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OCOBEHHOCTU MEMOTUYECKOW CErPETALMK
XPOMOCOM 13 U 14 Y TETEPO3UIOTHbIX HOCUTE/NEN
POBEPTCOHOBCKOIN TPAHCJIOKALIMM der(13;14)(q10;q10)

Tlpedcmasnenvt pesyavmamol uccaedoganust 0codenHocmetl
Meliomuueckoli ceepeeayuu xpomocom 13 u 14 6 cnepma-
MO30U0aX NAMU 2emepo3uOmHbIX Hocumenell pobepm-
coHoeckou mparncaokayuu der(13;14) memodom aroo-
pecueHmHuoll cubpuduzayuu in situ. Boiseaeno npeobaradanue
anbmepHamuerHoco muna ceepeeavuu xpomocom (78,2 *
+ 57 %) ¢ HesHauumenbHbiM 8apbUPOSAHUEM HACMOM
CcOanancupo8anHvix cnepmamo3ouoes (69,4—86,5 %). Cee-
peeayuio no cO8MeCMHOMY MUny ¢ 00pazoeanuem Hecoa-
AGHCUPOBAHHBIX 2amem ebiaeinu 6 18,64 £ 4,90 % cnep-
mamo3soudos, no muny 3:0 — e 2,48 = 1,20 % cnepmamo-
30u006. I[losyuennvie pe3yabmamol MOJCHO UCNOAb308AMD
0151 MeOUKO-2eHemu4ecKkoe0 KOHCYAbMUPOBAHUs 2emepo-
3UOMHBIX HOCUmenell pPobepmcoOHOBCKOU MPAHCAOKAUUU
der(13;14), ocobenro 0as NPOSHO3UPOBAHUS BEPOAMHOCHIU
NOAYHEHUs] HOPMAAbHBIX/COANAHCUPOBAHHBIX IMOPUOHO NpU
npoeedenuU YuKA08 8CHOMOAMENbHBIX PenPOOYKMUBHBIX
mexHoA02Ul.

Karouesvte caoea: 6ecnaodue, pobepmcoHoscKue mpauc-
AOKQyuU, cezpeeayusi XpoMocoMm.

Bgenenue. B cTpykType XpOMOCOMHOI MaTOJOTUNA
Yy MY>XKYMH C OECIUIOAMEM OIHO U3 OCHOBHBIX MECT
MIPUHAIUIEXXUT CTPYKTYPHBIM ITePEeCTpOiiKaM, B 4acT-
HOCTU POOEPTCOHOBCKUM TPAHCIOKAIIMSIM, KOTO-
pble 00pa3yloTcs MPU CIUSHUM IJIUHHBIX TUIEY
aKpOIEHTPUUYECKUX XpoMocoM. [loTepst KOpOTKUX
IJIed XpOMOCOM He MMeeT (PeHOTUITMYECKOTO TPO-
SIBJICHMSI, TIOCKOJIBKY T€HBI, JIOKAJIM3UPOBAHHBIE B
X paifoHaxX, TakXke 3aKOAMPOBAHBI B KOPOTKHUX
mjieyax APYTruxX akKpOLUEHTPUYECKUX XPOMOCOM.
OOuienonyIsilMOHHasE 4acToTa POOEPTCOHOBCKUX
tpanciaokaunii cocrasnser 0,001 % [1], a B rpy1I-
e MyXduH ¢ 6ecrutogueMm — 2—3 % [2]. U3 Bo3-
MOXKHBIX IeCSITH KOMOWHALIMI MSATH aKPOLIEHTPH -
YECKUX XpOMOCOM HanboJiee YacTo BBISIBISIOT PO-
OEpPTCOHOBCKYIO TPAHCIOKAIIUIO C BOBJICYECHUEM
xpomocoM 13 u 14 — der(13;14), cocrapisiolyto
75 % Bcex HErOMOJIOTMYHBIX POOEPTCOHOBCKUX
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TpaHcnokauuii [3]. Bropas 1mo yactore pobOepT-
coHoBckas TpaHciaokauus der(14;21) cocrabisieT
10 %; B oCTaXbHBIX CITy4asX OIPEIEIISTIOT Tepe-
CTPOMKM C BOBJIEYEHUEM JIPYTMX AKPOLIEHTPUYEC-
KHX XpoMocoM. PobGepTcoHOBCKME TpaHCIOKAIIUT
C BOBJICUCHUEM TOMOJIOTUYHBIX XPOMOCOM BEISIB-
JISIIOT KpaHe PeaKo.

