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ANNOTATION
Congenital malformations of the reproductive system organs represent a significant factor in female
infertility and are traditionally associated with an unfavorable obstetric prognosis. Although the
implementation of modern assisted reproductive technologies (ART) has substantially expanded
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AYOLLAR JINSIY YO‘LLARI TUG‘MA ANOMALIYALARINING ETIOLOGIYASI VA
MOLEKULYAR-GENETIK IDENTIFIKATSIYASI

ANNOTATSIYA
Reproduktiv tizim a’zolarining tug‘ma rivojlanish nugsonlari ayollar bepushtligining muhim omili
hisoblanadi va an’anaviy ravishda noxush akusherlik prognozi bilan bog‘ligdir. Zamonaviy
yordamchi reproduktiv texnologiyalar (YRT) usullarining joriy etilishi terapevtik imkoniyatlarni
sezilarli darajada kengaytirgan bo‘lsa-da, ushbu dasturlarning samaradorligi ko‘p jihatdan nugsonni
0‘z vaqtida aniglashga (verifikatsiya gilishga) bog‘lig. Reproduktiv natijalarni optimallashtirish
nafagat malformatsiyalarni erta tashxislashni, balki bemorlarni boshgarishning ratsional
algoritmlarini ishlab chigishni, jumladan, endometriyni implantatsiyaga magsadli (target)
tayyorlashni talab etadi.
Kalit so'zlar: jinsiy organlarning anomaliyalari, ikki shoxli bachadon, genetika, diagnostika,
bachadon va gin aplaziyasi.

[Tpobnema penpoayKLUUU YesloBeKa IMPEICTaBIsAeT COOON CIIOKHBIA MEXKIMCUUIUIMHAPHBIH
y3ell, 00bEUHSAIONUI OHOoIornYeckue, MEIUIIMHCKUE, COLIMATIbHO-eMOTrpaduecKue U ITUYECKHE
acriekTbl. [lOBBIIICHHOE BHMMaHUE K UCCIEAOBAaHUSAM B 3TOM 00JAaCTM MPOAMKTOBAHO
coxpanstolencss HeOnaronpuaTHO! AeMorpaduueckoit cutryanueii [1, 3, 4, 6].

B coBpeMeHHON €BpONEUCKON KIMHUYECKOM IPAKTUKE YTBEPAMIICA IOAXOJ K paHHEMY
o0CIeI0BaHHIO MAIUEHTOK: TMarHOCTUYECKUI ITOMCK MHUITMUPYETCs yKe B Bo3pacte 12—-13 ner npu
OTCYTCTBUM BTOPHUYHBIX IIOJIOBBIX IIPU3HAKOB, HE JOKMIAsACh HacTymiueHus 15-20 ger.
CBoeBpeMeHHast BepupHUKAIHs ATHOIOTHIECKUX (HaKTOPOB BPOKICHHBIX MOPOKOB pa3Butus (BIIP)
KEHCKHX IOJIOBBIX OPraHOB MO3BOJISIET HE TOJBKO ONTHUMU3UPOBATH JICUEOHYIO TAKTUKY M CHU3UTD
YPOBEHb THMHEKOJOIMUECKOW 3a00JI€eBa€MOCTH, HO M CYIIECTBEHHO MOBBICUTH KAaueCTBO KU3HHU
JTaHHOMW Kareropuu 0onbHBIX [1, 3, 4, 6].

st popMUpOBaHUS MCUEPIIBIBAIOIIETO MPEICTABICHUS 00 aHATOMHYECKUX OCOOCHHOCTSIX
MOpOKa Pa3BUTUS MAaTKU M BIIArajuila HEOOXOAUM KOMIUIEKCHBIH JHAarHOCTUYECKUH aJrOpuTM,
COUETAIOIIMM MHBa3MBHbIE U HEMHBA3MBHbIE METOAMKHU. B KauecTBe NMEpBUYHOIO CKPUHHHIOBOIO
MeTo/a pH BeeX popmax ManbhopManuii TpaJUIIMOHHO TPUMEHSETCS IByXMEPHOE YIIbTPa3ByKOBOE
uccnenoBanue (2D-Y3UM). JlaHHbI MeTO XapaKTepu3yeTcs HEWHBA3WBHOCTBIO, TOCTYIHOCTBIO U
BBICOKOM MH(OPMAaTUBHOCTHIO B OTHOIIEHUH BU3yaIH3allMM AaHATOMUYECKUX CTPYKTYp, OJHAKO €ro
JUArHOCTHYECKas LIEHHOCTb B 3HAYUTEIIBHOM CTENEHHM JETEPMHUHHUPOBAHA TEXHUYECKUMMU
XapakTepUCTUKaMU 000pYyI0BaHUs U KBaM(UKaIMel Bpada-uccienaosarens [2, 6, 7).

B coBpeMeHHOI T'MHEKOJIOTHMYEeCKON NpakTHKEe BHIOOp METOJA MCCIEIOBAHUS HAIPSIMYIO
KOppeNnupyeT ¢ HEOOXOJUMOM TOYHOCTBIO U JOCTYIHOCTBIO pecypcoB. 3D-yiabTpa3ByKkoBoe
uccse0BaHMe MPECTaBIsSeT COOON 3HAUMTENBHBIN IIAr BIEpEel MO CPAaBHEHHUIO C KJIACCHYECKOU
coHorpadueit. brarogapst Bo3MOXXHOCTH OOBEMHOH PEKOHCTPYKIMH, 3TOT METOJ OOecleyrBaeT
BBICOKYIO  BOCIPOM3BOAMMOCTb  pE€3yJTaTOB W  IO3BOJSIET  JAETAIbHO  BHU3yaJlM3UpPOBAThH
aHATOMMYECKHE OCOOCHHOCTH BJIArajMiia M Iedku Matku. HecMoTps Ha HH(POPMATHUBHOCTH,
COIIOCTAaBUMYIO C JKCHepTHbIMM Meronamu, 3D V3U ocrtaercs MeHee pacnpOCTpaHEHHBIM

13



BUOMELULIHA BA AMATIMET KVPHATIA | VPHAN GUOMELILIHbI 1 TPAKTUKW | JOURNAL OF BIOMEDICINE AND PRACTICE

MHCTPYMEHTOM, TaK KakK €ro BHEJPEHHE OrpaHU4YMBaeTcs NePUIUTOM BBICOKOTEXHOJOTHYHOIO
000pyZI0BaHUS M MOTPEOHOCTHIO B Y3KOCIICIIMATU3UPOBAHHBIX Kaapax [4,7].

Cratyc «3010TOr0  CTaHJapTa» B Bepu(UKAMM  TOPOKOB  PA3BUTHUS  MPOYHO
yAEpKUBACT MATHUTHO-pe30HaHcHass Tomorpadus (MPT). Ee ximroueBoe mpenMyIEecTBO
3aKJIIOYAETCSl B IPENOCTABICHUN HCYEPIBIBAIOUIMX TPEXMEPHBIX JAHHBIX O CTPOCHHM OpPraHOB
MAaJIOTO Ta3a U COCTOSTHMM OPIOUIMHBI (32 UCKJIIOYEHUEM OLIEHKU MPOXOJUMOCTH MAaTOYHBIX TPYyO).
MPT siBasieTcss HE3aMEHUMBIM MHCTPYMEHTOM IPU KOMIUIEKCHBIX U OOCTPYKTHBHBIX aHOMAJIMSIX,
II03BOJISISL OTHOBPEMEHHO BBISIBUTH COIMYTCTBYIOIIME NIATOJIOTUH IPYTHMX CUCTEM opranu3ma. OqHako
BBICOKAas CTOMMOCTb MpOLIEAYpbl, OIPAaHUYEHHAas JOCTYNHOCTb allapaToB M  CIOKHOCTb
MHTEpIpEeTallMi CHUMKOB TPEOYIOT y4acTusi PEHTI€HOJI0rOB BhIciIel kBanudpukanuu [3,8,9].

