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AHHOTAUA

B pabote npencTaBieHbl pe3yabTaThl IPEUMITIAHTAIIMOHHOTO TEHETHYECKOTO TECTHPOBAHUS
JUIsL CEMEHWHON Tmaphl, B KOTOpOW o00a cympyra SBISIOTCS HOCHUTEISIMH COAJaHCHPOBAHHBIX
ayTOCOMHBIX TpaHciokaui. OnpeneneHbl MaTTepH Cerperaud XpoOMOCOM U WHJIMBHAyalbHBIC
XapaKTePUCTUKHU KBAaIPUBAJICHTOB /71l 00EUX MEPECTPOEK, OLEHEH PUCK PEMPOAYKTUBHBIX MTPOOIEM
y IOTOMKa, YHACJIEA0BaBUIEr0 MAaTEPUHCKYIO TPAHCIOKALUIO.

KuroueBble cioBa: ayTOCOMHBIE PELUIPOKHBIE TPAHCIOKALMM, NAaTTEPH CErperamu,
TepMHUHAJIbHbIE  TOYKM  pa3pblBa,  acUMMETpuUs  KBaJpHUBAJIEHTa,  LEHTPUYECKHE U
TPaHCIOLMPOBAHHBIE CETMEHTBI

AyTtocomuble perunpoksbie TpaHciokaun (APT) mpeacraBmsior coboii B3auMooOMeH
dbparMeHTaMu MEXIy HETOMOJIOTHYHBIMU ayrocomamu. [lns Hocuteneir APT xapaktepHO
HapylIEHHE Cerperalud XpoMOCOM B KBaJpHUBAJICHTE B IEPBOM MEHOTHUECKOM [EIIEHUH, YTO
MOXKET MNpPHUBOJUTH K O0Opa30BaHUIO T€HETUYECKH HecOANaHCUPOBAaHHBIX TaMeT U K
penpoayKTUBHBIM rpobsiemam. KoHdurypaus kBagpuBaieHTa, 3aBUCAIIAs OT JIJIHH LHEHTPUUIECKUX
(I1C) u tpancmonupoBanHbix cerMeHToB (TC) ayTocoM, y4acTBYIOIIMX B MEPECTPOUKE, BIMIET HA
MPEUMYIIECTBEHHBIN THII CETPETaIHH.

HocurensctBo 0o00oumu cynpyramu APT sBisieTcst penkum coOBITHEM W BCTpEYaeTCs B
momynsmu ¢ vacrotod  1:1200000 [1]. B pabGore mpeacTaBieHbl  Pe3yIbTaThl
npeuMIIaHTaimoHHoro renernyeckoro tectupoBanus (III'T-CII) wm  oreHkW NpUMEHEHHS
WH/IMBUYAIbHBIX XapaKTEPUCTHK KBAJPUBAICHTOB JUIs aHAJIHM3a MaTTEPHOB CErperaud XpoMocoM
y CeMeHHOH Taphkl, B KOTOpoi 00a cympyra sBistoTcs Hocutensmu APT: 46,XY,t(3;6)(p22.2;p21.2)
u 46, XX,t(2;17)(pl6.1;p12). Cynpyru ¢ sxamobamu Ha Oecriogue B Te4YeHHE 2 JIET,
aCTEHO300CTIEPMUIO Y MYXYHUHBI U OKUPEHHE y KEHIIUHBI OOpaTUIUCh B KIMHUKY U HpoUUIu 6
IIUKJIOB BCIIOMOTATENBbHBIX penpoayKTuBHbIX TexHonorui ¢ I1I'T-CII meromamu FISH u aCGH ¢
2014 mo 2020 r.r. OmuH W3 TpeX MEPEHOCOB COATAHCHUPOBAHHBIX JYIUIOUIHBIX 3MOPHOHOB
3aBEPILMICS POXKACHUEM (EHOTHUIIMUYECKH 30pPOBOro ChiHA. [locTHaTalbHOE KapHOTUIIUPOBAHHE
MOKa3aJio, 4YTO ChIH YHACeA0Ball TpaHciokaruio Marepu: 46,XY,t(2;17)(p16.1;p12)mat.

