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ANNOTATSIYA

Tug'ma jinsiy anomaliyalar ko'pincha reproduktiv tizimning jiddiy buzilishiga olib keladi
va noqulay reproduktiv prognoz bilan bog'liq. So'nggi yillarda yordamchi reproduktiv
texnologiyalarning rivojlanishi bepusht bemorlarning reproduktiv prognozini sezilarli darajada
yaxshiladi. Tug'ma jinsiy anomaliyalar uchun reproduktiv prognozni yaxshilash ko'p jihatdan
anormalliklarni o'z vaqtida tashxislash va bemorlarni oqilona boshqarishga bog'liq..

Kalit so‘zlar: jinsiy organlarning anomaliyalari, ikki shoxli bachadon, genetika,
diagnostika, bachadon va qin aplaziyasi.

AHHOTATILMUA

BposcdeHHble aHoOMauu no/108020 pa3gumusi 4acmo 06yc/1084U8AI0M Msicenble
HapyuweHusi penpodyKmueHOU cucmembl U C8513aHbl C HE6.1A20NPUSAMHbBIM PenpoodyKmMuHbIM
npoz2Ho30M. B nocaedHue 200b1 pasgumue 8CnOM02amebHblX penpodyKmuBHbIX MexXHO102Ull
3HAYUMENAbHO YAYHWUI0 penpodyKmueHbll Npo2Ho3 6ecn/00HbIX NayueHmos. YayvueHue
penpodyKmugHo20 Npo2H03a NpU 8POHCOEHHbIX AHOMAAUSX N0108020 PA38UMUS 80 MHO20M
3asucum om cg8oe8peMeHHOU OUa2HOCMUKU AHOMAAUU U payUuOHA/IbHO20 8e0eHUsl NaYyUeHMOo8

Kaiouegvwle ca08a: 8poxcdeHHble AHOMAIUU PpA38UMUSL NO108bIX 0P2AHO8, 8Yyp02asi
Mamka, 2ceHemuKa, duazHOCMuKd, anaa3ust Mamku U 81a2aauuyd

ABSTRACT

Infertility is often caused by congenital anomalies of sexual development and is
associated with an unfavorable reproductive prognosis. In recent years, the development of
assisted reproductive technologies has significantly improved the reproductive prognosis of
infertile patients. Improvement of reproductive prognosis in congenital anomalies of sexual
development largely depends on timely diagnosis of anomalies and rational management of
patients

Key words: congenital anomalies of genital development, bicornuate uterus, genetics,
diagnosis, aplasia of uterus and vagina

[Ipo6sieMa penpoAyKTHBHOIO 3/I0pOBbsi 4YeJOBEKA OXBAaThIBaeT GHOJOTHUYECKHE,
MeJUIUHCKHUE, COllMa/ibHble U Ppuocopckre acneKThl. PacuiupeHue u yriay6seHre HayqYHbIX
McC/Ie/JTOBaHUM B 3TOM 06J1aCTU BO MHOTOM 06YCJIOBJIEHO aKTya/IbHOCThIO JleMOoTrpadUuiecKux
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npob6Jiem [1,3,4,6]. B pa3BUTbhIX cTpaHax 0c060e BHUMAaHUE Y/ieJIsieTCs paHHeW AUarHoCTUKe
Y IpodUJIAKTHKE TMHEKOJIOTUYECKHX 3a00/IeBaHUM, UTO CIIOCOOCTBYET UX NPeAYNPeEX/IeHUI0
Y CBOEBPEMEHHOMY JIEYEHHIO.

B EBpome mHMpOKO pacnpocTpaHeHa NpaKTHKa paHHero 006caef0BaHUsA
penpoAyKTUBHOIO 3/10p0Bbe KeHIUUH. Ecin y neBodek B Bo3pacTe 12-13 sieT OTCYTCTBYIOT
IpU3HAKKM  [OJIOBOTO  CO3pEeBaHMsA,  CIeUaJUCTbl  PEKOMEHAYKT  IpOBeJeHUe
JiMarHocTu4yeckux Meponpuatud [1,3,4,6]. [lo MHeHHIO 3KCIEpTOB, CBOEBPEMEHHOE
BbISIBJIEHUE aHOMa/IMil pa3BUTHUS MOJIOBbIX OpPraHOB IO3BOJIAET MNPaBUJIBHO BbIOpPATh
JledeOHYI0 CTpaTervi, 4YTO B JaJibHeHlleM CHocob6CTByeT He TOJIbKO CHIKEHHUIO
pacnpoCcTpaHeHHOCTU TMHEKOJIOTMYeCKUX 3a060/1eBaHUM, HO U YJIYULIEHUI0 KayeCcTBa XKU3HU
nauueHTos [1,3,4,6].

KoMniekcHass  [AMarHOCTUKAa  BPOXJAEHHBIX AHOMa/IMM  pa3BUTHUA  KEHCKOM
penpoAyKTUBHOU CUCTEMbI TpebyeT NpUMeHEeHH KaK TPAJULMOHHBIX, TAK U COBPEMEHHBIX
MeTOJI0B ucciaefoBaHusA. /[l mosiyuyeHUs] OOBEKTUBHOM KapTUHbI NaTOJOTHYECKUX
M3MEHEHUU UCIOJIb3YETCS COYeTaHUEe HEMHBA3WBHbIX U MHBA3UBHbIX METOJAHUK, KaXK/Jas U3
KOTOpPBIX UT'PAET Olpe/ieJIEHHYI0 POJIb B yTOUHEHU U KJIMHAYECKOI0 IMarHo3a.

OaHMM U3 6a30BbIX HMHCTPYMEHTOB TMEPBUYHOW  JUATHOCTUKU  SBJISIETCS
yAbTpa3ByKoBoe ucciaefoBaHue (2D Y3U), koTopoe IWHUPOKO NpPUMEHSIETCI B KayecTBe
MeTO/la CKpUHUHIA NPU BbIIBJIEHWM aHOMAJIMM CTPOEHUS IOJIOBBIX OPraHOB. JTOT METO[,
OTJINYAEeTCSl BbICOKOM J[OCTYNMHOCTbIO M 06€e30MaCHOCTbIO, a TaKXXe MO03BOJISIET MNOJIYYUTH
NepBUYHOE NpesCcTaBJeHHe O CTPYKTYPHBIX 0COOEHHOCTAX uccaeayeMon obsactu. OfHaKo
ero AMarHoCcTuyeckass TOYHOCTb OrpaHMYeHa U BO MHOTOM 3aBUCUT OT YPOBHS NOATOTOBKH
CHeLHaJnCcTa, NPOBOAAILETO0 MCCAeLOBaHHE, a TaKXe OT TEeXHUYECKUX XapaKTEepPUCTUK
obopyaoBaHnus [2,6,7].

