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AHHOTanMA

C6anaHCcMpoBaHHbIE TPAHCIOKALMY Y POOUTENIEN MPUBOIST K BO3SHMKHOBEHMIO Y 3MOPMOHOB cOaIaHCMPOBAHHBIX M HecOa-
JIAHCUMPOBaHHbBIX XPOMOCOMHBIX TlepecTpoek. Vicrob3yemblie B KiauHuke miaTdopmsr III'T-A He npemocTasisior nHdopmarmu o cba-
JIAHCMPOBAHHBIX TIepeCTPONKax y 3MOpMoHa, B OT/iMuMe OT pazpaboraHHoro Hamu Metozna Biop-C. Kpome Toro, B paccmarpuBaeMbIx
cnyvasx Biop-C mo3Bosimi onpefenuTb Haauume geielnit v oyravkaumii Tousee, yem [1T'T-A.

Abstract

Balanced translocations in parents lead to the formation of both balanced and unbalanced chromosomal rearrangements in em-
bryos. Clinical PGT-A platforms can not detect balanced translocations in the embryo, unlike our developed Biop-C method. Addi-
tionally, in the analyzed cases, Biop-C allowed for more accurate detection of deletion and duplication compared to CGH-array-based
PGT-A.

Hannune c6GamaHCMPOBAHHON TPAaHC/IOKALMM Y POOUTENS SIBJIIETCS 4YacTOM MpuumHoi OGecrutomms. Ilo pas-
HBbIM OLIEHKaM, cpeay map ¢ 6ecIiyiopyieM YacTOTa HOCUTENbCTBA COAIAHCUPOBAHHBIX TPAHCJIOKAIMI COCTABJISIET OT 2
no 7 % [1]. Herekums TpaHCIOKaLM Y SMOPMOHA B XOfe MPEeMMIUIAHTALMOHHOTO reHetnyeckoro tectupoBanms (I[1I'T)
IaCT BO3MOXKHOCTb BbIOpaTh 3MOPMOH 6e3 cHalaHCUPOBAHHBIX XPOMOCOMHBIX IepecTpoek. OmobpeHHble OJIs1 KIMHU-
YECKO MPAKTUKM ¥ SKOHOMUYECKU HocTymHble iardopmbl [II'T-A He MO3BOMSIOT omnpenensTh cO6aTaHCUPOBAHHbIE
TpaHC/IoKaluu y smopuoHa. Hamu 6b11 paspaboran meron Biop-C Ha OCHOBe yCOBEPILIEHCTBOBAHHOTO IPOTOKOJIA
Hi-C-cexBennpoBanust [2] ¢ HM3KMUM MOKPBITHEM, TTO3BOJISIIOIINIT COBMEIIATh aBTOMATUUECKYIO JETEKIMIO0 Kak Hecbha-
JIAHCMPOBAHHbIX, TaK ¥ COATaHCHMPOBAHHBIX TPAHC/IOKALMII HA OCHOBE MAaTeMaTM4yeCKUX aJrOPUTMOB ¥ OINpeneseHue
BapualMii KOMUIMHOCTY YYacCTKOB reHoma (copy number variation, CNV) ¢ ucmosib3oBanmeM npeqo6y4eHHO! 6OJIbIION
s13p1k0BOM Mopen GENA-LM [3] u ckpbITOM MapKOBCKOM Mopenu. Kpome mpakTuueckoil IeHHOCTU C TOYKM 3PEeHUs
BbIOOpa 5MOpUOHa 1151 tepeHoca B xome KO, pesybrarbl paboTrsl MeTona Biop-C mo3BoSIOT MOMYUUTh MHPOPMAIINIO
0 cerperaiuy XpoMOCOM B XOI€ Meif03a Y HOCUTeJIeH cOalaHCHPOBAHHBIX XPOMOCOMHBIX MEPECTPOEK.

Iless MccnemoBaHuMs — OMMCATh KapMOTMITBI 3MOPMOHOB, MOJYYEHHBIX OT Mapbl C KOHOBBIM OOO3HAUEHMEM
Bal, B xoTOpo¥ OTel uMeeT cOaJlaHCHMPOBAHHYIO TpaHC/IOKaumio mMexay 18-it u 21-i1 xpomocomamu (46XY,t(18;21)
(922.1;921.3)). ViccnemoBanus B paMmKax MmpoeKkTa mo pazpaborke metorna Biop-C 6b111 01o6peHb! JIOKAIbHOM 3TUYE CKOM
rommccnern HUMKOIT — dumman Uul" CO PAH, . HoBoc6upck (Ne 177, 16.12.2022).

