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2QrbOY BO «/BaHOBCKMI roCcyapCTBEHHbIVE MeQULNHCKNA YyHUBepcuTeT» Munsgpasa Poccum, 153012, Poc-
cus, . iBaHoBoO, LLlepemeTeBckun npocn., 4. 8

PE3IOME MpocnexeHa nepepaya c6anaHCcMpoBaHHON TPaHCNOKaLMK € yYacTuem Xpomocom 4 u 22 nap
B TPeX NMOKOJIEHNAX OAHOIN cembu. Hocutenn CTPyKTypHOI1I XPOMOCOMHOW NepecTpoiiki MMeIT MoBbl-
WEeHHbIN PUCK HapyLeHUA PenpoayKTUBHON GYHKL MM, YTO O6YCNOBNEHO OTKIIOHEHEM FraMeToreHesa
n ¢popmmpoBaHuemM aHeymongHoro sm6proHa/mnoga. C uenbio NnpoPpunakTuKN poxkpeHus pebeHka c
XPOMOCOMHOI aHOManvelnl peKOMeHA0BaHO NpeHaTallbHOe KapuoTUNNpPoOBaHMe NN NpoBeAeHue npe-
MMMIaHTaLMIOHHOrO FeHeTNYEeCKOro TecTupoBaHUA Ha npeamer aHeynnouaum (MIT-A) B nporpamme
3KCTpaKopnopasbHOro oniofoTBOpPEeHUA.

KnioueBble c/ioBa: XpOMOCOMbI, XPOMOCOMHbIe a66epaun, TpaHCNOKaLUVA, HapyLWeHe PenpoayKTNB-
Hol pyHKLMN.

INHERITANCE OF BALANCED STRUCTURAL REARRANGEMENT OF CHROMOSOMES IN THREE GENERA-
TIONS OF THE FAMILY

I. N. Fetisova, N. S. Fetisov, S. Yu. Ratnikova

The transmission of a balanced translocation involving chromosomes 4 and 22 pairs in three generations
of the family was followed up. Carriers of structural chromosomal rearrangement have an increased risk
of reproductive dysfunction due to the deviation of gametogenesis and the formation of an aneuploid
embryo/fetus. Prenatal karyotyping or preimplantation genetic testing for aneuploidy (PGT-A) in the in
vitro fertilization (IVF) program is recommended in order to avoid the birth of a child with a chromosomal
abnormality.

Keywords: chromosomes, chromosomal aberrations, translocation, reproductive dysfunction.

MpocnexeHa nepefava cbanaHCMpPOBaHHON TpaHC-
noKauum € yyactmem XpoMocom 4 1 22 nap B Tpex
NOKOJSIEHMAX OfHOW ceMbu. HocuTenn cTpyKTypHOM
XPOMOCOMHOW NePeCcTPONKN MMEIOT MOBbILLEHHbIN
PUCK HapyLlleHWA PenpoayKTUBHOW GYHKLMK, YTO
006yCrnoBNeHO OTKIIOHEeHNeM rameToreHesa n Gpop-
MUPOBaHMEM aHeyrnJIoOMAHOro 3MOpuoHa/nnoaa.
C uenblo nNpodunakTMKkn poxaeHna pebeHka ¢
XPOMOCOMHOW aHOMasnuen pekoMeHLOoBaHO npe-

HaTafbHOE KapvoTUMMPOBaHVE WU MPOBeAeHMne
NpenMnIaHTaUMOHHOrO reHeTUYeCcKoro TecTupo-
BaHMA Ha npegmet aHeynnougun (MIT-A) B npo-
rpaMme 3KCTPAKoPropasbHOro ONI0[0TBOPEHUS.