TpexmMepHasi peKOHCTPYKIUS C OMOIIbIO YJIbTPa3BYKoOBOro ucciaegoBanusa (3D Y3U)
o6s1aiaeT 60Jiee BBICOKOM TOYHOCTBIO U BOCIPOU3BOAUMOCTBIO. ITOT METO/, IPe/l0CTaBJIsgeT
JIOTIOJTHUTEJ/IbHbIE BO3MOXXHOCTU JJI [JleTaJIbHOIO H3Yy4eHHWS aHAaTOMUYECKHUX CTPYKTYD,
BKJIIOYAs IIEWKy MaTKU U Bjaraiavile. OgHako ero MmpuMeHeHHe OTpaHU4YMUBaeTcs OoJiee
BbICOKOM CTOMMOCTbIO M HEOOXOJAMMOCTBIO CIELHaJU3UPOBAHHOW MOJATOTOBKM Bpaya-
JIMarHOCTA, YTO JleJIaeT ero MeHee AOCTYMHbBIM 0 cpaBHeHUIO ¢ 2D Y3HU [4,7].

Haubosiee HajeXHbIM MeTOJOM JUArHOCTUKU BPOXKAEHHBIX aHOMa/IMM >KEHCKHUX
IIOJIOBBIX OPraHOB CYUTAETCS MarHUTHO-pe3oHaHcHasd Tomorpadusa (MPT). [laHHbId MeTOZ,
obecreyMBaeT TpeXMepHYK BHU3ya/lM3aljMl0 aHAaTOMWUM OpPraHoB MaJoro Tasa, 3a
UCKJIIDYEHUEeM MaTOYHbIX TPy0, U NO3BOJIAET BBIIBUTb pa3/iMYHble MOPOKU pPa3BUTHS,
BKJIIOYAsl OOCTPYKTUBHblEe aHOMa/JMU. HecMOTpsa Ha BBICOKYI0 JUAarHOCTUYECKYI0 TOYHOCTD,
MPT gaBasieTcsl JOPOTrOCTOSAIIMM METO/0M, TPEOYIOIIUM KBaIUPUIUPOBAHHOTO CIELUAJIUCTa
JUI1 WHTepHpeTaliui MOJYyYeHHbIX H300pakeHWH, 4YTO OrpaHUYMBAET €ro IIMPOKOe
vcrnoJib3oBaHue [3,8,9].

IxorucrepocanbnuHrorpadusa (IX0-I'CI)) npexcraBaseT co60M MaJOMHBA3WBHBIU
JIMaTHOCTUYECKUN METO/i, MO3BOJIAIOIUNA OLEHUTb COCTOSIHME IIEWKU MAaTKU U TMOJIOCTH
MaTKHU. JlaHHBIN MeTO/ OTJIN4aeTCs CPAaBHUTEJNbHOU 6€30MacHOCTbIO, OJJHAKO €ro TOYHOCTh
BO MHOTOM 33aBHUCHUT OT KBaJIMPUKALMU CIleljMalrCcTa, NIPOBOJSALIEr0 UccaefoBaHue. BaxkHo
YUYUTBIBATh, UTO HEKOPPEKTHOE BBeJIeHHWE PEe3WUHOBOr0 KaTeTepa BHYTPU MAaTKH MOMKET
CIOCOOCTBOBATH K TPaBMe TKaHH, a TAKXKe paclulMpeHue N0JI0CTA MaTKU C IOMOLIbIO BO3/yXa
¥ 00pa3oBaHUs lIapUKa B KaTeTepe MOKEeT HeNpaBUJIbHO UHTEPNPETUPOBATh BHYTPEHHUE
KOHTYPbI, YTO B OT/€/JIbHBIX CJy4asiX CTAaHOBUTCS NMPUYMHOW JIOKHOIOJIOXKUTEJNbHbBIX WU
JIO)KHOOTPULIATE/IbHbIX Pe3YJIbTAaTOB [46, 48].
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PentreHoBckas rucrepocanbnuuarorpadusa (PI'CI) ucnosb3yeTtca s BU3yanu3anuu
IO0JIOCTM MaTKU U MaTOYHbIX Tpy6. HecMOTps Ha CBOIO AMAarHOCTHUYECKYIO LIEHHOCTD, JAHHBIA
MEeTOJ, CYMTAeTCd MWHBAa3UBHbIM M CONPOBOXKJAETCAd JUCKOMQPOPTOM WJIHA 60JieBbIMU
olyueHusIMu y mnanueHTa. OcHOBHbIM HefocTaTkoMm PI'CI' siB/sieTcss ero HecnmocoO6HOCTH
npeloCTaBUTh HHQPOPMALMI0 O BHEIIHEM KOHTYpe MaTK{, a TaKXe HEeBO3MOXXHOCTb
JuddepeHManiuy BHYTPUMATOYHOM NeperopoAku oT AByporoi maTtku. Kpome Toro, aToT
MeTO/, He [03B0JIAeT BbIABUTD JONOJHUTENbHBIN 3aKPbITHIA POT U HEBO3MOKHO IPUMEHUTD
IPY HENPOXOJAMMOCTH B BU/Ie LIePBUKAJIbHOW UJIM BaruHaJbHOU [4,7].

