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3MBPUOHBI HOCUTEJIEM POBEPTCOHOBCKOM TPAHCJIOKAIIUMU:
3AKOHOMEPHOCTH HACJIEJTOBAHUS U MEXKXPOMOCOMHBIN D®DEKT

K.A. T'yceiinosa'
I'TOO «MHCTUTYT perpoayKTHBHON MEIUITHHED, AnMarthl, Pecryonuka Kazaxcran

AHHOTAIINA

AKTyaJIbHOCTB: Y  HOCHTEJEH  pPOOEPTCOHOBCKUX
TPAHCIIOKaIMA XPOMOCOM CYIIECTBYET PHCK CaMOIpPOHU3-
BOJIBHBIX BBIKUABIIIECH W POXKICHUS AETEH ¢ XPOMOCOMHBIMU
MaTOJIOTHSIMU H3-32 HecOaJlaHCHPOBaHHOTO Habopa XpoMo-
coM B ux rameTtax. CpaBHHUTENbHAS TeHOMHAs THOPUAN3ALINS
(a-CGH) mno3BomnsieT mpoBOIUTh KOMIDICKCHBI CKPHHHUHT Ha
BCE XPOMOCOMBI, YTO OYE€Hb BAXXHO, YUUTHIBAS YAaCTOTY BBI-
SABJICHUA Y 3M6pI/IOHOB HaTOHOFPIﬁ, HC CBsA3aHHBIX CO CTPYK-
TYPHBIMH XPOMOCOMHBIMH HEpECTPOHKaMHu poxauTeen (Tak
Ha3bIBAEMBIH MEXXPOMOCOMHBIH 3 dexT).

Heas uccaenoBaHUs - ONpENCICHHE 3aKOHOMEPHOCTEH
HACIICIOBAaHUS U MEKXPOMOCOMHOTO 3¢ dekTa y IMOPHOHOB
HOCHUTeNel poOepTCOHOBCKOW TPAHCIOKAIIHH.

Marepuansl m Metoabl: bouio oGcnemosano 20 cy-
npyxeckux nap. B 20 nukiax Obuio nmpobuorncupoBaHo 82
GnacTonmcThl, nccnenoBaHo 54 OmacrorucTsl. CKPUHUHT Ha
XpoMocoMBI TipoBoamian MetonoM a-CGH ¢ momMorisio cucre-
MBI CKaHHpoBaHU Mukpomarpui Agilent G5761A (Agilent).

Pesyabrathl: Ilo pesymsratam anammza a-CGH, 59%
OJIACTOLMCT JaJIi aHOMAJIbHBIN pe3yNbTart, U3 HUX TOJIbKo 31%
HecJi HecOalaHCHPOBaHHYIO IEPECTPOHKY, CBSI3aHHYIO C PO-
JUTEJILCKOM TpaHClIoKaeld. B pesynbrare NpoBeneHHOTO
MIPEUMILIAHTAIIMOHHOTO TeCTUPOBaHUs 13 20 HCCIIeIOBaHHBIX
CYIIPY’KECKUX Tap /IBE MAMEHTKH OBUIH CHSTHI C TIPOTPaMMBI
M0 MPUYHUHE OTCYTCTBUSI DYTUIOMIHBIX AMOpHOHOB. Y 11 ma-
IIMEHTOK Oblia 3a()MKCHpOBaHA KIIMHUYECKask OepeMEHHOCTb
(79%), Bcero ponuioch 13 pereit. YacToTa MMIUIaHTaLlUU U
>KUBOPOXKJEHUS B 3TUX LIMKJIAaX cocTaBuia 81%.

3akmiouenne: C 1eNbI0 COXPAHEHUS 30POBBS JKCHIITIHEI
1 COKpAIICHUS BPEMEHH /10 HACTYIUICHHS OEpPEeMEHHOCTH 3110-
POBEIM PEOECHKOM, CYIPYKECKHM IapaM € TPaHCIOKAIUSIMH
npezanaraercs nposeaerue nporpammsl BPT ¢ III'T-A meto-
oM a-CGH.

Knruesvie cnosa: pobepmconosckas mpanciokayus,
MENCXPOMOCOMHBLI dGhhekm, cpasHumenvbHas 2eHOMHAS 2U-
opuouzayus (a-CGH).