JUIs OLICHKM COCTOSIHMSI LIEPBUKAJIBHOIO KaHajla M BHYTPEHHEM apXWUTEKTypbl MaTKU
puMeHseTcs Ixorucrepocaasnuarorpapus  (3xo-I'CI').  OToT  MaloOMHBa3MBHBI  METOA
OPUEHTUPOBAH HAa M3yYEHUE IOJIOCTHBIX CTPYKTYp, OJHAKO €ro JUarHOCTHYECKas LEHHOCTb BO
MHOTOM CyOBEKTHBHA M 3aBUCHT OT MaHyaJIbHBIX HaBBIKOB Bpaua. CyIIeCTBEHHBIM PUCKOM METOJa
SBJIETCS BEPOSATHOCTD JIOKHOOTPHUILATEIBHBIX 3AKIIOUEHUIN: HEKOPPEKTHAsI yCTAaHOBKA KaTeTepa Uilu
M30BITOYHOE pACIIMPEHUE MOJOCTH MAaTKHM KOHTPACTHBIM BELIECTBOM MOTYyT J1e(OpMHPOBATH
€CTECTBEHHbIE KOHTYPbI OpraHa, MaCKUPYysl HCTUHHYIO ITaToJIoruio [46, 48].

Pentrenosckast rucrepocansnunrorpadus (PI'CI') maer mHpopmanuoo TOJIBKO O MOJOCTH
MaTku U Tpy6ax. PI'CI' sBnsieTcst MHBa3sUBHBIM, OOJIE3HEHHBIM METOJIOM HccienoBaHus. JlaHHbIHI
Croco0 MarHOCTUKM HE TO3BOJISIET OLEHUTh BHEUIHMHA KOHTYp MAaTKd, IudQepeHIpoBaTh
BHYTPUMATOYHYIO TEPETOPOJIKY OT JABYpOroil (opMbl MaTku, He JaeT WHPOPMALUIO O HATMYUHU
PYOMMEHTApHOTO 3aMKHYTOTO pora M HE MOXXET ObITh HCIOJb30BaH IpPU BarMHAJIbHON /MU
LIEpBUKaJIbHONU Henpoxoaumoctu [4,7].

I'ucrepockonus sBisieTcs MaJOMHBA3UBHOM NPOLIEAYPON U NPEAOCTABISIET JOCTOBEPHYIO
MH(POPMAIIHIO O COCTOSHUYM CTEHOK BJIarajuila, HepBUKAILHOTO KaHalla U MOJIOCTH MaTKH, XOTS U HEe
OLICHMBAET BHEILHNE KOHTYPbI WIH TONIIUHY CTEHKH MaTKU. /|1 AeTaibHOrO U3y4eHUs: HapyKHOU
ApPXUTEKTOHUKH MAaTKH, COCTOSIHUSI OpIOLIMHBI U BBISBJICHUS COIYTCTBYIOIIECH T'MHEKOJIOTMYECKON
NaTOJIOTMM B KIMHUYECKOW MPAKTUKE MPHUMEHSETCS Janapockomus. OTOT MeToh, Oyaydu
MHBA3MBHBIM, 00J1a/1a€T YHUKAIBHBIM MPEUMYIIECTBOM — BO3MOXHOCTHIO MTHOBEHHOT'O MEpexoa
OT JUarHOCTHYECKOI0 OCMOTPAa K XUPYypPru4ecKoil KOPPEKLNHN BbIIBICHHBIX HAPYLICHUI.

Tem He MeHee, J1anapOCKONUYECKHU TOCTYIl UMEET CBOM OIPAaHUYECHUS:

. OrpannyeHne BU3yaau3aluM: XUPYpPr BUANUT TOIBKO MOBEPXHOCTh OPTraHOB, YTO HE
MO3BOJISIET OOBEKTUBHO U3MEPUTH TOJIIMHY MUOMETPHUS (CTEHOK MaTKH).

. Cy0bexkTHBHBIH (PAaKTOpP: TOYHOCTH JMArHo3a HANpSIMYH0 KOPPEIUpPYET C
KJIIMHUYECKUM OIIBITOM OIEPUPYIOLIETO Bpaya.

. TexHnyeckue paMKHU: BU3YaJbHBIH psii OrpaHUYEH IBYXMEPHBIM H300pakeHUEM
(aHaJIOrMYHO TMCTEPOCKOIIUH), YTO MOKET 3aTPYIHATH OLIEHKY OOBbEMHBIX COOTHOIICHUN TKaHEH.

JlnarHocTHYecKHe aceKThl alvIa3ui OPraHOB MAJIOT0 TAa3a

IIpy anyia3um MaTKH M BJATaJHMINA [IAaTOJIOTMYECKas KapTHHA YacTo JOIOJIHSETCA
(dbopMHpOBaHMEM PYAMMEHTAPHBIX MAaTOYHBIX POroB (OJHOTO WM JBYX), KOTOpbIe OOBIYHO
JIOKAJIM3YIOTCS Y OOKOBBIX CTEHOK Ta3a. Oco0yro KIMHUYECKYIO 3HAUUMOCTb IPECTaBIIsIeT Halluune
B 3TUX PYAMMEHTAaX aKTUBHO (PYHKIMOHHUPYIOIIErO SHAOMETPHs, YTO TpeOyeT CBOEBPEMEHHOI'O
OOHapy>KeHHUs.

IlepBHYHBIM IMATrHOCTHYECKHM 3BEHOM JUUISl TAKUX MALUEHTOK SIBIISETCS yJIbTPa3BYKOBOE
HCCIIEIOBaHME, NTO3BOJISIIOIIEE HA PAHHUX 3Tallax 3allo003pUTh OPOK pa3BUTHs. BakHO yuUTHIBaTH,
YTO aria3us pelKko ObIBAaeT M30JIMPOBAHHOW. JlaHHAs KaTeropusl MAIlMEHTOK HAXOJUTCS B TpYyIIe
pHUCKa IO CIEAYIOLIUM HAlPaBICHUAM:

1. Co4eraHHbIe THHEKOJOTMYeCcKHe 3200/1€BaHMA: HEPEIKO BBISBIISIFOTCS KUCTHI U
OIlyXOJIM SIMYHUKOB, a TAK)KE HAPYKHBII T€HUTAJIbHBIN YHIOMETPUO3.

