Poccuiickui BECTHUK LETCKOW XMUpYPruu,

KNMUHWUYECKUE CNYHAU Tom 15, N2 3, 2025 aHecTesnoNorMm U peaHMMaTonorum

415
DOI: https://doi.org/10.17816/psaic1935 EDN: TNXUYG .
ﬂ,epMBaTbI MI0JIJ1IePOBbIX NMPOTOKOB Y dJEHOTMHM‘-IECKM it

chopMMPOBAHHOI0 MaJsibyMKa C 0JHOCTOPOHHUM
HenanbnUpyeMbiM AUYKOM: KIIMHUYECKUMU Cyvaul

M.H. Exumos'?, H.A. Llan?, C.10. Komaposa'?, M.10. TumowumHos', A.E. Murapesa®

! [letckan ropoackan KmHudeckas 6onbHuua Ne 9, Exatepunbypr, Poccus;
2 YpanbCKuii rocyapCTBEHHbIN MeVLIMHCKII YHUBepcuTeT, Exatepunbypr, Poccus;
3 0bnactHas feTcKan KMHuuecKan 6oibHuua, Exatepunbypr, Poccus

AHHOTALUA

CvHApOM nepcucTeHLMM MIoN/1epOoBbIX MPOTOKOB — peKoe HapyLeHue ouddepeHUMpoBKM NoNa, AN KOTOPOro XapaKTepHo
HanuumMe y ManbuuKa MaTKW, MaTOuHbIX Tpyb W BarafMLLHOTO OTPOCTKA YPOreHWUTanbHOro CuHyca npu Kapuotune 46,XY.
OQHMM M3 BapuaHTOB MEPCUCTEHLMM [AepUBATOB MIOJIIEPOBLIX MPOTOKOB y pebeHKa ¢ MyMCKUM CTPOEHWEM HapYXHbIX MO-
JIOBLIX OPraHoB ABJIAETCA MO3aUYHbIA BapMaHT XPOMOCOMHOM aHOManuu 45X/46,XY, KIMHUYeCKM NpoABNSeTCA NaxoBoM
TPbIXEN WNM KPUNTOpPXM3MOM. B cTaTbe npefacTaBneH pefKuin KIMHUYECKWA Cydail OTCYTCTBUSA perpecca AepuBaToB Miofl-
NepoBbIX NPOTOKOB Y heHOTUNMYECKW CHOPMUPOBAHHOMO MabyuKa C OJHOCTOPOHHUM HenanbnupyeMbiM AMUKOM. Manbumk
1 r. 5 Mec. rocnuTanuaupoBaH B XMpyprudeckoe otaeneHue [leTcKoit ropoackoin KimHudeckon bonbHuusl N© 9 Exkatepuh-
bypra B nnaHoBOM NopsiaKe € CMHAPOMOM HenanbNUpyeMoro auyKka ciesa. [pu BbIMONHEHUN SMArHOCTUYECKOW lanapocKo-
num obHapyXeHa pyaUMeHTapHas MaTKa M NieBasi MaTouHas Tpyba, ¢ 0bpa3oBaHMeM, N0 CTPYKTYPe HANOMUHAKLLMM AMYHUK.
B nocneonepauuoHHoM nepuope pebeHok foobcnenoBaH (MopdonornyecKoe uccnefoBaHWe, ropMoHasbHbliA CTaTyc, Kapuo-
TN, MOJIEKYNAPHO-TEHETUYECKUIA aHaNN3, YPETPOLMCTOCKONMS). YCTaHOBMEH KIMHUYECKUIA amarHo3: «Hapylwenue dopmmpo-
BaHMs nona, 0bycnoBneHHoe XpOMOCOMHOM natonoruen 45,X/46,XY, cMellaHHas aucreHes3us roHafy». B cnyyae BbisBnenus
MHTpaonepaLMoHHO NepPCUCTUPYIOLLIMX MIOJIIEPOBLIX MPOTOKOB B HACTOSLLEE BPEMS OrpaHMuMBaloTCA bruoncuen aHoManbHoM
roHagbl, YpeTPOLIMCTOCKOMMEN C LieNblo BU3yanu3aLuy YporeHUTanbHoro CMHyca U Npy BO3MOXHOCTY BbIMOJHAOT KaTeTepu-
3aUyi0 pyAMMEHTAPHON MaTKM MOYETOYHWUKOBLIM KaTeTepoM, Ans BU3yanu3auumm ee B NoocTv Manoro Tasa. [lanee ons ytou-
HEHWS! IMarHo3a NpOBOAMTCS aHaNW3 KapuoTUMa, MOJIEKYNSAPHO-TEHETUYECKOE MCCNef0BaHWe, U3y4eHWe FOpMOHaMbHOM0
doHa, 0CMOTp reHeTUKa W 3HAOKpUHosora. OKOHYaTENbHOE peLLEHUE MO ONPeAenieHuto nona pebeHKa nocne Bcex JOMOSHM-
TenbHbIX 06Cef0BaHNIA PeLLIaeTcs KOHCUAMYMOM Bpayeil COBMECTHO C POAUTENAMMU.

