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CnHapoM nepcucTeHuili MonnepoBnx KaHanis:
ornAa nitepatypun Ta BAacHi AaHi

BCTYMN

CrHApPOM nepcucTeHuii MI0NIepoBUX KaHanis
(CINMK, OMIM 261550) € pigkicHUM cMHApPOMOM, WO
XapaKTepu3yeTbCA BiACYTHICTIO perpecii gepusartis
MIONINEPOBUX KaHaniB (a came MaTtku i dannonieBux
Tpy6) y ocib yonoBiyoi cTaTi Ta yCrnagKOBYeETbCA 3a
ayTOCOMHO-peuecnBHUM TUNom [1]. Ha cborogHi y cBiTi
nosigomnaAtoTb Npo mamxke 200 Bunagkis CMMK [2, 3].

3a perpecito MIINepPOBMX KaHaniB BigNoBigae aHTW-
mionnepis ropmoH (AMI), AKWMiA ceKpeTyoTb KNiTUHK
Ceptoni. 3a Bipunizauito 4ONOBIYMX BHYTPIWHIX Ta
30BHILLHIX CTAaTEBUX OpPraHiB, 3abe3neyeHHs NigTPUMKN
Ta andepeHLiloBaHHA BONbGOBKX KaHasiB Y YONOBIKIB
i MOpdoreHes 4OsIOBIYOrO 30BHILUHLOIO CTaTEBOrO de-
HOTUMY BiAMOBIAAE TECTOCTEPOH, AKNN CEKPETYIOTb KJli-
TUHKM Jlengira, nounHatoum 3 9-ro TUXKHA BHYTPILUHbO-
YTPOBHOro po3BUTKY nnoga. 3a BiacyTHocTi aii AMI Bia-
6yBa€ETbCA PO3BUTOK MIONNIEPOBMX KaHaniB B MaTKy,
MaTKOBI TPYOU i BEPXHIO TPETMHY NiXBY. 3BiACU BUNIW-
BaE€, WO reHeTnYHi aHomanii AMI™ abo Iioro peuentopis
nepeLKoaXatoTb fvLle NpoLecy perpecii MnnepoBux
KaHanis, BOAHOYAC AK BHYTPILUHI | 30BHILLHI CTaTeBi opra-
HW NiJ BNJIMBOM TeCTOCTEPOHY GOPMYIOTbCA HOPMAJIBHO.

YonoBikn 3 UMM CUHAPOMOM MatloTb TaKi KAiHiYHi
nposBu, AK 04HO- abo ABOBIYHNIA KPUMTOPXi3M, NaXOBi
rpuvKi, MOPYLUEeHHA penpodyKTUBHOI GYHKLUIT 3a npa-
BUJIbHOT 6yJOBM 30BHILUHIX CTaTeBMX OPraHiB 3a Yoso-
BiUMM TUNOM (3 HOPManbHO CHOPMOBAHUMUN CTATEBUM
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UneHoMm i MoLoHKot) [4]. Mpwr ubomy nig Yac BUAANEH-
HA FPVXi B FPMXKOBOMY MiLLIKY BUABAAKOTD Finonaa3osa-
HY MaTKy 3 MaTKOBMMM Tpybamu (BepuBaTti Mioniepo-
BMX KaHani.).

PKiHKW, AKI € rOMO3MTOTHUMW HOCIAMUW MyTaLil reHa
AMH (Anti-Mullerian Hormone), MatoTb HOpManbHO
PO3BMHEHI 30BHIWHI i BHYTPIWHiI cTaTeBi opraHu,
i penpoaykTMBHa GyHKLIA y HUX He nopylueHa. Vimo-
BipHO, WO Y XiHOK myTauil reHa AMH He BigirpatoTb
BaXkNMBOI poni y npoueci gndepeHuitoBaHHA AEYHUKIB
i PO3BUTKY CTaTEBMX OpraHiB [5, 6].