O6uienonynALMOHHaA YacToTa XPOMOCOMHON na-
Tonornm He npesbiwaeT 1 %, 0f4HAKO B CYNpPy»KeCcKmx
napax C HapyLEeHHOW pPenpoayKTUBHON GyHKLMEN
NMeeT MeCTO pe3Koe yBeSlnyeHne ee BCTpeyaemo-
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ctn. MprBbIYHOE HEBbIHALWVBaHUE GEPEMEHHOCTM
ABMIAETCA MOKa3aHMEM K MCCIefOBaHNI0 KapuoTtu-
noB cynpyroB. KapnotunupoBaHve npegnonaraet
aHaNM3 yncna u CTpoeHusa xpomocom. Cutyauus,
NnpU KOTOPOW MAUMEHTbl WMEIT HOPMaJIbHbIN
deHOTMN M He cTpagatoT Gecnnoanem, anpuopwu
roBOPUT O HOPMAJIbHOM YKCle XPOMOCOM B Ka-
puoTUnax Cynpyros, a TakxKe 06 OTCyTCTBUM fefe-
Umm (NoTepm yyacTka XpOMOCOMbI) 1 AyrnnKaumm
(ypBOEHMM yyacTKa xpomocombl). Mpeametom no-
NCKa B TAaKUX CEMbAX ABMAITCA TaK Ha3blBaeMmble
cbanaHcMpoBaHHble CTPYKTYpHble MepecTponKm
XPOMOCOM, NPU KOTOPbIX CYMMapHas fj03a reHoB B
KneTke (opraHM3me) OCTaeTCA HEU3MEHHOM, YTO U
onpegensetr GeHOTUMUYECKYID HOPMY, HO MOXEeT
NMeTb MeCTO HapyLLEHVE FaMeToreHesa y HocuTens
Takow nepectporku. PopMnpoBaHne aHOManbHbIX
rameT AIBNIAETCA NPUYMHON 3apOXaeHNA SMOPUOHa
C HecbanaHCMPOBaHHbIM FEHOMOM, UTO U MPUBOAUT
K OCTaHOBKE 3MOPMOHANbHOrO Pa3BUTKA 1 NpPepbl-
BaHUIo 6epemeHHoCTM [1].

K cbanaHcMpoBaHHbIM CTPYKTYPHbIM NepecTpon-
KaM OTHOCAT TpaHcoKauum (CuenneHne XpoMoCcom
VAN OTPbIB yYacTKa OOHOW XPOMOCOMbI 1 NpUKpe-
nyeHne ero K Apyrow) u Heepcun (MoOBOPOT y4yacT-
Ka XpomMocoMbl Ha 180 °). HacToslee coobuieHne
NOCBALLEHO CEMeNHOMY Crlyyalo nepegaym TpaHc-
NloKauumy ¢ yyactmem XpoMocoMm 4 1 22 nap B Tpex
MOKOJIEHUSAX OJHOW CEMbMW.

Ha nprvem K Bpauy-reHeTUKy OoTAeneHms BCMOMO-
raTenbHbIX PEenpofyKTUBHbIX TexHonorunm OrbY
«/BaHOBCKMIN Hay4YHO-UCCNefoBaTeNbCKNN NHCTW-
TYT MaTepurHCTBa 1 getctsa umeHu B.H. Nlopogako-
Ba» MwuH3gpaBa Poccum obpatunacb naumeHTKa
26 neT o nosoAdy NPMBLIYHOTO HeBblHALLINBAHUA
6epeMeHHOCTN.

bpak nepBbl, HepoAcTBeHHbIN. MeHcTpyanb-
Has ¢yHKUMA He HapyuweHa. lNposefeHHoe pa-
Hee obcnegoBaHVe He BbIABUIO aHAaTOMUYECKUX
N ONCTOPMOHANbHbBIX HapYLUEHWI, Haluuua WH-
dekumoHHoro pakropa. o pesynbTatam cnepmMmmo-
NOTMYECKOro MCCNefoBaHMA Cynpyra AMarHOCTU-
poBaHa HOpMO300CnepMus.

B aHamHe3e y npobaHaa — yKa3aHue Ha aBe bepe-
MEHHOCTW, KOTOpble 3aBepLMANCb CamOnpous-
BOJIbHbIM MpepbiBaHEM NMpu cpoke 5-6 Hepenb.

