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Pe3rome. B crathe OCYHICCTBJIACTCA aHAJIM3 JAHHBIX MO YaCTO JUArHOCTUPYEMBIM XPOMOCOMHBIM
abeppaliisM, BCTPEUAIOIINXCSl y TAIIUEHTOB C penpoAyKTUBHON nucdynkuueil. [Ipencrasiena ctatucriuka
JUarHOCTHPOBAHHBIX CIIy4aeB CTPYKTYPHBIX XpOMOCOMHBIX a0eppauuii B Pszanckoit obnactu ¢ 1986 no
2022rr. Onucansbl PCAJIbHBIC KIIMHUYCCKUC ClIy4Yau IMaIUCHTOB C PCIPOAYKTHUBHBIMU IMOTCPSAMU, HAT'JIAIHO
OTpaxXaromuc 0COOEHHOCTD (i)OpMI/IpOBaHI/I}I AHOMAJIbHBIX I'aMCET.

KiaroueBble ci1oBa: IMPHUBBIYHOC HCBbIHAIIMBAHUEC, XPOMOCOMHBIC a6eppau141z1, KapuOTHII.

Resume. The article analyzes data on frequently diagnosed chromosomal aberrations occurring in
patients with reproductive dysfunction. The statistics of diagnosed cases of structural chromosomal
aberrations in the Ryazan region from 1986 to 2022 is showed. Clinical cases of patients with recurrent
abortions are described, the formation of abnormal gametes is showed.

Keywords: recurrent miscarriage, chromosome aberration, karyotype.

AKTyaJIbHOCTDh. [IpuBbIYHOE HEBBIHAILIMBAHHE OEPEMEHHOCTH (IPUBBIYHBIN
BeIKH IR - [IB, [THB) - Hanmnyue B anaMHe3¢e KSHIIMHBI IBYX U 00J1ee CaMOITPOrU3BOIBHBIX
BBIKHJBIIIEH B Cpokax A0 22 Hexmenb [9]. DTHonorus penpoayKTUBHBIX IOTEPh
mHororpanna. [lpuumner [IHB moppasgenstorcss Ha anarommueckue (10-16%),
reaernueckne(3-6%), wuHbeknuonHo-socnamurenpasie  (10-15%), ayroummyHHBIE
(m1015%),sumoxpunnbIe (12-15%) 1 Tpombodummaeckue (10%)[1].

[Tpumepno 80% soikuabieit npu [THb npoucxonut go 12 Henens GepeMEeHHOCTH,
MIPUYEM OJTHUM W3 TJIABHBIX (PAKTOPOB KIIMHUYECKOW MOTEPH IMOPHOHA HA pAaHHUX CPOKax
ABJISIIOTCS  XPOMOCOMHBIE MYTAllMW, BO3HUKILIHWE H3-3a HApyILIEHUs raMmeroreHesa [8].
CoOOTBETCTBEHHO,  OJIHOM M3  BaXHEHUIIMX  OpoOJieM  MEIUKO-T€HETHYECKOTO
KOHCYJIbTUPOBAHUS SIBISIETCS aHAJM3 TOBTOPHOTO pHCKa (HOPMHUPOBAHHS SMOPHOHA C
XpOMOCOMHOM MyTaIliel y poiuTesiel HOCUTENIe XpOMOCOMHBIX adepparuii [5].

Henab: OUEHUTH BKIAL XPOMOCOMHBIX IIEPECTPOEK POAUTEIEH B ITHUOJIOTHIO
PENPOIYKTUBHBIX MOTEPb.

3agaum:

1. [IpoBecTu aHAIU3 PacHPOCTPAHEHHOCTH XPOMOCOMHBIX abeppaluil y maiueHToB
B Ps13anckolt oOnactu.