BuainaoTb Tpu KniHiko-mopdonoriyuni popmu CINMK.
Mepwa dopma 3ycTpivaeTbca HanyacTiwe (60—70 %
BMMAAKIB) i XapaKTepusyeTbCA po3TallyBaHHAM AEYOK
Y MiCLli A€YHMIKIB, Y LUNPOKI 3B'A3LI MaTKK. Pigwe Tpan-
nAetbca gpyra ¢opma CMMK (20—30 %), 3a AKoi cro-
CTepiraeTbcA KpuNTOpxi3am 3 ofgHoro 6oKy i nmaxoBa
rpviXa 3 npoTunexHoro. 3a TpeTboi popmun (10—20 %)
obuaBa AeuKa MiCTATbCA B OL4HOMY NiXBOBOMY BifjpOCT-
Ky (monepeuyHa ekTonis A€ukKa) [5, 6]. Y Oyab-AkomMy pasi
MIONIIePOBI AepmBaTh TiCHO MOB'A3aHi 3 AEYKaMN.

Pn3nk 3n0AKiCHOCTI B eKTOniYHOMY A€YKy Yy pasi
CIMMK ctaHoBUTb g0 15—33 %, i BiH BULUNA, HiX
Yy YONOBIKIB 3i 3BUYaniHMM Kpuntopxizmom [5, 7]. MMpn
UbOMYy PU3MK ManirHisauii BUWNWIN Yy pasi nokanisawii
AEYOK Y UepPEeBHI MOPOMHWHI, Hi>K Y NaxOBMX KaHanax.
TakoXk NOBIAOMAIOTE MPO BUMAAKW eMOpioHanbHOI
KapuuHOMM, CEMIHOMMU, XOpeoKapuUHOMU, FOHA[O-
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6nactomn Ta Tepatomu y xBopux i3 CMMK [8—9],
Xoua NyXAVHN MNOXiAHMUX MIONISIEPOBUX KaHaniB cno-
CTepiratoTbcAa HevacTo (Bia 3,1 no 8,4 % Bunagkis) [2, 3,
5,10—12].

Yacto y xBopux i3 C[IMK po3BurBaeTbca 6e3nninas,
NPUYMHOIO AKOrO € 3arMi3Hifna KopeKLia Kpuntopxismy
3 PO3BUTKOM BTOPUHHOI aTpodii CiM'AHMX KaHanbLiB,
a TaKoXK MOPYLUEHHA CNONTYYEeHHA aHaTOMIYHMX CTPYK-
Typ nNpupaTka A€Yvka i CiM'ABMHOCHMX MPOTOKIB BHAC-
NigOK HaABHOCTI HAABHICTb AepVBaTIiB MIOSIIEPOBUX
kaHanis [10]. MepeKpyT A€UKa TakoX € 4acTol NpUYn-
HOI TEeCTUKYNAPHOI AereHepadii y nauieHTis i3 CMIMK
[13]. MooauHoKi BMNagku 36epexeHoi penpoayKTuB-
Hoi GyHKLUiT onncaHo y nauieHTis i3 CMMK 3a HaABHOCTI
po3TalwyBaHHA Xo4ya 6 OfHOro fA€yka B MOLUIOHLi Ta
IHTAKTHUX CiM'ABMHOCHUX NpoToKax [5, 14].

Kpim TOro, onucaHo Taki eKcTpareHitanbHi Npossu,
AK xBopoba lipwnpyHra, nigkosonogibHa HMpPKa, noni-
KiCTO3 HUPOK, rigpoHedpo3s, rnyxoTa, MEHTaNbHUI fe-
biunT, ninognctpodii, aneHoKapUUHOMa TOBCTOI KALLKMK,
pak wutonomibHoi 3ano3u Towo [5, 15].

Y yonogikis Ao po3suTKy CINMK MoKy Tb Npr13BOanTYU
pi3Hi nopyLweHHa GionoriuHoi dyHKuUii AMI nig yac em-
6pioreHesy, a came: BifCyTHICTb ab0o 3HMXeHa cekpeLlis
AMTI knituHamn CepToni, HM3bKa akTuBHiICTL AMI, Big-
cyTHicTb AMI-peuenTopa, NOro 3HW)KEHa aKTUBHICTb,
aTakoX JedekTn HacTynHux eTaniB AMI-curHanbHoro
wnaxy [1].

