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BBepeHue. PobepTcoHosckue TpaHcnokauuu (PT) sensioTcs Haubonee pacnpocTpaHEHHbIM TUMOM CHaNaHCMpPOBaHHbIX
XPOMOCOMHbIX aHOManuin. MyxumnHel — HocuTenu PT MMeloT NOBBIWEHHBI PUCK HApyLWeHW penpoayKLnUm, OAHAKO Npu-
YMHbI 3TOFO HEAOCTAaTOYHO U3YYEHbI.

Llenb nccnepoBanmna — oLeHNTb NapamMeTpsbl CNEPMOTPaMMbl Y MYXUYUH — HocuTenelt PT (13;14).

Marepuanbl u Metoabl. 06cnefoBaHbl 24 MyXUMHBI ¢ KapuoTunom 45,XY,der(13;14)(q10;q10), obpaTUBLIMXCA B CBA3M
c 6ecnnoguem B 6pake (n = 23) UNK NPUBBIYHBIM HEBbIHALIMBAHNEM GepeMeHHOCTU Y cynpyru (n=1).

Pesynbratbl. Y 18 (75 %) nauMeHTOB BbifiBEHa onuroacteHoTeparosoocnepmus, y 3 (13 %) nauneHToB — acTeHoTepa-
To300Cnepmus, y 2 (8 %) — asoocnepmus. Hopmo3oocnepmus amarHoctuposaHa Tonbko y 1 (4 %) nauueHTa, y Hero
B aHaMHe3e — NPUBbLIYHOE HEBLIHALIKMBAHWE BEPEMEHHOCTU Y CYNpYru.

BbiBoAbl. becnnogmne y 06cnef0BaHHbIX MyKUYUH — HocuTenei PT cBA3aHO C HapyleHeM cnepMartoreHesa, y 60ablmH-
CTBa NALMEHTOB NPUBOAALLMM K OIMFrOaCTEHOTEPATO300CNEPMUN.
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Semen parameters in male carriers of Robertsonian translocations (13;14)
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Background. Robertsonian translocations (RTs) are the most common type of balanced chromosomal abnormalities.
RT male carriers have an increased risk of reproductive disorders, but the causes of this still are not clear enough.
Aim. To evaluate semen parameters in RT(13;14) male carriers.

Materials and methods. 24 men with 45,XY,der(13;14)(q10;q10) karyotype and infertility (n = 23) or recurrent preg-
nancy loss in spouse (n = 1).

Results. Oligoasthenoteratozoospermia was detected in 18 (75 %) patients, asthenoteratozoospermia in 3 (13 %) pa-
tients, and azoospermia in 2 (8 %) patients. Normozoospermia was detected in 1 (4 %) patient, whose wife had a his-
tory of recurrent pregnancy loss.

Conclusion. Infertility in the examined RT male carriers is associated with spermatogenesis disorders, in most cases
resulted in oligozooasthenoteratozoospermia.
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BBepeHue

Hau6onee pacripocTpaHeHHBIMU CTPYKTYPHBIMU aHOMa-
JIMSIMU XPOMOCOM Y YeJIOBEKa SIBIISIFOTCST XPOMOCOMHBIE TPaHC-
Jokauuu [ 1—2]. PeLiunpokHasi (B3auMHast) TpaHCIOKaLys 0e3
IOTEPH YYaCTKOB BOBJICUSHHBIX B HEE XPOMOCOM Ha3bIBaCTCs
cbaaHcpoBaHHOM. OIHUM U3 CaMbIX PaCIpPOCTPAaHEHHBIX
THUIIOB cOAJTAHCHPOBAHHBIX XPOMOCOMHBIX aHOMAJTUIA SIBJISI-
10TCs pobepTcoHoBcKkue TpaHcaokauu (PT, rob) — TpaHc-
JIOKALIW MEKITY JBYMST TOMOJIOTMYHBIMU VT HETOMOJIOT Y-
HbIMU aKpOLIEHTpUYECKUMHU xpoMocomami (13, 14, 15, 21 v
22), npeacTaBsitolIe co00i CMSIHUE IJIMHHBIX TIJIeY Xpo-
MOCOM B 00J1aCTH LISHTPOMEP C IOTEPEii KOPOTKUX I1ied (Co-
JepsKaiux Kormuu reHoB prdocoMHbix PHK) 1 o6pa3oBaHm-
€M OITHOM MeTa- WM CyOMETalleHTPUYECKOI XpOMOCOMBL. PT
JIMarHOCTUPYIOT ¢ yacToToit 1 caydait Ha 1000 HOBOpoXKAEH-
HbIX [2]. Cpeny My>XKUuH ¢ perpoayKTHBHBIMU MpoOIeMaMu
ux yactota B 7—10 pa3 BblllIE, a CPear MYXKYMH C OJIUTO300-
criepMueii — B 13 pa3 Bbllle OOLIETOMYJISIIMOHHOM [3—5].
CambM gacTeM THIIOM PT (okoio 74 % Bcex PT) seistercs
ciustHue xpomocoM 13 u 14 —rob (13;14), ero yactora cocTaB-
Jset 0,97 1a 1000 [1].