BBenenme: XpoMOCOMHBIE HEPECTPOMKM — THII MyTa-
1A, KOTOpbIE U3MEHSIOT CTPYKTypYy XpoMocoM. OnuH u3 ee
BUJIOB — TpaHCJIOKaIus (EPeHOC y4acTKa OHOU XPOMOCOMBI
Ha IPYTYI0) — BBISBIISETCS Yallle BCEr0 U MOXKET HACIIeJ0BaTh-
Cs1 WM BO3HUKATh de novo. POGepTCOHOBCKHE TPaHCIOKAITHH,
WA HEHTPUYCCKUE CIUAHUA — CIHUAHUEC aKpPOUCHTPUYCCKUX
XPOMOCOM C TIOJTHOM MJIM YaCTHYHOM yTpaTrol Marepuaia Ko-
poTkux 1ied. Hocurenu Tpancnokanuii peHOTHITNYECKH HOp-
MallbHbI, OTHAKO Y HUX CYIIECTBYET PUCK CAMOIPOU3BOIBHBIX
BBIKU/IBIILICH U POXKACHHS JETeil ¢ XpPOMOCOMHBIMH MATOJIO-
THUSMU U3-32 HecOaJaHCHPOBAHHOTO Habopa XpOMOCOM B UX
ramerax.

brnarogapst HenaBHUM JOCTHXKEHHSM B IOJHOT€HOMHOM
ammmdukanuu Uit [T cranm poctymHbl HOBBIE 3(d(ex-

TUBHBIE MOJIEKYIISIPHBIE METOJbI, TAKHE KaK CPaBHUTEIbHAsS
reHoMHas rubOpummsamus (a-CGH), ¢ momompio KOTOPBIX
MO’KHO HPOBOJUTH KOMIUIEKCHBIH CKPHHUHT Ha BCE XPOMOCO-
MBI, YTO OYEHb BA)KHO, YUHUTHIBAs YaCTOTY BBISBICHHS Y M-
OpHOHOB TATONIOTHH, HE CBA3aHHBIX CO CTPYKTYpPHBIMH XPO-
MOCOMHBIMH TI€peCTpOHKaMH poAuTeNnell (Tak Ha3bIBAEMBIN
MEXKXPOMOCOMHBIN 3 dekr).

Leab uccieqoBaHusi - ONpeEACICHHE 3aKOHOMEPHOCTEH
HacJIeJIOBaHUSI 1 MEXXPOMOCOMHOTO 3ddekTa y sMOpHOHOB
HOcuTesel poOepTCOHOBCKOM TPaHCIOKAIHH.

Marepuanasl u Metoabl: bruto obGcnemoBano 20 cy-
npyxeckux map. B 20 mukinax Oputo mpobumoncupoBaHo 82
OIacTOLMCTHI, HccaenoBaHo 54 Gmacronuctbl. CKpUHUHT Ha
XpoMocoMBI ipoBoarIH MeTooM a-CGH ¢ momornipio cucte-
MBI CKaHUpOBaHMsI MUKpoMaTpull Agilent G5761A (Agilent).

Pesynbrarner: Ilo pesynsraram anamusza a-CGH, 32 wus
54 omacroruct (59%) mamu aHOMAaNBHBIN PE3yNbTaT, U3 HUX
Toipko 10 Gmacromuer (31%) Hecnu HecOalaHCHPOBAHHYIO
MEPECTPOIKY, CBSI3AHHYIO C POAUTEIHCKOM TpaHCIOKAIIU-
eit. UnTepecHo, uto y 53% anomanbHBIX AMOpHOHOB (17 u3
32) ObuUIM AMArHOCTHPOBAHBI XPOMOCOMHBIE aHOMAaJIMHU, HE
CBSI3aHHBIC C POIUTENBCKOM TPAaHCIOKAIMH, YTO JIOKa3bIBa-
€T NPUCYTCTBHE MEKXPOMOCOMHOTO 3((eKTa IpH PacXoxk-
JIEHAH XPOMOCOM B MeHo03€ Yy HOCHTEIEeH poOepTCOHOBCKUX
TpaHciokanui. Takke Mbl OOHAPYKUITH KOMOWHAITHIO HecOa-
JIJAaHCUPOBAHHBIX POAUTEIIBCKUX IMEPECTPOCK U XPOMOCOMHBIX
aHOMaJIUH, HE CBSI3aHHBIX C POAUTEIHCKOM MEPECTPOUKOM, Y 5
n3 32 aHOMaJbHBIX SMOPHOHOB (16%).