Kniouesble cnosa: HapyLueHre GOpMUPOBaHUA NONa; KITMHUYECKUIA Cyyaid; MIONNEPOBLI NPOTOKK; KPUNTOPXM3M; AUCreHe3Ns
roHag; fetu.
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ABSTRACT

Persistent Mullerian duct syndrome is a rare disorder of sex differentiation characterized by the presence of a uterus, fallopian
tubes, and a vaginal outgrowth of the urogenital sinus in boys with a 46,XY karyotype. One variant of persistence of Mullerian
duct derivatives in a child with male external genitalia is the mosaic chromosomal anomaly 45,X/46,XY, which clinically mani-
fests as an inguinal hernia or cryptorchidism. This article presents a rare clinical case of failure of Mullerian duct regres-
sion in a phenotypically male child with a unilateral nonpalpable testis. A 17-month-old boy was admitted electively to the
surgical department of Children’s City Clinical Hospital No. 9 in Yekaterinburg with left-sided nonpalpable testis syndrome.
Diagnostic laparoscopy revealed a rudimentary uterus and left fallopian tube with a structure resembling an ovary. Postop-
eratively, the child underwent further evaluation (histopathological examination, hormonal status assessment, karyotyping,
molecular genetic testing, and urethrocystoscopy). The clinical diagnosis was established as “disorder of sex development
caused by chromosomal abnormality 45,X/46,XY, mixed gonadal dysgenesis.” In cases where persistent Mullerian ducts are
detected intraoperatively, current practice is limited to biopsy of the abnormal gonad, urethrocystoscopy for visualization of
the urogenital sinus, and, when possible, catheterization of the rudimentary uterus with a ureteral catheter to visualize its
location in the pelvic cavity. For diagnostic confirmation, karyotype analysis, molecular genetic testing, hormonal profiling, and
evaluation by a geneticist and endocrinologist are performed. The final decision regarding the child’s sex assignment, after all
additional examinations, is made by a medical board in consultation with the parents.

Keywords: disorder of sex development; case report; Mullerian ducts; cryptorchidism; gonadal dysgenesis; children.

To cite this article
Ekimov MN, Tsap NA, Komaraova SYu, Timoshinov MYu, Pigareva AE. Derivatives of Mullerian Ducts in a Phenotypically Male Child With Unilateral Nonpalpa-
ble Testis: A Case Report. Russian Journal of Pediatric Surgery, Anesthesia and Intensive Care. 2025;15(3):415-422. DOI: 10.17816/psaic1935 EDN: TNXUYG

Submitted: 03.06.2025 Accepted: 29.08.2025 Published online: 26.09.2025

4
ECOeVECTOR The article can be used under the CC BY-NC-ND 4.0 license
© Eco-Vector, 2025


https://doi.org/10.17816/psaic1935
https://elibrary.ru/tnxuyg
https://doi.org/10.17816/psaic1935
https://elibrary.ru/tnxuyg

Russian Journal of Pediatric Surgery,
CASE REPORTS Vol. 15 (3) 2025 Anesthesia and Intensive Care

DOI: https://doi.org/10.17816/psaic1935 EDN: TNXUYG

REDN B H A BAS T i f2 520 5 B Mul 1er B AT
X //B YR

Mikhail N. Ekimov'?, Natalya A. Tsap?, Svetlana Yu. Komarova'?,
Maksim Yu. Timoshinov', Anna E. Pigareva®

! Children’s City Clinical Hospital No. 9, Yekaterinburg, Russia;
2 Ural State Medical University, Yekaterinburg, Russia;
3 Regional Children’s Clinical Hospital, Yekaterinburg, Russia

WE

FratiMul ler & SR G2 — MR WL A i, HRr I S AEAZ Y46, XY B & TPl R 15
EORAE SRR T U PR AR FE SE RS = AEAME B AR RN T 18 L, Muller BT A FRELAT
FERI— ML T 45, X/46, XY IR A A Gy ok e, IR AT R IAIE VA B fa 58 o ASCHRIE— 11
A FEVE PEERMIA T fih S 20 HAFAEM U Ler ERTAEMIAR B I BE1Z54H, BN
ANaTfih K % H BB T-Children's City Clinical Hospital No. 9 in Yekaterinburg#Me}. 12 W IS e g5k 7 &
BFRA T B O K — AT AR B0 RIGt— PR E (A0 R KTPF
iy BT o T A I PR IE L BER 2D o B &M A H45, X/46, XY JL i 2 S 3501
PERR B 7, IRA MR E A R HETIRRSZEA, AR RIIMul ler &R R, B R TAT 75
PERRER, PRIE PG R 2 DU S W R A T 32, FREnT eIl Pl I MR E RERMAIRR 15, LA
EE RSN B B G NABSI, BT 7 FstiE il B v,  ehs e R
N IRHE AR . fESE At Ne i & 5, LM R4 IR A2 12F R 5ACREL R HE
FgiE: MRRBE R, IRAHEE); Miller & Fas, MIRABAE; JLHE.