Cuuraercs, 4T0, 3a UCKIIOYCHUEM ITOBBIIIEHHOI Ya-
CTOTbI HapYIIIEHUI PeNpOayKIIUU, PEHOTUITUIECKHN HOCH -
TeabcTBO PT He MposIBIIsieTCsl, TOCKOIBKY HOTEPS] KOPOTKUX
IIJICY IByX BOBJICYEHHBIX B TPAHCIOKAIIIO XPOMOCOM KOM-
MeHCUpYeTCs IKCIpeccueli reHoB pubocoMHbix PHK, pac-
IJIOXKEHHBIX B OCTAIBHBIX aKPOLIEHTPUYECKUX XPOMOCOMaX.
OmHaKo Takue MaleHThl UMEIOT ITOBBIIIEHHBIM PUCK Ha-
pylieHus GepTUALHOCTU (OeCIUIOnMs, HEBbIHAILIMBAHMS
OepeMeHHOCTH), pOXIeHUS pedeHKa ¢ cuHIpoMoM JlayHa
(tpucomust 21), cunagpomom Ilatay (Tpucomus 13) unu
JIpYyruMM aHoManusiMu [2]. Y HocuTeneit ToMOJOTMYHBIX
PT He mporcXoauT KOHbIOTAIIMU U MEMOTUYECKOM PEKOM-
OMHAIMY IePUBATHOM XPOMOCOMBI (M3-3a OTCYTCTBUSI TO-
MoJiora), u GOpMUPYIOTCS TOJBKO aHEYTUIOUIHbIE (IUCOM-
Hble W HYJJIUCOMHBIE) TaMeThl [2]. ¥V Hocutenei
reteposiorudHbix PT Bo BpeMs nipodassl I Meiio3a mpouc-
XOIMUT 00pa30BaHUEe TPUBAJIEHTA, COCTOSIIIETO U3 IepuBaT-
HOI XpOMOCOMBI M ABYX COOTBETCTBYIOIIMX HOPMAaJIbHBIX
aKPOLICHTPUYECKUX XPOMOCOM, BCJICACTBUE YETO MOXKET
OBITH HapyILIeH/OIOKMPOBAH ME03 1/ I YBEJIMYEHO YMCIIO
aHeYIUIONIHBIX rameT [6—8]. B 3aBucMoOCTH OT THTIA pac-
XOXKJIEHUs (Cerperalyu) XpoMOCOM MOTYT 00pa30BbIBAThCS
Kak TaMeThl, HeCylle HOPMaJIbHbII MJI1 cOaJaHCUPOBaH-
HBIIA KAPMOTHII, TaK ¥ TAMETHI C XPOMOCOMHBIM M COaIaH-
COM, TIPY 3TOM MMEET CYIIIECTBEHHOE 3HaY€HME 101 HOCU-
tesist PT. CortacHO JaHHBIM JIMTEPATYPhI CPEId HOCUTENICH
TpaHcaokauuii (13;14) u (14;21) Mmyx4uH ¢ 6ecriogueM B
6 pa3 GoJIbliIe, YeM XEHIIMH [9]. Y My>K4MH ¢ OTHUM 1 TeM
e tunoM PT mapamerpsl 3sKyjsiTa MOTYT 3HAYUTEILHO
OTJIMYATHCS, TIPY 3TOM IIPUIMHBI HApYIIICHUS CIIepMaTore-
He3a, Meii03a U CIiepMaTOoJIOrMYeCKe HapylIeHUsI Hemo-
CTaTOYHO MCCIICIOBaHBI.