B pesynprare nmpoBeeHHOTO MPEUMILIAHTAIIHOHHOTO Te-
ctupoBaHus U3 20 HMCCIEOOBaHHBIX CYIPYXECKHX Iap JBE
MANUEHTKU OBUIM CHSTBHI C MPOTPaMMBI 110 IPUYUHE OTCYT-
CTBHSI 9YTUIOMHBIX SMOPHOHOB. Y 12 13 14 nanmeHTok nocie
nepeHoca SMOpPHOHA B MOJIOCTh MAaTKH HACTYNWJIA OMOXHMH-
yeckast OepeMeHHOCTh (86%), y 11 3aduKcnpoBaHa KIMHNYE-
ckast 6epemeHHOCTH (79%), B OMHOM ciydae OEpeMEHHOCTb
3amepia. Bee 11 xeHIMH 6IaromoiyyHo pomopa3penIiiinch,
B pe3yabTare poauioch 13 gereit mocie nepeHoca 16 sMopu-
oHa. YacroTa HUMITTAaHTaAlOUU U )KUBOPOXKICHHUA B OTUX IMUKIIAX
cocTaBmia TakuM o0Opazom 81%. VY deThipex map uccieno-
BaHHBIE SMOPHOHBI BCE €LIE COJAEepP)KaTcs B KPUOXPaHWIIHILE,
IepeHoca Mmoka He ObIJI0.

3akaiouenue: [larmeHTs!, BEIOpaHHBIC B HAIIEM HCCIE-
JIOBAaHHMU TIPEICTABIISIOT COOOH CIOKHYIO TPYMILy, C OTSATO-
IMEHHBIM aHaMHC30M: BBIKUABIIIHN, HEPA3BHUBAIOIINCCA Oe-
PEMEHHOCTH W, KaK CJICJICTBHE, IPOOJIEMBI C SHAOMETPHEM,
BBIHAIIMBAaHUEM M T.J. C LEJIbI0 COXpaHEHHs 3110POBbSI KEH-
IIMHBI ¥ COKPAIIEHHS] BPEMEHHU 10 HACTYIUICHUS OepeMEeHHO-
CTH 3A0POBBIM PEOEHKOM, CYNPYKECKHM IapaM C TPaHCIOKa-
IUSMU TpejyTaraeTcs nposeaeHue nporpammsl BPT ¢ IIT'T-A
MetoznoM a-CGH.
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POBEPTCOH/ABI TPAHCJIOKALUA KYKTBIPYILIBIJIAPABIH ODMBPUOHIAPBI:
TYKBIMKYAJIAY 3AHABLJIBIFbBI /KOHE XPOMOCOMA APAJIBIK 9CEP

K.A. TI'yceiinosa!
l«HucTuTyT penpoaykrusHoi Memunuae JKIIC, Anmarsl, Kaszakcran PecryOnukach

Tyilinaeme

O3ekTiniK: XpoMoCOMaHBIH pOOEPTCOHABI TPAHCIOKAIUS KYKTBIPYIIBUIAPBIHBIH ©3/ITiHEH TYCIK TacTay yKOHE )KBIHBIC JKa-
CYIIAChIH/Ia XPOMOCOMA YKHBIHTBIFbI TEHECTIPIIMETCHIIKTCH XPOMOCOMAIBIK IATOJIOTHSCKHI Oap OasaiapablH TybUTY Kayri Oap.
CaunblcThIpMaltbl TYpJie TEHOMIIBIK OyaanaacTeipy apkbuibl (a-CGH) 6apibIk XxpoMocoMara KeeH i CKpUHUHT yKacayFa 00J1a ibl,
Oyu1 — 5MOpHoOH/a aTa-aHaNapabIH KYPBUIBIMIBIK XPOMOCOMAIIBIK KalTa KyphUTYbIHA KaTICHI XKOK (XpOMOCOMa apajibIK acep Jer
aTajajpl) HaTOJIOTHSHBI aHBIKTAY JKUUIITIH €CKEepreH/Ie aca MaHbI3/IbL.