5] A3

Ekimov MN, Tsap NA, Komarova SYu, Timoshinov MYu, Pigareva AE. 2284 4 55 1% HL A S0 AS W firh J2 5200, 55 38 pMu Ler B ATAR M. IR PRI 1.
Russian Journal of Pediatric Surgery, Anesthesia and Intensive Care. 2025;15(3):415-422. DOI: 10.17816/psaic1935 EDN: TNXUYG

B : 03.06.2025 #5%: 29.08.2025 RATER: 26.09.2025
V-2
ECOeVECTOR The article can be used under the CC BY-NC-ND 4.0 license

© Eco-Vector, 2025

417


https://creativecommons.org/licenses/by-nc-nd/4.0/deed.ru
https://doi.org/10.17816/psaic1935
https://elibrary.ru/tnxuyg
https://doi.org/10.17816/psaic1935
https://elibrary.ru/tnxuyg

418

CASE REPORTS

AKTYANIbHOCTb

Hapywenue dopmupoBaHusa nona, obycnoeieHHoe Xpo-
MOCOMHOIA naTonoruen, MosauumsmoM 45,X/46,XY, aensetcs
peaKoit aHoManuen. 1o AaHHbIM 0TeYeCTBEHHOM M 3apybe-
HOM NIUTepaTypbl, YacToTa BCTPEYAEMOCTH [aHHOW NaTono-
rum coctaenset 1:15 000 HoBopoxAaeHHbIX aeTeit [1, 2]. 31a
naTonorua NpeacTaBisieT 3HAUMTESNbHBIA KITMHUYECKUA UH-
Tepec Ans LETCKUX XMPYProB M AETCKUX YPOJSIoroB-aHAposio-
roB, TaK KaK COMPOBOXAAeTCS KpUMTOPXM3MOM, runocrnagmen
AN NaxoBbIMM IPbIXaMy, KOTOpble TPEBYHOT XUpypruyecKoil
KoppeKummn B paHHeM Bo3pacTe [1]. B cBA3M ¢ 3TUM Kaxabli
CNEeLManmcT, 3aHMMAtOLLMIACA OMepaTUBHBIM NIEYEHWEM JeTeil
C aHOManMAMU NOJIOBOO Pa3BUTUSA UM YPOreHUTaNbHOM Na-
TONOTWEN, MOXET CTONIKHYTLCA C NOJ0OHBIM CITyYaeM B CBOE
npakTuke. CBoeBpEMeHHas AMarHOCTUKa W NPaBWbHBIA Bbl-
Bop TaKTVKM BeEHUS TaKMX NALMEHTOB KpalHe BaHbI, NO-
CKOJbKY OHU OMPeSensioT He TOIbKO MeMULIMHCKIE, HO U NCU-
X0couManbHble acneKTbl AabHenlleid Xu3HW pebeHka.

[laHHas naTonorms accouMmMpoBaHa C LUMPOKUM CMEKTPOM
(EeHOTUMNYECKMX NPOABNIEHUIA — OT TUMMYHOTO XEHCKOro
UMW MYKCKOTO 10 aMOMBaIEHTHOTO CTPOEHUS reHnTanum [3].
YuuTbiBas TaKyto BapuabenbHOCTb KITMHUYECKUX MPOSIBIIEHUH,
BO3HMKAKT TPYLHOCT CBOEBPEMEHHOIO BbISB/IEHUS XPOMO-
COMHbIX aHOMaJuii y fieTeil.

B bonblumHcTBE CcnyyaeB [AMarHo3 ycTaHaBAWBalOT
BO BpeMs OMepaTMBHOrO JieYeHUs M0 MOBOAY KPUMTOpXM3-
Ma 1 MaxoBoM TpbikK y GEeHOTUNMYECKU CPOPMMPOBAHHBIX
MarlbYuKOB WM CNyYalHbIM 00pa3oM BLISBAKT AepuBaTh
MIOJINIEPOBLIX NPOTOKOB MPU Y/IbTPa3ByKOBOM MCC/el0BaHUH,
MarHUTHO-pe3oHaHcHom (MPT) 1 KoMnbloTepHOW TOMorpadum
opraHoB OptoLLHO/ NoMoCTV M Manoro Tasa. [JocToBepHbIM
METOAO0M AMarHOCTUKM HapyLueHns hopMUpOBaHUs nona, 06-
YCNOBJIEHHBIM XPOMOCOMHBIMY aHOMaJIUAIMK, CIIYXUT Mone-
KYNAPHO-reHeTUYeCKUiA aHanu3 1 nanapockonus [4, 5].

OMUCAHWUE KNTMHWYECKOI0 C/TYYAA

MaumeHT B Bo3pacTe 1T. 5 Mec. rocnUTanu3upoBaH B AeT-
CKoe xupypruyeckoe oTaeneHue N® 2 [leTckoii ropoackon

]

Puc. 1. OoTorpadus Hapy)HbIX MONOBbIX OPraHoB NaLyeHTa.
Fig. 1. Photograph of the patient's external genitalia.
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KnnHuyeckon 6onbHuubl N© 9 EkatepuHbypra B nnaHoBoM
nopsgKe C CMHAPOMOM HenasnbnupyeMoro auyka cnesa. [ina-
THO3 YCTAHOBIEH C POXKAEHMS.