Ienp uccaeaoBaHus — OLICHUTD MapaMeTPhl CIIEPMO-
rpaMMbl y My>k4rH — Hocuteeit PT (13;14).
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Martepuanbi u metopbl

Ob6cnenoBanu 24 manueHTa C KapUOTUIIOM
45,XY,der(13;14)(q10;q10), oOpaTuBLIKMXCS O TTOBOAY Oec-
oAy B Opake (7 = 23) Wi IPUBLIYHOTO HEBbIHAIIIMBAHUS
oepemenHoctu (ITHB) y cynipyru (n = 1) (B aHamHe3e 3 Oe-
PEMEHHOCTH Y XEHBI: Of[Ha TIpepBaHa B pe3yJikTaTe MeIu-
LIMHCKOTO abopTa 1 2 6epeMeHHOCTH, 3aKOHYMBIIUECS He-
BbIHAIIMBaHUEM Ha cpoke 7 Hem). Cpeau TalueHTOB
¢ OecruioaueM B Opake oOcienoBaiu 21 HEpOACTBEHHOTO
MYXYUHY W IBYX POACTBEHHBIX (ASIAs U IIEMSHHUK).
st 10 manyeHToB CriepMUOIOIMIECKIE UCCeTOBaHMS Obl-
JIV BBITIOJTHEHBI IIOBTOPHO. CpeTH1IA BO3PACT MAllMEHTOB BO
BpeMs niepBoro ooparietus B PI'BHY «Menuko-reHernye-
CKUIi HaydHbI# LieHTp uM. akan. H.I1. boukoBa» coctaBun
31,9 = 5,5 roga. CraHmapTHOE IUTOTeHETUIECKOE UCCIIEN0-
BaHMUE BBIMIOJTHEHO Ha KYJIBTMBUPOBAHHBIX JIMMGOIIUTAX
nepudepryecKoil KpOBU C MCIOJIb30BAHMEM METOAA
GTG-okpammBanus. CriepMUOIOrM4ecKoe ucciaeJoBaHue
BBITIOJTHSUIA COIJIACHO peKoMeHnmauusiM BecemupHoit opra-
HM3aLmu 3apaBooxpaHeHus (1999, 2010) [10, 11]. B obpasiiax
C BBIPAXXEHHOM OJIMTO300CIIEPMUEHi OLIEHKY MOP(OIOriY U
TTOIBMKHOCTH CIIEPMATO30M/IOB He TIPOBOIMIIN M3-3a HU3KOM
KOHIIGHTPALIMU TOJOBBIX KJIETOK.

Pe3synbTathbl

C y4eToM pe3yJIbTaToB JIy4lllero aHajIKu3a B CIydae 1o-
BTOPHBIX 00CIenoBaHmii y 18 (75 %) malueHTOB TMarHOCTH-
poBaHa oimroacteHoTteparosooctiepmust (OAT), v 3 (13 %)
MalMEeHTOB — acTeHoTepaTo3oocnepmus, y 2 (8 %) — a300-
criepmusi. HopMozoocniepmust ooHapy:eHa ToabKo y 1 ma-
uenTa (4 %), B ero anamtese — [THB y cynpyru. Pacnipene-
JICHUE MMalleHTOB B 00C/IeI0BAaHHOI IPYIINE B 3aBUCHMOCTH
OT IMarHO30B MPEICTaBICHO Ha PUCYHKE.

O0bem asikynsita BapbupoBana oT 0,8 go 12 wmi,
y 2 (8,3 %) MyX4rH OH OB CHUKEH (OJIUTOCTICPMMUST),
Y OCTaJIbHBIX ObLT HOPMaJIbHBIM, B TOM YUCJIE IIPU IIOBTOP-
HBIX aHanu3ax (Taon. 1).