Hocurenn poOEepTCOHOBCKMX TpaHCIOKALIM
(peHOTMIIIUECKM HOPMAJIBHBL. Y MYKYMH BO3MOXK-
HBI HapYIICHUS CIIepMaToreHe3a, MPOSIBIITIOIINECS
B CHIDKEHUU KOHIICHTPALIUA, TIOABYDKHOCTH CIIepMa-
TO30MIOB, a TaKKe YXYALICHUH WX MOPDOJIOTH-
YeCKUX XapaKTepucTnK. PeHOTUTTMIECKOE TIPOSIB-
JIeHNe pOOEPTCOHOBCKMX TPAHCIOKALWI Y MYKIMH
MOXET BapbMpOBaTh OT a300CMEPMUU 0 aCTEHO-
3oocnepmun. Hocutenu tpancinokaimu der(13;14)
He 00s13aTeIbHO UMEIOT HapyIIeHUs CIiepMaTore-
He3a. Yacrtora poOEpPTCOHOBCKUX TpaHCIOKALIMA
der(13;14) B rpymmne (GhepTUIbHBIX TOHOPOB CIIEPMbI
MPAKTUYECKN HE OTIMYAETCS OT TOIYJISIIIMOHHOM,
YTO CBUIETEIBCTBYET O TOM, YTO YaCTh HOCUTENIEH
MepecTpoOiiK He MMEIOT (PeHOTUITNIECKOTO TIPO-
siBjieHus [4].

VY reTepo3uroTHbIX HOCUTEsell poOEepTCOHOB-
CKUX TPaHCJIOKALIMI TOBBIIIEH PUCK HEBBIHAIIIM-
BaHUS WM POXICHMS JeTeil ¢ XpOMOCOMHOI Tia-
TOJIOTUEN BCJIeACTBME 00pa3oBaHMsI HecOalaHCU-
poBaHHBIX rameT. B mpodase 1 meiio3a xpoMocoMmsl,
BOBJICUCHHBIE B TIEPECTPOMKY, M XPOMOCOMBI-
TOMOJIOTH 00pa3yIoT TpUBAJIEHTHI [5, 6], Thm aHa-
(haszHOrO pacxoxaeHUs1 KOTOPBIX OTIpeaesisieT 0opa-
30BaHUE COAJIAaHCUPOBAHHbBIX UM HecOalaHCUPO-
BaHHBIX TaMeT. [Ipu aabTepHATUBHOM THUIIE CET-
perauuu (Alt) oOpasyloTcsi HopMajibHble/cOalaH-
cupoBaHHbIe criepMaTo3ouibl. CoBMecTHbIN (Ad))
THTI CeTperaluy MIPUBOIUT K 0Opa30BaHUIO TaMeT
C HYJUIMICOMUSMHU WU OTUCOMHSIMU XpoMocoMm 13
wii 14 u B ciaydyae OIUIONOTBOPEHUSI — 3UTOT C
MOHOCOMUSMU MJIU TPUCOMUSIMU XPOMOCOM 13 mmm

14. Pe3ynbraTom cerperauuu mno tuiry 3:0 sBiisieTcs
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oOpa3oBaHUE TaMET C JABOMHBIMU ITMCOMMSIMU U
MOHOCOMUSIMU (PUCYHOK).

