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OCOBEHHOCTWN MEVOTWUYECKOW CEFPErALIN
XPOMOCOM 13 U 14 Y TETEPO3UIOTHbIX HOCUTENEN
POGEPTCOHOBCKOW TPAHC/NIOKALIMW der(13;14)(q10;q10)

MpeacTasneHbl pe3ynbTaTbl UCCAeA0BAHNA 0COBEHHOCT i
Meli0TMYecKol cerperaumn xpomocom 13 n 14 B cnepma-
To30omgax NATU FeTepo3nroTHLIX HOocuTeneid pobepT-
COHOBCKOI TpaHcnokauuu der(13;14) meTogom ¢hio-
pecueHTHOIi rmnbpuansayum in situ. BoiseneHo npeobnagaque
anbTepHaTMBHOrO Twuna cerperayum xpomocom (78,2 +
+ 5,7 %) C He3HaunTeNbHbIM BapbWpPOBaHMEM 4YacTOT
cbanaHcupoBaHHbIX cnepMaTo3ouios (69,4—86,5 %). Cer-
perauuio no COBMeCTHOMY Twuny ¢ obpa3oBaHvWem Hecba-
NaHCMPOBaHHbIX rameT BbifBNAAM B 18,64 = 4,90 % cnep-
maTo3ongos, no Tuny 3:0 —8 2,48 + 1,20 % cnepmaTo-
301g08B. [lonyyeHHble pe3ynbTaTbl MOXKHO WUCNONb30BaTb
0N MefMKO-TeHeTUYEeCKOro KOHCYNbTWUPOBaHWUSA reTepo-
3UrOTHbIX HOCMTeneil pobepTCOHOBCKOW TpaHcnoKauum
der(13;14), 0ocobeHHO Ans NPOrHO3MpoBaHWUs BEPOSTHOCTHU
MoNyyYeHNs HopMasbHbIX/cHanaHCUpPOBaHHbIX AIMOPUOHOB MpPU
NpoBefeHNN LMKN0B BCNOMOraTe/bHbIX PENPOAYKTUBHbIX
TEexXHONorui.

KnioueBble cnoea: 6ecniofne, pobepTCOHOBCKME TpaHc-
floKauuu, cerperawmsi XpoOMOCOM.

BeefeHve. B CTpyKType XpOMOCOMHOM natonoruu
Yy MYX4UH ¢ 6ecniomMemMm OA4HO U3 OCHOBHbIX MeCT
NPUHAANEXMUT CTPYKTYPHBbIM NepecTpoikam, B YacT-
HOCTW PO6EpPTCOHOBCKUM TpaHCA0KaLusaM, KOTO-
pble 06pasyloTcs NpU CAUAHWUWU AWHHBLIX Mey
aKPOLEHTPUYECKMX XPOMOCOM. 1oTeps KOPOTKMX
nnae4y XpoMOCOM He MMeeT PeHOTUNUYECKOro npo-
AIBNIEHUA, MOCKO/bKY TeHbl, JIOKAIM3NPOBaHHbIE B
MX palioHax, TakXe 3aKOAUPOBaHbl B KOPOTKUX
naeyax Apyrux akpoLeHTPUUEeCKUX XPOMOCOM.
O6uwenonynaunoHHas YyactoTa po6epTCOHOBCKMX
TpaHcnokaumii coctasnset 0,001 % [1], a B rpyn-
ne MyXuuH ¢ 6ecnnoguem —2—3 % [2]. N3 BO3-
MOXHbIX AeCATU KOMOUHALWIA NATU aKPOLLeHTPU-
4eCKUX XPOMOCOM Hanb0/ee 4acTo BbISBASIOT pO-
6epTCOHOBCKYIO TPaHCNOKaLUK C BOBEYEHUEM
Xpomocom 13 n 14 —der(13;14), cocTaBnsoLWyo
75 % BCeX HeroMo/IorMyHbIX PO6EpPTCOHOBCKMX
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TpaHcnokauuii [3]. BTopas no uactote pobept-
COHOBCKas TpaHcnokauusa 6et(14;21) cocTtaBnsieT
10 %; B oCTa/ibHbIX C/yyadx OnpefenstoT nepe-
CTPOKN C BOBNEYEHMEM APYTUX aKpoLeHTpuyec-
KMX XpOMOCOM. P06epTCOHOBCKME TpaHCNoKaLuu
C BOBJ/IEYEHNEM FOMOIOrMUYHBDK XPOMOCOM BbILLIB-
NAKT KpaliHe peako.