/ Hopmo3oocnepmus /
13 % / Normozoospermia
0

A3oocnepmus /
Azoospermia

ActeHoTepato3oocnepmua /
Asthenoteratozoospermia

OnuroacteHotepato3oocnepmus /
Oligoasthenoteratozoospermia

Cnepmamonoeuyeckue 0uaeHo3vl y Hocumenell pobepmcoHOBCKUX MPAHCAO-
rkayuii (13;14) (n = 24)
Semen quality in patients with Robertsonian translocations (13,14) (n = 24)
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KoHieHTpauus crepMaTo30UMI0B BapbUpoOBaja
oT 0 mo 117 MH/MJ1, a o01Iee KOJUYECTBO MOJOBbIX KJle-
ToK — OoT 0 1o 482 MJH, Mpu 3TOM 00Iee KOJIUYECTBO
criepMaTo30ua0B MeHee 10 MJTH/MJI XOTS Obl B OMHOM aHa-
nu3e (6e3 yueTa NMalMeHTOB ¢ a300CIePMHUEii) BBISIBJICHO
y 13 (54 %) naumnenToB (cM. Taba. 1). KonruectBo Mop-
(bosmornyeck HopMaabHBIX (DOPM CIIEPMATO30MIOB Baph-
uposayo ot 0 10 64 %, oJIHOe OTCYTCTBHE MOPdOJIOr-
YeCKU HOPMAJIbHBIX CIIEPMATO30UI0B XOTSI ObI B OMHOM
aHaiu3e ooHapyxeHo Y 9 (37,5 %) nanuenToB. Komyect-
BO IPOTPECCUBHO MOABMKHBIX CIIEPMAaTO30MI0B BapbUPO-
Bajio ot 0 10 59 %, npu 3TOM HOpMaJIbHAasI IMOABKHOCTh
OTMeueHa TOJIbKO Y 2 (8,3 %) MaleHTOB, 1 IIPU IIOBTOPHBIX
aHaJIM3ax MOJABMXKHOCTD ObLa HKe (cM. Tab.1).

V¥V nmanuenta ¢ ITHB y cynpyru no pesyssrataM 2 criep-
MMOJIOTUIECKMX 00CIeI0OBAaHUI TMarHOCTUPOBAHbI HOP-
MO30O0CIIEpPMUS M YyMEpEHHas acTeHO300CIepMUs
(cM. Ta6a. 1, mamuenT 1). Cpenu nalmMeHTOB ¢ OeCIIoAU-
€M HOpMaJIbHOE 00l11ee KOJIMYECTBO CIIepMaTO30MI0B IO
HopMaM BceMupHOI opraHuzaluu 31paBOOXpaHEHUS
(2010) BeIBNIEHO y | mamueHTa, IpyU 3TOM B oOpaslax
OBLIM CHYKEHBI MOABUKHOCTD CITEPMATO30UI0B 1 KOJIM-
YeCTBO MOP(OJOTHIECKM HOPMAJIBHBIX (DOPM (aCTEHOTE-
paro3oocrepmusi) (cM. Tada. 1). ¥ 2 My>KUMH B aHaJIM3ax
OTMEYaJIM KaK CHIDKEHHYIO, TaK M HOPMaJIbHYIO KOHIIEH-
Tpaluio, y 15 MalMeHTOB BhISIBUIN CHIDKEHHOE KOJIMYe-
CTBO CIIEPMATO30MI0B, B TOM YHCJI€ B IOBTOPHBIX aHAJIM-
3ax. ¥ 2 MalMeHTOB CIepMaTO30MAbl B ISKYJIATE HE
O0OHapyXeHBI (a300CTIEpMUSI), Y OHOTO U3 HUX a300CIIeP-
MMSI COYETaach C OJUTrOCIepMueil (00beM ISIKYJISITa —
1 MJ1) ¥ TIOBBILIIEHHOM KMUCJIOTHOCThIO 3s1KyJIsiTa (pH 6,5),
YTO YKa3bIBaJI0 HAa BOBMOXHOE HaJIM4YMEe OOCTPYKTUBHOM
(bopMbI a300cTIEpMUN BCIIEACTBYE CUHIPOMA aIlla3uM Ce-
MsIBBIHOCSIIIMX MPoToKOB (CBAVD). ¥V 2 mameHTOB pu
MepBOM 00CJIEIOBAaHUM BBHISBICHA OJUTO300CIEPMUS,
a yepe3 3HAYMTEIbHbBIM IMPOMeXyTOoK BpeMeHM (21 ron
u 11 JIeT COOTBETCTBEHHO) — OTCYTCTBHE CIIEPMAaTO30MIOB.
Tak, ipu mepBOM 00CIEAOBAaHUM Y HUX IMAarHOCTUPOBAJIA
OAT (B Bo3pacTe 32 JeT Yy OIHOro U 45 JeT y Ipyroro),
a TpU TTOBTOPHOM 00cIienoBaHuy (B Bo3pacte 53 u 56 et
COOTBETCTBEHHO) — a300CIIePMUIO/KPUTITO300CIEPMUIO (T1a-
ueHTsl 17 1 20). Y ogHoro narueHTa oJIMro300CrepMus uye-
penoBajiach ¢ a300CIepMUEit, TIPU 3TOM, COIJIACHO JaHHBIM
aHaMHe3a, paHee Y JJaHHOTO TallMeHTa Obljla HOpMaJIbHasI
(20 MUTH/MJT) KOHLIEHTpAIIUS CIIEPMATO30MIIOB, a TAKXKE ObLIO
BBINOJTHEHO OIIEPaTMBHOE JICYCHHE JICBOCTOPOHHETO BAPHKO-
1eJie B Bo3pacte 18 jieT (mauueHt 24).