[McTepockonusi  mnpejcTaBjsieT CcOO60M  MaJOMHBA3WBHYK  JIUATHOCTUYECKYIO
npoueAypy, KOTopasi JaeT BO3MOXHOCTb JIETa/IbHO U3yYUTh COCTOSIHME CTEHOK BJIarajuiia,
I[epPBUKAJIbHOTO KaHajla U MOJIOCTU MaTKU. HecMOTpsi Ha BbICOKY0 MHPOPMATHUBHOCTb B
OlleHKe BHYTPEHHEeW CTPYKTYPhI, AJAHHbIM MEeTOJ, He MpPeJIoCTaBJsIeT CBeJleHUH O BHELIHUX
KOHTYpax WJMU TOJIIMHE CTEHKUM MaTKW. B ciydasx, korja TpebyeTcs KOMILJIEKCHasI
BU3ya/M3allMsl PENpPOAYKTUBHBIX OPraHOB, MPUMEHSETCS JIAaNApOCKOMHUs — C MOMOUIbIO
MHUHHUMAaJIbHbIX Pa3pe30B eCTh BO3MOXXHOCTb BH3ya/IM3al[MM MATOJIOTUYECKOT0 Mpoliecca Ha
3KpaHe a TakKXe OJHOBpPEMEHHO JIMKBUJAIMS MATOJIOTUYECKOTo Mnporecca. Ho ¢ momoibio
JIAIApOCKONMMUU He BCerja BO3MOXHO OIEHHUTb TOJII[MHY CTE€HKUM MaTKH, KOTOopas B
O0JIbIIMHCTBE C/Iy4yaeB 3aBUCUT OT OIbITA Bpaya M KayecTBa BU3yasnusanuu [1,2,4].

Wuorpa npu Cunapome Maiiepa PokutaHckoro KiocTHepa o6Hapy»KUBaeTcsl 0JHO UJIU
JIBa JONMOJIHUTEJbHbIX MaTOYHBIX OOpPA30BaHMM KOTOpble MOTYT pacloJiaraTbCs Ha
JlaTepaJibHbIX CTEHKax MaJioro Ta3a. B Takux cjay4dasgx MHOTJA OOHapy:KHBaeTcCs
OYHKIMOHANBHBIA  3HAOMETPUM. JlMarHOCTMKAa [JIAaHHOTO COCTOSIHHS, KaK IpaBuJIO,
HAuYMHAEeTCsd C YJbTPAa3BYKOBOTO HCCAeJOBaHUsA. Y MalUUEHTOK C amja3ved MaTKU U
BJIarajyiuia 4acTo HaOJIIOJATCSA CONYTCTBYHOLME TeHHWTAaJbHble MATOJIOTHHU, TaKUue KakK
HapYy>KHbIA T€HUTAJbHbIA 3HAOMETPUO3, ONMYX0JHd IUYHUKOB, @ TaKXKE€ aHOMAaJIMU PAa3BUTHUSA
MOYEBBIBO/IAIEN CUCTEMBI, CKEJIETA, CIYXOBOTO almnapaTa U CepJiedH0-COCyAUCTON CUCTEMbI
[2,6].

Jnsa  jeTajbHOM  BU3ya/M3alldM  AHAaTOMHUYECKUX CTPYKTYp W  BbIIBJIEHUS
reHWTaJbHOW HWJIM 3KCTPAareHUTaJbHOM MAaTOJIOTMHU B MOCJAEAYIOIEM MPUMEHSETCA METOJ,
MPT. Ha guarHocTu4yecKux CHMMKax 3TOT'0 MCC/AeJO0BaHHUA MaTKa WU BJarajuile o0bIYHO He
BU3Ya/IU3UPYIOTCS, OJIHAKO MOTYT ObITb OOHApy)KeHbl MblllIeYHble BaJIMKH  —
pyAUMeHTapHble 00pa30oBaHUs MaTKHW. FMYHUKHM, KaK MPaBUJIO, PACIOJIAaraloTCs BbICOKO
NPUCTEHOYHO. B psifie ciydyaeB BbISIBJISIETCS €IMHCTBEHHAs HOpMaJibHasi MoYKa JIMO0 Ta30Bas
JIUCTOMNMS MOYKH, A TAKXKE BO3MOXKHbI CJIy4ad YJBOEHHS MOYEYHOH JIOXaHKU MJIM YallleyHO-
JIOXaHOYHOH cucrteMmsl [1,2,3,5].

JluarHocTuKa amJjiasvuy BJara Jivila OpU HaIM4YMM QYHKIUOHUPYIOUIEH MaTKH
HauWHAeTCs C TMpPOBeAeHUs] YJbTPAa3BYKOBOrO MCCJEOBAaHUS, IMO3BOJISIOUIETO BbISIBUTH
HalnoJIHEHUEe KPOBU B MOJIOCTH MAaTK{ WJIU B AYTrJIaCOBOM NPOCTPAHCTBE a TaKXKe BbIIBUTH
ypOBEeHb alJlasuM BJjaraauiia. Eciu BcTpedaeTcsa moJsiHas amia3usi Bjaraiavina Ha Y3U
MOXXHO YBU/JIeTb FeMaTOMeTpPY, FeMaTOKOJIbIIOC U KACThl IMYHUKOB 4Yallle 9HA0MEeTPUO/HbIE.
MarHuTHO-pe30HaHCHasAs ToMorpadus Mo3BoJisieT 60Jiee TOYHO OIEHUTb aHATOMHYECKHE
0COOEHHOCTH, 3aMoJ03pUTh Ha/JMYMe 3SKCTpareHWTaJbHOW NAaTOJIOTHM W MOATBEPAUTDb
OKOHuaTeJibHbIM AuarHos [1,2,3,5].