3a eTionorieto BuainaoTb Asa Tunu CMNMK: 1-1 nos’sa-
3aHUN i3 reTepo3nroTHUMN MyTauiamm reHa AMI, wo
pO3TallOBaHMUI Ha KOPOTKOMY nnedi 19-1 xpomocomu
(AMH; 19p13.3), i 2-1 T1N, WO NOB’A3aHM 3 MyTaLigMK
reHa peuentopa Tmny 2 AMI (AMHR2; 12q13). HaasHicTb
myTauin AMH ta AMHR nigtBepaskeHo y 88 % nauieHTiB
i3 CIMMK, 3 Hux HanvacTiwmm € 1-n Tun (60 %) [5]. 3a
deHoTmnom nauieHTn 3 myTauiamm AMH un AMHR2 He
BiAPIi3HATbLCA, | TiNbKM piBeHb AMI y cupoBaTLi KPOBI
€ BIAMiIHHOIO PUCOI0: y NauieHTiB i3 myTaui€to reHa AMH
AyXe HU3bKui piseHb AMI y nepiog npenybeprarty.
@izionoriyHo HMU3bKMI piBeHb AMI BUABAAOTb Y XJ10M-
UKKiB Y HeOoHaTanbHUIN Nepiog i B noctnybepTaTi, TOMY
y Ui BiKOBi nepiogu Bu3HayeHHA piBHA AMI Ma€ H13bKy
JiarHOCTUYHY UiHHiCcTb [5]. HaTomicTb y naui€eHTiB i3
myTauiamu AMHR piBeHb AMI nepebyBae B Mexkax
Hopmw [5].

JlikyBanbHa TakTuka y pa3si C[IMK cnpsamoBaHa Ha
30epexxeHHs1 GepTUIbHOCTI MauieHTa Ta 3anobiraHHA
3/10AKICHOMY MepepOoAXKeHHI0 CTaTeBMX 3an03. MeTolo
onepadii € cnpoba HM3BeAEeHHA AEYOK Y MOLIOHKY [7].
ToTanbHa rictepeKTomia 4acTo NiABULLYE PU3MK MO-
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LWKOAXKeHHA vas deferens, 3 iHWOro 60Ky, 36epeXkeHHs
MaTKM 3a3BMYall pobUTb HEMOXKJIMBOIO OPXigoneKcito.
PyTuHHy opxigonekcito pekoMmeHAyTb NPOBOAUTU OO
LBOpPIYHOro BiKy AfA 3anobiraHHA gereHepalii S€YOK
[3], xoua i BOHa He 3a6e3neuye 100 % 3axucTy Big Manir-
Hi3aLii cTaTeBMX 3ano3 y ManbyTHbomy [16—17]. 3a
HEMOXK/TMBOCTI MPOBECTM OPXiJAOMEKCilo B KPanHbOMY
pa3i pekomMeHAYyTb OPXiAEKTOMItO 33415 3anobiraHHs
MarirHisauii aevok [5].

3 ornAagy Ha PigKiCHICTb, TPYAHOLWI AiarHOCTUKM Ta
BMOOPY TakTKK nikyBaHHA CIMMK cTaHOBWTb 3HaYHWIA
iHTepec AnA AUTAYMX €HOOKPMWHOMOrIB, FeHeTUKIB Ta
ypornoris.

KNIHIYHUW BUNAAOK

HaBogumo KniHiyHUM BMNagoK nauieHTta, 2008 p.
HapOZKeHHA, AKOro TpMBaNUM Yyac crnocrepiras
€HAOKPMHONOr 3 NPUBOAY ABOCTOPOHHbLOrO Kpum-
TOPXi3my.

[3 aHaMHe3y BigOMO, WO Bifj HAPOOPKEHHA Y XN0Nun-
Ka 3 HOpMasibHO CPOPMOBAHUMMU 30BHILLIHIMUY CTaTEBU-
MW OpraHamu, ane 3 rinocnagi€lo, BU3Havyanu BigcyT-
HICTb AEYOK. Y piK AUTKHI NpoBedeHO PeBi3ito NpaBoro
NaxoBOro KaHasny 3 npueofdy NpPaBOCTOPOHHbLOI Maxo-
BOI rpuwxi Ta Kpuntopxismy. i yac gogaTtkoBoro
OOCTEXEeHHs1 [iarHOCTOBAHO HOPMasibHUIA YONOoBIYniA
Kapiotnn (46, XY), 3a [OMOMOrow YynbTpa3ByKOBOro
pocnigxeHHa (Y3[) opraHiB manoro Tasy BUABMEHO
MaTKy Ta Aedyka. JlikyBaHHA XOPIiOHIYHMM roHafjoTpoO-
NiHOM He CynpOBOAXKYBANOCA OMYLWEHHAM AEYOK
Y MOLLOHKY. 3a AaHWMU CiIMENHOro aHaMHe3y, Yy CTap-
woro 6paTta xsonuyrMka TakoX Oynu KpunTopXi3m i
rinocnagia. AuTtnHy y Bidi 9 pokiB 7 MicALiB CKepOBaHO
4O AnTAYoro eHpokpuHonora LleHTpy, ge nposegeHo
KOMIMJIEKCHE OOCTEXEHHS.