AHaMHe3 xu3HW. PebeHOK OT BTOpoi GepeMeHHOCTH,
NnepBbIX CPOYHbIX ONEepaTMBHBIX POAOCB B cpoKe 41 Hepd. Macca
Tena npu poxaenun 3190 r, aamHa 50 cM, oueHKa no LWKane
Anrap 7/8 bannos. bepemeHHoCTb npoTeKana Ha ¢oHe re-
CTaUMOHHOro caxapHoro auabeta, B 35-36 Hep. BbiSIBIEH
BPOXAEHHBI NOPOK CcepAua y nnoja: runonniasus Ayru
aopthl. locne poxaeHus ycTaHoBNEH AUarHo3: «YMepeHHas
runonnasus ayru aoptbl. [lpedyKTanbHas KoapKTauus aop-
Tbl. OTKPBITLIA apTepUanbHbIii NMPOTOK. BTOpUYHbIN AedeKT
MexrnpencepaHoi neperopogku. HepocTtaTbyHOCTb KpoBO-
bpaluenns 2A no Crpaxecko—BacuneHko—JlaHry». B nepuog,
HOBOPOXEHHOCTU (Ha 6-€ CYTKM JXM3HW) BbINOSHEHA One-
paTuBHas KOPPEeKLUMs BPOXIEHHOro nopoka cepaua. lMocne
yero pebeHOK BbINWCAH JOMON B YA0BNETBOPUTENIBHOM CO-
CTOSHMM Mof, HabnloaeHne Kapanonora U Kapauoxupypra.

PEBYHbTaTbI obcnepnoBaHus

Ha MOMeHT rocnuTanmsaummn HapyKHble NoJIoBble OpraHbi
chopMMUPOBaHbI N0 MyXCKoMy Tvny. paBoe AMYKO B MOLLIOH-
Ke, pasmepamn 15x8x8 MM. JleBasi N0ONOBMHA MOLLIOHKU TH-
MonJia3upoBaHa, IeBoe ANYKO B MOLLIOHKE, Max0BoW 06nacTy
1 B BO3MOJHbIX MECTax 3KTONMM He onpenensetca. MMeetca
BEHTpanbHOE UCKPUBNEHMe NOI0BOrO YneHa (puc. 1). Hapy-
HOe 0TBEPCTME KpalHeii N0TH He CyeHo. Movencnyckanue
Mo MYXKCKOMY Tuny.

Mpn noarotoBke pebeHKa K NiaHOBOMY OrnepaTMBHOMY
BMELLATENbCTBY BbIMOJIHEHbI S1abopaTopHble U WHCTPYMEH-
TanbHble UccnenoBaHna (06LLMIA aHanNM3 KPoBU, 0DLLMIA aHa-
NU3 MOYM, DMOXMMUYECKUIA aHaNU3 KPOBM, 3MIEKTPOKapamo-
rpamMMa), NaToorum He BbIABNIEHO.

Mo AaHHBIM yNbTPa3BYKOBOrO WCCNEA0BaHWA OpraHoB
MOLLIOHKM, MaxoBbIx 0bnacTen, BpIOLLHOI NOIOCTM Ha MOMEHT
rocnuTanM3aumn: NpaBoe SWYKO OBaNibHOW (OpMbI B MO-
WwoHKe, 15,6x9,3x10,7 MM, V=0,81 cM®, ¢ YeTKMMM KOHTY-
paMu, rofioBKa NpuaaTka pasMepamm 5x4,1 MM, CTpyKTypa
0[lHOpodHas. JIeBoe ANYKO B MOLLIOHKE, B NMaX0BOM KaHane,
B OPIOLLIHOM NOOCTU He BU3Yyanu3upyeTcs. YuuTbiBas faHHble

Puc. 2. WHtpaonepaumoHHoe ¢oTo. 1 — Matka, 2 — MaTouHas Tpyba,
3 — cTpeKk-roHaga.
Fig. 2. Intraoperative photograph. 1, uterus; 2, fallopian tube; 3, streak gonad.

DOl https://doi.org/1017816/psaic1935



KJIMHWYECKUE CIYYAU

w ok
22

) [0 | P ¢
19 20

21

a

Tom 15, N° 3, 2025

Poccuiickui BECTHUK LETCKOW XMUpYPruu,
aHecTe3nooru1 U peaHuMaTonoruu

BOHowon o8 on o
mow W ou
SR !
pow owow b

Puc. 3. AHanu3 KapuoTuna: @ — KJII0H C MOHOCOMMEN X; b — KIOH ¢ [iepuBaTHO XpoMocomon Y.
Fig. 3. Karyotype analysis: a, clone with monosomy X; b, clone with derivative Y chromosome.

aHaMHe3a, n1abopaTopHbIX 1 MHCTPYMEHTaNbHbIX METOJ0B UC-
CnefoBaHNsA, YCTaHOBMEHbI NMOKa3aHUs K AWarHOCTUYECKOM
nanapockonuu. llpu BbINONHEHUM AMArHOCTUYECKOW Nana-
POCKOMWM Ha PaccTosHAWM 2 CM OT BHYTPEHHEr0 NaxoBOro
KOJibLia C/ieBa BbISBNEHO 00pa30BaHue 0BanbHOW HopMbl —
pyAMMeHTapHas MaTKa, C 0TXOAALLEN OT Hee JIEBOM MaTO4HOM
Tpy6OiA, BLLONb KOTOPOM PacnosioxeHa NaToioruyeckas roHa-
Ja. NpnaaToK anuKa, ceMsABbIHOCALLMIA NPOTOK, TECTUKYNAP-
Hble COCyAbl He BU3yanu3upyrTcs. BnaranuiuHbii oTpocToK
bptoLumHbI cneBa He 0bnmTepupoBaH (puc. 2).