OfHoporas MaTKa JMarHoCTUPyeTCs Ha HavyaJlbHOM 3Tane 06cieJo0BaHUS C IOMOLIbI0
yAbTPa3BYKOBOro uccaefoBaHus (Y3U), npu HeNmosHOW amjia3ud MO>HO BbISIBUTh
IpOJlOJIroBaTy0 GopMy Tesia MaTKU U OJHY MATOUYHYI TPyOy MHOTJA MOXXHO ONpEeAeJUThb
JloNoJIHUTeIbHBIN por [1,2,3,5,7,10].
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JloNoJIHUTEeNIbHO TIpUMeHsieTcsl rucrepocanbnuHrorpadusa (I'CI'), ofHako JaHHBIN
MeTOJi OTpaHUYeH BU3ya/M3aliMied TOJIbKO MOJIOCTM MAaTKU B BHUJle BepeTeHa, YTO MOXKeT
3aTpyAHUTh AuddepeHIHalUI0 C ABYporol MaTkoul. [iis 6oJsiee TOUHOW AMATHOCTUKHU
pyAvMeHTapHOro pora ucnoJsb3dyetca MPT, nosBosfwoniee pasjavyiuTh [Ba OTAeJbHBIX POra,
pasziesieHHbIX TKaHbI0 MUOMeETpPHUA. OYHKIUOHUPYIOIIUU PYJUMEHTAPHBIA pPOT COAEPKHUT
3HJOMETPUN, B TO BpeMs KaK HeQYHKLUOHUPYHWOILUN COCTOUT U3 PUOPO3HOW TKAHU U
JIEMOHCTPUPYET HU3KYI0 UHTEHCUBHOCTb curHaja. [1,2,3,5,7,9,10,11].

Jlono/IHUTEeNIbHBIA HEJO0PAa3BUTBHIM poOr NpPU OJHOPOTOM MaTKe MOXeT HMeTh
byHKIMOHA/NBbHBIA (C 3HAOMeTpUeM) UM HePyHKLHUOHaJIbHBIA (C PUOpPO3HOM TKaHbIO)
xapakTep. [Ipy Haiu4uu 3HAOMETpUA B pyAUMeHTapHOM pore Ha MPT BuiAgB/isgeTca 30Ha
NOBbILIEHHOW 3XoreHHocTU. Ecan por coctrouT u3 PuOpPO3HONW TKaHH, €ro CTPYKTypa
omnpejesisieTcsl KaK HHU3KOMHTEHCUBHass Ha T2-B3BelleHHbIX H300paKeHUsAX. BakHbIM
acleKTOM JUarHOCTUKU ABJIAETCA OLEeHKa CBA3W pPYAMMEHTAapHOro pora C OCHOBHOU
MOJIOCThIO MAaTKH, YTO TpebyeT KOMILJIEKCHOT0 ucnoJib3oBanus ['CT" u MPT [1,2,3,5,7].

[Ipy  rUcTepocKONMYECKOM  HCCAeJOBaHMU  MOJIOCTb  OJHOPOTOM  MaTKH
BU3YaJIM3UPYeTC KaK OKpYyrJas, B OTJUYHE OT TPeyroJibHOH POpMbl, XapaKTepHOH AJs
HOPMaJIbLHOTO  CTpOoeHUsl. EJWHCTBEHHOe  yCTbe  MaTOYHOW  TPyObl  sABJsSETCA
JIMaTHOCTUYECKMM MapKepoM JaHHOW aHOMa/vu. B ciaydasx Haiuyusi pyAUMEHTapHOTro
pora, He UMeIolero coobLeHUsI C OCHOBHOM MOJIOCTbIO, BbISBJSETCS PyOL0BOE BTSI’)KEHHE B
o6Js1acTU ero oTxoxJeHus. Jlanapockonuyeckoe Hcce0BaHUe MO3BOJISET JAONOJHUTETbHO
NOATBEPAUTH HaJMUUe PYAUMEHTAPHOrO pOra, KOTOpbIM, KaK NMpPaBUJIO, UMeeT MeHblIHe
pasMephl 10 CPAaBHEHUIO C OCHOBHOM MAaTKOM U pacroJiaraeTcs JlaTepajbHO, HEMHOTO BbIlIe
BHyTpeHHero 3eBa [1,2,3,5,8,11].

[IByporasg MaTKa XapaKTepU3yeTcs Ha/Jh4YueM [BYX CHUMMETPUYHBIX IOJIOCTEH,
KOTOpble YaCTUYHO COeJMHEHbI B HUXKHEW 4acTH, IPENMYIEeCTBEHHO B 00J1aCTH Nepenienka
MaTKU. B HeKOTOpbIX cjy4asgx MOJIOCTU pasjesieHbl BIUVIOTb [0 BHYTPEHHEro 3eBa.
HesaBucuMo ot $opMbl JaHHOM aHOMAaJIWH, NPUCYTCTBYET OJHA LIedKa MaTKU U CBA3b
MeXAy MOJIOCTAMU. [ljis [AUarHoCTUKU JABYpPOrod MaTKU Haubosiee MHPOPMaTUBHBIMU
MeTOJaMU ABJIAIOTCA YJbTpa3ByKoBoe ucciaefoBaHue (Y3UM) M MarHUTHO-pe3oHaHCHasd
ToMorpadusa (MPT). /lanHble nccaeoBaHUA AAIOT BO3MOXHOCTb NPEJCTaBUTh BHYTPEHHUE
Y BHellHHe rpaHulibl MaTKd. B cpaBHenuu ['CI, rucrepockonuu, U Jyanapockonusa Y3U a
Takke MPT uMeroT BbICOKYIO IMAarHOCTUYECKYIO LIeHHOCTb. Tak Kak ['CI' u rucrepockonus
JlaeT mpeJicTaBJieHUe TOJIbKO O BHYTPEHHUX KOHTYypax U IpaHULIaX MaTKH, a JanapoCKONUs
TOJIbKO BHeIIHHWe TpaHulbl. TakuM o00pa3oM, 3HJOCKONMUYECKHE MEeTOJbl peKOMeHAYyeTCs
UCIIOJIb30BaTh B COYETAHUU JAPYr C APYroM [Jis MOBBILIEHUS TOYHOCTU JUArHOCTUKU M
BbIOOpA ONTHMa/IbHOM JleueOHOM TakTUKH [1,2,3,5].