2. JKCTPAreHUTATbHbIC TOPOKH: AaHOMAJIMM DPA3BUTUS OPraHOB PENPOLYKTHUBHOU
CHCTEMBI 4aCTO aCCOLMUPOBAHBI C CUCTEMHBIMU HAapylIEHUsMHU. B ux uucne:

1. [TaTonoruu MOUYeBBIBOAALINX MyTeH (Hanmpumep, aria3ust MOYKH).
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2. Hedopmarum ckenera 1 aHOMaJIMU Pa3BUTHS CEPIEUHO-COCYAUCTON CUCTEMBI.
3. Hapymienus co cTOpoHbI OPraHoB cilyXa
s 0JIpOOHOTO YTOYHEHHUS aHaTOMHYECKHX CTPYKTYD U HaJIN4HUs

TeHUTAIbHON/9KCTPareHUTANbHOM MNaTOJIOTMK B HocienyoomeM mnpuMeHsior Meroq MPT. Ha
nuarHoctuueckux MPT cHMMKax He ONpenesnsioTcss MaTKa W BIArajuile, a BU3YalU3UPYIOTCS
MBIIIEYHbIE BAJIMKH - MAaTOYHBIE PYAMMEHTHI. SIMYHMKM, KaK NPaBHUJIO, PACIOJOKEHBI BBICOKO
MPUCTEHOYHO. B HEKOTOPBIX ciyyasx 0OHApYyKUBAETCs OJJHA €ANHCTBEHHAs HOPMaJIbHAasl TOYKa WU
Ta30Basg JUCTONUS MOYKH, PEKE €€ yABOCHUE WM YABOCHHUE Yall€YHO-JOXaHOYHOW CUCTEMSBI |1,
2,3,5].

JluarHocTuka armjiasud Biarajivima npu  (QyHKIHMOHUPYIOMIEH MaTKe HayMHaeTcs ¢
npoBeaeHuss Y3U, rae mpenoctaBisieTcs BO3MOXKHBIM YBUAETh HAJIMUME TeMAaTOMETPbl H/MIU
reMaTOKOJIbIIOCA, a TAK)KE ONPEAEIUTh NPOTSKEHHOCTD allJa3MpPOBAHHON 4acTH Biaranuma. [Ipu
IIOJIHOM aIlyIa3uy BJAarajuilla BU3YaJIU3UPYIOTCS IE€MaTOMETpa M T'€MATOCAJIBIIMHKC W, HEPEIKO,
SHIOMETPUOUAHBIE KUCTBI SIMYHUKOB, a IPX YaCTUYHOM aIjia3uy Bilarajluiia - rematokosnasnoc. MPT
MO3BOJISIET YBUJETh OoJiee OOIIMpPHbIE H300paXKeHus1, 3aM10I03PUTh NATOJIOTHIO SKCTPAreHUTaIbHON
CUCTEMBI U IOCTOBEPHO MOCTaBUTh auarHos [1, 2,3,5].

JlnarHo3 oxHoOporas MaTka Ha MepBOM 3Tare oOCIeI0BaHUs BBISABIIAETCS MO JaHHbIM Y3U,
r7ie OIpenenseTcss BHITIHYTONH (OpPMBI TEIO MAaTKU M OTXOAAIIas OT Hee OJHa MaTouyHas TpyoOa,
MHOT]a MOXHO 3al0J03pUTh pyAUMEHTapHsli por [1, 2,3,5,7,10].

OnHOpOry0 MaTKy MOXKHO TaKe JMAarHOCTHPOBATH C MOMOILBIO THCTEpOCAIbIIUHT Orpadun
(I'CT'), HO mpu 3TOM MBI MOIy4aeM HH(OPMAIMIO TOJIBKO O MOJOCTH MAaTKU B (opMe BepeTeHa,
CY’KaIOIIIETrOCsl Ha BEPLIMHE U 4acTO CMEILIEHHON B CTOPOHY Tas3a. B meimoMm, kapTuHa HallOMUHAET
OJIMH por JIByporoi MaTku. Hamuuue He cooOIaromerocs ¢ OCHOBHON MOJIOCTHIO PYAUMEHTapHOIO
pora He MOeT ObITh OOHapyxeHo ¢ momoiubto I'CI. Ha MPT kapTuHe MOXXHO YBHMJIETHh JABa
OTIENBHBIX POra MaTKH, YE€TKO OTHEIEHHBIX APYr OT Jpyra TKaHbIO MHOMETpHs. MeHbmuil 1o
pasMmepy por MaTKU CUUTaeTcs pyAuMeHTapHbIM. CooOIaronuiics pyAMMEeHTapHbIA por OJHOPOTr oM
MaTKHU JOJDKEH OBbITh MACHTU(HUIIMPOBAH KaK 3aroOMHEHHbINH KOHTpacTHRIM BemecTBoM Ha ['CI unu
onpenened Ha MPT [1, 2,3,5,9,10,11].

PynumeHTapHbIii poOr MpH OJHOPOrOM MaTKe MOXET OBITh (PYHKIHMOHUPYIOIIUM
(comeprkauM SHAOMETPH) WM HePYHKIIMOHUPYIOINM (coaepskammM (Gudpo3Hyto TKaHb). Koraa
SHJIOMETPUNA NPUCYTCTBYET B pYyAUMEHTapHOM pore (moinoctu), Ha MPT BeigBIsSeTCS 30HA
MOBBIIIEHHON 3X0reHHOCTH. [Ipn HanMuuu He(hyHKIIMOHUPYIOLIETO Py IMMEHTAPHOr0 ONpeAesieTcs
BOJIOKHHUCTasl TKaHb U HU3KMM curHan Ha T2-3BemenHblx MP- nzo6pakenusax. Kak obcyxnanoch
paHee, pyJMMEHTapHBIA POT IPU OJHOPOTON MaTKE MOKET TaKKe COOOIIATHCS UM HE COOOIIAThCS
C OCHOBHOM MaTKoH, ciefnosarenbHo, couetanre I'CI' 1 MPT nomoraet nocTaBuTh OKOHYATEIbHBIN
U npaBWIbHBIIAMArHo3 [1, 2,3,5,7].

IIpyn rucrepoCKOnuU IMOJIOCTH OJHOPOrOM MAaTKU OKpyIJlasg B OTJIIMYME OT HOPMalbHOU
TpeyronbHoil ¢opmbl. Onpeznensercs OJHO ycTbe MaToyHOW TpyObl. Ecimm mmeercss 3aMKHYTBIN
PYIMMEHTApHBIM por, TO ONpENeNsIeTcss XapakTepHoe pyOIlOBOE BTSDKEHHE B MECTE OTXOXKICHUS
pora. Bo BpeMs 1anapOoCKOIIUU ONPEAEIIIeTCs Py IUMEHTAPHBINA POT, KOTOPBIN 10 pa3Mepy MEHBbIIIE
OCHOBHOM MAaTKHM U OTXOJMT YyTb BBIIIE BHYTPEHHETO 3€Ba, PACIIOIOKEH Ha JIATEpaJIbHOU CTOPOHE
[1, 2,3,5,8,11].

JIByporasi MaTKa XapakTepU3yeTCsl HaJIMYUEM JBYX CHUMMETPHYHBIX IOJIOCTEH, KOTOpbIE
O00BEUHSIOTCS B KayalbHOM HAIlPaBJICHUU. B 3aBUCUMOCTH OT YPOBHS pa3/ieIeHus BBIACISIOT /1Ba
OCHOBHBIX THIIa JAaHHOW aHOMAaJINU:

J YacTuuHoe pasjeieHHe: IOJOCTH COOOIIAIOTCS APYT € JPYroM, Kak MpaBHIIO, Ha
YPOBHE IIepelIenKa.