TeCTUKyNApHOI TKaHW Ha Cpe3e HeOAHO3HAYHOW roHafbI
npu BbinosHeHun buoncum He obHapyxeHo, obpa3oBaHue
NpeACTaBeHO NOTHOW COeAMHUTENIBHOM TKaHbH. YuuThIBas
MHTPAoMNepaLMOHHO BbISIBIEHHbIE [LepUBATbl MIOJINEPOBbIX
MPOTOKOB U MaTOIOTMYECKYK TOHafy, NMPUHATO peLLeHue
00 ynaneHWM faHHbIX CTPYKTYp C mocneaylowmm mopgono-
TMYECKUM UCCIEL,0BAHMEM.

[lanbHenwan pesusna OpIOLLHOM NOMOCTM MOKasana,
YTO BNarajmMLLHbIA OTPOCTOK BpHOLLMHBI cripaBa 061MTepupo-
BaH, CEMEHHble COCYAbl U CEMSABLIHOCALLMIA NPOTOK BXOAAT
BO BHYTpEHHEE NaxoBoe KonbLo. [lpyroi natonorum B bproLu-
HOI NOMOCTW He 0BHapYKeHo.

MocneonepauuoHHoe UccnefoBaHUe

B nocneonepauymoHHoM nepuofie pebeHoK KOHCYNbTMpO-
BaH reHeTuKoM. BeinonHen GTG-MeTop aHanu3a xpoMocoM
B MMdoumTax nepudepuieckoi Kposu. OnpeaesnieH Kapmo-
TUN C ABYMS KITOHaMU KIIETOK: KITOH C JepUBaTHOI XpOMOCO-
Moii Y 1 KnoH ¢ MoHocomueit X. mos 46,X,der(Y)[691/45,X[6]
(puc. 3).

MonekynspHo-2eHemuyeckoe ucciedosaHue 2eHa SRY
(sex-determining region Y) u muxkpodeneyuii nokyca. Neneunn
LaHHbIX Y4acTKOB He 00HapyXeHo. HykneoTaHas nocneposa-
TeNbHOCTb, COOTBETCTBYHOLLLAA YHaCTKY reHa SRY, 0bHapyeHa.
l'opMOHanbHLIM Npodunb NaumeHTa NpeacTaeneH B 1abn. 1.

Mo gaHHbIM MOphOMOrMYECKOro MCCNe0BaHUs NaToso-
TMYECKON roHafbl BbISIBIEHA MIOTHas, PbIX10-BONIOKHUCTAS
COeAMHUTENIbHAA TKaHb ((PMOPO3HLIN CTPEK) C MOJTHOKPOB-
HbIMW pa3HOKaNMbepHBIMM COCYAaMU U METNKUMM OCTaTKaMM
MI0J1/IEPOBLIX MPOTOKOB M MaTOYHOM TpybbI (puc. 4).

Tabnuua 1. Mpodunb ropMoHanbHOM aKTUBHOCTY Y NaLMEHTa
Table 1. Hormonal profile of the patient

MNokasartenb | Pesynbrtar | Hopma
TectocTepoH, nr/mn 4,1 <1,2-70
DonNMKYNOCTUMYTIPYIOLLMIA FOPMOH, 0,99 1,45
MME/Mn
JlloTenHM3npytoLLmit ropMoH, MME/Mn <0,12 <0,92
AHTVMIONNEpOB ropMoH, Hr/Mn 81,50 3,80-159,80
WHrvbux B, nr/mn 91,9 4,0-352,0

l'eHeTUYeckuit aHanu3 poautenen. Matb — 46,XX. 3a-
K/loYeHMe — HOPMarbHbIi JKeHCKuin Kapuotun. Otey —
46,XY. 3aKnoueHne — HOpPMarbHbI MYXCKO KapuoTun.

lpoBeaeH KoHcunMyM Ha 6ase 06nacTHOM AETCKOW KIU-
HU4ecKoi bonbHMUbl ExaTepunbypra B cocTaBe LeTCKOro
3HAOKPUHOIOra, JETCKOro yponora, reHeTuka. MpuHsaTo pe-
LUeHWe 0 BbINONIHEHUM ypeTpouucTockonuu, MPT opraHos
OploLIHOM nonocTu M Manoro Tasa. [lo pesynbtatam MPT:

Puc. 4. MatouHas Tpyba. T — Pumbpum; 2 — MbllLieuHas obosouka. Okpa-
CKa remMaToKCUIMHOM 1 303WHOM Zeizz Axio. Yeen. x40.