I'Ip|/| aHaJin3e pOLI,OCJ'IOBHOIZ NaunMeHTKN YyCTaHOB-
J1eHO, YTO MaMa npo6aHp,a TaKXe CTpafania HEBbI-
HallnBaHnem 6epemeHHocw|. B aHamHe3e Y MaMbl

npobaHga - ABe 3ameplune GepemMeHHOCTM paH-
HUX CPOKOB 1 [IBOE CBOEBPEMEHHbIX POJOB (0OYb-
npobaHg v cbiH). PogocnoBHas My»a npobaHaa He
Oblna oTAroLleHa.

MpoBefeHHOe LUMTOreHeTUYeckoe obcnefoBaHume
BbIABMJIO B KapuvoTuUme MauueHTKU Hanuume cba-
NaHCUPOBAHHOWM TPAHCIOKAUUN MeXay XPOMOCO-
Mamu 4 1 22 nap (puc. 1). KapuoTtun myxa — 46,XY
(6e3 ocobeHHOCTEN).

Ha mMomeHT ob6cnepoBaHMA OaHHOWM Cynpy»Keckom
napbl KPOBHble POACTBEHHUKMN >KEHLUVHbI — HOCU-
TesIbHULbl TPAHCIOKALUKN OblIM NPeACTaBNeHbl ee
MaTepbto 54 neT n nnemaHHVKoOM 13 neT (CbiH pOAHO-
ro 6paTa, KOTOpbI NOrnb B pe3ysibTaTe HECYACTHO-
ro cniyyas). Bpauom-reHeTrikom 6b110 npeanoxeHo
NPOBeCTV KapnoTUMNMPOBAHME MaMbl 1 NNIEMAHHKKA
npob6aHga. lNpoBeneHHOe nccnefoBaHMe NOKa3ano
Hannume NAEHTUYHOWN TpaHCIoKaumm y mambl. Kapu-
OTVN Manbyrika 6bi1 HopMasbHbIM. Takum 06pa3om,
6blna ArarHoCTMpoBaHa nNepefaya cbanaHcMpoBaH-
HOW CTPYKTYPHOW MepecTponKu OT MaTepn K fove-
pu. BepoaTHo, 6pat npobaHaa He Noayunn JaHHyto
CTPYKTYPHYIO aHOManuio oT Matepu, 4To 1 onpege-
N0 B CBOIO oYepefb HOPManbHbIA XPOMOCOMHbIN
Habop y ero cbiHa.

MaumeHTKe Oblna pPeKoMeHAOBaHa Mporpamma
3KCTPaKopropanbHOro OniaoA0TBOPEHUA C npe-
WMMIAHTAUMOHHBIM TECTUPOBaHMEM 3MOPUMOHOB
Ha npegmeT BbiABneHua aHeynnougun (MIT-A) [2].
Bbinn nonyyeHbl ABa 3MOPUOHa, Y KOTOPbIX MeTO-
[IOM CpPaBHUTENIbHON TeHOMHOW rnbpuansaymnm
Oblna BbIMOMHEHA OMArHOCTUKa reHoma. [Mo pe-
3ynbTaTam NpoBefeHHOro TeCTUPOBaHUA YCTaHOB-
NIEHO, YTO FeHOM OfHOTO U3 SMOPUOHOB ABNAETCA
cbanaHCMpoOBaHHbIM, YTO cenasno BO3MOXHbIM pe-
KOMeHAoBaTb JaHHbIA 0bpasel, K nepeHocy B Mo-
NTOCTb MATKM.

Mpouepypa KpuonepeHoca 6bina 3aniaHNPOBa-
Ha Ha ceHTAbOpPb 2021 rofa, oAHAKO Y MaLMEHTKMN B
TeUeHne NeTHero neprofa ecTecTBEHHbIM MyTeMm
HacTynuna 6epemMeHHOCTb. YNbTPa3ByKOBOW 1 61o-
XUMUYECKNIA CKPUHWHIU, BbINOJIHEHHbIE B NEPBOM
TPUMeCTpPeE, He BbIABUV MOBbILLEHHOIO prCKa Xpo-
MOCOMHbIX aHOMaNUM 1 BPOKAEHHbLIX MOPOKOB
pa3suTuA nnoga. Mo xenaHuto NauneHTKn B yCio-
BMAX nabopatopun «FeHomen» (Mocksa) 6bin npo-
BegeH HUMT (HenHBa3MBHbIN NpeHaTaNbHbIN TECT),
OCHOBAHHbIV Ha onpefeneHnn N KoNM4yeCcTBeHHOM
oueHke [HK nnoga B KpoBU MaTepu, KOTOPbIN
He MoKasasl HanMyma XPOMOCOMHbIX aHOManun y
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Puc. 1. Kapnotun npobaHpaa 46,XX,t(4;22)(g21.1;q13.1). CbanaHcnpoBaHHan TpaHCIOKaLMaA C y4acTueM XpOMOCOM