Hocutenn pobepTCOHOBCKUX TpaHCcaoKauui
(hEHOTUNUYECKU HOPMAIbHBI. Y MY>XUYUH BO3MOX-
Hbl HapyLleHUs cnepmaToreHesa, NposBASAIOLLMECS
B CHWKEHWUW KOHLEHTpaL MK, NOABUXHOCTU crepMa-
TO30MA0B, a TakXke yXyAweHun ux Mopgonoru-
YeCKUX XapakTepucTuk. ®eHoTUNMYeckoe NposB-
NeHve pobepTCOHOBCKUX TPaHCMOKaUWi y MyXUUH
MOXET BapbUpoBaTh OT a300CMNepPMUM [0 acTeHO-
3oocnepmumn. Hocutenn TpaHcnokauunn 6et(13;14)
He 006A3aTe/lbHO UMEKOT HapyLleHUsa cnepMartore-
Hesa. YacTtoTa po6epTCOHOBCKMX TpaHCNoKaLuii
6et1(13;14) B rpynne (epTUbHLIX LOHOPOB CrepMbl
NpakTUYecKy He OTANYAETCA OT MOMYAALUOHHOW,
4YTO CBMAETENbCTBYET O TOM, YTO YacTb HOCUTENEN
NepecTpoiky He UMeT PeHOTUNNYECKOro Mnpo-
ABneHus [4].

Y TeTepo3uroTHbIX HocuTeneli pobepTCOHOB-
CKMUX TPaHC/IOKaLWUiA NOBbIEH PUCK HEBbIHALLNU-
BaHWA WU POXAEHUA aeTell ¢ XpPOMOCOMHOM na-
ToNnorveli BcneacTane 06pa3oBaHMA HecHanaHcu-
POBaHHbIX rameT. B npodhase | meiio3a XpoMOCOMbI,
BOB/IEYEHHbIE B MEPECTPOiKY, W XPOMOCOMbI-
roMonoru o6pasytoT TpmBaneHThl [5, 6], TMN aHa-
(ha3HOro pacxoXaeHna KoTopbiK onpeenseT obpa-
30BaHMe cbanaHCMpOBaHHbLX UK HecbanaHcUpo-
BaHHbDK rameT. lpu anbTepHaTUBHOM TWMe cer-
peraynn (AV) o6pasyroTcs HopManbHble/cbanaH-
CMpOBaHHble cnepmato3onabl. CoBMecTHbIN (Ad)
TWUN cerperaunn NpuBOAUT K 06pa3oBaHuMIO raMeT
C HYNAUCOMUAMU NN AUCOMUSAMU XPOMOCOM 13
mnn 14 n B cnyyae OnNaOLOTBOPEHUA —3UTOT C
MOHOCOMMAMMW UAN TPUCOMUAMU XPOMOCOM 131K
14. Pe3ynbTatoM cerperauumu no tuny 3:0 ABngeTca
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Oc06eHHOCTU MeROTUYECKON cerperaymm Xxpomocom 13 u 14y reTepo3nroTHbIX HOCUTeNei

obpa3oBaHue rametr C ABOWNHLIMU AUCOMUAMU W
MOHOCOMUAMU (PUCYHOK).