Onenka mmH TC u IC, uX CyMM U COOTHOILIEHHS MO3BOJIMIIA CIIPOrHO3UPOBATh Hanboiee
BEPOATHBII MAaTOJOTMYECKU THUI Cerperaud XpoMOCcOM JUIsi O0euX TpaHCIOKaIuil Kak
COBMECTHBII-1, uyTo Obul0 moarBepkaeHO maHHbIMU III'T-CII u pesynapraramu FISH Ha
cnepMaro3onsiax cynpyra. Takoil marrepn Habmonancs B 33,3% smOpuoHoB B ciydae t(2;17) u B
29,2% - nnis t(3;6). [Ipu aHanm3e criepMaTo30UI0B COBMECTHBIN-1 THII cerperanuu 1eTeKTUPOBAIICS
B 35,3% simep, 3a koTopbiM ciemoBanu Tumb 3:1 (18,8%) u coBmectHbIi-2 (5,3%).

AJNBTEpHATUBHBIA THII CETrperanud XpoMocoM MpucyTctBoBan y 41,7% >MOpHOHOB st
o0eux tpancinokauuit o ganaeiM [1I'T-CIT u 40,6% npu ananu3e cnepmatro30ua0B. B To ke Bpems
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MOKa3aHO, YTO aJbTEpPHATUBHAsI CErperamusi MeHee XapakrtepHa s Hocutened APT ¢ cuibHO
ACHUMMETPUYHBIMU KBAJIPUBAJICHTAMHA C TEPMHUHAIBHBIMH TOYKAMHU pPa3pbiBa, s KOTOPBIX
xapaktepeH mattepH 3:1 [2, 3]. Tpancnokamus t(2;17) cmocoOGcTByeT (HOPMHUPOBAHHIO CHIIBHO
aCCUMETPUYHOT0 KBaJpUBAJICHTa, B TO BpeMs kKak t(3;6) — ymepeHHO acumMeTpudHOro. B oboux
KBaJpPUBAJICHTaX OTCYTCTBYIOT TEPMHHAJIbHBIE TOYKH paspbiBa. B ciyuae 1(2;17) Tunm 3:1 Obin
nerektupoBad y 12,5%, a coBmecTHbI-2 y 4.2% smOpuoHOB 1o cpaBHeHuio ¢ 8,3% u 12,5%
CcOoOTBETCTBEHHO B ciydae {(3;6), uyTto MoOXeT OBITh CBsS3aHO C (OPMHUPOBAHHEM CHIIHHO
ACHMMETPUYHOTO KBaIPUBAJICHTA.

AHanmM3 KU3HECTIOCOOHOCTH HMOPHUOHOB C TEHETHYECKUM JIHUCOaTaHCOM BCIIEICTBHE
MPEUMYIIECTBEHHOTO  NAaTOJIOTHYECKOr0 COBMECTHOro-1  THUma  Cerperamyuy  XpoOMOCOM  C
UCIOJIb30BaHWEM Mojenu «Pa3Mep XpOMOCOMHOTO aucOanaHca-BbDKMBAEMOCTbY IOKa3ai, 4TO
oOpa3yromuecs YMOPUOHBI TOTEHITUATBHO YKU3HECTIOCOOHHI.