O6’ekTrBHO: Oy0Ba TiNla NPonopLinHa, 3picT 143,4 cm
(+1,2 SD), maca Tina 39 kr, IMT = 19,1 kr/m* (> 85-ro
nepueHTnna). CtateBnin po3BMTOK BiANOBIfae 2-11 CTa-
Aii, 3a TaHHepom (1969): F1Ax1P2116, A€4OK y MOLLIOH-
Li HemMag, ronoBYacTa rinocnagis.

MNpoBeaeHo nabopaTopHe 06CTEXEHHSA, HE BUsABIe-
HO MaTONOMYHMX 3MiH Yy 3arafbHWX aHani3ax KpoBi
i cevi, piBHI ropMoHiB WMTONOAiI6HOI 3ano3u (TTT, BT4).
lopmoHanbHe pocnigxeHHa: OCIT — 0,82 mkMO/mn
(Hopma 0,3-1,6), I — 0,13 MkMO/mn (Hopma 0,01—
0,78), ectpagion — < 37 nmonb/n (Hopma < 69),
17-OHP — 0,47 Hr/mn (Hopma 0,01—1,7), AMIT —
192,7 vr/mn (Hopma 3,8—159,8), BinbHUI TecToCTe-
poH — 0,7 nr/mn (Hopma 0,1—3,1). Micna TpuaeHHoI
npo6u 3 XOpPioOHIYHUM roHagoTponiHom (no 1500 MO/
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L00y) piBeHb BiIbHOrO TECTOCTEPOHY MiABULMUBCA A0
2,05 nr/mn (npo6a no3uTrBHa).

3a ponomoroto Y3[] opraHiB manoro Ta3sy nigTreep-
O>KEHO HaABHICTb MaTKu po3mipamu 19%15%9 mm, M-exo
(+), npaBe A€Yko 21 x 10 x 12 mm, niBe 18 x 17 x 10 mm.
O6upBa A€yka po3TallOBaHi BMCOKO B YepeBHii no-
POXKHUHI.

Ha nigctaBi gaHux KniHiyHoro i nabopaTtopHoro
pocnigkeHb 3anigo3speHo CIMMK. OuTtuHi nposegeHo
MOJIEKYNIAPHO-TEHETMUHE OOCTEXKEHHSA 3a [OMOMOroi0
NMOBHOrO €K30MHOI0 CeKBeHYBaHHA, ke MiATBepAnIo
KomnayHAHy myTauito reHa AMHR2 p. R463H/p.R471H.
Mig yac reHeTNYHOrO OBGCTEXEHHSA Y BpaTa 3 KpUNTop-
Xi3MOM i rinocnagieto NiaTBEpPAXKEHO TaKy camy MyTa-
uito. Bapiant AMHR2 p.R471H ycnagkoBaHo Big maTtepi,
a AMHR2 p. R463H — Big 6aTbKa.

Yepes po3TallyBaHHA AEYOK Yy YEPEBHI MOPOXHNHI
ANTVHY CKEPOBAHO Ha XipyprivyHe NnikyBaHHA 4O ypOsio-
ra, e cnouyatky 6yna npoBefeHa fiarHOCTMYHa Na-
napockonia 060x A€YoK. BuABNeHO iXHIO He3pinicTb
3 noraHum mopdosnoriyHum aundepeHuitoBaHHAM Ta
HaABHICTb peTanbHUX CIM'AHUX KaHATUKIB. 3 ornagy Ha
BUCOKUM PU3UK ManirHisauii A€4YoK, WO MiCTATbCA
B UEPEBHI MOPOXHWHI, Xipypr 34icH1B cnpoby HK3-
Be[leHHA AEYOK B MOLUOHKY, ane ix Baanocs 3adikcyBa-
TV NMLLIE B MaXOBUX KaHanax.