4n22nap

nnoga. CnegyeT OTMETUTb, UTO JaHHaA MeToAMKa
No3BOJIAET OLEHUTb TOJIbKO KONMYeCTBEHHble OT-
KnoHeHusa nnoposon [IHK v He no3BonAeT BbIABUTb
CTPYKTYpHble cbanaHCcMpoBaHHbIe TpaHCIoKauuy,
npy KOTOPbIX cymMapHoe Konnyectso AHK He n3-
MEHEHO.

Bpauom-reHeTMKoM ©Oblla pPeKoMeH[0BaHa WH-
Ba3WBHaA MpeHaTanbHaA AuarHoctuka. [lpwu
cpoke OepemeHHOCTM 18 Hepenb B YCIOBUSIX
rmHekonornyeckon KnuHuku Oy e HAW Mu[
um. B.H. lopoakosa MuHsapaBa Poccum Obin Bbi-
MOJIHEH MMALEHTOLEHTE3 C Lefiblo KapuoTunmnpo-
BaHMA nnopfa. o pesynbratam LUTOreHeTUYeCKoro
06CnefoBaHNA YCTAHOBIEHO, YTO MJIOH MY>KCKOTO
nona sABMAAETCA HocUTesleM cOanaHCMPOBAHHOM
TpaHCIoKauum mexagy Xxpomocomamn 4 n 22 — ne-
PEeCTpPOVKK, aHaNOrMYHOM MaTePUHCKOWN (puc. 2).

[ocKonbKy AaHHbIM KapuoTun nnaoga npegnona-
raeT OTCyTCTBUE BPOXKAEHHbIX MOPOKOB Pa3BUTHKS,

pPEKOMEHAO0BAHO  falibHenlee MNPOSIOHIMPOBA-
Hue 6epemeHHOCTU. bepemeHHOCTb 3aBepLInIach
CBOEBPEMEHHbIMU POAAMM Yepe3 eCcTeCTBEHHble
ponosble nyTu. Pogunca manbunk 6e3 ¢peHoTUNN-
YeCKMX OTKJIOHEHMWN, OueHKa Mno wkane Anrap -
8/9 bannos.

BHVYMaHVe popuTenen OblIO 3a0CTPEHO Ha BO3-
MOXHOM HapyLeHNN PenpoayKTUBHOM GYHKLMN
B AanbHewnwem y cbiHa. CTpaTernen Bbibopa B Ha-
cToAwee BpeMA NMpuU BeAEeHWW CeMelrHbIX Mnap, B
KOTOpPbIX OQUH M3 CYNpyroB — HoCcUTenb cbanaHcu-
POBaHHOWN XPOMOCOMHOW NepecTporKy, ABNAETCA
peKomMeHAaLMA NCMONb30BaHWA BCMNOMOraTesIbHbIX
PenpoAyKTUBHbBIX TEXHONOMMA C 06s3aTeNbHbIM
NpPenMnIaHTaLOHHbIM aHaNN30M MONIEKYNIAPHOIO
KapuvoTmna 3MOPUOHOB MeTodamMu MOSIHOreHOM-
HOM amnanduKaumMm Ha OCHOBE TEXHONOTMNN CEeK-
BeHMpoBaHuA cnegyowero nokoneHma (NGS) ot-
AenbHbIX KNeToK TpodakToaepmbi [3].
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Puc. 2. KapnoTtun nnoga my»xckoro nona 46,XY,t(4;22)(q21.1;q13.1). CbanaHcrpoBaHHasA TpaHCIOKaLMA C yyacTrem
XpomMocoMm 4 1 22 nap
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