J ITo1tHOe pa3aeseHHe: pacIIEIICHUE JOCTUIACT YPOBHS BHYTPEHHErO 3€Ba ILECUKHU
MAaTKH.

OOmuM npuszHakoM g o0eux (opM sBIsSeTCS HaJUYue eAUHON IIeHKH MaTKHU U
COXpaHEHHE COOOIICHUS MEXTY MOJIOCTAMH.
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C Touku 3peHMs TUarHOCTUKHU, Hanbosee MH(OPMATUBHBIMH MeTonaMH npu3HaHbl Y3U n
MPT, Tak kak OHM IO3BOJISIOT IPOBECTH KOMIUIEKCHYIO OLIEHKY OpraHa — OJAHOBPEMEHHO U3Y4HUTh
U BHYTPEHHIOIO ApXUTEKTOHUKY IOJOCTEH, W BHELIHUE OYEpTaHUS MATKU. B oTiaMume OT HUX,
y3KOCHEIUAIN3UPOBAaHHBIE METOAbl HMET «cnenble 30Hb»: 'CIT M rucrepockonus naror
IpeJCTaBICHUE UCKITIOUUTENLHO O BHYTPEHHEM penbede, a JIanapocKONnusi — TOJIBKO O HApY>KHOM
KOHType. I10cKOoNIbKy M30JIMPOBaHHOE UCIIOJIB30BAHNE IHIOCKOMMUECKUX METOJOB MOXKET IPUBECTH
K HEBEpHOMY BBIOOpPY JIeueOHOM TaKTHUKH, B KIMHUYECKOM MpPAaKTUKE UX HEOOXOJMMO MPUMEHSThH
CTPOTO B COYETAHHUH JPYT C JPYTOM.

JuddepennnanbHas IMATHOCTHKA YIBOEHHS] MATKH H BHYTPHUMATOYHBIX IepPeropoaox

[Ipy moTHOM yJBOEHHMH MATKH M BJarajuina BuU3yaiausupyoomas auarHoctuka (Y3U,
MPT) BbIsIBIsCT JBE€ HM30JIMPOBAHHBIC, LIMPOKO Pa3HECEHHBIE MATKH, HE HMMEIOIIME COOOIEHUS
MexXJly co0oil. /laHHas aHOMaIMsI COMPOBOXKAAETCSA HATUYMEM JIBYX II€EK MAaTKU U JABYX BJIarajuil,
pa3rpaHUUYEHHBIX MPOJOJIBHON EPErOPOIKOM.

Oco0y1o croXHOCTh IpezcTaBisteT AuddepeHnnanus equHOM MoJI0CTH MaTKU, Pa3/ielIeHHON
MIEPETOPOAKOMN, OT APYIUX MOPOKOB. KiltoueBbIM KpUTEPHUEM 31€Ch BBICTYIIAET AHAJIH3 HAPYAKHOIO
KOHTYPA IHA MATKH:

Buja anomaiuu XapakTepucTHKAa HAPYKHOI0 KOHTYpa (mo nanabim MPT/Y3H)
Buyrpumarounas Hapy»xHblIil KOHTYp OCTaeTCsl POBHBIM, MaTKa BBITJISIAUT KaK €IMHAs
Meperopoaka CTPYKTYypa.

Habnronaercst He3HauMTEIbHOE YIUTyOIeHue (paciienuHa) o

CenjioBuaHas MaTKa
BHEIITHEMY KOHTYPY.

BrisiBnisiercs rimy0Ookasi paciienuna, J0X0s1as 10 ypOBHs

JAByporasi maTka i
YTPEHHETO 3€Ba.

JIOTIOTHUTEIBHBIM YTOUYHSIOIIUM METOZ0M MOXET
BBICTYIIaTh 3Xorucrepocanbnuurorpagus (Ixo-I'CI'). Ilpu pasgensHOM BBEIEHUM KOHTpacTa B
KaX/Iblil [IepBUKAIbHBIN KaHai (B CiIy4ae yABOCHHUS ILIEEK) BU3YAIM3UPYIOTCS JBa 000COOIEHHBIX
pora, KaXablii U3 KOTOPBIX MO0 CBOEH MOP(OIOrUH UMUTHPYET OJHOPOTYIO MATKY.

Ocoboe BHHMMaHWEe B KIMHUYECKOM MpakTHke TpeOyeT moJHasi BHYTPUMATOYHASA
neperopojika, Koropas mnpu nposeaeHuu rucrepocanbnunrorpapuu (I'CIY) MokeT MMUTHpPOBATH
uHbIe GOpMBI yaABOeHHs. Pemarorntyto poisb B quddepeHunanbHoi tuarnoctuke 3aeck urpaet MPT:
METOJ] MO3BOJISICT YETKO OTIMYUTH IMOJHYIO MEPEropojky (MpH KOTOPOH HAPYXKHBIH KOHTYp THA
MaTKHd OCTAaeTCs POBHBIM U COXPAHHBIM) OT MCTHMHHOI'O YABOEHHUS MAaTKH, XapaKTEPHU3YIOILErocs
HaJIMYUEM JIBYX H30JMPOBAaHHBIX pOroB M JAByX mIieeK. CTOUT OTMETHTb, YTO CTaHJAPTHOE
yIBTPa3BYKOBOE UCCIIEIOBAaHHME 3a4aCTyI0 He 00J1a/1aeT TOCTAaTOYHOI pa3periaronieil criocoOOHOCThIO
IUIsL HaJIe)KHOM BepuUKaAIMK NEPEropoaKH U ee quddepeHnnaniui oT HEMoIHbIX (GopM.

CemsroBuanas nepopmanms Matku Busyanusupyercs npu nomoun Y3U, I'CI' u MPT kak
M0JIOT0€, IMPOKOE BaBJieHUE B 001acTH AHA. B coBpeMeHHOM auTeparype cTaTyc 3TOM aHOMaluu
oCTaeTcs IUCKYCCHOHHBIM. M3-3a Hanmuuusi yriayOjgeHHs B BEpXHEH 4YacTH MaTKU €€ HepeaKo
KJIacCU(UIUPYIOT KaK MSATKUN BapuaHT IByporoi MaTtku. [Ipy 3TOM B 3KCIIEPTHOM COOOIECTBE HET
€IVHOI0 KOHCEHCYCa OTHOCHUTEIIBHO KPUTEPHUEB OLICHKU: 4YacTh CIELUAIMCTOB OINMpAETCS Ha
M3MEHEHHE Hapy»KHOT0 KOHTYpa OpraHa, B TO BpeMs Kak JpyTue CUUTAIOT OINPeNeIIONUM peibed
BHYTPEHHEH II0JIOCTH.

Jlns BeisiBiieHus: T-o0pa3Hoii MaTku 3dexkTuBeH mupokuil cnektp meronos: Y3U, MPT,
Oxo0-I'CI' m npsiMas rucrepockonus. Ba)kHO MOAYEPKHYTH, YTO JIAAPOCKONUYECKHI OCMOTp B
JAHHOM cllyyae aOCOJIOTHO HEMH(OPMATUBEH, TaK KaK aHOMAJIMs 3aTparuBaeT HMCKIIOYUTEIBHO
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BHYTPEHHIOKO ApXUTEKTYypy OpraHa, HE€ MEHsAs €ro BHEUIHEero Buaa. Pa3BuTue M BHeIpeHHE
BBICOKOTEXHOJIOTUYHBIX METOAOB BU3yaIM3allMM B IIOCIEAHUE TOJAbl 3HAYUTEIBHO ITOBBICHIIO
94acTOTY BBISBJICHUS KaK KJIACCHUECKUX, TaK M KpaitHe PeIKUX, COYeTaHHBIX (POPM MOPOKOB Pa3BUTHUS
TEHUTAIUN.