[Ipu Y3U u MPT yaBoeHHass MaTKa M BJarajiviie BbIIVISJETb KaK JBa pa3HbIX He
Kacawlluxcsad Apyr JApyra TeJ MaTKHM, KOTOpble pacloJIoralTcs IO OTJAEeJbHOCTH Ha
paccrossHuM. Takke HaZj0 yMeTb JUAarHOCTUPOBATh JiBe LIEHMKU U JiBa BJarajuiia KOTopble
Mex/y co60i MMelT neperopoky. Jasa audpdepeHnpauuy BHyTPUMaTOYHON NeperopoKu
MPT aHa/nu3upyeT BHELIHUU KOHTYpP MaTKU. Ec/iM HapyKHbI KOHTYP MaTKU Npe/CTaBJsAeT
co00# eIUHYI0 CTPYKTYPY, AAArH03 CTaBUTCS B [10J1b3y BHYTPUMATOUYHOM neperopoaku. [Ipu
HaJIMYUM HEeOOJIbIION paclule/IMHbl ONpeJessieTcs CelJIOBHAHAsA MaTKa, a ecly pacliesrHa
JlOCTUTaeT BHYTPEHHETr0 3eBa WJIM IJly0XKe, TO AUarHOCTUPYeTCs JByporasi MaTka. Beegenuve
KOHTPACTHOTO BellecTBa BO BpeMs 3xocaibnuHrorpapuu (3CI) B KaxAyw OT/eIbHYIO
HIeMKYy MaTKWA no3BoJisieT AuddepeHIMpoBaTh ABa U30JMPOBAHHBIX pora MaTKH, KOTOpbIe
MOpQ0JIOTHUYECKH HAaIOMUHAIOT OJHOpOryo MaTky [1,2,3,5,8].
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Ecny rpaHuIbl KOTOpble pacnoJsioralTcs CBepXy NpesCTaBJSIOT CO00M OJHY LiesyIo
CTPYKTYPY, MOXKHO NOCTAaBUTh AUArHO3 BHYTPUMAaTO4YHas Meperopojka. [Ipu o6HapykeHUuU
HeOOJIbIIOTO 3a30pa ompejesiseTcsd CceAJOBUJHAsA MaTKa, a eclad 3030p JOXOLUT [0
BHYTpPEHHEro 3eBa TO 3TO JIByporas MaTKa C JABYMS poraMuM M Ha/UYUMeM [IByX LIEHK.
YnapTpa3ByKoBOe HCC/Ae/JOBaHUE He BCerja IMO03BOJIAeT YeTKO pas3rpaHUYUThb MOJHYH U
YaCTUYHY0 BHYTPUMATOUYHYIO neperopoaky [1,2,3,5].

CennoBujHass ¢opma [ABYpOrod MaTKM JAUATHOCTUPYyeTcA C mnomolubio Y3H,
ructepocaibnuurorpaduu u MPT, onpezesnsisgs MArkoe U WIKMPOKoe yriybJseHHe B 06J1aCTH
JIHA TMOJIOCTU MaTKW. /laHHass aHOMa/iusl CYUTAETCs Jierkoh ¢GopMoul JBYpOrol MaTKH.
OfHaKoO MHeHHe CIelUaJMCTOB M0 NOBOJAY CeAJIOBUJHOM MaTKW pas3idyaeTcs: OJHHU
aKLIEHTUPYIOT BHUMaHUeE HAa ee Hapy>KHOM KOHTYpe€, a ApyTrue - Ha BHYTPEHHEM CTPOEHUHU
[1,2,3,5,9,12].

JlvarHocTuKa IOPOKOB  pa3BUTUA BO3MOXKHa ¢ noMmouwpbw Y3H, MPT,
axocanbnuHrorpadpuu (3CE) u rucrepockonuu. Jlanapockomnus, B OTJIUYHUE OT 3TUX METO/IOB,
He TpeAocTaBjsieT HWHGOPMAIMM O HAJUYUU CTPYKTYPHbIX aHOMasMil. BHejpeHue
COBPEMEHHBIX METO/I0B BH3ya/IM3al[UH CIIOCOGCTBOBAJIO MOBBIIIEHHWIO YAaCTOThI BbISBJAEHHUS
BPOX/IeHHbIX IOPOKOB MAaTKH U BJIarajiuina, ocobeHHo peakux opwm [1,2,3,5].

[Ipy BBeE€HUU KOHTpPACTA BO BpPeEMS 3XOCAJbIUHIOrpaduU B OT/IEJIbHYIO C
JIByX CTOPOH IIeMKY MaTKHU MO3BOJISIET 0OHAPYKUTh JIBA OT/[eJIbHBIX pOra MaTKHA KOTOpbIE M0
CTPOEHHI0 HAaIOMUHAIOT OJHOPOryI0 MaTKy. Euie TpyaHo auddepeHuupyeMon naToJioruei
noxokein mno Hapy:xkHoMmy BuAy npu ['CI' ABasgeTcda mnosHasgd MaTO4YHas Meperopojka.
UccnegoBanuem MPT mno3BosuT onpenenuTb MOJHYKH MEPEropofKy KOTopasd HMeeT
HOpPMaJIbHbIM Hapy>KHbIX KOHTYP JiHa MaTKH.

TakyuMm 00pa3oM, KOMILJIEKCHBIM NOAXOJ K JUarHOCTUKe BPOXJEHHBIX aHOMasui
penpoAyKTUBHOU CUCTEMBI UTpaeT pellarulyto posb. CpaBHUTENbHBIM aHA/INU3 pe3y/IbTaTOB
pa3/IMYHBIX METOJOB MCCJe[0BaHUs, HMX [JUAarHoCTU4Yeckass TOYHOCTb W CO4YeTaHHe
HECKOJIbKUX MeTO/I0B M03BOJIIIOT BbIOpaTh HanboJsiee 3QpPEeKTUBHYIO CTPATErUIO JIeYeHUS U
KOPPEKLIMU BbISIBJIEHHBIX IaTOJIOTUH.

BpoxzaeHHble aHOMaJWKM a TaKXe I[OpPOKU pa3BUTHUSA MOYENOJIOBOM CHUCTEMBI
XapaKTepu3yeTCcsd aHaTOMO CTPYKTypHbIMU HW3MEHEHUSMHU (CaMOro OpraHa HWJM €ero
OTCYTCTBHMEHA PaHHUX 3TallaX BHYTPUYTPOOHOTO Pa3BUTHUA. ITUOJIOTUS TAKUX aHOMaJUU
MOXeT OBbITb pa3HOU, KOTOpasi MOKET ObIThb CBS3aHa C HAC/1eCTBEHHOCTbIO, MyTalluel TeHOB
[1, 2,3,5].