OBroBOPEHHA

Ins 3anobiraHHs Po3BUTKY NyXJIMH AEYOK abo Je-
reHepaTMBHUX 3MiH Yy HUX naudieHTam i3 C[IMK peko-
MeHOOBaHO NPOBOAUTN KOPEKL 0 KpMMTOPXi3My AKO-
Mora paHiwe. [1poTte, nonpu paHHE NpoBefeHHsA OpXi-
JONeKCil, 3aN1WAaETbCA NiABULLEHNIN PU3NK PO3BUTKY
3N10AKICHUX NyxnuH [16, 17], wWo BMMarae nocCTinHOro
Harnagy yposnora abo oHkonora. Buwui pusuk 3no-
AKicHOT TpaHcdopMaLlii A€EYOK Y TaKMX NaLiEHTIB NOB'A-
3Yl0Tb He TiNbKM 3 KpUNTOPXi3MOM, a W 3 BMNJVNBOM
myTauin reHieB AMH ta AMHR2, 30kpema, Ha cynpecito
iHribiHy Ta ancbananc WT1/B-kateHiHy [5]. Ha xanb,
nauieHTOBI OPXiJoOMeKCilo He NPOoBeAeHO B PaHHbOMY
Bili, i TpuBane po3TallyBaHHA AEYOK Yy UepeBHiN
NOPOXXHUHI NPU3BENOo A0 AereHepPaTUBHUX 3MiH Y HUX.
Mopanblua TakTMKa BeileHHA Takoro nawieHTa Hag3BuU-
YalHo cKnagHa n noTpebye 3anyyeHHsa MynbTUANCUN-
nniHapHoi KomaHaun. 3 ofHoro 60Ky, ropMOHasnbHe
JOCNigXeHHA 3acBiguuno BiACYTHICTb MepPBUHHOrO
rinoroHagusmy Ta QyHKLiOHaNbHY aKTUBHICTb AEYOK,
a 3 iHWOro, NaToricToNOriYHMN BUCHOBOK NiATBEPANB
He3piniCTb AEYOK, WO 3YMOBJIOE BUCOKUN PU3NK
TXHbOT ManirHisadii, 0co6MMBO 33 HEMOXNBOCTI HU3-
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BefleHHA 1X y MOWOHKY. linocnagia € TakoX HeTu-
nosoto ana CIMNMK i, nMOBipHO, € OKpemoto naTonori-
€10, XO4Ya B OMMCaHOMYy BMNaaKy BoHa Oyna y o6ox
6paTiB. CTOCOBHO NOAANbLUOI TaKTUKW BeAeHHA Maui-
€HTA NPUMNHATO PilEHHA, WO FrOPMOHANIbHO aKTUBHI
feyka 6yoyTb 3anMLLEHi B MaXOBMX KaHanax ana ¢pop-
MyBaHHA ¢izionoriyHoro nybeptaty. [MauieHTy peko-
MEeHOOBaHO perynapHUN ornag yposnora Ta eHaoKpu-
Honora 3 npoBefeHHAM Y3/[] naxoBMX KaHasiB, OLiH-
KO rOpMOHaNbHOI QYHKLIT A€EYOK Ta OHKOMapKepiB
(B-xopioHiyHOro roHagoTponiHy i a-peTonpoTeiny).
PekomeHOoBaHO npoBefeHHA NYHKUiT A€YOK nicna
bopmMyBaHHA NybepTaTy 3 METOK KPIOKOHCEPBYBaHHSA
Ta B NepCneKTMBi — 3aCTOCYyBaHHA ONOMIXHUX penpo-
OYKTUBHUX TEXHONOTIN.

Otxe, nauieHtam i3 C[IMK Ha eTani BCTAaHOBJIEHHA
JiarHo3y peKkomMeHAyTb PYTUHHI FOPMOHasIbHI Ta iHCT-
pyMeHTanbHi Metoan. [eHeTUYHa fiarHOCTMKa € BKpan
BaK/IMBOO /151 BUKITIOUEHHSA iHLWKX POPM roHafanbHO-
ro amsreHesy. Y pasi xipypriyHoro nikyBaHHaA cfig Haga-
BaTV nepeBary JsanapocKoniyHin opxigonekcii 3 no-
JanblIvM BUAANIEHHAM MaTKM Ta 36epeXXeHHAM iHTaKT-
HUX CIM'ABUHOCHMX MPOTOKIB. [103asakK GinbwicTb Nyx-
NVIH fIEYKA PO3BMBAETLCA Nicna nybepTaTy, TakMM naui-
€HTaM peKOoMeHAylTb MOCTiHe [dOBiYHe cnocTepe-
XeHHA [17—18].