BposkaeHHble  aHOMAJMM NPEICTABISIIOT  CO0OM  cToiikne  Mopdoioruveckue o
aHATOMUYECKUE M3MEHEHHsI OPraHoB, (popMUpYIOIIHecs B MpoIiecce BHYTPHYTPOOHOTO OHTOTE€HE3a
MO BJIMSHUEM pAa3IHYHbIX MATOTeHHBIX (DaKTOpOB. ['eHe3nc MaHHBIX HApPYyIIEHUH HOCUT
MyJIbTU(DAKTOPHBIA XapakTep U MOXKET ObITh OOYCIOBJIEH KaK W30JMPOBAHHBIMH TE€HHBIMU
MYTalUsIMM, TaK M HMX CIOXKHBIM COYETAaHHBIM BO3JCUCTBUEM. DOJIBIIMHCTBO COBPEMEHHBIX
HCCIIEIOBATENIEN NPUAEPKUBAIOTCS KOHLIENIUY AUXOTOMHYECKOIr0 BJIMUSHMS, COIVIACHO KOTOPOM
(dbopMUpOBaHKE MOPOKOB SIBISETCS PE3yIbTATOM B3aMMOJCHCTBHS HIOTEHHBIX (HACIEICTBEHHAs
MIPEIPACIIONOKEHHOCTh) M K30T€HHBIX ((PaKTOPBI OKPYKAIOIICH CPEIbl) TPUTTEPOB.

Psan aBTOpOB aKkueHTHpyeT BHHMaHUE HA KPUTUYECKOW POJIM BHEIIHHUX TePaTOreHHBIX
Bo3aeiicTBuii Ha Tuioa. K Haubonee 3Ha4MMBIM (haKTOpaM, CIIOCOOHBIM HAPYIIUTh HOPMAIbHBIN
Mop(doreHe3 reHuTanuii, OTHOCSATCS:

. XpoHHUECKasi U OCTpasi TUIIOKCHUS;

. Tepmuueckuii crpecc (runep- ¥ TUIIOTEPMHUS);

. Honuszupyroliee U31y4eHUe U arpecCUBHbIE XUMUYECKHUE areHThI;

. WHdex1monHbIe TOpaXKeH!sl, BEI3BaHHbBIE TATOICHHBIMH MUKPOOPTraHU3MaMH;
. Toxcuueckoe BIMSIHUE aJIKOT OISl U APYTUX ICUXOAKTUBHBIX BEILIECTB.

CornacHo cTaTUCTUYECKUM JAaHHBIM, CTPYKTYpa NPUYMH BOZHUKHOBEHUS TIOPOKOB PAa3BUTHUS
BBITJISIUT CIIETYIOIUM 00pazoM:

1. I'enernyeckne m xpomocomusie HapymeHusi (13-25%0): B o1y rpymnmy BXOAST
MOHOT€HHbIE JIe(DEKThI (ayTOCOMHBIE U CLEIUICHHBIE C I0JIOM), A TAK)KE CTPYKTYPHBIE IEPECTPOUKH
XPOMOCOM (TpaHCIOKALUH, JeNIeIUH, TyTUIMKALUU U HHBEPCUN).

2. MyabTH(aKTOPHATBHBIE AHOMAJIMM: BO3HUKAIOT npu CYMMUPOBaHHH
IeHETUYECKOM HeCTaOMIIBHOCTH M HEOIaronpusTHOTO BIMSHUS CPEJIBI.

3. N3osmpoBanHble BHemHuHe ¢(akTopbl (okon0 10%): nedexTsl, BbI3BaHHBIC
HCKJTIOUUTENIEHO 9K30I'€HHBIM BO3ECHCTBUEM.

4, Nnuonaruyeckue caydau (65%): mogasmsironiee OONBIIMHCTBO aHOMAaIM Ha
CETOJIHSIIHUHN JIeHb OCTaeTCcsl 6€3 YEeTKO YCTAaHOBJIEHHON ATHOJIOTHYECKOM PUYUHBI.

BHenpeHne reHeTH4eCKHX  MeTOAOB  HMCCJIEJOBAHHUSI B KIMHUYECKYIO  NPAKTHKY
o0ceIoBaHMsI MAllMEHTOK C aHOMAJIMSIMKM MaTKH U BJIarajIMILa UMEET CTpaTernyeckoe 3Ha4eHue. 1o
MO3BOJISIET HE TOJIBKO BepU(PULIMPOBATH KOHKPETHBIN TUII TOBPEXKICHUS HACIEICTBEHHBIX CTPYKTYP,
HO M MPOBOJUTH KAa4eCTBEHHOE MEIUKO-TEHETHMYECKOE KOHCYJIbTHPOBAHUE, MPOTHO3UPYS PHUCKH
MaHHU(ecTaIK MOT00HBIX T€(PEKTOB y MOCIEAYIOMNX TOKOJICHUH.

I'eHeTH4ecKasi 1eTepPMUHUPOBAHHOCTb M 3THOJIOTUSI IOPOKOB Pa3BUTHS

HecmoTpst Ha oOmMpHYIO HCCIEI0BaTEIbCKYI0 0a3y B 00JAaCTH 3THONATOreHe3a aHOMAJIUi
KEHCKHMX TIOJIOBBIX OPraHoOB, psii BOIPOCOB OCTaeTcs OTKPHITHIM. CoBpeMEHHas TeHeTHKa
¢dokycupyercss Ha MOUCKE crelu(UIEeCKUX I'eHOB, MPOBOLHUPYIOMUX JaHHbIe HapylieHus. Ocoboe
BHUMAHHE YJIENIAETCS] CHHAPOMY aIUIa3MM MAaTKH M BJATAJMINA, TIPH KOTOPOM Yy MAIMEHTOK C
HOpPMAaJIbHBIM XEHCKUM (PEHOTHIOM U KapuoTunoM 46, XX HaOmronaeTcs BpOKJICHHOE OTCYTCTBUE
MaTKH ¥ HIEMKH MaTKH.

CunapoMaJibHbIe ACCONMAIMH M O0IIHOCTH (haKkTOPOB

AreHe3usi OpraHoB PEnpOJyKTHBHON CHUCTEMBI YacTO BBICTYNAaeT HE KaK H30JUPOBAHHAS
MATOJIOT U, @ KAaK KOMIIOHEHT CJIOXHBIX 'eHETUYECKUX cOCTOSIHUNA. K HUM oTHOCATCS:

. Cunapom Maxk-Kblocuka — Kaydpmana (myraimu rena MKKS, nokyc 20p12);

o Cunapom bapne — bunasi (monurennas npupoja, skirouas red MKKS);
. Cunapom Boabda — XupumxopHa (genenus KOpoTKoro rieda 4-it XpoMocoMmsbl);
. Cunapom I'osbaenxapa.