Yd4eHble CUMTAIOT YTO aHOMAJHUU Pa3BUTHUA BO3HUKAIOT BCJIEACTBHE IHJOTEHHBIX U
3K30TeHHbIX ¢pakTopoB. [1, 2,3,5,7,9].

MHorue ydeHble TOBOPAAT YTO NMOPOKM Pa3BUTHUS MOYENOJOBOU CUCTEMBI 0OJblle
CBSI3aHbl OT 9K30TeHHbIX (PAKTOPOB TAaKUX Kak, TMIlep- TMIOTEPMHUS, pPaiuaLius, XUMHAYEeCKH e
BellecTBa U T.A. [lo BbICKa3blBaHUSAM JAPYTUX yYEHbIX aHOMaJIMM Pa3BUTHS MOYEINOJIOBOU
cucteMbl B 12-24% 3aBUCUT OT TE€HHBIX MYTallMi, XpPOMOCOMHBIX AaHOMaJHUSXB BHUJE
TpaHcA0Kauuu uau geneuuu [1, 2,3,5] u B 66 % ciydyaeB npuyvHaA aHOMaJUW Pa3BUTHUSA
MOYEeNo0JI0BOM CUCTEMBI TaK U OCTAETCS HEBbISICHEHHOM.

Cungpom Maitepa Pokutanckoro KrocTHepa Xaysepa mnpefcTaBJisieT 00JIbIION
UHTEpeC CpeJyd YYeHbIX U XapaKTepHU3yeTCsl OTCYTCTBUEM MaTKH, LIeMKU W Bjarajaviua y
HOpPMaJIbHbBIX JleBOoU€eK € KapuoTunoM 46,XX. OTCyTCTBUE )XEHCKUX N0JIOBbIX OPTaHOB MOXET
OBITh BbISIBJIEHA C PeIKUMU T€HETUYECKUMU CUH/IpOMaMH, TAKUMU Kak cuHApoM McKusick-
Kaufman (ren MKKS, snokyc 20p12), cunapom Bardet-Biedl (ren MKKS, snokyc 20p12 u
Apyrue reHbl), cuHgpoMm Wolf-Hirschhorn (genepuu xpomocombl 4pl16.3), cuHApOM
Goldenhar, yTo moka3biBaeT 0GIIHOCTb MPUYUHBI BO3BHUKHOBeHMUS.[1,6].
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MHOroreHHOCTb OTCYTCTBUSI BJIATaJMIIA U MAaTKU pacroJioraeT OOHapyKeHUs
MOJIEKYJISIPHBIX HAPYUIEHWH BJAUSIOIIMX HA paHHUE CPOKU 3MOPUOTEHE3A, BO BpeMS CJUSTHUSA
MioJ1/1epOBBIX MPOTOKOB, TaKXKe 3TOT CUHAPOM COYETAETCS C aHOMaJMUsSMM MOYEK TaK Kak
TaKXXe MOYKU 00pa3y0TCs U3 Me30JepMbl [2,3].

PaHeecunTas0Ch,YTOMAaTOYHO
BarvHa/IbHbIAAIMJIaCTUYEeCKUACUHAPOMSIBJISIETCACIOPaAMYeCKMM3a00/1eBaHUEM,0[JHAKOPACT
ylleeqyruca0ceMeNHbIX CyYyaeB MOATBEPXKAAeT TUNOTe3y oreHeTu4Yeckou npupoje [1,2,3,5].B
CEMENHBIX CAydasax CHHJPOM HacjJefyeTcs MO0 ayTOCOMHO-JOMHUHAHTHOMY THNOY U
JleMOHCTPUpPYeT BaprabesibHY0 SKCIPECCUIO C HEMOJIHON NeHEeTPAaHTHOCTbIO. ITO NO3BOJISIET
NPEeAIoJIOKUTh, YTO MyTallUKM MOTYT pacrnoJjaraThCsl B KJAOYEBBIX TeHaX, KOHTPOJIUPYIOIUX
pa3BUTHE, WM YTO MOXET UMEThb MECTO OTPaHUYEHHbIM XPOMOCOMHBbIM AucbanaHc. [lo
JlaHHBbIM JIMTepaTyphl, U3BECTHO Bcero 68 ciydaeB ceMeiiHoro cuuapoma mRCC [1,8], a o
MHeHUI0 JI.B. AnamsaH u coaBT. (2008), reHeTHueckue PakTOpbl UTPAlOT BAXKHYIO pPOJIb B
3THUOJIOTUM (OPMHUPOBAHHUS OYAroB 3HAOMETPHO3a, A TAKXKe B IMATOTeHe3e BPOXK/EHHBIX
aHoMaJIui MaTku U Baaraauuia [2,4]. Cuaapom mRCC, accCOUMMPOBAHHBINA C SKTOMUY €CKUM
3HJOMETPUO30M W 3HAOMETPHO30M B KIUHUYECKUX CJAy4asx, MPOaHAJIU3UPOBAHHBIX
MccieloBaTeIsIMM, TT03BOJISIeT MPEJIOJIOXKUTD CBA3b MEX/y 3THUMHU 3aboJieBaHUSAMU. Bblio
BbICKA3aHO MpPeJANoJ0KeHHe, YTO 3TU 3ab60JieBaHUS SBJSIOTCA MYJbTUDAKTOPUATBHBIMH,
006YCJIOBJIEHHBIMU reHeTUYeCKUMU noJjuMopdr3Mamy, HacJie/[CTBEHHOU
peApacloioXKEeHHOCTbI0 U TOPMOHAJIbHBIM BO3/€HWCTBHEM Ha pelenTopbl 3CTPOTEHOB M
nporectepoHa [11]. Baxxnas posib renHoB WNT, HOXA u PAX B 3MOpHOHa/JIbHOM pPa3BUTUU
pPENpPOAYKTUBHBIX OPraHOB LIMPOKO 06CyKJAaeTcss B HaydHOU Jjiutepatype [1,2]. CemencTBO
WNT BkJ/to4YaeT rpymnny reHoOB, YYacTBYKOUIUX B 3MOPHUOHAJIbHOM pa3BUTHUU. JTU TeHbI
UTPalOT BAXKHYIO poJib B GOPMUPOBAHMU MOYEINOJIOBOM cHCTEMbl MJleKonuTawmux [1,2,3,5].
Cpesyu OCHOBHBIX 4JIEHOB 3TOW rpynnbl Wnt4 cuuTaeTcs rJIaBHBIM T€HOM, OINpe/esaliuM
nos10By0 AuddepeHIIMPOBKY U NMPUBOAAIMM K MHBA3WM JIIOMHUHAJIbHBIX 3NMUTEIHATbHBIX
ka1eTok, a Wnt9b skcnpeccupyerca B snuTenuu BosbPoOBBIX NMPOTOKOB KM CIOCOOCTBYET
yAJMHeHHU0 MrwoJiepoBa npoTtoka [1,2,3,5]. ¥ 4denoBeka Wnt4 saBJisieTcs nepBbIM T€HOM,
acCOUMMPOBAHHBIM C JUCreHe3Wel MaTKW M TUIllepaHApOTreHUu3MoM; MyTanuu B Wnt4
NPUBOAAT K HapyLIeHWUIO MOJaBJeHUs CTEPOUAHBIX PepMEeHTOB SAUYHUKOB U BbI3BIBAIOT
aHOMaJIbHYI0 3Kcmpeccuio 17a-TUApOKCUIasbl, YTO NPUBOAUT K TUIEpPaHAPOTEHU3MY Y
nanyeHToK Biason-Lauber et al. B ucciemoBanuu Philibert R. et al. (2008) y 28 geBouek c
NepBUYHOU aMeHOpeel U AucIJa3vued MaTKU U BJlarajuvila OblIM 0OHApY»KeHbI cileAylolie
MyTalUy NPUBOAAT K YCUJIEHHOM 3KcnpeccMd (GepMeHTOB OMOCHMHTE3a aHAPOTreHOB. JTO
Jla/lo OCHOBaHUSA paccMaTpuBaTh cuHApoM MPKX c¢ runmepangporeHveid Kak OTZeJIbHYIO
KJUHUYecKyto ¢opmy [1,9].