DMITUPUYECKUE YaCTOThl HecOaTaHCUPOBAHHBIX
raMeT y HocuTesieid poOepTCOHOBCKMX TPaHCIOKa-
LM OTJIMYAIOTCS OT TEOPETUUYECKUX U IO JAaHHBIM
pasHbIX aBTOpoB coctapsiior 11—37 % [7, 8]. ¥V
MY>XYMH — HOCUTeJield poOepTCOHOBCKUX TPaHCIIO-
KalMii 0COOEHHOCTU Cerperaluyu XpoMOCOM MOXHO
HCCIIEI0BaTh C MOMOIIBIO (hJIIOOPECLIEHTHOU in Si-
fu tubpunuzaunu (FISH) Ha nekoHaeHCUpOBaH-
HbIX sgnapax crnepmato3ouaoB. FISH-uccnenosaHue
CHEepMaTO3010B MO3BOJISIET MHANBUAYAJIbHO Olle-
HUTb COOTHOILLIEHUE cOalaHCUPOBAHHBIX U HecOa-
JIAHCUPOBAHHBIX CIIEPMATO30UIOB Y KaX/I0ro HO-
CUTEJISI TPaHCIOKALMU. DTOT METOJ SIBJISIETCSI BbI-
COKOMH(MOPMATUBHBIM MpPU MPOBEACHUN MEIUKO-
T€HETUYECKOTO KOHCYJbTUPOBAHMSI, OCOOEHHO B
OT/IEJIEHUSIX BCIIOMOTATEJbHBIX PENPOAYKTUBHBIX
texHosoruit (BPT), mockoibKy Mo3BOJISIET UHAM-
BUYaJIM3MPOBATh BEPOSITHOCTb MOJYYeHHUsT cOa-
JIAaHCUPOBaHHbBIX 3MOpPHOHOB B LIMKiaax BPT.

Ilenb HacTosIIEl pabOOTHl — MPOAHAIM3UPOBATH
0COOEHHOCTHU cerperauu xpomocom 13 u 14 B ra-
MeTax ISITA MYXXUYWMH, HOCUTeJlell Haubosiee yac-
TOU poOepTCOHOBCKOM TpaHcnokauuu der(13;14).

Marepuaast u Meroabl. Kapumorunm 45,XY,
der(13;14)(q10;q10) BbIsIBJIEH y MSATU MYXUYUH, HE
UMEIOIMX MeXIAy cCOO0Ol KPOBHBIX CBsI3e€ U 00-

paTuBIIMXCcA B KIMHUKY penmpoayKTUBHON Meau-
muHbl «Hamus» B cBsi3u ¢ OecrutonueM. LluTore-
HeTHUJecKoe mccienoBaHue mpoBoamin Ha PIA-
CTUMYJUPOBAHHBIX JUMpoLUTax nepudepuyec-
kot kpoBu. AHanusupoBaiu 20 GTG-okpailieH-
HBIX MeTada3HbIX TJIACTUH ¢ MUHUMAJIBHBIM pa3-
peumieHreM 550 OMCKOB Ha TarulOMAHBIA T€HOM
corjlacHo MexyHapoJHOU HOMEHKJIAType XpPOMO-
coM uesioBeka (ISCN 2009) [9]. ITpu nono3peHuun
Ha MO3auIIM3M KOJMYECTBO TMPOaHAJIU3UPOBAHHBIX
rutacTuH yBenuyuBaiu 10 50. [Tonrumopdusm rete-
POXPOMATUHOBBIX pAHOHOB XPOMOCOM paccMaTpu-
BaJIM KaK BapuaHT HOPMEL.

TIpu oueHke 3sKyjasdTa PYKOBOJICTBOBAJIUCH
TpedoBaHUsIMU BceMUpHO opraHu3aluy 3ApaBo-
oxpanenus (WHO, 2010) [10]. 3axkitoueHne «oauro-
300CIEPMMUS» CTAaBUIU TIPU KOHLIEHTpALIMKU CliepMa-
To30uI0B MeHee 15-10°/Mi1; «acTeHoCTIepMUs» — B
ClIydyasiX CHMKEHMS IOIBMIXKHOCTH y Oojiee 32 %
CMEePMaTO30UA0B; «TEPATOCIIEPMUS» — B ClIydasix
oOHapyxxeHMUsI MOP(hOJOTNUEeCKUX aHOMAaJINA y 00-
nee 96 % criepMaTo30MI0B.