3AMNUpMYecKne 4acToTbl HecbanaHCUPOBaHHbIX
rameTt y HocuTenen po6epTCOHOBCKUX TPaHCNOoKa-
LW OTANYAKOTCA OT TEOPETUYECKUX U MO JaHHbIM
pasHblX aBTOpoB cocTtasnAwT 1137 % [7, 8]. Y
MYXUYUH —HOCUTeNeil po6epTCOHOBCKUX TpaHC/o-
KaLuin 0CO6EHHOCTU cerperawumm XpoMocoM MOXHO
nccnenoBaTb C NOMOLLLIO (P/IFOOPECLEHTHOW in Si-
tu rmbpugmnsaumm (FISH) Ha geKoHAeHCUPOBaH-
HbIX fAgpax cnepmarosougos. FISH-uccnegosaHue
Cnepmaro30uz0B Mo3Bo/feT MHANBUAYANLHO OLe-
HUTb COOTHOLUEHMEe cHanaHCMpPoOBaHHbIX U Hecba-
NaHCUPOBAHHLIX CMEepMaTO30M0B Y KaXA0ro Ho-
CUTeNs TpaHcnoKauun. ITOT METOA ABNAeTCs Bbl-
COKOMH(OPMATUBHBLIM NPY MPOBEAEHUN MeLUKO-
reHeTUYeCKOro KOHCY/bTUPOBaHUSA, OCO6EHHO B
OTAEeNeHNAX BCMOMOraTenbHbIX PenpofyKTUBHbIX
TexHonoruin (BPT), NOCKONbLKY M0O3BONASET UHAU-
BMAYann3npoBaTb BepoATHOCTb Mony4veHus cba-
NaHCMPOBAHHbLIX 3M6PNOHOB B Luknax BPT.

Llenb HacToALL el paboTbl —1poaHanM3npoBaTtb
0CO0OeHHOCTK cerperaummn xpomocom 13 n 14 B ra-
MeTax MATU MY>XUMH, HOCUTeNein Hambonee vac-
TOWN po6epTCOHOBCKON TpaHcnokauun der(13;14).

Martepnanibl 1 metofbl. KapuoTtun 45,XY,
der(13;14)(g10;910) BbIWBAEH Y NATU MYXXUUH, HE
NMerLMNX Mexay Co60i KPOBHbIX CBA3El U 006-

patuBlimxcs B KNMHWUKY penpoayKTUBHON Meau-
UUHbl «Hagmsa» B cBA3n ¢ Gecnnoguem. Liutore-
HeTu4yeckoe mccnefoBaHue nNposognnm Ha ®rA-
CTUMYNMPOBAHHbIX TMMQounTax nepugepmnyec-
Kol kpoBu. AHanuauposanm 20 GTG-0OKpalleH-
HbIX MeTaasHbIX NNaCTUH C MUHUMabHbLIM pas-
peweHnem 550 AMCKOB Ha raniOWAHbIA FEHOM
cornacHo MexayHapogHoi HOMeHKNaType Xpomo-
com yenoseka (ISCN 2009) [9]. Mpu nogo3peHnn
Ha MO3auLM3M KOMMYeCTBO MPOaHaIn3npoBaHHbLIX
naacTuH ysenuumeanu go 50. Monumopdumsm rete-
POXPOMATUHOBLIX palilOHOB XPOMOCOM paccmaTpu-
Ba/M KaK BapuvaHT HOPMblI.

Mpy oueHKe 3AKynATa PYyKOBOACTBOBA/NCH
TpeboBaHMs MM BCeMUpPHOI opraHusaunm 34paBo-
oxpaHeHuna (WHO, 2010) [10]. 3akntoueHune «onmro-
300CnepMus» CTaBuAM NPU KOHLEHTPaL N cnepma-
To30mM0B MeHee 15-106Mn; «acTeHOcnepmMuUs» —B8
Cny4yasx CHVKEHUS MOABUMXKHOCTM y Gonee 32 %
CNepmMaTo30oUf0B; «TepaTtocrnepMus» —B Clydasax
06Hapy>KeHnsa MophoNormMyecknx aHoManuii y 6o-
nee 96 % cnepmaTo30UAo0B.

