3auLU3Ma CpeIy SMOPHOHOB C PAa3IMUHBIMU 3aKIIOUSHUSIMHE 110 PE3yIbTaTaM
nrT

3akniouenue. [IpoBenEHnbIit aHanu3 pe3yiabTaToOB
MIPEUMILIAaHTAIIMOHHOTO TeHETHYECKOT0 TECTUPOBaHUs 5566 aMOpHOHOB, 13
koTopeix y 880 ObULT BBISABICH MO3aWIM3M, IOKa3aj, 4TO HA TPUHSATHE
pelieHus O AadbHEHIINUX NEHCTBUSAX C MO3aUYHBIM SMOPHOHOM OKa3bIBalOT
BIIUSTHUE CIIEAYIONUEe (aKTOPhl: HAMYKME COMYTCTBYIONICH aHCYIUIOWINH,
KOJIMYECTBO BOBJICYEHHBIX B AHEYIUIOMIUIO XPOMOCOM, 3a/IeCTBOBaHHAs
XpOMOCOMa 1 BUJ MO3auYHON XPOMOCOMHOM aHoManuu. He pekomeH10BaHbl
K TMEpeHOCy MO3auyHble SMOPUOHBI C JOMOJHUTEIHHOH MOHOCOMHUEH,
TPUCOMHUEH, JAeNenuedl win Jyumkanueid, ¢ 3 u Oojiee CBSI3aHHBIMU C
MO3auIIM3MOM XpoMocomMamH, ¢ abeppauusmu 1o 13, 14, 16, 18, 21, X u Y
XpoMocoMaM. PekoMmeHj0BaHa KOHCYJIBTAIlMs TEHETHKA JUISi MO3aMYHBIX
HMOpPHOHOB, y KOTOPBIX OTCYTCTBYIOT COIYTCTBYIOIIME MOHOCOMHH,
TPUCOMHUH, JENCHUH WM JIyIuiKanud, ¢ 1-2 3a1eliCTBOBaHHBIMU B
MO3aUIM3Me XPOMOCOMaMH, C TEHETHYECKUMH MO3anYHBIMU J1e(heKTaMHu 1o
BCceM xpomocomam, kpome 13, 14, 16, 18, 21, X u Y, npeumMymiecTBEHHO C
MO3aUYHBIMH JIETCIUSIMHI UM MO3aHYHBIMU TYTITUKALASIMU.

Asmopvl  svipadicarom  61a200apHOCMb  COMPYOHUKAM — MBEPCKOU
meouyunckou aabopamopuu OO0 «Meduxan 'enomuxcy 3a okasaunue nomowu 6
8b100pe  AKMYAIbHLIX B0NPOCO8 OISl  UCCIe008AHUA, 34 paspeuienue Ha
ucnoavsosanue oannvix madauywl ¢ umozamu II'T u svicokoxeanupuyuposannoe
KOHCYTbMUposanue.
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ANALYSIS OF FACTORS INFLUENCING THE DECISION
TO TRANSFER MOSAIC EMBRYOS AT THE STAGE
OF PREIMPLANTATION GENETIC TESTING

K.V. Fedotova, A.N. Pankrushina
Tver State University, Tver

When analyzing the results of preimplantation genetic testing provided by the
Tver medical laboratory of Medical Genomics LLC, factors were identified
that make it possible to form a conclusion about further actions with mosaic
embryos. After summarizing the results obtained, recommendations for their
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selection were made. Mosaic embryos with additional aneuploidy, with 3 or
more chromosomes associated with mosaicism, with deviations from 13, 14,
16, 18, 21, X- and Y-chromosomes are not recommended for transfer. Mosaic
embryos that lack concominant aneuploidy, with 1-2 chromosomes involved
in mosaicism, with genetic mosaic defects on all chromosomes, except 13, 14,
16, 18, 21, X and Y, mainly with mosaic deletions and duplications, are
recommended for consultation by a geneticist.

Keywords: preimplantation genetic testing (PGT), aneuploidies, mosaicism,
mosaic embryo transfer, genetic consultation, criteria for the selections of
embryos at the preimplantation stage of development.

06 asmopax.:

OEJIOTOBA Kpuctuna BacunbeBHa — Maructpant 2 Kypca
Oounonoruveckoro Qakynpreta 1o HampaBieHuto 06.04.01 Buomorws,
(mporpamma «Menuko-6uonoruueckie Haykn»), ®I'BOY BO «TBepckoii
rocynapcTBeHHblil yHuBepcuter», 170100, Tseps, yn. XKensbosa, 1. 33;
e-mail: bio.biology@tversu.ru.

[TAHKPYIIIMHA Anna HukonaeBHa — HOKTOp OMOJIOTMYECKUX
Hayk, mpodeccop kKadenpsr 3oomoruu u ¢uszuonorun, OPI'BOY BO
«TBepckoit TocymapcTBeHHbI yHuBepcuteT», 170100, Tsepp, yi.
Kenabosa, 1. 33; e-mail: Pankrushina. AN@tversu.ru.

®enoroBa K.B. Ananu3 (akTopoB, BIHSIOMMX Ha PEIICHHE O ITEPEHOCE MO3aWYHBIX
OMOpPHOHOB Ha JTale MPEHMIUIAHTAIIMOHHOTO TeHeTndeckoro Ttectuposanus / K.B.
®enorosa, A.H. Maukpymmua // Bectn. TBI'Y. Cep. Buonoruss u sxomorus. 2022.
Ne 2(66). C. 39-49.

- 49 -