2. IByuuTh BapuaHThl KPOCCOBEPHOW Cerperamud XpoMocoM Tpu (HOpMHUPOBAHUS
MaTOJIOrMYECKUX TaMeT.
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3. OuleHUTh MPOTHO3 (OPMHUPOBAHUS HOPMAJIBHBIX TaMET U TaKTUKY BEACHUS
MPEKOHUECTIIMOHHON TMOJATOTOBKM MPU PaA3JIMUHBIX THUIAX XPOMOCOMHBIX IE€PECTPOEK
pOaUTENEH.

Marepuanbl U MeTOAbl. AHAMU3 CTAaTUCTUYECKUX JAHHBIX IUTOT€HETHYECKON
nabopaTopuu, pe3ynbTaToB KapuoTumupoBanus u FISH-ruOpummzanmmm u maHHBIX
JUTEPaTypPHI.

Pesyabrarel M HMX o00cy:kaeHue. [eHeTMUEeCKME aHOMAJUM POIMTENIECH TNPHU
MPUBBIYHOM HEBBIHAIIIMBAHUM OEPEMEHHOCTU 3aHUMAIOT 2-5% oT oO01ei 101 (HakTopoB,
pmusitomux Ha [IB [2,7]. B mepuon ¢ 1986 mo 2022rr B Psaszanckoit o0iactu OBLIO
oOcnenoBaHo 835 MalMEHTOB (Yalle CYNPYKECKUX Map, Peke OJHOr0 M3 POAUTENEH MO
KIIMHUYECKUM TOKa3aHUsIM), Y 35 U3 HUX AUArHOCTUPOBAIM CTPYKTYPHBIE XpPOMOCOMHBIE
abeppammu (12 MyxuuH, 23 KeHIUH), 9TO cocTaBisieT 4,2%. B cTpykType BBISBICHHOMN
natosiorud 70% coCTaBWIM PELUINPOKHBIE TpaHciokauuu, mo 15% pobepTcoHOBCKUE
TPAHCIOKAIMM W WHBEPCHU. Bce OHM COXPaHSIOT COATaHCHPOBAHHBIA KapUOTHUIT Y
ponuTenei, Ho GOPMHUPYIOT HECOATAHCUPOBAHHBIC 10 KAPUOTHUITY TAMETHI.

PaccmotrpuM koHKpeTHble mpuMepbl. HOCHTENBCTBO TpAaHCIOKALMM 4Yallle BCETO
ciyxuT npuunHo [IB. Ilpu penunpokHON TpaHCIOKAMM OOMEH T'€HETUYECKUM
MaTepuaIoM MPOUCXOIUT MEKY ABYMSI HETOMOJIOTUUYHBIMU XPOMOCOMAaMHU, MPU STOM JIBE
0o0pa30BaBILIKECS JIEPUBATHBIE XPOMOCOMbBI UMEIOT PA3IMYHYI0 MOP(GOJIOTHIO, 3aBUCSITYIO
OT TOYEK pa3phiBOB. B pe3ynbTare, Kaxiaas M3 HUX HMEET TPAHCIOIUPOBAHHBIA U
LHEHTPUYECKUIN CETMEHT, CJIEIOBATEIbHO, TOMOJIOTUYHA KaK XpPOMOCOME AOHOpY, TaK U
napTHepy. Y 4elloBeKa CyIIEeCTBYET JIBa OCHOBHBIX BHJIa TPAHCIOKAIIMK: pOOEPTCOHOBCKAS,
BO3HMKAOMIAs MPU IIEHTPOMEPHOM CIUSHUHU JIBYX AaKPOIEHTPUUYECKUX XPOMOCOM, U
PELUIIPOKHBIE, SIBISIOMINECS YHUKAJIbHBIMUA B Ka)KIOM OTIEIbHOM KIMHUYECKOM CIy4dae
[3].