Ona nposepeHns FISH akTMBHO-NOABWXHYIO
(hpakuuMo crepmato3ongoB obpabaTbiBanu ukca-
Topom KapHya, NpoBOAUNN LeKOHAEHCALNIO AAep
B 1 N pactBope NaOH c nocnegytoLuiein gerngpa-
Taumenn ctekon B 70- n 96%-Hom pacTBOpax 3Tu-
nosoro cnuprta. MMépnan3aLMoHHY CMecb roTo-

Cxema cerperauum XpomMocoM Yy HocuTeneid pobepTCOHOBCKON TpaHcnokauuu der(13;14) n o6pasoBaHus 3u-
rot nocne OMJOAOTBOPEHWUS cnepMaro3onpamu C OnpeAefieHHbIM HabopoM XPOMOCOM: C HopManbHbIM (1) u
cbanaHcupoBaHHbIM (2) KapuoTUMNOM; ¢ Tpucommeid (3) n MoHocomueli (4) xpomocombl 14; ¢ Tpucomuein (5) n
MOHOcOMMel (6) xpomocombl 13; ¢ Tpucomuein xpomocomsl 13 u 14 (7); ¢ MOHOCOMUeE Xpomocombl 13 n 14 (8)
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BUIN M3 NOKYC-CNeumdnyeckoin npobsl K paiioHy
g34 xpomocombl 13 (LSI 13934, SpectrumOrange,
«Vysis», CLLIA) 1 TeNoMepHO Npo6bl K ANMHHOMY
nnevyy xpomocombl 14 (Telldq, SpectrumGreen,
«Cytocell», CLUA) B rubpugmnsaumoHHomMm 6ydepe
(«Vysis», CLUA). Ob6pasybl geHaTypupoBanu B
0,25%-Hom pacTBope (hopmammga B 2+SSC. [Ans
rmépmamsaynmn ncnonb3osanm npnéop HybriMax,
«Abbott Molecular», CLUA. Mocne runbpngmsa-
uumn ctekna npombianm B 0,4xSSC/0,3 % NP-40
(pH 7) B TeyeHue 2 MWUH Npu Temnepatype 72 -C,
fanee B 2xSSC/0,1 % NP-40 (pH 7) B TedeHne 1MuH
NMpu KOMHAaTHOW TemnepaType. MpeAMeTHble CTek-
na nokpbiBanu 4'6-gnaMmngnHo-2-peHnInHL0MN0M
(DAPI 11, «Vysis», CLUA). 09 MUMKPOCKONUMN UC-
Mo/b30Ba/IN MUKPOCKOMN C (h/IF0OOPECLLEHTHON Ha-
cagkoii AxiolmagerM1 («Zeiss», FepmaHus), Ao-

KYMEHTUPOBaHWE OCYLLECTBANN C NMOMOLLbK Npo-
rpaMMHoro obecnevenus Isis (MetaSystems). Oue-
HMBaNW MpenapaTtbl ¢ TMOPUAN3ALNOHHOK 3hdek-
TUBHOCTbLIO 60nee 99 %. MepekpbiBatoLMecs crep-
MaTo30Mbl 1 CNepMaTo30ubl C HapyLLIEeHUeM Lie-
NOCTHOCTW FONOBKU HE YUUTbIBAIN.

Cratnuctmyeckyto 06paboTKy AaHHbIX MPOBO-
annn B MsExcel. [ina cpaBHEHUS 4acTOT UCMNOJb-
30Basin KpUTepuin x2

PesynbTaTbl MccnefoBaHUA U KX 06CYXXJeHWe.
VccnegoBaHue MeiloTMYECKON cerperaumm y Ho-
CUTENei CTPYKTYPHbIX XPOMOCOMHbIX MEPeCTPoeK
BbICOKOMH()OPMATUBHO A8 MeLUKO-reHeTuyec-
KOr0 KOHCY/NbTUPOBaHMA. CyLLeCTBYIOT HECKO/bKO
MOLXOL0B K OMNpefefieHNI0 YacToT CerperaumoHHbIX
BapMaHTOB y HOCUTENen pobepTCOHOBCKNX TPaHC-
NOKaUWii: MeXBUA0OBOE OMIOA0TBOPEHUE C U3YyYe-