Mg mpoBenenuss FISH akTuBHO-mOABMIKHYIO
(¢pakuuio criepMaTo30ua0B oopadaTbiBaIu (hUKCa-
TopoM KapHya, NpoBoaUJIN IE€KOHAEHCALIMIO SIJEP
B 1 N pacrBope NaOH ¢ nocaenymoleit neruapa-
Tauueit crekoa B 70- u 96%-HoM pacTBOpax 3THU-
JIOBOro cnupTta. ['mopman3anumoHHy0 CMeCh TOTO-

CxeMa cerperaliiu XpoMOCOM Yy HOCHTeJIeli poOepTCOHOBCKOM TpaHciokamuu der(13;14) u obGpa3zoBaHUs 3U-
TOT TIOCJIE OTUIOJOTBOPEHUS CIIEPMATO30MIaMM C OTpeleJIeHHBIM HabOpOM XpPOMOCOM: C HOpMasibHbIM (1) m
cbajaHCUpPOBaHHBIM (2) KapuoTurioM; ¢ Tpucomueii (3) 1 MoHocomueii (4) xpoMocoMbl 14; ¢ Tpucomueit (5) u
MoHocomueit (6) xpomocoMbl 13; ¢ Tpucomueit xpomocoMbl 13 u 14 (7); ¢ MoHOcOoMMeit xpoMocoMbI 13 u 14 (8)
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BUJIM U3 JIOKYC-CIIeM(PUIECKOI TTPOOBI K paiioHy
q34 xpomocomnr 13 (LSI 13q34, SpectrumOrange,
«Vysis», CIIIA) u TeioMepHOU TpOOBI K JJTMHHOMY
miedy xpomocoMbl 14 (Tell4q, SpectrumGreen,
«Cytocell», CIIIA) B rubpuauzalinioHHOM Oydepe
(«Vysis», CIIA). O6pasibl JeHaTypupOBaIu B
0,25%-n0M pactBope dopmammuma B 2xSSC. s
ruOpuan3anum McIojb3oBaau npubdop HybriMax,
«Abbott Molecular», CIIA. Ilocie rubpummusa-
umn crekina npoMbBamu B 0,4xSSC/0,3 % NP-40
(pH 7) B Teuenmne 2 MmuH 1ipu Temrieparype 72 °C,
manee B 2xSSC/0,1 % NP-40 (pH 7) B reuerme 1 Mmun
IIpY KOMHATHO# TeMriepaTtype. [1penMeTHbIe CTeK-
JIa TIOKpBIBAIM 4'6-auaMuanHoO-2-(OeHUITNHIOIOM
(DAPI I1, «Vysis», CIITA). 1715 MUKPOCKOITUHU UC-
MOJIB30BAJIM MUKPOCKOI ¢ (PIHOOPECLIEHTHOI Ha-
cagkoii AxiolmagerM1 («Zeiss», 'epmanust), no-

KYMEHTHUPOBAaHHUE OCYIIECTBIISTA C TIOMOIIBIO TIPO-
rpaMmMHoro obecrnieueHus Isis (MetaSystems). Orie-
HUBAJIA TIpeTapaThl ¢ TMOPUIN3aMOHHON 3(deKk-
TUBHOCTEIO Oosiee 99 %. [1epekphIBatolImecs crep-
MAaTO30MIBI ¥ CIIEPMATO30UIbLI ¢ HapyIIeHUEM Iie-
JIOCTHOCTY TOJIOBKHM HE YUMTHIBAIIN.

CTaTUCTUYECKYIO0 00pabOTKYy AaHHBIX ITPOBO-
nunu B MsExcel. [l cpaBHeHUST 4aCTOT UCITOJb-
30BaJIN KPUTEPUT ¥>2.