[Ipu BbIUMCIIEHUU pUCKA POXKICHUS >KU3HECIIOCOOHOTO pedeHKa ¢ XpOMOCOMHBIMU
MYyTalHsIMH Yy apbl, B KOTOPOM OJIMH U3 POAUTEIEH HOCUTENIb AyTOCOMHON PELUITPOKHON
TPAHCIIOKALMK JTOMOJHUTEIBHO K AMIUPUYECKOMY PUCKY (25%) HEOOXOUMO YyUUTHIBATh
MaxXUTEMHYIO KOH(QUTYpAIMIO KBAIPUBAJIEHTA, TOTCHIIMATLHYIO )KU3HECITOCOOHOCTh 3UTOT,
OTHOCHUTEIIbHBIN pa3Mep XPOMOCOMHOT0 UcOaanca U TEPMUHAIBHOCTh TOYEK pa3phiBa Ha
JIEPUBATHBIX XPOMOCOMAX.

B HOpManbHO MpoOTEKaroIleM TaMeTOreHe3e Ha CTaJuM MaXuTeHbl B Mmenose |
o0Opa3yeTcsi OMBAJICHT W3 JBYX CIIAPEHHBIX TOMOJIOTOB. Y HOCHUTENEH TPaHCJIOKAIMHA MpU
KOHBIOTAIlUH JIBYX JEPUBATHBIX XPOMOCOM C MX FOMOJIOTaMU BO3HUKAET KBaJIpPUBAJICHT.
KBanpuBaneHT — equHCTBEHHAs KOH(UTYpaIus, IpU KOTOPOH BO3MOXKEH MTPOIIECC TTOTHOTO
TOMOCHHAIICHCA MEXKTY XPOMOCOMAaMH, BOBJICUEHHBIMU B TPAHCIOKAIIHIO.

Pacnpenenenue  4eTblpex TOMOJIOTOB B JIOYEPHHE TAMETOLMTHI  YETKO
JNETEPMUHUPOBAHO U 3aBUCUT OT TOr0, C HEHTPOMEPON KaKOl U3 XpOMOCOM OYAET CBSA3aHO
BEPETEHO JEJECHUS. BBIIENAIOT TpH IIaBHBIX CErPETrallMOHHBIX NATTEPHA KBAAPUBAJICHTA:

1. Cerperanus 2:2, mpu JaHHOM BUJIE€ PACXOXKICHUS JTBE XPOMOCOMBI YXOJISAT B OJHY
JIOYEPHIOIO KJIETKY U JIBE — B IPYTYIO.

2. Cerperarus 3:1 (Tpu XpOMOCOMBI -B OJIHY KJIETKY, OJTHA — B APYTYIO).

3. Cerperamnus 4:0 — Bce XpOMOCOMBI HIYT B OJIHY JIOYCPHIOIO KJIETKY.

ToJibkO TpU anbTEPHATHBHOM MAaTTEPHE CErperanuyd BO3MOXKHO (OpMUpOBaHUE
HOpMaJIbHOM rameThl. [Ipy OCTalbHBIX THUIAX BO3HUKAIOT IMATOJOTUYECKUE TaMEThI, H,
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CJIEIOBATEIbHO, 3UIOTHl C TEHOMHBIM JHMCOAJaHCOM, CBSI3aHHBIE C CErMEHTHOM
aHEYIUIOUIMEH, MpU KOTOPON HAOMI0aeTCs AYIUIMKAIUS WM AeNielusl pailoHa OJTHOM U3
XpOMOCOM, YYacCTBYIOIIMX B TPAHCIOKAUWHU. DTO MPUBOAUT K YACTUYHOW TPUCOMHUHU H

COITYTCTBYIOIIEH YaCTUYHOW MOHOCOMHUHM, YTO BBI3OBET 3aMEpIIyI0 OEpEMEHHOCTb WIU
MBIIP y miona [4].
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Puc. 1 — KoMIiekcHast TpaHCIIOKAIIMOHHAS TIEPECTPOKa ¢ ydacTueM Xpomocom 2, 3, 5.
Metadaznas miacTuHKa
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Puc. 2 — KommekcHas TpaHCIOKaIlMOHHAS TIEPECTPOIKaA ¢ ydacTueM XpoMocoMm 2, 3, 5.
Kapuorpamma xpomocom