JIBoe 13 00cief0BaHHBIX MY>KUMH (MauueHThl 17 1 18)
SIBJISZIUCH POACTBEHHUKAMM (SIS U TJIEMSIHHUK), Y HUX
o6oux Habmonamu OAT, 4To CBUIETEILCTBYET O CXOACTBE
B TSDKECTU HapyllleHUs cliepMaToreHesa. Math U cecTpa
npodaHaa TakKe SABISIIUCh HocuteabHuuamu PT (13;14),
HO UMEJIM COXPaHHYI0 PepPTUILHOCTD.

42022

06cyxxaeHune

HecMoTpst Ha TO YTO CIIEPMMOIOTUYECKUIA aHAIN3 SIB-
JISIETCSI OCHOBHBIM (ITEPBUYHBIM) METOIOM OOC/IEeI0BaHUS
MY>KUMH ¢ OecIiioareM,/HapylieHreM (hepTUIbHOCTH, 00JTb-
IIMHCTBO MCCJICIOBaHUI, B KOTOPHIX IPUBEICHBI ITapaMeTPhI
cIiepMOrpaMMbl MalueHToB ¢ PT, onmuchIBaloT eIMHUYHbBIC
CJlydad, M He TaK MHOTO TyOJIMKaIiii, B KOTOPBIX BEIOOpKA
coctanisiia 10 1 6onee yenoBek (tadm. 2) [12—17].

Y 00cneqoBaHHBIX HAMU MYKYMH C O€CILIONUEM, HO-
cuteneit PT (13;14), BoisiB/ieHa pa3iuyHas CTelieHb Hapy-
ILIEeHUs criepMaToreHe3a, Bapbupyolliasi OT a300CIIepMUT
JI0 aCTEHOTEPaTO300CIIEPMHU ¥ 00YCIIOBIMBAIOIIAs CHU-
JXKeHMe (DepTIIBHOCTU. Y OONBIIMHCTBA IMAaleHToB (75 %)
nuarHoctupoBaHa OAT, uTo coryiacyercsi ¢ TaHHBIMU IpY-
rux aBTopoB [12—17]. ETMHCTBEHHBIM MALIMEHTOM, Y KO-
TOPOTO B OTHOM M3 aHAJM30B OTMEYaI HOPMO300CTIEp-
MU0, ObLT MyXXUMHa, o0ciaenoBaHHbIi B cBsa3u ¢ [THB
Y CYIIPYTH.