PesyabTaThl HMcclenoBaHHS M HX O0OCYXKIEHHE.
HccnemoBanme MeHOTUYECKON cerperallii y HO-
CUTeJIeHt CTPYKTYPHBIX XPOMOCOMHBIX TTepeCTPOeK
BBICOKOMH(MOPMATUBHO TSI MEIUKO-TeHEeTHYeC-
KOTO KOHCYJbTHpOoBaHMUs. CyIIeCTBYIOT HECKOJIEKO
ITOIXOMOB K OIpPEAeTeHNI0 YacTOT CerperallMOHHbIX
BapMaHTOB Y HOCUTEINIE poOepTCOHOBCKIX TPaHC-
JIOKAIIMI: MEXXBUIOBOE OTUIOAOTBOPEHME C M3yde-

Tabauya 1. JTIaGopaTOPHO-KJIMHMYECKAS] XAPAKTEPUCTHKA NMALKEHTOB

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

No KoHueHTpamus
Boa3pacr, XapakTepucTruka
manun- FOBI CIIepMaTo30Ma0B, SAKYTIATA AunaMmHe3
eHTa x106/M1
1 33 58 AcCTeHOTepaTo300CIIepMUS Bropnunoe Gecrutonue
2 31 215 AcCTeHO0300CIIepMUS Bropoii camonpoun3BoabHEII a00PT
3 36 4 On1MroacTeHOTePaTO300CIePMUST TlepBhIit caMOTIPOM3BOJIBHBIN a00OPT
4 38 5 To xe IlepBuuHoe Oecrmonue
5 27 8 » IlepBuuHoe Oecrionue

Tabauya 2. YacToThl BAPUAHTOB cerperauuu xpomocom 13 u 14 B cnepmaTo3ousax MyKYuH

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

IMauenT

Twum cerperauum u CbhanaHcUpOBaHHOCTh

XPOMOCOMHBII HaboOp KapuoTumna Cpennee
1 2 3 4 5

Alt

13—14 der(13;14) CobanaHCUpOBaHHBIN 78,4 75,5 81,2 86,5 69,4 78,20 £ 5,7
Adj

13—der(13;14) Hucomus 13 3,2 4,1 3,8 3,1 7,3 4,30 £ 1,5

14— Hynaucomus 13 5,4 5,3 4,2 3,2 8,6 5,34 £ 1,8

14—der(13;14) Hucomus 14 4.8 6,1 2,9 4,3 5,9 4,80 + 1,2

13— Hymnmucomus 14 6,9 4.4 3,6 1,7 4.4 420 + 1,7

cymma 20,3 19.9 14,5 12,3 26,2 18,64 = 4,9
3:0/2n

13—14-der(13;14) ducomus 13, nucomust 14, 2n 1,4 2 3,7 1,1 42 2,48 = 1,2
Hpyrue 0,1 0,8 0,6 0,1 0,2 0,36 £ 0,3
50 ISSN 0564—3783. Humonoeus u eenemura. 2014. T. 48. Ne 3



HueMm Kapuotura 3urot [11], uHbeKUs criepma-
TO30MIOB B MBIIIMHBIE OOLMTHI C TMOCICAYIOIIM
LIMTOTeHETUYECKUM UCCie0BaHeM 3UToT [12] unu
CKPUHUHT CITEpPMAaTO30MI0B MYKUYNH-HOCUTEIICH C
ncnonb3oBanneM 3oHmoB mist FISH [13]. Iloc-
JIEITHUI TT03BOJISIET OBICTPO U 3P (HEKTUBHO HCCIe-
JIOBaTb 3HAYMTEIbHOE KOJMYECTBO CIEPMaTO30U-
JIOB B KpaTKHe CPOKM, YTO OOYCIOBIMBAET Haubosee
LIMPOKOE ero mpruMmeHeHue. Tem He MeHee 00beM
KCCENOBaHUI cerperal XpoMOCOM Y HOCUTeJei
POOGEPTCOHOBCKUX TPaHCIOKALUI OrpaHUYEH, YTO
00YyCJIOBJIEHO HMU3KOW MOMYJISIHMOHHONW 4acTOTOM
9TOro TuMa rnepectpoek. bosee Toro, pesyabrarhl
M3Y4YeHUs cerperallii HeTOMOTeHHBI M OOBIYHO
COCTOSIT U3 E€IMHMYHBIX ciydaeB [14, 15] nubo
rpynm u3 5—11 mamuenros |7, 16, 17].