Ta6nuua 1. SlabopaTOPHO-KIMHMYECKas XapaKTepUCTMKa NaLMeHToB

¢ kapuotunom 45,XY,der(13;14)(q10;q10)

Ne KoHueHTpaums

- BB cnepuaroongos XaparepncTi Avaes

eHTa x108mn
1 33 58 AcTeHoTepaTo3oocnepmumsa BTopuuHoe 6ecnnogne
2 31 215 AcTeHo300Cnepmus BTopoii camMonpoun3BObHbIN abopT
3 36 4 OnnroacteHoTepaTto3oocnepmumsa MepBblli cCaMONPON3BONbHLIA abopT
4 38 5 To xe MepBnyHOe Becnnogue
5 27 8 » MepBuyHoe 6ecnnogue

Tabnmua 2. YacToTbl BapuaHTOB cerperayum xpomocom 13
¢ kapuotunom 45,XY,6er(13;14)(410;410)

Tun cerperauum un
XPOMOCOMHBbIIA HaGop

C6anaHcUpoBaHHOCTb
KapuoTuna

Alt
13-14 der(13;14) Co6anaHCMpOBaHHbI
Adj
13-der(13;14) Ouncomusa 13
14- Hynnucomunsa 13
14-der(13;14) Ouncomusa 14
13- Hynnucomusa 14
cymma
3:0/2n
13-14-der(13;14) [Aucomusa 13, gucomusa 14, 2n
Opyrve
50

n 14 B cnepmaTo3ongax My>K4uH

MavumneHT
CpepHee
1 2 3 4 5
78,4 75,5 81,2 86,5 69,4 78,20 £ 5,7
32 4.1 3,8 3,1 7,3 430 £ 15
54 53 4,2 32 8,6 534 + 18
4.8 6,1 2,9 4,3 59 480 £ 12
6,9 4,4 3,6 17 4,4 420 £ 17
20,3 19,9 14,5 12,3 26,2 18,64 + 4,9
1,4 2 3,7 11 4,2 2,48 + 12
0,1 0,8 0,6 0,1 0,2 0,36 + 0,3
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HMeM KapuoTuna 3uroT [11], nHbekumsa cnepma-
TO30MA0B B MbILWNHbIE OOLUTLI C NOCNEAYHOLLUM
LNTOreHETUYECKMM MCCnefoBaHnem 3uroT [12] nnm
CKPUHUWHT CMepMaTo30M10B MY>XUYMNH-HOCUTENEN C
ncnonb3oBaHmem 3oHgoB ans FISH [13]. Moc-
neAHWiA N03BONSET OLICTPO M 3DPEKTUBHO NCCe-
[0BaTb 3HaYMUTE/IbHOE KOMIMYECTBO CNepMaTo3ou-
[l0B B KpaTKMe CPOKMK, 4YTO 06YCnoBIMBaeT Hanbonee
LINPOKOE ero npuMeHeHue. TeM He MeHee 06beM
nccnefoBaHWiA cerperaynm XpoMocom Y HOCUTENel
POBEPTCOHOBCKUX TPaHC/IOKALMIA OFpaHUYeH, YTo
06yCNoBNEHO HW3KOW MONYASLMOHHOM YacTOTOM
3TOro TWUna nepecTpoek. bonee Toro, pesynbrarhl
M3yYeHUs cerperauum HeEroMoreHHbl U 06bIYHO
COCTOAT M3 eAMHUYHbIX cnydvaeB [14, 15] nu6o
rpynn n3 5—11 nauuneHtos [7, 16, 17].