Fig. 4. Fallopian tube. 1, fimbriae; 2, muscular layer. Hematoxylin and eosin
stain, Zeiss Axio. Magnification x40.
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BNaranuiLe He BU3YyanM3MpyeTcsi, N0 3afHel MOBEPXHOCTU
MOYEBOr0 Ny3bIpA CIEBa OT CPeAHEN JIMHMM onpefenseTcs
(GMBPO3HBIN TAX, [UTMHOM 25 MM, LUMPUHOW 4 MM. YpeTpoumc-
TOCKOMWUSA, MPOBEAEHHAs B 0TCPOUYEHHOM MOpSIZIKE, — ypore-
HUTaNbHbBIN CUHYC He 0BHapYKEH.

YuuTbiBas [aHHble aHaMHe3a 3aboneBaHus, aHaMHe3a
YU3HM, KJIMHUYECKOI KapTuHbI, Tab0paTopHbIX, UHCTPYMEH-
TanbHbIX METOLOB UCCE0BaHMUS, FEHETUYECKOr0 aHanu3a,
pe3ynbTaTa onepaTMBHOIO BMeLLATeNIbCTBa M Mopdonornye-
CKOr0 3aKJ/I04YEHNSA YCTAHOBJIEH KIIMHUYECKUIA AMarHo3: «Ha-
pyweHue GopMupoBaHus nona, obycnoBaeHHOE XPOMOCOM-
Ho¥i natonorven 45,X/46,XY, cMellaHHas aucreHesns roHag,
Hanuume CTpeKk-roHafbl cnesa. Munocnagumsa 6es runocna-
vy, CTpeK-roHafa He CUMHTE3WUpYeT aHTUMIONNEPOB rop-
MOH, KOTOpbIi OTBEYAET 3a PErpecc MIJIEpPOBbIX MPOTOKOB,
B CBA3M C YeM Y JaHHOr0 NaLWeHTa UncunatepanbHo coxpa-
HWUNUCb AepuBaThl MIONNIEPOBLIX NPOTOKOB. PebeHOK BbINUCaH
L0MOVi B YA,0BNETBOPUTENIEHOM COCTOSIHUM, MOJ, HabnoaeHve
yponora, 3HA0KpUHonora.

OBCYXOEHUE

OcHoBou maToreHe3sa Mo3auumsma 45 X/46,XY asndertcs
3ame[ieHne aHadasbl, OTCYTCTBUE PACXOXAEHUSA XPOMOCOM
B MpOLIECCe MMTO3a Ha HayanbHbIX 3Tamax 3MbpuoreHesa.
3TN HapyLWeHWs MPUBOAAT K NOSABNEHMI0 45,X-KNETOYHOM
JIMHUM Y UCXOAHO amnnonpHoro 46,XY-ambpuona. lpeg-
Mnonaraetcs, YTo [aHHbIA MPOLecc MOXKeT BbiTb CBA3aH €O
CTPYKTYPHBIMM aHOManuaAMKU Y-XpOMOCOMbI UITK €€ MaJibiMU
pa3Mepamy, MOBbILIAKLMMU PUCK NOTEPU B XOAE AENEHMS
KNeToK [6].

Ins  deHoTMNMYEeCKM CPOPMMPOBAHHBIX ManbYuKOB
XapaKTepHO HaluuMe AUYKa U CTPEK-roHaApl C fepuBarta-
MU MIOJIJIEPOBLIX MPOTOKOB C KOHTpaTepasibHOM CTOPOHBI.
XpOMOCOMHble HapyLLeHUst Y NaUMeHTOB C MO3auLM3MOM
He pedKo COYETAKTCA C BPOXKAEHHBIMM MOPOKaMM cepaua,
MaTosiorueit MoYeK U ayTOMMMYyHHbIMU 3aboneBaHuamm [7].
B HaweM HabniofieHUM y nauueHTa bbio coyeTaHue Mo3au-
umsma 45,X/46,XY ¢ BpoxKaeHHbIM NOPOKOM CepALa: NpeayK-
TaNnbHOW KOapKTauMen aopTbl; OTKPLITHIM apTepuanbHbIM
MPOTOKOM; BTOPUYHBIM AeEKTOM MeXnpeacepAHoin nepe-
ropogku. MoatoMy npu o0b6cneaoBaHUM aeTen ¢ NOAO3PEHNEM
Ha HapyLueHve hopMmUpoBaHKA Nosia LenecoobpasHo Beinon-
HATb 3XOKapauorpaduio Ans CBOEBPEMEHHOTO BbISIBIEHUS
naToenorum cepaeyHo-cocyAMCTON CUCTEMI.

Ha ceropHsWHWA aeHb He CyllecTByeT 06LLENpUHATHIX
CTaHAapPTOB XMPYPrUYECKOro NeYeHNs NaLMEHTOB C MO3auy-
HbIM Kap1oTunoM 45,X/46,XY [8]. PewieHune o HeobxoanMocTy
yLaneHus NepcucTUPYIOLLMX MIOSINEPOBBIX NPOTOKOB 3aBUCUT
OT HeCKONbKMX (GaKTopoB, BKoYas deHoTMn pebeHka, rop-
MOHabHbINA CTaTyC M NOTEHLMaNbHbIA PUCK ManMrHU3aLMK.