HacnenoBanue mMaTepuHCKON TpaHCIOKAIIMM CHIHOM 3aCIyXHBAeT OTIAEIbHOIO BHUMAHMS
JUISL TIPOTHO3UPOBAHUS BIMSIHHSI 3TOW TPAHCIOKAIMU HA €r0 PEMpOAYKTUBHYIO (YHKIHIO. ITO
CBSI3aHO Kak ¢ (hOpMUPOBAHHEM CHUJIIBHO aCUMMETPUYHOTO KBAJPUBAJICHTA U MPEUMYIIECTBEHHOTO
MATOJIOTUYECKOTO THUIAa CEerperaluu COBMECTHBIN-1, mpenpacmoiararomero Kk (GpopMUPOBaHUIO
COBMECTHUMBIX C BHYTPUYTPOOHBIM pa3BUTHEM SMOPHUOHOB, TaK U C JIOKaJIH3alUEil TOUEK pa3pbiBa.
Tak, ogHa U3 HUX pacnoioxeHa B cerMente 17p12. C oHOM CTOPOHBI, TOMO3UTOTHOE COCTOSIHHUE
no ¢parmwibHOMY caity 17pl2 He Biuser Ha penpoAykTuBHyIO QyHkuto [4]. OpHako
UCCIICIOBAaHNE YaCTOTHI M TPOMCXOXKIEHUS CETMEHTHBIX aHEYIUIOWIWHA B OOLUTaX W
MPEUMILIAaHTAIIIOHHBIX AYMOpPHOHAX YesIOBeKa MOKa3ajo, YTO TOYKH pa3pbiBa Ha XPOMOCOMAX, Kak
MPaBWJIO, BO3HUKAIOT B U3BECTHHIX (PparmwiibHbIX caitax [5]. HecMoTpst Ha TO, 4TO OOJBIIUHCTBO
CEerMEHTHBIX aHEYIUIOUANM UMEIOT MUTOTHYECKOE MPOUCXO0KIEHUE, HEU3BECTHO, KaK MPUCYTCTBUE
Touek paspeiBa npu APT Bo ¢(parmnbHOM caiiTe y MYXUHUHBI-HOCHTEINSI BIUSET HA IMPOILECCHI
JIBYXIENOYEYHBIX Pa3pblBOB M TOCIEAYIONIETO BOCCOSAMHEHMS] TpPU KPOCCHHTOBEpE B
criepMaToreHese, JUis KOTOPOro, B CpPaBHEHUM C OOTCHE30M, XapakTepHa Hed(peKTUBHAs
penapanus [JHK [6].

Bcenomorarenbubie  penponyktuBHble  TexHoioruu ¢ [II'T-CII  momorator poauth
(bEHOTUTIMYECKH 3I0POBOTO pPEOCHKAa CEMEHHBIM TapaM, B KOTOPBIX 00a cympyra sIBISIOTCS
Hocurensimu APT. Onnako, meronbl, pyruHHO ucnoassytomuecs i III'T-CII, He no3BousorT
OTJINYUTH COATAHCHUPOBAHHBI HA0Op XPOMOCOM OT HOPMAJIBHOTO B DYIIOMAHOM 3MOpuoHe. B To
KEe BpeMs HaclelOoBaHUE COATlaHCUPOBAHHOM TpPAHCIOKAIMM OT OJHOTO W3 POJIUTENEH He
HCKJIFOYAeT PENPOIYKTUBHBIX TPOOJIEM Yy TOTOMCTBA. YHHUBEpcaldbHble XapaktepucTtuku APT,
TaKhe KaKk aCHMMETpUs KBAIPUBAJICHTA, HATHYNE TEPMUHATIBHBIX TOo4YeK pa3pbiBa, JmuHbl TC u LIC,
OIICHKA >KM3HECIIOCOOHOCTH AMOPHUOHOB C T€HETHYECKUM IUCOATAHCOM JAlOT JOMOTHHUTEIBHYIO
unpopmanuto 06 APT, KOTOpylO MOXHO HCIOJIB30BaTh B  MEIUKO-TEHETUYECKOM
KOHCYJBTUPOBaHHUU.

OduHaHcHpoBaHWE: paboTa BBHINOJHEHA B paMKaX TeMbl (QYHIAMEHTAIBHBIX HAyYHBIX
uccinenosanuii Ne1021062512052-5-3.2.2
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Abstract
The paper presents the results of the preimplantation genetic testing for a couple in which both
spouses are carriers of balanced autosomal translocations. The chromosome segregation pattern and
individual characteristics of quadrivalents for both rearrangements were determined, and the risk of
reproductive problems in a offspring who inherited a maternal translocation was assessed.
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