PesynbTaTbl UccnefoBaHMsa 3sKynaTa U na6o-
PaToOpHO-KNMHMYECKAA XapaKTepucTuKa nauuneH-
TOB C KapunoTtunom 45,XY,der(13;14)(g10;q10) npea-
CTaB/ieHbl B Tabn. 1

Vicnonb3oBaHue ABYXLBETHON cMecn Npob ans
Xpomocom 13 1 14 no3BOSIUIO ONpPeaenaTb cnep-
MaTo30MAbl C HOpMasbHbIM/COanaHCUPOBAHHbLIM
HabopoM XPOMOCOM (HecyllMe OANH KPaCHbIN W
OfMWH 3€NeHblli CUTHaM) U CrepmMaTo3ouibl ¢ He-
cbanaHCMpOBaHHbIM XPOMOCOMHbLIM Habopom (c
OTCYTCTBMEM CUTHAMIOB B CAy4YasxX HYNIUCOMUU NN-
60 ABYMSA CUTHanamm B cniy4vasax gucomun). Mc-
Nonb30BaHWe CMecu 13 AByX Npob He Mo3Boaunso
AnddepeHUMpoBaTb AMNAOMAHBIE CNEPMaTO30M-
Abl U crniepmaTo3oubl ¢ cerperayuein no tuny 3:0.

AHann3 Meii0TMYeCKO cerperaumnm XxpoMmocom
13 1 14 y natTm myxuuH c der(13;14) nosBo-
nnn o6HapyXunTb npeobnagaHue anbTepHaTUBHO-
ro Tuna cerperaymm ¢ obpasoBaHueM cbnaHcu-
pPOBaHHbIX ramer. CpefiHAA 4yacToTa HOPMalb-
HbIX/c6anaHCMPOBaHHbIX CNEPMAaTO30MA0B COCTa-
Buna 78,2 £ 57 % wn Bapbuposana ot 69,4 fo
86,5 % (Tabn. 2).

YacToTa cnepMaTo30MA0B C HYNMCOMUER 1 An-
comMMein XxpomocoM 13 1 14 cTaTUCTUYECKMN He OT-
Nnyanacb U COOTBETCTBOBANA OXWIAEMOMY COOT-
HoweHMto 1:1. AHanornyHole pesynbtatbl Noayye-
Hbl 1 B psije ApyruxuccneaoBanuii [14, 16]. OgHako
CyLLecTBYHOT pob0Thl, B KOTOPbIX BbISIB/IEHO MO-
BbILUEHWE YaCTOTbl HYIINCOMUIA OTHOCWTENLHO
ANCOMMIA XpoMocoM 13 1 14 B ramMeTax HOCUTENEN
der(13;14) [18—20]. MNoTeps curHana BCneacTBme
HU3KON 3(DPEKTUBHOCTM TMBpMAn3aLNN MOXET
ABNATLCS MPUUYUHOWA apTeakTHOro MOBbIWEHUS

ISSN 0564—3783. LiuTonorna v reHeTuka. 2014. T. 48. Ne 3

4acTOTbl HYIIMCOMUIA. YacTOTbl AUCOMUN XPOMO-
coMm 13 1 14 He oTamyanucek. OTCYTCTBUE Pa3HULLbI
B YacToTax AUCOMUU XPOMOCOM 13 1 14 oxnpaemo,
yunTbiBast OLMHAKOBbIA pa3mep XpOMOCOM, BOB/e-
YeHHbIX B NEPECTPOIKY.

Hawwn pe3ynbTaTbl COrnacyloTcs ¢ AaHHbIMU
Opyrux uccnefoBaTtesiel 0 NPenMyLLeCTBEHHOM
pacxoXgeHUn XPOMOCOM MO afbTepHaTUBHOMY
TUNy B cnepmaTo3omaax HocuTeneir 6et(13;14)
(tabn. 3).