PesynbTaThl MccienoBaHusl 3KyAsITa U J1ab0-
paTOpHO-KJIMHUYECKAsT XapaKTepUCTUKa TallleH-
ToB ¢ KapuoturnoM 45,XY,der(13;14)(q10;q10) npen-
cTaBjieHbl B Tao. 1.

Hcnonb3oBaHue ABYXILBETHOW cMecu MpoO sl
xpoMocoM 13 u 14 mo3BOJIMIIO OINPENeIsATh CIep-
MaTO30MIBl ¢ HOPMaJbHBIM/CcOaTaHCUPOBAHHBIM
HabOpOM XpOMOCOM (HECyIlMe OOWH KpacHBIA 1
OIMH 3eJIeHbIli CUTHaJI) U CIIepMaTO30MIbl C He-
cOajlaHCUPOBAaHHBIM XPOMOCOMHBIM HabopoM (C
OTCYTCTBUEM CUTHAJIOB B CJIydasiX HYJJTUCOMUM JIU-
00 NBYMSI cuUrHajlamMu B ciydasix aucomuu). Mc-
MOJIb30BAaHUE CMECH M3 JIBYX MPOoO HEe MO3BOJMIIO
IuddepeHIMpoBaTh AUTLIOUMAHBIE CIEPMAaTO30U-
IIbI ¥ CIIEpPMAaTO30MAbI ¢ cerperanueit mo tumy 3:0.

AHanmm3 MeMOTUYECKOI ceTrperaiuy XpoMOCOM
13 u 14 y naru myxuuH c der(13;14) mo3Bo-
JIMJT OOHApYXUTh TpeodsanaHue aJbTepHATUBHO-
ro TUIAa ceTrperauvu ¢ oOpa3oBaHUEM COJIAaHCU-
poBaHHBIX TameT. CpemHss YacToTa HOpMalb-
HbIX/COaJIaHCUPOBAHHBIX CIIEPMATO30UIOB COCTA-
Buna 78,2 £ 5,7 % w BapwupoBasa ot 69,4 no
86,5 % (tabm. 2).

YacroTta ciepMaTo30UA0B C HYJJTUCOMUEH 1 AU -
comueil xpomocoMm 13 u 14 cTaTUCTUYECKU HE OT-
JIMJajach U COOTBETCTBOBaJIa OXUAAEMOMY COOT-
HoureHuIo 1:1. AHaJIOTMYHBIE pe3yJIbTaThl ITOJIyde-
HBI 1 B psifie IpYTUX MccaenoBanmii [ 14, 16]. OmHako
CYIIIECTBYIOT POOOTHI, B KOTOPBIX BEISIBICHO ITO-
BBIIICHNE YaCTOTHl HYJUTMCOMUU OTHOCHUTEIBHO
nucomuit xpomocoM 13 u 14 B rameTax HocuTeIei
der(13;14) [18—20]. IToTepsi curHana BCJEACTBUE
HU3KOI 3(POEKTUBHOCTU TUOPUAUZALUU MOXKET

Ocobennocmu meiiomuueckoil cezpecauuu xpomocom 13 u 14 y eemeposzucomnvix Hocumeaeil

ABJIATHCA HpH‘{HHOﬁ apTe(l)aKTHOl"O ITOBBILICHUA
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YaCTOTHI HYJUTMCOMUIA. YacTOTHI TMCOMUM XPOMO-
coM 13 u 14 He oTinuanuch. OTCYyTCTBHE pa3HULIbI
B 4acTOTaxX IMCOMUM XpoMocoM 13 u 14 oxupaemo,
VUUTBIBast OMMHAKOBBIN pa3Mep XpOMOCOM, BOBJIE-
YEHHBIX B TIEPECTPOMKY.

Hamm pe3ymbTaThl COTIACYIOTCS C TaHHBIMU
IPYTUX HCCIeAoBaTeNIeil O MPeruMYIIeCTBEHHOM
PACXOXICHUNU XPOMOCOM IO aJbTepHATHBHOMY
TUNy B crnepmaro3zougax Hocutenein der(13;14)
(Tabma. 3).