Hanuuue arenesuu B CTPYKTYpPC 3THUX AUATHO30B YKA3bIBACT HA BO3MOXHYIO 06IJ_IHOCTB
ITUOJIOTHYCCKUX MCXAaHHU3MOB PAa3BUTHUA.
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IMOpHOreHe3 M NATOreHeTHYeCKHe MeXaHU3MbI

BelpaxkeHHass TeTEpOreHHOCTh aIljla3uM MAaTKM M BJarajuila CBUIETEIbCTBYET O
MOJIEKYJISIPHBIX Je(eKTax, BO3SHUKAIOIUX B Mpolecce GOPMHUPOBAHUS OPraHOB, CBI3aHHBIX OOLIUM
IIPOUCXOXKACHUEM.

[TaTonornueckre HM3MEHEHUs NPOMCXOIAT Ha 5—6 Hedese recTalMH, KOTJa IOpPa)XeHUE
IIPOMEKYTOYHOU ME30AEPMBI HAPYLIACT HOPMAJIILHOE CIUAHUE MIOJIEPOBBIX ITPOTOKOB.

[TockonbKy MoOYEBBIAENUTENbHAS CHUCTEMa Takxke (QOpMUPYETCs M3 MEe30JepMalIbHOrO
JIMCTKA, 3TO OOBSICHSIET BHICOKYIO YaCTOTY COYETAaHHBIX AaHOMAIIUH, TAKUX KaK areHe3us WM SKTOMUS
MIOYEK.

IlepecMoTp B3rJIA/10B HA HACJIeI0BaHHE

Ecnn panee NaHHBIA CHUHAPOM pPaccMaTPUBAJICS MPEUMYILIECTBEHHO KaK CIOPAIUYECKUU
nedekr, TO HaKOIUIGHHbIE JaHHblE O CeMeHHBIX (QopMax 3aboyieBaHUS  TO3BOJISIOT
apryMEHTHPOBAHHO TOBOPHUTH 0 €ro reHeTH4YecKom NpupoAe U  HACJICACTBECHHOMN
IIPEAPACIIONOKEHHOCTH.

B ciyudasx cemeiiHoro mposiBaeHusi cuHApoM Maiiepa — Poxurtanckoro — Kycrepa —
Xayzepa (MPKX) Hacnemyercs 10 ayTOCOMHO-IOMMHAHTHOMY Tumy. [lpu  3ToMm
OTMEYAEeTCsl HeMOJIHASI TMEeHEeTPAHTHOCTh U BapualellbHasi 3KCIPECCUBHOCTh MPU3HAKOB, YTO
yKa3bpIBae€T Ha poOJib JMOO TOUEUHBIX MYTAIMil B KJIIOYEBBIX I'€HaX Pa3BUTHA, JUO0 HAa HAIWYHE
MHUKPOXPOMOCOMHOI0 AucOananca. CTOUT OTMETUTh, YTO ceMeiHbIe (POpMBI 3a001€BaHNS OCTAIOTCS
PEIKUM SIBJICHHEM: B IMTEpAType ONMUCAHO BCETrO OKOJIO 68 MOJOOHBIX CITydaes.

B3auMocCBs3b ¢ JHIOMETPHO30M

CornacHo uccnenoanusam JI.B. AnamsH 1 coaBTOpPOB, TEHETUYECKAs 1€TEPMUHUPOBAHHOCTh
XapakTepHa HE TOJBKO A aHOMAaJWil pa3BUTHs MAaTKM M BArajuila, HO WU AJ MEXaHHU3MOB
BO3HUKHOBEHMS JHAOMETPHO3A.

AHanu3 KIMHUYECKUX JAaHHBIX MOATBEpXKIaeT KoMmopOuaHocTh cuHapoma MPKX c
Hapy>XHbIM U BHYTPEHHUM 3HIOMeTpuo3oM. MccienoBarenu KiacCUDUIUPYIOT 3TH MaTOJIOTHU
KaK MYJIbTH(PAKTOPHbIE COCTOAHHSA, B OCHOBE KOTOPBIX JIC)KUT KOMILUIEKC IIPUYNH:

. I'eneTnueckuii monuMophu3M 1 HaCIEACTBEHHAs MPEAPACIIONOKEHHOCTh;
. I'opMoHanbpHbIN AUCOaTaHC;
. Hapy1ienne 4yBCTBUTENBHOCTH PELICITOPOB K CTPOre€HY U IIPOr€CTEPOHY.

KuroueBbie MoJIeKyISIpHBIE PEryasiTOPbI

B coBpemMeHHOM Hay4yHON JUCKYCCHUU LIEHTPAJIbHOE MECTO OTBOAUTCA U3YUYECHHUIO CEMEHCTB
reHoB WNT, HOXA n PAX. /lanHble T€HETUYECKHE JIOKYCHl IIPU3HAHBl KPUTHYECKH BaKHBIMU
MeauaTopaMu HOPMaJbHOTO MOpPHOreHe3a OpraHoB PENpOAYKTHBHOM CHCTEMBI, U UX JAe(EeKThI
paccMaTpUBaIOTCS KaK MepBUYHbIC 3BEHbs B ((OPMUPOBAHUN TOPOKOB PA3BUTHSI.

I'ensl cemeiictBa WNT siBisitoTcst pyHIaMEHTaIbHBIMU PETYISTOPaMU SMOpUOTeHe3a, Urpas
KJIIIOUYEBYIO POJIb B JU(PEepeHIIMPOBKE MOYEIIOIOBOIO TPaKTa y MIIEKONHUTAOMNX. B 3T0il rpynme
BBIJICJISIIOTCS JIBa KPUTHUECKU BAXKHBIX (paKkTopa:

. WNT4: onpenenser mnonoByro aud@epeHuupoBKy ¢ o0OecreyrBaeT Mporecc
MHBarvMHaIMK LEJIOMHYECKOTO AUTEHS.
. WNTO9B: skcnpeccupyercss B SHUTENHANBHBIX TKaHAX Bosb)OBBIX NPOTOKOB,

CIOCOOCTBYSI HOPMaJIbHOM 3JIOHTalNU (yAIMHEHNI0) MIOIEPOBBIX POTOKOB.

Mytannu rena WNT4 u ¢penorunudeckue 0COOEHHOCTH

I'en WNT4 ctan  mepBbIM  TI'€HETUYECKUM  MapKepoM, JAe(eKTbl KOTOpOro  ObuIH
MAaTOr€HETUYECKHU CBSI3aHbI C arjla3uei MaTKH U COMYTCTBYIOIIUM T'HIePaHIAPOTreHU3MOM.

MonekyIspHbli MeXaHU3M 37eCh 3aKII0YaeTCsl B HApYIIEHUU PENpPECcCHU CTEPOUIHBIX
(epMEHTOB SUYHUKOB: MyTallUs IPOBOLIMPYET U30BITOUHYIO SKCIPECCHIO 17&-THAPOKCHIA3bl, UTO
BEJIET K MOBBIIIEHUIO YPOBHS aHIPOI'€HOB.

Knuanueckue uccrnenoBanus (Biason-Lauber u ap.) moaTBepkaaloT peaKOCTh TaHHON
MYTalli¥, BBIIBUB €€ JIUIb y YETHIPEX MalMEHTOK C COYETAaHHEM aIlja3Md MaTKUd M MPHU3HAKOB
MaCKyJTUHHU3AIIH.