MpeobnagaHue anbTePHATUBHOFO TWMa cerpe-
rauum ramet obycnosneHo obpa3oBaHMEM TpuBa-
neHTa B npodiase | melio3a ¢ N-KoHDUrypayuei,
CK/IOHHOT O K CEerperaymm no afibTepHaTUBHOMY TU-
ny [24]. OaHako yacToTa c6anaHCMPOBaHHbLIX ra-
MeT 415 KaXAOro M3 HocuTenelh MHAMBMAYanbHa
n Konebnetcs ot 69,4 go 86,5 %. MokasaHo, YTO
yacToTa HecbaaHCUPOBaHHbIX CMepMaTo30MJ0B 3a-
BMCUT OT KOHLEHTpaL M1 cnepmaTo3onioB: CO CHU-
YKEHMEM KOHLEHTpaLuu cnepMaTo3omaoB Bo3pac-
TaeT pUckK obpa3oBaHnsa HecbanaHCMpPOBaHHbIX ra-
MeT [16]. Bonee Toro, HapyLLeHNe cerperawunum Xpo-
MOCOM, BOBJIEYEHHbIX B TPAHC/AOKAaL MK, MOXET
NPUBOAMTbL K HapyLLEHUH crepmartoreHesa, noc-
KONbKY Hec6anaHCMpPOBaHHbIA Habop XPOMOCOM
ABNseTcA HakTOpPOM, 3afep>KMBaloLW MM aHagasy 1
NPMBOAALLMM K 670Ky K/IETOYHOrO LMKaa yepes
anonTMyecknii NyTb, KaK ONMUCaHO Y Mblleli —HO-
cuTeneli pobepTCOHOBCKMX TpaHCcnoKauuinm [25].
Moka3aHO TakXe MOBbILIEHWNE YPOBHA MapKepoB

Tabnuua 3. PesynbTaTbl UCCNef0OBaHUA cerperaymm
XPOMOCOM Y FeTepo3nroTHbIX HocuTeneii iier(13;14)

Konunyectso CpegHss
yacToTa
pynna 5 npoaHau- cbanaH-
ncecneposatenen nauu-  3MpPOBaHHbIX CMPOBaHHbIX
€HTOB cnepma- crnepmaroso-
TO30Mf0B naos, %
Escudero et al. [18] 2 2022 75,5
Frydman et al. [19] 3 3116 89,36
Morel et al. [20] 3 5102 84,28
Ogur et al. [8] 7 5213 84,65
Kekesi et al. [21] 1 1629 90,9
Perrin et al. [22] 6 8775 86,07
Cassuto et al. [23] 2 200 84,93
Ferfouri et al. [16] 1 9881 81,8
Mahjoub et al. [7] 5 842 71,5
51
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anonto3a n ¢parmeHtauum OHK B cnepmarto-
30Mpax HocuTenein pobepTCOHOBCKMX TPaHCIOKa-
LUMIA OTHOCUTENBHO (hepTU/IbHbIX LOHOPOB CrepMbl
[26]. Takum o6pa3om, pasHuUa B NokasaTensax
cnepmorpaMmbl MOXKeT 00Yyc/ioBMBaTb Bapbupo-
BaHWe 4acToT cbanaHCMPOBaHHbLIX CNepMaTo30u-
[l0B Yy HOCuTeNneid pob6epTCOHOBCKOW TpaHC/OKa-
umnm 6et(13;14) B pasHbIX UCCNeLOBaAHUAX.