Mopsaka. Asmopu cmammi 8uci08/010Mb NOOAKY 3a
2eHemuyHi docnioxeHHa Kenneth McElreavey, [Hcmumym
2eHemUuKuU J100UHU imeHi lMacmepa, Oparuis.

loHopap: He 3a0ek1apo8aHo.

KoH®nikT iHTepeciB: KoHpnikmy iHmepecie nid Yac Ha-
nucaHHa cmammi He 6yJ1o.

Yuactb aBTOpiB: 06CmexeHHs, aHanis, iHmepnpemauis
ma HanucaHHAa — €. B. [nob6a; ides, ou3alH, HANUCAHHS,
3ameepoxeHHs (hiHanbHOI 8epcii 0o nybnikayii —
H. b. 3eniHcbka; 36ip ma 06pobka 0aHux, HANUCAHHA —
I. 1O. lllegyeHko; 36ip ma ob6bpobka OaHux, aHasiz ma
iHmepnpemauia — H. I Cipuk.

ETnuHi acnekTun. Yci npoyedypu 3 3as1y4eHHAM nauieHmis
8i0N08idanu emuyHUM CMAHOAapMam yCmaHos8 3 KJ/iHid-
HoI' npakmuku ma leneciHcekiti deknapayii 1964 poky,
3 nonpaskamu. layieHmu nionucanu ¢popmy iHpopmosa-
HOI'3200U, 8 AKIl N0200UNUCA HA NTIKY8AHHA MA 8Ci HANEX-
Hi diazHocmMuy4Hi npoyedypu.
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PE3IOME
CunHApPOM nepcucTeHLii MIOINIEPOBUNX KaHaliB:
ornAg nitepatypu Ta BNacHi AaHi

€.B.Ino6a’, H. b. 3eniHcbka’,
I. 1O. LlLlesyeHko, H. I. Cipuk?

' YkpaiHcbkul Hayko8o-npakmuyHul yeHmp eHOOKPUHHOI
Xipypeil, mpaHcnnaHmauyii eHOOKpUHHUX Op2aHie i MKaHUH
MO3 YkpaiHu, Kuis

2 XepcoHcbKa 06/1acHa OUMAYA KAiHIYHA JIKAPHSA

CuHOpOM nepcuCTeHLUil MIONINIepPOBUX KaHaniB €
PiAKICHUM KNiHIYHUM CMHOPOMOM, O XapaKTepusye-
TbCA BIfCYTHICTIO perpecii AepuBaTiB MIOSIIEPOBUX
KaHanies (a came maTku i pannonieBux Tpyb) y ocibd
YONOBIYOI CTaTi Ta yCNnagKoOBYETbCA 3a ayTOCOMHO-
peuecMBHUM TUMNOM. YONoBiKM 3 LUUM CUHAPOMOM
MaloTb TaKi KNiHiYHi NpoABK, AK 0fHO- abo ABOGIYHWNI
KpUNTOpPXi3M, MaxoBi rpuxXi, NOpPyLeHHA penpoayk-
TUBHOI OYHKLiT 3@ NpaBunbHOI O6y#OBU 30BHILIHIX
CTaTeBUX OPraHiB 3a 4onoBiuMM Tunom. NpuymnHoio
PO3BUTKY CMHAPOMY BBakaloTb MyTauii B reHaxAMH
a6o AMHR2. HeobxigHicTb npoBefeHHA FreHeTUYHOT
AiarHOCTUKM Ta XipyprivyHoT KopeKLUil 3yMOBIOE CKNaj-
HiCTb 3aBAaHHA, AKe NOCTa€ nepes eHOQOKPNHOIOTOM
Ta YpONOrom.

Y cTaTTi ONMCaHnin BUMNagoK CNOCTEPEXKeHHA XJ10n-
yMKa 3 CMHOPOMOM MepCcUCTeHUIT MIOIIePOBMX KaHa-
niB, AKOro TPUBANMM Yac CNOCTepiraB eHJOKPUHONOT
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KIMHIYHA MPAKTUKA