JunddepennnanbHas nuarnocTuka u Hopeie popmbl CMPKX
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PaGotsr Philibert P. u coaBropoB (2008) pacmmpwin TOHUMaHHE NaTOreHe3a:
¢yukunonansHbll  aHanu3 JHK y mnanueHTOoK ¢ mepBUYHOM aMeHopeel MOKasaj, uTo
rerepo3urotHsie MyTta WNT4 BBI3BIBAIOT PE3KM MOIBEM IKCIpPEcCHH (pepMEHTOB OMOCHHTE3a
aHJIPOr€HOB (B YaCTHOCTH, 3B-THAPOKCUCTEPOUIETHIporeHasbl U 17&--runpokcunassl). 3To
no3Bonwio BelienuTe CMPKX ¢ anaporenusanmeii B caMOCTOATENBbHYIO KIMHUYECKYIO €IMHHUILY,
OTJIMYHYIO OT KJIACCHYECKOH (POPMBI CHHIPOMA.

JApyrue npeacrasurenn cemeiicrea WNT

VccnenoBaHust HHBIX T€HOB 3TOT'O CEMENCTBA Tyl HEOAHO3HAUHBIE PE3yIbTaThl:

1. WNT7A: HecMoTps Ha €ro poJib B pa3BUTUH KOHEYHOCTEH U MOYETIOJIOBOM CUCTEMBI,
CBsi3b MyTanuil 3toro reHa ¢ cu"apomoM MPKX (mo manneiMm Ravel C. um gp., 2009) ne
MOJTBEPUIIACE.

2. WNT9B: B 2014 roay Obina 3adukcupoBaHa IiepBas MyTalus 3TOr0 TreHa Y
NAIlMeHTOK B KHUTAHCKOM MOMYJSAIMM, OJHAKO B IOCIEAYIOIIHMX HE3aBUCHMBIX MCCIIEOBAHUSAX
JIaHHAs aCCOIMALMs He HaIllJIa CTATUCTUYECKOTO MOATBEPKICHHUS.

Bo3mosknas poss mytarmii Wnt9b 8 CMPKX Obuia BeisiBIIcHa B HEJJaBHEM HCCIICIOBAHUH, B
KOTOPOM aBTOPbI OOHAPYXHWJIM MATh T'€TEPO3UTOTHBIX MHUCCEHC- MYTallMil U Te€TEePO3UTOTHYIO
HOHCEHC-MyTaluio y naiueHToB ¢ MPKX 1-ro tuna [2,4].

I'enbl, comeprkaiiye roMeoOOKC, MPHUHAIEKAT K OONBIIOMY CEMEHCTBY, BKIIOYAIOLIEMY
kiactepsl HOX. Hekoropsie n3 Hox-renos (Hoxa 9-13 u Hoxb 9-13) urpator pemarorniyio poib B
Pa3BUTHUHM KEHCKMX PENpORYKTHBHBIX MyT€H M TIOITOMY CUMTAIOTCS IpeanojaraeMbIMU
KaHAuaTaMu B pa3Butuu cunapoma MPKX [3].

VY yenoBeka myranuu B rene Hoxa 13 unm peneuuns xinactepa renoB HOXA B ocHOBHOM
3aTparuBalOT MOYEIMOJIOBOM TPAKT U ckeneT. MyTtaruu B koaupytomieit ooinactu Hoxa 13 BbI3bIBatOT
nagoHHO-reHuTanbHbI  cunapoM (HFGS), koropweiit xapakrepusyercs naedekTamu —CIHASHUS
MIOJIJIEPOBA MPOTOKA Y JKEHIIMH (OT MPOJO0IbHOM MEePEeropoIKy BiIarajuila J0 YABOECHHUS MaTKU U
HIEWKH) ¥ TIOPOKAMH Pa3BUTHs MOUEBBIBOAIINX MyTel y skeHmuH [1, 2,3,5].

Y nuButenbHo, HO aeneuus Bcero kinacrepa HOXA He BbI3bIBaeT OOJBIIErO KOJIMYECTBA
YPOTEHHUTAJbHBIX AHOMAJMH, YeM OJMHOYHblE MOHoOalenbHble MyTamuu Hoxa 13. 3to
Iperoiaraer, 4YTo Jubo MOHOAJUIeNbHbIe JoMUHaHTHRIe MyTaluu B Hoxa 9, Hoxa 10 nnu Hoxa 11
MoryT ObITh TpuunHON cuHapoma MRKH, mu6o 310 MoxeT ObITh CBA3aHO € IPYTHUMHU MEXaHU3MaMH,
TaKUMU Kak HenpaBuibHas peryssiuus renoB HOXA, Binusttomas 1100 Ha CKOPOCTh TPAHCKPHIILINHY,
1100 Ha MPOCTPAHCTBEHHO-BPEMEHHYIO HKCIIPECCHIO: HEJaBHEE OTKPHITHE MYTAallUHd B MPOMOTOPE
rena Hoxa 13 noarBepxkaaer sty runoresy [1,7].

Hoxa 9 skcnpeccupyercs B hamonueBbix Tpyoax, Hoxa 1 0 - B martke, Hoxa 11 — B matke
u mieiike matku, a Hoxa 1 3 — B BepxHeii yactu Bnaranumia [ 1,8].

I'eHBI C IIMPOKUM CHEKTPOM aKTMBHOCTH B paHHeM pa3Butuu (Hanpumep, WT1, PAX2, Hoxa
7 B Hoxa 13 u PBX1, Taxke ObuIM MpeIoKEeHbl B KAUECTBE KaHIUAAaTOB HA OCHOBE HAOIIOAaEMBIX
(eHOTUNOB y MyTaHTHBIX Mblei. OnHako ux posb B cunapome MPKX BrnocnenctBuu He Obuia
IIpoJeMOHCTpUpoBaHa [ 1, 2,3,5].

HayuHblit MHTEpeC BBI3BIBAIOT JAaHHBIE O TOM, YTO y OJHOTO W3 MOHO3UTOTHBIX OJU3HEIIOB
pasBuBaercst CMPKX, a y apyroro - HeT, 4TO yKa3bIBaeT Ha TO, YTO 3a0o0JieBaHHE OOYCIIOBJIEHO
pasnuuusimu B peHotune. Takum ob6pazom, narorenernueckuit Mexannzm CMPKX moxkeT BkiIto4aTh
SMUreHETUYECKHE U3MEHEHUs, 00YCIIOBICHHBIE HKOJIOTMUECKUMH (pakTopamu [3].

Rail u coaBropsr (2011) mccnenoBany pa3nuuus B NPOAYKTaX TPAHCKPHIILMH M YPOBHSX
MeTunupoBanus Mexay nanveHtamu ¢ CMPKX u 310poBbIMH  10OpOBOJIBIIAMH C MTOMOILBIO
o0IIIEreHOMHOr0 aHanu3a. B xozie uccnenoBaHus JAByX MeHETHYECKUX KJIacTEpOB ObUIO BBIAECIEHO
JeBSITH MMOTEHIMALHO 3HAYMMBIX TeHOB, cpean koTopeix HOXAS, HOXA9, WISP2, CDHS5, PEG10,
MFAPS, LRRC32 u RALGPS2. [IpumeuaTenbHO, 4TO MIECTh U3 HUX HETIOCPEICTBEHHO BOBIICUCHBI
B MOp(oreHe3 KeHCKOH penpoyKTUBHOI cucTeMbl. CeTeBON aHaIM3 MO3BOJIMII OIPEACTUTD «SIIPO»
KITFOYEBBIX (PaKTOPOB, OTBETCTBEHHBIX 3a pa3Butue CMPKX, B xotopoe Bomn WISP2, HOXADS,
HOXA9, GATA4 u WT1.