PUCK HeBblHALLMBAHUA U POXAEHNA pebeHKa C
XPOMOCOMHOW natonorvein y Hocuteneii 6et(13;14)
coctasnser 15 1 0,4 % cooTBeTCcTBEHHO [27]. MO
pesy/nbTaTaM WMHBA3MBHOW MNpeHaTabHOW AmarHoc-
TUKN 6GepeMeHHOCTell HocuTenelr pobepTCOHOB-
CKMX TpaHCNoKaLnii HecbanaHCMpPOBaHHbINA Kapuo-
TVN Nnoja onpefenatoT B 15 % cnyyaes XKeHLWnH —
HocuTenen TpaHcnokaumini n B 2 % cnyyaeB MyX-
YMH-HocUTeNen [28]. MoBbILLEHUE YAcTOTbI 06pa-
30BaHUA HecbanaHCMPOBaHHbLIX rameT Y XEeHLLMH
MoKa3aHO B OrpaHUYeHHOM KONM4YecTBe UCCNeno-
BaHWiA [29]. JaHHble O NOBbILWEHUN YaCTOThl 06-
pa3oBaHusa HecbanaHCMpPOBAHHbLIX raMeT Yy XXeH-
LWMH NO CPaBHEHMUIO C MYXUYMHAMU NOMYYEHbI TaK-
e Mpun nccnefoBaHMN BapuaHTOB cerperauum xXpo-
MOCOM B 3M6pMOHaxX HocuTeneid po6epTCOHOBCKMX
TpaHcnokaumii [30]. BeposaTHo, B npouecce A03-
peBaHUs raMmeT y MY>4YMH 4acCTb CNepMaTo30uoB
C HecbanaHCMpOBaHHbLIM HA6OPOM XPOMOCOM 3/1U-
MUHUpPYeTCcA. TeM He MeHee, y4uTbiBas AocCTa-
TOYHO BbICOKYO YacTOTy 06pa3oBaHus HecHanaH-
CUPOBaHHbIX rameT, HOCUTENAM POGEPTCOHOBCKMNX
TpaHcnoKauuii cnegyer PeKoMeHoBaTb MpeuM-
NNaHTaLMOHHYIO TeHeTUYECKYH AnarHoctuky. Ce-
NeKumsa HopmanbHbIX/cbanaHcUpoBaHHbIX 3MOpU-
OHOB Y TaKUX NaLMeHTOB CNOCOOCTBYET He TOSlb-
KO MOBbILEHWNIO YACTOTbl HACTYMN/eHNs 6epeMeH-
HOCTW, HO U CHWXEHWH PUCKOB HeBblHALIMBa-
HUSA N poXAeHUA pebeHKa ¢ XpOMOCOMHOWM naTo-
noruei.

BbIBOAbIL Y retepo3vuroTHuUX Hocutenel 6et(13;14)
npeo6nafaet anbTePHATMBHbLIA TUN Ccerperayum
xpomocom 13 u 14 ¢ obpa3oBaHuMeM cbHanaHcu-
POBaHHbLIX raMeT. BbIIB/IeHO He3HaUUTelbHOe Ba-
pPbUpOBaHME 4aCcTOT cHaNaHCMPOBaHHbLIX CrepMa-
To3omgos (69,4—86,5 %) y nATU mccnegyembix
nauneHToB. Mony4yeHHble pe3ynbTaTbl MOXHO UC-
Nnonb30BaThb AN MEAUKO-TeHETUYECKOTO KOHCY/1b-
TUPOBAHUSA TEeTepO3UTrOTHLIX HOCUTENein Hambo-
nee 4yactoil pobepTCOHOBCKOW TpaHcnokauuu
6e1(13;14), 0COGEHHO B PenpofyKTUBHbLIX K-
HUKax nepej MCnosnb30BaHWeM BCMOMOraTe/lbHbIX
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PENpPOAYKTUBHbLIX TEXHONOTWMIA ANs MPOrHO3Mpo-
BaHWSA BEPOATHOCTU MONTyYEHNS HOPMa/IbHbIrX/c6a-
NaHCMPOBAHHbIX 3MOPMOHOB.
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MEIOTIC SEGREGATION OF CHROMOSOMES
13 AND 14 IN SPERM OF HETEROZYGOUS
ROBERTSONIAN TRANSLOCATION der(13;14)
(q10; q10) CARRIERS

Meiotic segregation of chromosomes 13 and 14 was as-
sessed by fluorescence in situ hybridization on sperm
of five heterozygous carriers of the most frequent Ro-
bertsonian translocation der(13;14). Alternate segrega-
tion mode was predominant (mean 78,2 + 57 %).
The prevalence of balanced sperm varied from 69,4 to
86,5 %. Adjacent segregation mode was detected in
18,64 + 4,90 % of sperm; 3:0 mode was detected in
2,48 + 1,20 % of sperm. These results are informative for
reproductive counseling of Robertsonian translocation
der(13;14) carriers, providing information for assessment
of probability of receiving normal/balanced embryos in
assisted reproduction cycles.
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