B To »xe BpeMs Ravel C. u coaBT. (2009) He 06HapyXuu MyTalu B reHe Wnt7a y
NalyMeHTOB C 3TUM CUHJpoMOM [4,7].

Wang et al. (2014) BnepBble coobuuad o Myrtapusax Wnt9b, acconmupoBaHHBIX C
MPKK B kuTalickoi nony/isiliuy, 0JHaKO MOCJAeAyIolLiMe UCCaeJ0BaHus He MOATBEPAUIN ITY
cBa3b [10,36]. BosMoxkHoCTb TOro, 4to Myrauuu reHa Wnt9b BaMAIOT Ha pa3BUTUE
cunapoma MPKK, 6bu1a moaTBepikJeHa B mocaeHUX HcclenoBaHUsAX. HcciemoBaTesnu
0OHApPYXUJIK NSIThb TeTEPO3UTOTHBIX MUCCEHC-MYTALlMK U OJHY reTepO3UTOTHYI0 HOHCEHC-
MyTanuio y nanydeHToB ¢ MPKK 1-ro Tuma, 4TO noATBepKaeT poJib 3TOr0 reHa B 3TUOJIOTHHU
JlaHHOTO 3aboJsieBaHusa [2,4]. ['oMeobOKc-cofepkalie reHbl NpPUHAAJEXKAT K OOJbLIOMY
ceMelcTBy, BritovawuieMmy kiactep HOX. Hekotopbie u3 stux reHoB (HOXA9-HOXA13 u
HOXB9-HOXB13) urpaioT BaXkHy10 pOJib B Pa3BUTHUH KEHCKOU peNpoOAyKTUBHON CUCTEMBI U
CUMTAIOTCS MOTEHIMaJ]bHbIMHA KaHAWJAaTaMU B (GaKTOpbl, BAMUSIOIIME HAa BO3HUKHOBEHHE
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cuHapoma mRCC [3]. Y yenoBeka MyTanuu B reHe HOXA13 uau peneunuu B kaactepe HOXA
MOTYT OKa3bIBaTh 3HAYMUTEJIbHOE BJIMSIHUE HAa MOYEINOJIOBYK CUCTEMY U CKeJIeT; MyTalUuU B
koaupytomeid o6sactu HOXA13 BbI3bIBAlOT MNajiblebpajbHbl T€HUTAJIbHBIA CUHJPOM
(HFGS), xapakTepusyouuiicsd aHOMaJbHbIM CJIWSIHUEM MIOJIJIEPOBBIX NPOTOKOB Y »KEHLIMH.
ITO COCTOSIHUE MOKeT MPOABJATHCHI B BUJIE BarMHaJIbHOTO CPeJOCTEHMs, LIePBUKAJIbHOTO
JlyIJleKca ¥ MOPOKOB pa3BUTHUS MOYeBbIBOAALMX NyTed [1,2,3,5]. UHTepecHo, 4TO Aesenus
Bcero ksnactepa HOXA npuBoAUT K He 60Jiee BbIpaOXXEHHBIM YPOTeHUTA/bHbBIM aHOMAJIUSAM,
yeM oguHO4YHasg MyTtauusa B HOXA13. 3To mo3BoJifieT NPeANoJIOKUTh, YTO JOMUHAHTHbIE
mytauuu B HOXA9, HOXA10 wau HOXA11l orBercTBeHHBI 3a cuHApoM MRCC uau 4yrto
BAXXHYIO pOJib UTpaeT Aucperyaanua sxkcnpeccuu reHa HOXA, kotopad BiMdAeT Ha CKOPOCTb
TPAHCKPUIIUK U MPOCTPAHCTBEHHO-BPEMEHHYIO 3Kcmpeccuio. HejaBHO o6HapyKeHHble
MyTallud B NPOMOTOpHON ob6siactu reHa HOXA13 noarBepkjarT 3Ty rumnortesy [1,7]:
Jkcnpeccuss OTAeNbHbIX TreHOB ceMmencrBa HOXA pasnuyaeTca B pasHBbIX CTPyKTypax
YKeHCKOW penpoaykTUBHON cucteMbl: HOXA9 B dasonueBbix Tpybax, HOXA10 B MaTke,
HOXA11 B maTtke u meike MmaTku, HOXA13 WT1, PAX2, HOXA7-HOXA13 u PBX1, HecKOJIbKO
T€HOB C IIMPOKHUM CIEKTPOM aKTHBHOCTU B paHHEM 3MOPUOHAJIbHOM pPA3BUTHU ObLIH
npeJJioKeHbl B KaueCTBe NMOTEHIMAJbHbIX KaHU/1ATOB JJisl U3y4eHHUs 3TUOJIOTUU CHHApOMa
mRCC. OpgHako wucc/iejOBaHUS C MUCIOJb30BAHMEM MYTAHTHbIX MBILIMHBIX MOJEJNIEd He
NOATBEPAUJIN HX MNPSIMON poJii B maTtoreHese cuHapoma [1,2,3,5]. HayuHbli uHTepec
NpeJCTaBAAIT JaHHbIE O CJAy4dasX, KOrJa y OJHOTO OJHOSINIEeBOro 6/u3Hela pa3BUBAETCS
cungpoM MPKC, a y gpyroro - HeT. 3TO MO3BOJISIET NPEATIOJIOXKUTD, YTO 3a00/IeBaHUE MOXKET
ObITb OOYCJIOBJIEHO HE€ TOJbKO TeHETUYeCKMMH, HO W 3SIUreHeTHYeCKHUMU ¢GaKTopaMHu
okpyxatouiei cpezbl [3]. B ucciegoanuu Rail et al. (2011) 6b11M BbISIBJIEHbI pa3udyus B
TpaHckpunuuu [AHK 1 ypoBHe MeTUIMPOBAHUA MeXAy nanydeHTamu ¢ cuHgpoMmoM MRCS u
3/J0POBbIMU J100pOBOJIbLIaMU. ['€eHOMHBIM aHa/u3 BbIABUJ JE€BATb IPUYMHHBIX T[EHOB:
HOXA5, HOXA9, WISP2, CDH5, PEG10, MFAP5, LRRC32 u RALGPS2. lllectp u3 Hux (CDHS5,
MFAPS5, WISP2, HOXAS5, PEG10 u HOXA9) 6b111 npoaHa/IM3MPOBAHbI U UT'PAOT BAXKHYIO POJIb
B GOpPMHUPOBAHUU KEHCKOH PeNnpoAyKTHBHOW cucTeMbl. [locieayomuil ceTeBod aHalIu3
NoKasaJ, YTO KJIIOYEeBbIMM TreHaMH B nartoreHe3e cuHapomMa MPKX Moryt 6biTe WISP2Z,
HOXAS5, HOXA9, GATA4 u WT1 [1,3].