3epTTey MaKcaThl - pOOESPTCOH/IBI TPAHCIOKAIHS KYKTHIPYIIBUIAPABIH SMOPHOHAAPBIHAA TYKBIMKYaJIayAbIH 3aHABUIBIFbIH
JKOHE XPOMOCOMA aPAJIBIK 9CEP/Ii aHBIKTAY.

Marepuangap men aicrep: 20 epii-3aiflbINThI Ky TekcepyneH oTTi. 20 uukine 82 Gnacromuctke Ouoncus xacanjpl, S0
Omacrormct 3eprrenii. Xpomocoma ckpuHuHT1 Agilent G5761 A MukpoOediuekrepi ckanepiey xyiiecid (Agilent) naiiganansin
a-CGH apxpuibl OpbIHAATABL.

Horum:kenep: a-CGH tannay HoTwkeci OolibHIIa, 61acTOMCTTIH 59% aybITKBIMAIIBI HOTHXKE KOPCETTI, oapabiH TeK 31%-
Jla aTa-aHa TPAHCIOKAIMACHIMEH OaiilaHBICTHI TEHECTIPIIMETeH KaifTa KyphUIbIMBI Oap. 20 epii-3aibINThIFa KYPTi3iireH ajIbH
aJla IMIUTaHTTAIUSUIBIK TECTUIEY HOTHKECIH/E OJaphIH MIiH/e €Ki MalueHTTe SYIUIOUATH SMOPHOH OoIMaraHABIKTaH Oarmap-
JaMajiad mbFapelasl. [lanuenTriy 11-Hae eMxaHaNbIK KYKTUTIK aHbIKTanasl (79%); O6apibirel 13 Gana nyHuere kenai. by
KE3CHJIC UMIUIAHTTAY JKOHE OalaHbIH Tipi TybUTY KULTIri 81%.

KopbIThIHABI: Oliennepiy JeHCcayIbIFbIH CaKTay )KoHe cay Oaara )KYKTi OoFaHFa JeHiHri yaKbITThl KbICKApTy MaKcaThIH-
Jla, TpaHcIoKanusicel 0ap epii-3aiibiTeiapra a-CGH onicimen AI'T-A 6ap KPT 6arnapiamachiH KYpri3y YChIHBUIAIBL.

Heczizzi ce30ep: pobepmcoHObl MPAHCIOKAYUS, XPOMOCOMA APANbIK dCEP, CANbICMbIPMANbI 2eHOMObIK 0YO0aHOACmblpy
(a-CGH).

EMBRYOS OF ROBERTSONIAN TRANSLOCATION CARRIERS: PATTERNS OF
INHERITANCE AND INTERCHROMOSOMAL EFFECT

K.A. Gusseynova'
nstitute of Reproductive Medicine LLP, Almaty, The Republic of Kazakhstan

Abstract

Relevance: Carriers of Robertsonian chromosome translocations are at risk of spontaneous miscarriages and the birth of
children with chromosomal pathologies due to an unbalanced set of chromosomes in their gametes. Comparative genomic
hybridization (a-CGH) allows complex screening for all chromosomes, which is very important, given the frequency of detection
of pathologies in embryos that are not associated with structural chromosome rearrangements of the parents (the so-called
interchromosomal effect).

The study aimed to determine the patterns of inheritance and the interchromosomal effect in embryos of the Robertsonian
translocation carriers.

Materials and methods: 20 married couples were examined. In 20 cycles, 82 blastocysts were biopsied, 54 blastocysts were
examined. Chromosome screening was performed by a-CGH method using the Agilent G5761A (Agilent) micromatrix scanning
system.

Results: Based on the a-CGH analysis, 59% of the blastocysts showed an abnormal result, of which only 31% carried an
unbalanced rearrangement associated with a parental translocation. As a result of preimplantation testing, out of 20 couples
studied, two patients were withdrawn from the program due to the lack of euploid embryos. Clinical pregnancy was registered in
11 patients (79%); 13 children were born. The rate of implantation and live birth in these cycles was 81%.

Conclusion: Couples with translocations are offered an ART program with PGT-A using the a-CGH method to preserve the
woman’s health and reduce the time to pregnancy with a healthy child.

Keywords: Robertsonian translocation, interchromosomal effect, comparative genomic hybridization (a-CGH).
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