CremyeT OTMETHTb, YTO CPABHUTEIbHBII aHAIN3 YaCTOThI
BCTPEYAEMOCTH PA3IMYHBIX (POPM ITATO300CTIEPMUN Y HOCH -
teneit PT 3aTpyaHeH M3-3a pa3HbIX KPUTCPUEB BKITIOYCHMS
MaleHTOB B MCCllenoBaHye. B Hallle ucciemoBaHue ObLIU
BKJTI0YeHbI Bce mauueHThl ¢ PT (13;14), KOTOPbIM BBIMOJIHS-
JIY CIIepMUOJIOTHYeCKMil aHanmu3. [lomydeHHbIe pe3yIbraThl
cornacytotcs ¢ naHHbIMU E. Pastuszek u coasr. (2015) [15],
B pabOTY KOTOPBIX TAKXKE BOIIUIHA BCE TAIIMEHTBI, OOpaTUB-
ecs 3a MEIUIIMHCKOM ITOMOIIIBIO, TIPY 3TOM HaMM BbI-
siBJIeHa 00JIee BBICOKAsI 4aCTOTa OJIUTO- M azoocriepMun. Ot-
CYTCTBME IMALIMEHTOB C a3oocriepmueii B padote A. Antonelli
U coaBT. (2000) [12], BeposITHO, 0OBSICHSIETCSI OTHOCUTETLHO
MaJibIM 00beMOM BbIOOpKU. [TokazaHo, yTo MykunHbl ¢ PT
qyacTo (B 1,6 % cityyaeB) BCTpeYyaroTCs Y 00CIICIOBAHUM
MaLMEeHTOB C olMro3oocnepmuei 1 HamHoro pexe (0,09 %
cJIlyyaeB) — Cpeliv MaleHTOB ¢ azoocrepmueii [4]. Hecmotpst
Ha 00JIbIIION 00beM BLIOOPKM B padoTe A. Mayeur U COaBT.
(2019) [17], B Heit TakzKe OTCYTCTBYIOT JaHHBIE O MalIMEHTaX
C a300CIepMUEii, YTO, BO3MOXHO, OOBSICHSETCSI OTOOPOM
MalyeHToB I ucciienoBanus. Lleabio Tpex apyrux padbor
OBUIO ITPOBEICHUE aHAJIN3a AHEYTIOUIUH B CIIEPMAaTO30MIaX
METOIOM (hITyOPECLICHTHOM TUOPUAN3AIIUH i#1 Sifi, 9TO HEBO3-
MOXKHO BBITTOJTHUTH Ha 00pa3iiax ¢ a300CIePMHUEH.

Bo Bcex IOCTymHBIX HaM OITyOJMKOBaHHBIX paboTax
y nanueHToB ¢ PT Hanbostee 4acTo IMarHoCTUPOBAIN OJIH -
TO300CIEPMUIO, PeKe — HOPMAaIbHOE KOJIMYECTBO CriepMa-
To30MI0B. [1oKa3aHO, YTO OCHOBHBIC MOKa3aTeIM CIIEPMO-
rpamMMsbl y Hocuteseit PT craTucTaeckul 3HaYMMO HIDKE 10
CpPaBHEHMIO C KOHTpoJjieM [17], B YaCTHOCTH, Y TaKUX Maly-
€HTOB CHIZKEHBI KOHIIEHTPALVSI ¥ KOJIMYECTBO ITPOTPECCUBHO
MOABWXKHBIX KJeToK [ 15]. CienyeT Takke OTMETUTh, UTO TIPU
aHaJIM3¢ MapaMeTPOB ISIKYJISITA ABTOPBI YaCTO HE OLICHUBAIOT
MopdoJiorvio crepMaro3ouaoB [17] u MOryT yrnoTpeoasiTh
TEPMUH «HOPMO300CIIEPMHUSI», OCHOBBIBASICH TOJIBKO Ha KOH-
LeHTpauuu criepmaro3ouaos [13, 15, 17]. Hecmotps Ha To
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Type of RT, number

Authors of the study,
year, number of patients

Sperm con-

Normal sperm
concentration, n (%)

Oligozoo-
spermia, n (%)

cryptozoo-
spermia, n (%)

of patients

centration,

M = SD
(min— max)

46)

rob(14;21) (n== 7)

A. Mayeur u cCoaBrT.,

2019 [17]
(n=63)

MyxuuHbI, 17151 KOTOpbIX B IMKie BPT Boimos-

rob(13;14) (n

HAJIN NMPEUMIUIAHTAITMOHHOC TCHETUYCCKOEC

AND GENITAL SURGERY

10,8 + 14,0
(0,6—15,0)

14,3 %

85,7 %

TECTUPOBAHUEC
Males for whom preimplantation genetic testing was

penxue rob (n = 10)

A. Mayeur et al.,

2019 [17]
(n=63)

rare rob (n = 10)

performed in ART cycle

IIpumenanue. BPT — ecnomoeamenvhbie penpodykmughuie mexronoeuu; FISH — gayopecuenmnas eubpuousayus in situ; M £ SD — cpednee snavenue  cmandapmmuoe omkaoHeHue.