Y peTen c HapyXHbIMKU NOJIOBbIMK OpraHamu, chopmu-
POBaHHBIMU M0 MYXCKOMY TUMY M SUYKaMU B MHTPaMOLLIO-
HOYHOM MOJIOXKEHWUN, BEPOATHOCTb PasBUTUSA HEOMNasuu
3apOLbILLEBbIX KIIETOK MWHWMaMbHa, 0HAKO OTAENbHbIE
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cllydau onucaHbl. B cBA3M ¢ 3TUM peKoMeHAyeTcs BKAKO-
UNTb PEryNAPHBIA MOHUTOPUHT C BbINOSIHEHMEM B1OMCUM FO-
Hap, B NporpaMMy HabniofeHns 3a TakKMMK naumeHTamu [9].
B HaweM KnnHnyeckoM cnydae 6uoncuio AnYKa He BbINoN-
HAMW.

OcHoBHas onacHocTb Npu Mo3sauumaMe 45,X/46,XY cBa-
3aHa C AMCreHeTUYHbIMW FOHAlaMK, PUCK FOHaA06NMacToMbl
cocTaBnseT 15-35%, Ho AaHHbIE 0 3M10KAYECTBEHHOM TPAHC-
(opMaLmm MIONNEpPOBLIX CTPYKTYP OrpaHuyeHsi [8].

C.J1. KoBapckuit n coasT. [5] peKoMeHAyloT yaansatb
CTPeK-roHaAbl U AepuBaThl MIOSIIEPOBLIX NPOTOKOB Mocse
BbIMOJIHEHWA OMArHOCTUYECKOW Nanapockonuu, buoncuw
rOHaj, 0AHOMOMEHTHOW YPETPOLIMCTOCKONMM W MOLTBEP-
OEHMA Mo3auyHoro Kapuotuna 45,X/46,XY. B npenctas-
NIEHHOM KJIMHUYECKOM Cnyyae y (EeHOTUNUYecKu cdop-
MWMPOBaHHOr0 MaJibyuKa C CMHAPOMOM HenanbnupyeMoro
ANYKa MHTPAONEPALIMOHHO BbISBAEHbI LepUBaThl MIOSIIEPO-
BbIX MPOTOKOB W CTPEK-roHafa. TaKTUYeCKuM bbio NPUHATO
peLLeHWe YAanUTb pyAMMEHTapHYI0 MaTKy C JIEBOM MaTou-
HOW TPYbOM M CTpEK-rOHaAoM C nocneaylwmum Mopdono-
TMYECKUM MCCefoBaHWEM. YPeTpoLMCTOCKONWA BbINoN-
HEeHa B OTCPOYEHHOM MOPSAKE — YPOreHUTaNIbHbIA CUHYC
He BbISIBMNEH.

MauneHTbl € MYMCKMM (EHOTUNOM W KapuoTUMOM
45,X/46,XY cuutatotca uHodepTunbHbeiMM [10]. TeHeTuue-
ckuit nokyc AZF (azoospermia factor), pacnonoeHHbli
Ha Y-xpoMocome (Yq11), MoxeT NoABepratbCs MUKpode-
nleumsaM, 3T0 MOXKET NPUBECTU K PasfINiHBIM XPOMOCOMHbBIM
aHOManusM, BKITOYas TPAHCIOKALMK W MOJIHYI0 NoTepio J1o-
Kyca AZF, » cTaTb NPUYMHON OIUFOCMIEPMMM M a30CNepMUU
[11]. B npeacTaBneHHOM KAMHMYECKOM Cllydae MUKpopene-
LMW Ha A@aHHOM y4yacTKe He 00HapyKeHo.

[nutenbHoe aMHaMuUyecKoe HabMKOAEHWE NO3BOUT OLe-
HWTb pe3ynbTaT feYeHns NaumeHTa, GepTUIbHOCTL U Kade-
CTBO }KM3HMU.

3AKJTIOYEHUE

MosanumaM 45,X/46,XY — cnoxHas natosorus, Kotopas
TpebyeT MyNbTUAMCLMIIMHAPHOTO U NePCOHaNWU3MPOBaHHOM0
noaxoAa € yyacTUeM 3HOOKPUHONOrOB, FeHETUKOB, AETCKMUX
YPONOroB/rMHEKONIOTOB U OHKONOrOB. [INA OLEHKM pe3ynb-
TaToB JieveHns U epTUALHOCTU NaLmMeHTaM [aHHOMW rpynnbil
TpebyeTca noxu3HeHHOe HabnoaeHWe n perynsapHoe obcne-
noBaHue. HeobxoanMel AanbHeline nccnefosanHns B 0bna-
CTW TEHETUKM W PenpoayKTUBHbLIX TEXHOMOMiA, pa3paboTka
ONTUMaNbHBIX XMPYPrUYeCKUX CTpaTeruii, YTo, BO3MOXKHO,
MO3BOJIUT Y/YULIUTb KayecTBO JKMU3HW U PenpoayKTUBHBINA
noTeHUMan y feTeit ¢ HapyweHueM dopMupoBaHus nona.
[leTcKuiA XMpypr n LeTCKuiA yponor-aHAposnor, onepupylo-
LLMe AeTelt C NaxoBbIMMU MPbXKaMK U abAOMUHAMBHBIM KpUI-
TOPXM3MOM, [0SKHBI HAaCTOPOXKEHHO OTHOCUTLCS K HaNMumIo
MOPOKOB PasBMTUA, KOTOpble CBA3aHbl C MePCUCTEHLMeN
MIONINIEPOBbLIX MPOTOKOB, W NPUHUMATb BEpHble TaKTUYeCKue
peLueHus.
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AONOHUTESIbHAA UHOOPMALIUA