3 NpuBOAY [BOCTOPOHHbLOro Kpuntopxismy. [lpo-
BefleHe OOCTeKeHHA nauieHTa BUABWUIO HAABHICTb
MaTKM Ta A€YOK y GEeHOTMMOBOro Xxnaonymka 3 Hop-
ManbHUM YONOBIUMM KapioTunom. Ha niactasi gaHux
KniHiYHOro i nabopaTopHOro obCcTeXeHHA 3anigo3pe-
Ho CTTMK. InTuHi npoBegeHo MONeKynApHO-reHeTny-
He 06CTeXeHHs 3a 4OMOMOroK MOBHOIO €K30MHOI0-
CEeKBEHYBaHH#A, AKe NiATBEpAUNO KOMMayHAHY MyTa-
uito B reHax AMHR2 p.R463H/p.R471H. Bpaxosyioun
BUCOKUI PU3NK MaslirHisauii roHag, Wo 3Haxo4AaATbCA
y UepeBHill MOPOXKHWHI, Xipypr cnpobyBaB HU3BECTH
flEUKa B KanuTKy, ane ix Bganoca 3adikcyBaTu TinbKku
B NaxoBOMYy KaHarni. [1icna uboro nauieHTy pekomeH-
LOBaHO MPOXOAUTY PErynsipHe 0OCTEXeHHA yporio-
rOM Ta eHOOKPWHONIOTOM 3 YNbTPa3BYKOBUM [OCHI-
IPKEHHAM MaxoBUX KaHaniB, @ TaKoX 3 OLiHKOI rop-
MOHanbHOT GYHKLIT AEYOK i BUSHAUEHHAM OHKOMap-
KepiB (B-xopioHiYHOroroHagoTponiHy Ta a-¢peTonpo-
TeiHy). lNopganblua TakTUKa BeAeHHA LbOro nawuieHTa €
Haf3BMYANHO CKNAAHOIO | BUMAra€ 3anyyeHHsa Myfb-
TMAMCLUNIiHapHOT KOMaHAW.

KnwouoBi cnoBa: cMHOpOM nepcucTeHuii mionne-
pPOBUX KaHaniB, KPUMNTOPXi3M, FeHeTMYHa AiarHOCTMKa.

PE3IOME

CIIIHAPOM nepcncreHUnn moniepoBbiX KaHaJloB:
0630p JINTepaTypbl N co6CcTBEHHbIe AaHHbIe

E.B.Tno6a’, H. b. 3enuHckasa’,
W. 10. lllee4yernko, H. I. Cupbik?

"YkpauHckuli HayyHo-npakmuy4eckuti yeHmp 3HOOKPUHHOU
Xupypauu, mpaHcnaaHmMayuu SHOOKPUHHbIX OpeaHO8
u mkaHel M3 YkpauHel, Kues

2 XepcoHckas obnacHas demckaa K/uHuU4eckas 6oabHUUA

CuHOpPOM MepCUCTEHUMN MIOIJIEPOBbLIX KaHaNoB
ABNAETCA PeaKUM KITMHUYECKUM CUHAPOMOM, Xapak-
TepU3YILWNUMCA OTCYTCTBMEM perpeccun AeprBaToB
MIOJIIEPOBbIX KaHaNIOB (@ UMEHHO MaTKu 1 GanionmeBbix
Tpy6) y NML MYXCKOro nosa, KOTopbli HacnepyeTca
ayTOCOMHO-peLLeCcCUBHO. My>KUMHbI C JaHHbIM CUHA-
POMOM VIMEIOT TaKMe KIMHUYECKMe NPOABNEHMA, KakK
OfHO- VAW ABYCTOPOHHWUIN KPUMTOPXU3M, MaxoBble
rPbiKY, HapyLleHVA PenpOAyKTUBHON GYyHKUUU npu
NPaBUIbHOM CTPOEHWW HapPY»HbIX MOMOBbIX OPraHoOB
Nno My>KcKomy Tuny. [NpruynHom pa3BnUTUA JAHHOIO CUH-
Apoma cuuTatoT mytauum B reHax AMH nnn AMHR2.
HeobxoanMoCTb NpoBeAeHNA FeHETUYECKONM AMarHOC-
TUKN N XUPYPruyeckom Koppekuuyn obycnoBnvBaeT
CNOXKHOCTb 3afauu, NOCTaBAEHHOW nepef SHAOKPU-
HOMIOrOM 1 YPOJIOTOM.