Note. ART — assisted reproductive technologies; FISH — fluorescence in situ hybridization; M = SD — mean value * standard deviation.
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4TO MOPGOJIOTUS CIIEPMATO30MIOB TOJITOE BPEMST CUMTa~
Jlach OMHUM M3 (haKTOPOB, BIMSIIOIIMX Ha YCIICIIHOCTh
IIPOTPaMM BCITOMOTaTEIbHBIX PEITPOAYKTHBHBIX TEXHOJIO-
I'Wii, B HACTOSIILIEE BPeMsI MHOTHE aBTOPBI HE HAXOST 3TO-
My nonTeepxkaeHus [18, 19]. ITokazaHo, UTO y MAIlUEHTOB,
YYacTBOBABIIIMX B IpOrpaMMax 3KCTPaKOPIIOPaJbHOTO
OIJIOJOTBOPEHUSI, YaCTOTA KMBOPOXKIECHMS 3aBUCENIa OT
KOHILIEHTpAIM1 CTIEPMAaTO30M/IOB, a Y MMAILIMEHTOB, IIPOXO0-
IUBIIMX ITPOTPaMMbl 3KCTPAKOPIIOPAIbLHOTO OIIOAOTBO-
pPEHMST METOAOM MHTPALMTOIIA3MaTUICCKON MHBEKIIUKN
CIIepMaTo301/1a, KOHILIEHTPALIMS CIIEPMAaTO30MI0B, KOJIM-
YECTBO CIEPMATO30MAOB C OBICTPHIM MOCTYHATeIbHBIM
NBIDKEHUEM M CIIEPMAaTO30MIOB C HOPMaIbHOI MOPGh0oJI0-
rveil He OKa3bIBaJIM CTaTUCTUYCCKU 3HAYMMOTO BIMSIHUS
Ha yacTtoty xXuBopoxaeHus [20]. [Tpu aTom Ha ucxon mpo-
rpaMM BCIIOMOTATEJIbHBIX PEITPOAYKTHUBHBIX TEXHOJIOT A
BJIMSICT MHOXKECTBO (PaKTOPOB, OHUM U3 KOTOPBIX SIBJISI-
eTcs YPOBEHb aHeyIUIOUAUHY B criepmaTozouaax [21]. [Mpu
OLICHKE YPOBHSI aHEYIUTOMANM 10 BceM XpoMocomam (1—22,
X, Y) ObL710 IMOKa3aHo, uTo B rameTax My>kuuH ¢ PT (13;14)
YPOBEHb HEPACXOXIECHMS 3HAYMTEJIbHO BHIIIE, YEM
B KOHTPOJIbHOI Tpyrie. Hanbosee BICOKMIA ypOBEHb aHe-
VIUIOMIUM ObLI OTMEYEH JUISI XPOMOCOM, BOBJICUEHHBIX
B TpaHcJoKaluo (1mo xpomocome 13 — 14,55 + 6,00 %,
no xpomocome 14 — 13,27 + 4,14 %), a aHeyruionaus
10 OCTaJIBHBIM XPOMOCOMaM BCTpedasiach pexe (CpemHsis
yactota — 1,77 £ 0, 62 %), ipu 3TOM 0011Iee KOTUIECTBO
YHCJIOBBIX aHOMAJIMIi MO ayTocOMaM, He BOBJICYCHHBIM
B TPaHCJIOKAIUIO, ObLJIO CPABHUMO C TAKOBBIM JUJIST IBYX
TPaHCJIOLIMPOBAHHBIX XpOMOCOM [22].

HecmoTpst Ha MOBBIIEHHYIO YacTOTy OeCIUIONUS
y Hocuteneir PT [2], Takue My>KYMHBI MOTYT OBITh (bep-
TUJIBHBI U TIepeaaBaThb TPaHCAOKALMIO TOTOMCTBY [12].
OIHaKO YCTAaHOBUTDH YUCIO (PepTUIIbHBIX MYKUUH ¢ PT,
HE MMEIOIIMX PENPOAYKTUBHBIX HapyIIeHUM, TIPeICTaB-
JISIETCST BO3MOXKHBIM TOJIBKO IPY KPYITHOKOTOPTHOM,/Mac-
COBOM CKPUHMHTE B3POCJIBIX (hePTUIBHBIX MHIUBUIYYMOB
M3 OOIIEH MOy,