T'opmoHanbHas pery/asiius U AereHepanusi NpOoTOKOB
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Ocob6as ponb B marorenese orBoautcs renaM WT1 u GATA4. Ouu yuacTBYIOT B ITpOLieccax
10J10BOH 1n((HepeHIUPOBKY Yepe3 MOAYJIALUIO 3KCIIPECCUU aHTUMIOJIepoBa ropmoHa (AMI).

IToBeimiennas aktuBHocth WT1 u GATA4 ctumynupyer cuHte3 AMI', 4TOo cTaHOBUTCS
TPUITEPOM AJIS IPEXKIAECBPEMEHHOM JlereHepaui MIouIepoBBIX IPOTOKOB.

Kpome Toro, mo muenuro psina uccnenoBareneit (Rail u ap., 2011), sTuonorust cunapoma
MOJKET OBITh CBSI3aHA C U30BITOUYHBIM 3CTPOI€HOBBIM BO3JIEHCTBHEM M SKTOIUYECKOH dKCIpeccueit
reHoB HOXA, 4To B COBOKYITHOCTH MPUBOAUT K TUIIOILIA3MH OPTaHOB.

CoueTaHHbIe aHOMAJUM M HOBbIe TeHeTHYeCKHEe MapKepbl

CoBpeMeHHbIE TaHHBIE YKA3bIBAIOT HAa HOBbIE JUArHOCTHYECKHE MUIICHU:

. GREBI1L (GREBLILF): Cuuraercs oquuM u3 HauOoJiee MHOTOOOCIIAONIMX TEHOB-
KaHAMIaToB. MyTalMi B HEM KOPPEIUPYIOT C COYETaHHOW arula3uedl MaTku M I04YeK, 4TO
MOJTBEPXKAAET €r0 KPUTUUYECKYIO POJIb B (POPMUPOBAHUU MOYETIOIOBOTO TPAKTA.

. TCF2: lebexTsl 3TOro reHa BBISBIAIOTCS B CEMEMHBIX CilydasiX, I7I€ aHOMAJUU
pa3BUTHU MaTKH (BKJIIOYasi IBYpOTYIO0 MaTKy M aIula3Mi0) COYETAIOTCS C MOYEUYHBIMH MaTOJIOTUSIMHU
WIN T1a0eTUYeCKUM aHaMHE30M.

[uTtoreneTuvyeckne aCNeKThI  XPOMOCOMHBIN AUcOaTaHC

3HauyMTeNbHAS YaCTh CIIy4aeB HapyIICHHUS [T0JIOBOTO Pa3BUTHsI 00YCIOBIECHA XPOMOCOMHBIMH
nepecTpoiikamMu. X0Tsl aHOMaJIMM MOTYT 3aTparuBaTh MIMPOKHiA criekTp xpomocoM (1-7, 10-18, 22 u
X), cUCTeMaTUYeCKUH aHaJU3 BBIABWI IATh CTAOMIIBHO TMOBTOPSIOIIMXCS YYacTKOB JAETeUHUNA U
Ny TUIAKALUH:

. 1q21.1, 16p11.2, 17q12, 22q11.21 u Xp22.

JlaHHBIE MUKPOXPOMOCOMHBIE U3MEHEHHSI OOHApYKHUBAIOTCA MpUMepHO y 10% mannueHToB ¢
CMPKX, yTo nojuepkuBaeT HEOOXOIUMOCTh LIUTOT€HETHYECKOTO CKPUHHUHTA B JMAarHOCTHYECKOM
IIOMCKE.

3akiao4eHue

CoBpeMeHHBIN B3IV HA ATHONIATOreHe3 cuHapoMa Maiiepa — Poxurtanckoro — Kycrepa
— Xay3sepa (CMPKX) nperepnen 3HaUuTEIbHYIO 3BOJIOLMIO: OT MPU3HAHUS €r0 CIOpPaJAnYecKO
AHOMAaJIMEH 10 NMOATBEPKIACHUS €r0 CJ0KHON NeHeTHYeCKO U MHOI0(paKTOPHOI NMPUPOALI.

1. I'enernyeckasi rereporennoctb: CMPKX xapakrepu3yercss BBICOKOW CTENEHBIO
MOJIEKYJISIpHOM  BapuabenbHOCTH. KIiIIOUeBBIMM TE€HETHMYECKMMHM TMPEAUKTOPAaMHU  BBICTYHAIOT
cemeiictBa TeHOB WNT (oco6enno WNT4), HOXA u PAX, oTBeTCTBEeHHBIE 3a AMOpHOTEHE3
MrosnepoBbIx MpoTOKOB. BrisiBnenue mytanuii B rene WNT4 mo3Boiuiao BBLAECIUTH OTIENbHBIN
KJIMHUYECKUH (PEeHOTHUII, cCOUeTarOUi arjIa3uio MaTKU ¢ TUIIEPaHAPOTeHUEH.

2. CucreMHocTh mnopa:keHHMs: TecHas >MOpHUOHANbHAs CBA3b MEXAY IIOJIOBOH U
MOUEBBIJICIUTENILHON CUCTEMaMU (TIPOMEXYTOYHAsE Me30/epMa) OOBSICHSAET YacToe COYeTaHHe
amazun Matku ¢ aHomanmusimu - nodek.  ['ensl GREBIL u TCF2 sBnstorcst  HambGonee
NEePCHEKTUBHBIMU MapKEpaMU /sl TUArHOCTUKU TAKUX COUYETAHHBIX MOPOKOB.

3. Mounekyasipable MexaHu3Mbl: OIHOI K3 BeIyUIMX TUIIOTE3 (POPMUPOBAHUS TOPOKA
CUMTAETCsl HapyLIeHHUE Peryiisiluu aHTUMIoiuiepoBa ropmona (AMI)) mon BnusiHueM reHoB WT1 u
GATA4, uyTo mpUBOAMT K MPEXAEBPEMEHHOM perpeccuu MIOJIEPOBBIX MPOTOKOB y T€HETUYECKU
KEHCKOT0 TUIOAA.

4. IlepcnexkTuBbI AUarHocTuKH: HecMoTps Ha TO, UTO CEMEMHBIE CIy4Yau COCTaBIISAIOT
MEHBIIUHCTBO, OOHApy)XEHUE IOBTOPSIOIIUXCS XPOMOCOMHBIX abeppaumii B Jokycax 1021.1,
16p11.2, 17q12, 22q11.21 n Xp22 npumepHo y 10% mnDauMeHTOK NOAYEPKUBAET 3HAYUMOCTh
IUTOr€HETUYECKOr0 aHaIN3a (MUKPOMATPUYHOIO aHAJIN3a) B KITMHUYECKON MPaKTHKE.

Pe3rome: JlanpHelmmii mouck cnennuyeckux reHeTHYECKUX MOJIMMOP(U3MOB U U3yUeHHE
UX B3aMMOJEUCTBUS C TOPMOHAIBHBIMU (haKTOpaMHu HEOOXOAUMBI JUTsl pa3pabOTKU METOOB paHHEH
JUArHOCTHKU U MEIUKO-T€HETUYECKOI0 KOHCYJIBTUPOBAHUS CEMEH C TaHHOM MaTOJIOTUEN.
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