B Tabmmiie mpencTaBaeHbl aHOMaJIMY KOTMITHOCTH, OOHApYyKeHHbIe Y TpeX IMOPMOHOB ceMby Bal npy momory xpo-
MOCOMHOI'O MMKpOMaTpuuHOoro aHaiusa (XMA), a Takyke pesysbraThl aHaau3a MeTonoM Biop-C u mpenmosniaraeMbiin Kapu-
OTUMII HAa OCHOBE TUX JAHHBIX C YYETOM MeXaHu3Ma 06pa3oBaHusI HeCOaTaHCHPOBAHHBIX TPaHCIOKaImii (puc. 1) u gpyrux
CNV. [ns Ball u Bal2 pernonst CNV, mpenckasannbie XMA, He COOTBETCTBYIOT OKMAAEMbIM [JI1 SMOPMOHA OT POIV-

" VicciemoBaHme BbITIOIHEHO TPy (GMHAHCOBOM Tozaepskke KoHKypca Blue Sky Research «Bosiblie S3bIKOBbIe MOIEIIN IS XM-
Mum u 6uostorun», 3asiska Ne BSR-2024-42.
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Tess ¢ kapyotunom 46XY,t(18;21)(q22.1;q21.3). Insa Bal3 pernon CNV Ha 18-i1 Xxpomocome 6bUT pa3dUT Ha HECKOJIbKO
C pa3sHbIM YPOBHEM KOITMIMHOCTH, UTO TaKKe SIB/IsteTCss MajioBepossTHbIM. ['panuiipl CNV, npenckasanHbie MetogoM Biop-C,
COOTBETCTBYIOT TOUKAM Pa3pbiBa, HAJEHHBIM TPV aHAIM3Ee TPAHCIOKAIMM OTIA, /11 SMOPMOHOB Takke ObUTH MIeHTUDM-
[1POBaHbI COOTBETCTBYIOLIME TPAHCIOKAIMM, YTO MTO3BOJI/IO TOYHO OMMCATh KAPMOTHUIT IMOPMOHOB (CM. TaGIIHILY).

Puc. 1. Mexanusm BosHukHOBeHus CNV y sm6prnoHoB naps! Bal no Benet . et al. [4],
3enenbiii: 18- xpomocoma 1 ee mpOM3BOLHbIE, KPACHbLU: 21-51 XpOMOCOMA U €€ ITPOU3BOLHbIE

Puc. 2. Marpuiia KOHTaKTOB 1 scatter plot mokpbITus 11 sMm6proHa Bal3,
BUIHBI IPU3HAKY HecHaIaHCYPOBAHHOM TPaHCIOKALN

CpaBHaenne npeackasaunit XMA u Biop-C ¢ ycTaHOB/IEHHBIM KapMOTHUIIOM

DMG6proH XMA Biop-C Kapuorun
(16)x3, (18922.1¢23)x1,

(16)x3, (18922.1923)x1,(2121.3q22.3)

Ball (16)x3,(21)x2-3 _ (21q21.3922.3)x3, t(18;21)
X3, 1(18;21) (422.1;q21.3)
(18p11.32q22.1)x3, (21p13q21.3)x1, | (18p11.32q22.1)x3, (21p13q21.3)x1,
Bal2 18)x3,(21)x1
a (18)x3,21)x £(18;21) £(18;21)(q22.1;q21.3)
18p11.32p11.21
Elgpllf 12”2 I)X;Xfig 221q23) | (891132022153, (18922.1a23)x1, | (18p11.32422.1)x3, (1822.1423)x1,
Bal3 o ‘221' fl 2313l 4es-1a (21p13q21.3)x1, (21921.3q22.3)x3, (22) | (21p13q21.3)x1, (21q21.3922.3)3,
(21000294 0-9)% X3, t(18;21) (22)x3, t(18;21)(q22.1;q21.3)

(21921.3922.3)x3, (22)x3
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MOKHO MPUITH K 3aK/IIOYEHNIO, YTO B PACCMOTPEHHOM cJiyuae MeTton, Biop-C 3a cueTr paspaboOTaHHBIX HAMM MH-
CTPYMEHTOB 6I/IOI/IH(1)OpMaIH/IOHHOI‘O dHaJI3a reHOMHOTI'O ITOKPBITUA ¥ BO3MO>KHOCTH ITOJTYYEHMSI I/IH(I)OpMaIH/II/I O TPaHCJIO-
Kauusx Ha ocHoBe 3C-maHHbIX (pUC. 2) B KAUeCTBe JOMOJHUTETHbHOIO KKOHTPOJISI» MO3BOJISIET 60Jiee TOYHO, YeM IUIaT-
dopma III'T-A Ha ocHoBe XMA, omnpenesnath Hasmume iy orcytcrBue CNV.
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