[MpyynHBI HAPYILIEHUI PENPOLYKIIMN Y MYXXYMH — HO-
cureneit PT mo HacTosiiiero BpeMeH! HeOCTATOYHO U3y4eHBbI.
Ipearonarator, 4To YaCTUYHBII OJIOK CIIepMaTOreHe3a MOXKeT
OBITH BBI3BaH accoluaryeii B mpodase I Meiioza TprBaieHTa
u XY-0uBasieHTa («IT0JIOBOTO IMy3bIpbKar) [6, 7, 23], a yacto-
Ta aCCOLMALIN TPMBAIEHTA C «II0JIOBBIM ITy3bIPHKOM» MOXKET
BIIMSITh HA TSDKECTh HapyllleHUs Metio3a. Y nauueHToB ¢ PT
C a300CTepPMUEN YaCTOTa aCCOLMALIMM TpYBaJieHTa ¢ XY-01-
BaJICHTOM BHIILIE, YeM Y MALMEHTOB C HOPMAJIbHOM KOHIICH-
Tpauuei criepmaro3ounos [23]. Kpome Toro, BO3MOXHO, UTO
pa3uus B apaMeTpax asKyJIsta y aryeHToB ¢ PT cBsizaHb
C pa3HbIMU TOYKAaMU pa3pbiBa IPY 00pa30BaHUM TPAHCIOLM-
POBaHHOI1 XPOMOCOMBI, a TAKKE C MHAWBUAYAIbHBIMU T€HE-
TUYECKUMU OCOOEHHOCTSIMU MAalEHTOB [24].

OT1e1bHO HEOOXOIMMO OTMETHTh BAXKHOCTh aHa/IM3a Ka-
PMOTHIIA [UTST CYTTPYXKECKUX ITap ¢ GecrutonareM. B HacTostiee
BpeMsI CPEIM CIIEIMAIMCTOB PaCIpOCTpaHEHO MHEHUE, UTO
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BBITIOJIHEHHE ITUTOIEHETUYECKOTO UCCICAOBAHUS CICoyeT
PEKOMEHIIOBATh TOJILKO MPY HU3KOM (MeHee 10 MJTH/MJT) KOH-
LeHTpauuu criepmaTto3onaoB wiu ripu [THB y cynpyru. On-
HAaKO y MYXUMH CO COaJIaHCUPOBAHHBIMU XPOMOCOMHBIMU
MePECTPOMKaMI MOXKET ObITh HOPMaTbHOE KOJIMYECTBO T10-
JIOBBIX KJeToK [12—17]. Kpome atoro, mo ganHeiM E Morel
U coaBT. (2004) [25], nmpu aHaNIM3e KapUOTUIA Y CYTIpYyXKe-
CKMX Iap, IPOXOIUBIINX MPOILEIYPY MHTpAIIMTOILIa3Ma-
TUYECKOM MHBEKIIMHU CIIEPMATO30UIOB, YUCIO MYXUYWH,
MMEIOIIMX aHOMAaJIbHbBIA MYKCKOIM KapuOTHII, COCTaBUIO
2,7 %, a xenH — 13 %; TaknM obpa3oM, Jaxke B ITapax
C BBIpaXKEHHBIM MY>KCKMM (PaKTOpoM OecIiionust Heo0xo-
JIIM aHaJIu3 KapUOTUIIOB OOOMX CYIIPYTOB.

42022

3akno4eHue

VY GonpmmHeTBa My:KunH — Hocuteneir PT (13;14)
Oecruionrie 00YCIOBIEHO TSKEJIBIMU (DOPMaMHU ITaT0300-
CiepMMU U MpeumMyliecTBeHHO cBsidaHo ¢ OAT. ¥V naiu-
€HTOB ¢ HOPMaJIbHOU KOHIIEHTpallMel criepMaTo301I0B
MOXET BCTPEYaThCsl KaK NMEPBUYHOE, TaK M BTOPUYHOE
Oecruiofue, a TakKe HaCTYIICHWE 3a4aTusl €CTeCTBEHHBIM
ITyTeM, TIPY 3TOM Y HUX TTOBBIIICH PUCK HEBBIHALIMBAHUS
OepeMEHHOCTHU Y CYIIPYTH M POXIEHUSI peOEeHKa ¢ BPO-
KIEHHBIMU MOpOKaMu pa3Butusl. Kak u B o0leit morry-
Jnguuu, y Hocutenei PT HabnaonaeTcs yxyalieHue rmapa-
METPOB 3SKYyJIsITa C BO3pacToM, YTO HEOOXOIAUMO
YYUTHIBATh IPY TUTAHUPOBAHUHM JIETOPOXKICHMS.
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