['enbl WT1 1 GATA4 nprHUMAIOT y4yacTHE B PETYJSALUHU MOJ0BOH AUPPepeHIIUPOBKU
3a CYeT BJIMSIHMA Ha 3KCIpPecCUl0 aHTHUMIoJlepoBa ropmoHa (AMH). Mx akTuUBHOCTB
cnocob¢cTByeT npoAykuuu AMH, 4To NpuBOAUT K JAereHepalydy MIOJIJIEPDOBBIX INPOTOKOB,
Urpasi BRXKHy10 poJib B OpMHUPOBAHUH KEHCKOW penpoAyKTUBHOW CUCTEMBI [2].

Rail u coaBT. (2011) npeAnoJioXKuJIM, YTO Ype3MepHOe BO3ENCTBHE 3CTPOTEHOB U
akTromnuueckas 3kcnpeccuss HOXA MoryT nmpuBOJUTH K TMIONJIA3UM >KEHCKHUX MOJIOBBIX
opraHoB U pa3BuThio cuHgpoma MRKH [9]; De Tomasi F. et al. (2017) onucanu ciay4au
amia3vuyd MaTKM U N0YeK, a TakXe pa3BUTHUA MOYEeK U >KEHCKUX I[0JIOBBIX OPraHOB,
noATBepAuB BaxkHylo poJib reHa GREB1F [2,4,6], a Herlin M.K. et al. (2019) onpenenunu
GREB1F kak HOBbIM NepCHeKTUBHBbIA IeH-KaHAWAAT B 3THoJO0TMM cuHApoMa mRCC [5,8].
['eHeTHMYecKkue aHOMAJIMM, TaKUe KaK JIByporasi MaTKa W AUCIIa3usl MIOJIJIEPOBBIX XKeJse3, B
HEKOTOPBIX CJy4yasiX ObLIM CBSI3aHbl C aHOMAJIMSIMM NOYeK B CEMbSX C MyTallMsIMHU B reHe
TCF2. [lebekTsl B 3TOM reHe MOTYT OOBSCHATb peAKUe CAy4aud BPOXKJAEHHBIX MOPOKOB
pa3BUTHS, BKJWOYas aljla3vio, 4YTO JejlaeT ero Ba)KHbIM KaHAUJAATOM /[Jisl H3Yy4YeHHus
reHeTu4yeckoi accouranuu ¢ cunapoMmoM mRCC, ocob6eHHO B ceMeNHbIX Caydasx C IOYeuHOU
narojorued u/wiad Jguaberom B aHaMHe3e [1,5]. /Jlpyrde aBTOpbl COOOILA/IH, 4YTO
3HAUMTeJbHAas 4YacThb HapylleHUWWA T[OJIOBOTO PA3BUTUS CBf3aHAa C XPOMOCOMHBIMU
aHOMaJIMAMH, 3aTparuBarUUMU XxpoMocoMbl 1-7, 10-18, 22 u X-xpomocoMy. OfHAKO aHAJIU3
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pe3yJIbTaTOB HECKOJIbKUX MCCIeLOBAHUM BbIABUJI TOJIBKO NATH MOBTOPSAIOIUXCA JeJIeLiUN U
AYIUIMKALMK B XPOMOCOMHBIX pernoHax 1q21.1, 16p11.2, 17q12, 22q11.21 u Xp22. B nesnom
3TU M3MeHeHHUs ObLIM OOHapy»eHbl Yy 28 manueHTOB ¢ cuHApoMoM MRCC U cocTaBiasoOT
okoJ10 10 % cay4aeB 3aboJsieBanus [1,2,3,5,9,10].
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