[TpeobiagaHue anbTepHATUBHOIO THUIIA Cerpe-
Taliy TaMeT O0YCJIOBJIIEHO 00pa3oBaHMEM TPHUBA-
JieHTa B npodase I meiios3a c cis-KoHpuUrypaiuei,
CKJIOHHOTO K CeTrperalliy 1o aTbTepHATUBHOMY TH -
ny [24]. OnHako yacTtoTa cOajaHCUPOBAHHBIX ra-
MeT IIJIT KaXXIOTro M3 HOCUTENe WHAWBHIyaTbHA
n Koyebuerca ot 69,4 no 86,5 %. IlokazaHo, 4TO
yacToTa HecOaTaHCMPOBAHHBIX CITEPMATO30MIOB 3a-
BHICHUT OT KOHIICHTPAIIU! CIIEPMATO30MIOB. CO CHU-
JKeHNEM KOHIIEHTpALM! CTIePMaTO30MI0B BO3pac-
TaeT pUCK 0Opa3oBaHUS HecOaTaHCHPOBAHHBIX T'a-
Mer [16]. Bostee Toro, HapyIeHNE CETperan Xpo-
MOCOM, BOBJIEYEHHBIX B TPAaHCIOKAIIUIO, MOXET
MIPUBOINTH K HapyIIEHUIO CIIepMaToreHesa, Imoc-
KOJIbKY HecOaJaHCHUPOBAHHBIM HAOOp XPOMOCOM
SIBJISIETCS (DAKTOPOM, 3aIep>KUBAIOIINM aHadasy u
MIPUBOISIINM K OJOKY KJIETOUHOTO IIMKJIA Yepe3
aTTONITUYECKUI ITyTh, KaK OIMMCAHO Y MBITIEH — HO-
cuTeiel pOOEPTCOHOBCKMX TpaHCIoKaumii [25].
[MoxazaHoO TakKe TOBBIIICHWE YPOBHS MapKepoB

Tabauya 3. Pe3yabTaTsl HCCAeI0BAHUS Cerperanuu
XPOMOCOM Y TeTepo3uroTHbix Hocureneii der(13;14)

Konuuectso Cpennsis
Jacrora
I'pynna MpoaHaIn- cbanaH-
uccienoBaresnein Maly- | 3MPOBaHHBIX | CHPOBAHHBIX
€HTOB crniepma- CnepmMaTo30-
TO30U/I0B unos, %
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
Kékesi 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] 11 9881 81,8
Mahjoub et al. [7] 5 842 71,5
51



anonrto3a u ¢parmeHtauun JHK B cnepmaro-
30MIaX HOCUTENIeil poOEePTCOHOBCKUX TPAHCIIOKA-
A OTHOCUTETBHO (DEePTMIIBHBIX JTOHOPOB CITEPMBI
[26]. Takum oOpa3oM, pasHUIA B IMOKa3aTessaxX
CITepMOTpaMMBI MOXET OOYCIOBIMBATH BapbUPO-
BaHWE YacTOT COaJaHCHPOBAHHBIX CIIEPMATO30M-
JIOB Y HOCHUTEJIel poOepTCOHOBCKOM TpaHCIOKa-
uuu der(13;14) B pa3HbIX UCCIIEIOBAHMSIX.