Bknap aBTopoB. M.H. EkMoB — pa3spaboTka maen, MeToponorum, am-
3allHa VCCneoBaHWA, HanvcaHue pyKonuey, 0becrneyeHe UccnefoBaHus,
0630p 1 NoaroToBKa cnucka nuteparypsl; HA. Llan — penaktpoBaHuem
pykonwucy, yTBepaeHue duHansHoi Bepeu; C.H0. Komaposa — paspabort-
Ka MeToJOoNorvM 1 [M3aiiHa UCCNefoBaHuUs, PefaKTMPOBaHWe pYKonUcK;
M.H0. TuMowwmHoB — obpabaTka MeAMUMHCKMX AaHHbixX; A.E. lirapesa —
aHanu3 NMTepaTypHbIX MCTOYHMKOB, MOArOTOBKA WitocTpaumii. Bee asto-
pbl 0406pKNM pyKoNKCch (Bepcuio LS NyBAMKaLMK), @ TakKe Cornacunmcb
HeCTW OTBETCTBEHHOCTb 3@ BCE aCMeKThbl HacTosLLen paboTkl, rapaHTVpys
Ha[exalliee pacCMOTPEHME W peLLIeHe BOMPOCOB, CBA3AHHBIX C TOYHOCTbI
1 B0BPOCOBECTHOCTBIO MI0BON ee YacTw.

Cornacue Ha ny6nuKaumio. ABTOpbI NOYYMN NMUCbMEHHOE MHDOPMU-
poBaHHoe A06pPOBOMLHOE COrNacue 3aKOHHBIX MpeAcTaBUTENe naumeHTa
Ha nybnvKaumio ero KOHOUAEHUMANbHBIX AaHHBIX, B TOM Yucne doTorpa-
GuiA, B HAy4HOM XYpHare, BKIKOYas ero 3NeKTPOHHY0 BEpCUIo (aaTta noa-
nucanms 19.05.2025). 06bem NybnMKyeMbIX JaHHbIX C 3aKOHHBIMK Npefi-
CTaBUTENAMM NMaLMeHTa COrNacoBaH.

WcTouHukM dpuHaHcmpoBaHus. OTcyTCTBYHOT.

PackpbiTue MHTepecoB. ABTOpLI 3asIBNSOT 00 OTCYTCTBUM OTHOLLIEHWI, fiesi-
TENbHOCTU U UHTEPECOB 3@ NOCNeHUe TPU rofa, CBA3aHHBIX C TPETBUMM Nin-
LaMn (KOMMEPYECKMM 1 HEKOMMEPYECKUMY OpraH13aLmMsaMm), UHTEpeCH!
KOTOPbIX MOrYT BbITb 3aTPOHYTHI COAEPIKAHWEM CTaTbU.

OpuruHanbHocTb. [py NPoBESEHUM MCCIE0BaHS W CO3AaHIM HACTOALLIEN
CTaTbW aBTOPbI He MCMOMb30BaNM paHee MoNyYeHHsle W onybaMKOBaHHbIE
CBefleHWs (DaHHble, TEKCT, UNoCTpaLmum).

JocTyn K paHHbIM. Bce AaHHble, NONyyeHHbIe B HACTOALLLEM MCCe0BaHUM,
npeacTaBneHb! B CTaTbe.

l'eHepaTUBHbBIA UCKYCCTBEHHbIN MHTesNeEKT. [lpy co3paHmn HacTosLLen
CTaTbW TEXHONOTWUM FEHEPATUBHOrO WCKYCCTBEHHOMO MHTENNIEKTa He uc-
nofb30Banu.

PaccMotpenne u peueHsupoBaHue. Hactoslias pabota nogaHa B xyp-
Han B MHWLMATMBHOM MOPSLKE W PacCMOTPeHa Mo 0bbI4HOM NpoLesype.
B peLieH3MpoBaHMM y4acTBOBaNM ABa BHELLHWX PELEH3eHTa, BblbpaHHbIX
peaaKuyen.

[uckneiimep. HhopMaLms, NpeacTaBieHHas B HACTOALLLEN CTaTbe, Npefd-
Ha3HaueHa WCKIIYMTENBHO ANA CreuManicTo. PesynbtaTsl 1 BbiBOAHI
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