Oo6parumcs k pucynkam | u 2. [lo naHHOMY CHUMKY MeTada3HON IUIACTUHKU U
pa3o0paHHOM  cXeMe  KapuoTUIla  MOXHO  JUAarHOCTUPOBaTh  KOMILJIEKCHYIO
TPAHCIOKALIMOHHYIO IEPECTPOUKY C yHACTHEM XPOMOCOM 2, 3, 5, BBISIBIIEHHYIO Y )KEHILUHBI
36 ner ¢ OecruonueM. B aHHO# mepecTpoiike y4acTOK JJIMHHOTO IUieda XPOMOCOMBI 5
IIepEIIeNl HAKOPOTKOE IIIEYO0 XPOMOCOMBI 3, a «IIOTEPSIHHBIN» Y4aCTOK C XpPOMOCOMBI 3
MOXXHO 3aMETHTh, MPUCOEAHMHEHHBIM K KOPOTKOMY IUIEYy XPOMOCOMBI 2. DparmMeHT
KOPOTKOI'0 IIJIe4a XpPOMOCOMBI 2 3aMKHYJ JUIMHHOE Iuiedo XpoMocoMmsl 5. Ilpu Takoii
CIIO)KHOM  TPAHCIIOKAIMOHHOW  MepecTpoiike (OpMHUPOBAHME HOPMAIBHBIX TaMeT
HEBO3MOYKHO BCBSI3H C HAPYIIEHHUEM ITOJTHOTO TOMOCHHTE3A IEPUBATHBIX XPOMOCOM [6].

Ha pucynke 3 mnpowsunloCTpupoBaH KIMHUYECKHI cilydyail poOEepTCOHOBCKOM
TPaHCJIOKALMKU ¢ 00pa30BaHUEM JE€PEBATHOM XPOMOCOMBI, KOTOpasi UMEET TOMOJIOTHYHbIE
YYaCTKH Kak K xpomocome 13, Tak u k xpomocome 14. [Ipu 1aHHON MaTOIO0TUU BO3HUKAET
PUCK BO3HMKHOBEHHUS TPUCOMHH IO 3aTPOHYTHIM B Xojae abeppauuu Xpomocomam. B
aHaMHe3e Yy JJaHHOM CYIPY>KECKOU mapbl 2 3aMepIie 0epeMEeHHOCTH Ha Cpoke 7-8 Helelb
U MEIMKaMEHTO3HOE NpepbIBaHNe OepeMeHHOCTH ¢ cuHapomoM [laray y mioga (Tpucomus
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o xpomocome 13). [Ipu 3ToM BO3MOXKHO (hOpMUPOBAHUSI HOPMATILHBIX TameT. s mapbl
MOXET OBITb PEKOMEHJIOBAHO HCIOJIL30BAaHUE BCIOMOTATEIbHBIX PENPOAYKTUBHBIX
texHoiorui (OKO) ¢ npequMILIaHTaIlMOHHON TUAarHOCTUKOU SMOpHoHa [4].
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Puc. 3 — PobeprconoBckastpanciokanus. CieBa: MetadasHas IacTUHA, CIIpaBa: KapuorpaMma