Puck HeBBIHAIIMBAHMS W POKICHUS peOeHKa C
XPOMOCOMHOI narosiorveit y Hocutesnen der(13;14)
cocrasister 15 n 0,4 % coorBercTBeHHO [27]. I1o
pe3ysbTaTaM WHBAa3WBHOM TIPEHATAIBHON ITHArHOC-
TUKK OepeMEHHOCTEel HOCUTeIel poOepTCOHOB-
CKUX TpaHCJIOKaILMi HecOaTaHCUPOBaHHBIN KapHuo-
TUM TIJI0AA ONpeaesisioT B 15 % cinyyaeB XXeHIIUH —
HOCHUTEIIe TpaHCIoKalii 1 B 2 % ciay4aeB MyK-
yuH-HocuTesei [28]. [ToBbilIeHe YacTOThl 0Opa-
30BaHMST HeCcOATAaHCUPOBAHHBIX TaMeT Y KEHIIIUH
ITOKa3aHO B OTPAaHUYEHHOM KOJMYECTBE MCCIIENO-
BaHMii [29]. JaHHbIE O TMOBBIIIEHUN YaCTOThI 00-
pa3oBaHMsT HecOAJTAHCUPOBAHHBIX TaMeT y JKCH-
IIMH TI0 CPaBHEHWIO C MY:KYMHAMM TTOTYyYCHBI TaK-
3Ke TIPY UCCIeAOBAHNM BapUAHTOB CErperaiiy Xpo-
MOCOM B 3MOpPHMOHAX HOCHUTEJIe POOEePTCOHOBCKMX
tpaHcaokauuii [30]. BepositHO, B mpolecce 103-
peBaHUS TaMeT Y MYXXYMH YacTh CTIICPMATO30MI0B
¢ HecbOaJlaHCHPOBAaHHBIM HAOOPOM XPOMOCOM 3JTH-
MUHHpyeTcsd. TeM He MeHee, YYUTHIBAs ITOCTa-
TOYHO BBICOKYIO YaCTOTy 0Opa3oBaHMs HecOajlaH-
CHPOBAaHHBIX TAMET, HOCUTEJISIM POOEPTCOHOBCKUX
TpaHCIIOKAILIMI CIIeAyeT PEKOMEHIOBATh TIPEUM-
IIAaHTALIMOHHYIO TeHeTUYEeCKYI0 IuarHocTuky. Ce-
JIEKIIMSI HOpMaJIbHbIX/cOalaHCUPOBAHHBIX AMOPU-
OHOB Y TaKMX TAIIMEHTOB CIIOCOOCTBYET HE TOJb-
KO TIOBBIIICHUIO YaCTOTHI HACTYIJICHUST OepeMeH-
HOCTH, HO W CHIDKEHWIO PUCKOB HEBBIHAIIMBA-
HUS W pOXIECHUS pebeHKA ¢ XPOMOCOMHOI ITaTo-
JIOTUEH.

BoiBoapl. VY rereposurotrHux Hocuteseit der(13;14)
peobJagacT aabTePHATUBHBIM THUI Cerperamuu
xpomocoM 13 u 14 ¢ obpasoBaHueM cOajlaHCU-
pPOBaHHBIX TaMeT. BBIsSIBIIeHO He3HAUMTETbHOE Ba-
PBUPOBaHNE YaCcTOT cOaTaHCHPOBAHHBIX CITepMa-
To3onmoB (69,4—86,5 %) y mATH WMcCleayeMBbIX
mareHToB. [lomydeHHBIE pe3yIbTaThl MOKHO HC-
ITOJTb30BaTh UIST MEIUKO-TEHETUUECKOTO KOHCYJITh-
THUPOBAHUS TETECPO3UTOTHBIX HOCUTEIeH Hambo-
Jiee 4YacToil poOEpTCOHOBCKOM TpaHCIOKALUU
der(13;14), ocobeHHO B pPeNpPOAYKTUBHBIX KIIU-
HUKaX Tiepel NCIOb30BaHNEM BCITOMOTATEeIbHBIX
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PEINPOAYKTUBHBIX TEXHOJIOTUMN IS IIPOTrHO3UPO-
BaHHWA BEPOATHOCTHU IMOJITYUYCHUA HOpMaI[I)HI)IX/C6a—
JJAaHCMPOBAHHBIX 3M6pI/IOHOB.

L.Y. Pylyp, L.A. Spinenko, V.D. Zukin, N.M. Bilko

Center of Molecular and Cell Research, National
University of «Kyiv-Mohyla Academy», Kyiv
E-mail: 1.pylyp@ivf.com.ua

Clinic of Reproductive Medicine «Nadiya», Kyiv

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 * 5.7 %).
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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