ITpu IIB y poauTtenei MOXKHO BbISIBUTH €III€ OJIMH BUJ XPOMOCOMHOW NEPECTPOUKH —
nHBepcus. IHBepcHsl BOZHUKAET IPHU ABOMHOM pa3pbIBE€ OJJHOM XPOMOCOMBI U IIEPEBOPOTE
CErMEHTa, OTAECICHHOIO OT OCTaJbHBIX Y4aCTKOB XpOMOCOMBI. lIpyu mapaneHTpudeckon
MHBEpcUU 00a pa3pbiBa HAXOASATCS B OAHOM IUI€UE U HE BKJIIOYAIOT LICHTpOMEpPY. BBIIBUTH
JaHHYIO adeppalnio MoxHO Toibko npu FISH-Metone ¢ nokyccnenupuueckuMu 30H1aMu
wii  auddepeHuuanbHOl  okpacke. IlepunieHTpuueckas HMHBEpCHs — 3aTparuBaet
LIEHTPOMEPY M YYACTKH PAOM C HEU, U3MEHss JUIMHY Iuled. ['eHeTnueckue nmociencTBus
JUIsl OyAyniero nmoToMcTBa IpH pa3HbIX BUJAX MHBEPCHM pa3nuuHbl. Bo Bpems melio3a y
YeJI0BEKa FeTEPO3UTOTHOrO MO MHBEPCUMU,JBE TOMOJIOTHYHBIE XPOMOCOMBI (OJIHa U3 HHUX
UMEET aHOMaJbHOE CTPOEHHE) OOpa3ylT XapaKTEepPHYI0 HWHBEPCHOHHYIO TIETJIIO,
BBIPABHUBAIOIIYIO CETMEHTBI MEXKY TOUKaMHU pa3pbIBOB. Eciiu B mponecce KpOCCUHIOBEpa
3aTPOHYT Y4aCTOK METJIH, TaMEThI OYAYT AePEKTHEHIE.
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Puc. 4 — Ilepenentpuueckas nHBepcus xpomocoMsl 1. CiieBa: MeradaszHas MIacTUHA, CIIpaBa:
KapuorpaMma
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Ha puc. 4 neMoHCTpUpYyeETCsl KIMHUYECKUN CIy4ald NMEpPELEeHTPUYECKON MHBEPCUH
XpOMOCOMBI | y MYXYMHBI B [1ape C HEBbIHAIIMBaHUEM OepeMeHHocTU. Ha kxapuorpamme
BUJTHO, YTO y AC€PUBATHOM XpPOMOCOME | N3MEHEHO COOTHOLIEHUE IIJIEY ¥ UBMEHEH PUCYHOK
O3HJIOB, UTO SIBJISIETCS] KJIFOYEBBIM MPU3HAKOM JAHHOIO BHJAa XPOMOCOMHOM abeppaiui.
KimmHnueckne pekOMEH Ay IPU HHBEPCUAX 1aTh CJI0KHO, TaK KAK Yallle BCETO MHBEPCUHU
ABJSIFOTCA ~ 3aIAPATEISIMA  KPOCCMHIOBEPA, MPU  Pa3pblB€ HWHBEPCUOHHOM  IIETIIH
OOJIBIIMHCTBO FaMET OKa3bIBAIOTCSI HECOAIAHCUPOBAHHBIMH.

BoiBoabI:

1. XpoMOCOMHBIE TEPECTPONKU POAUTEIECH BHOCAT 3HAUYMUTENBHBIA BKJIaJ B
ATUOJIOTUIO PENPOYKTUBHBIX MOTEPh U3-3a (OPMUPOBAHUS MTATOJIOTMUECKUX FraMeT.

2. llenecooOpa3Ho Ha3HAYECHNE KAPUOTUITHPOBAHUS CYIIPYTrOB IPH HEBBIHAIIMBAHU U
U OeCIUIOANH.

3. Ilpu oOHapyXeHue XPOMOCOMHOM TEPECTPOMKH Yy OJHOTO U3 POJAUTENEH
TpeOyeTcss HCMOJb30BAaHHE BCIHOMOTaTEIbHBIX  PENPOAYKTHBHBIX  TEXHOJIOTUH C
MpeIUMIUIAHTAlMOHHOW AMarHocTUKou. [Ipy croHTaHHO HACTyHUBIIEH OEpeMEHHOCTH —
CBOEBPEMEHHOE MTPOX0XKICHUE NMPEHATATBLHOI0 CKPUHUHTA C MHBa3UBHOM TMATHOCTUKOW U
KApUOTUITMPOBAHKUEM IIJIOJA.
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