KniHiuHa eHAOKpPUHONOriA Ta eHAOKPMHHA Xipyprifa 2 (66) 2019

B ctatbe onucaH cnydya HabniopgeHus pebeHka
C CUHAPOMOM NEepPCUCTEHLUM MIONINIEPOBUX KaHasNOB,
KOTOpbIN AnuTenbHoe BpemMA Habnopanca sHOOKpU-
HOJIOroM Mo MOBOAY ABYCTOPOHHEro KpUnTopxm3ama.
MNpoBeaeHHOe 06CnefoOBaHMeE BbIABUSIO Hannyme Mat-
Ku N Aanyek y GeHOTMNMYeCKoro Masnbynka C HOp-
MasibHbIM MYMXCKUM KapuoTunom. Ha ocHoBaHuM
JaHHbIX KNHMYecKoro n nabopatopHoro obcnenoBa-
HuA 3anogo3peH CMMK. PebeHKy nposegeHo morne-
KynAapHo-reHeTmyeckoe obcnefoBaHre C MOMOLLbIO
NOJSIHOTO €K30MHOIo CEKBEHNPOBaHWA, KOTOpoe nof-
TBEPAUNO KOMMAayHAHyl MmyTauumio reHa AMHR2
p.R463H/p.R471H. YuntbiBasa BbICOKNA PUCK MANIUTHU-
3aUMKn ToHah, HaxoAAwmxcA B OpPIOWHON MONoCTy,
XYPYprom npoBefeHa nonbiTKa Nno HMU3BEeAEHUIO AnYeK
B MOLUOHKY, HO WX yAanocb 3apuKkcmpoBaTb NUlb B
naxoBoMm KaHane. locse 3Toro nauneHTy 6bi10 peko-
MeHAOBAHO NpPOXOAWTb perynapHoe obcnefoBaHue
YPONOroM M 3HAOKPUHONOIOM C YNbTPa3BYKOBbIM
nccnefoBaHMEM MAxXOBbIX KaHANOB, @ TakXe OLeHKOMN
ropMoHanbHoOM OGYHKUUM AWYEK U onpefeneHnem
oHKkoMapkepoB (B-XI' n a-dpetonpoTemnHa). JanbHen-
LLaA TaKTVKa BeAeHUA 3TOro naumeHTa ABNAETCA upes-
BblUAMHO CJIOXKHON U TpebyeT MpuBNeYEHUA Mysb-
TUANCUNNANHAPHON KOMaHAbl.

KnioueBble cnoBa: CMHAPOM MEPCUCTEHLMN MIOSI-
NepoBbIX KaHaNoB, KPUMNTOPXU3M, reHeTnyeckan Aua-
FHOCTMKaA.

SUMMARY

Persistent miillerian duct syndrome:
literature review and own data

E. V. Globa’, N. B. Zelinska'',

I. Yu. Schevchenko', N. H. Siryk?
"Ukrainian Scientific and Practical Center of Endocrine
Surgery, Transplantation of Endocrine Organs and Tissues
Health Ministry of Ukraine, Kyiv

2Kherson Regional Children's Clinical Hospital

The Persistent Miillerian duct syndrome (PMDS) is a
rareclinical syndrome characterized by the absence of
regression of the derivatives of Miller channels (namely,
the uterus and fallopian tubes) in males. PMDS typically
is due to an autosomal recessive congenital disorder.
Men with this syndrome have such clinical manifestati-
ons assingleorbilateral cryptorchidism, inguinalhernias,
reproductive disorders with normal malegenitalia.
Mutationsin the AMH or AMHR 2 genes are consideredas
primary cause of PMDS. The needin genetic diagnosis
and surgical correctionis a complex taskin the practice of
an endocrinologist and urologist.
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KJNTHIYHA TMPAKTUKA

The article describes the case of PMDS in a boy, ho
for a long time was observed by the endocrinologist
with complaints on bilateral cryptorchidism. The exa-
mination revealed the presence of uterus and testiclesin
boy with normal male caryotype. Based on clinical and
laboratory data, PMDS was assumed. The genetic
investigation using the whole exomesequencing
confirmed the compound mutationin the AMHR2 gene
p.R463H/p.R471H. Taking in toaccount the risk of
malignancy of the testiclesin abdominal cavity, the
surgeon tried torelocate the testiclesto the scrotum,
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but it was only possible to fix them in the inguinalca-
nals. Then the patient received recommended to
undergo regular examination by the urologistand endo-
crinologist with ultrasonography of inguinalcanals,
aswell as evaluation of the hormonal function of
testiclesand oncological markers (e.g. [B-chorionic
gonadotropin and a-fetoprotein). Furthermanagement
of this patient is extremely complex and requires
involvement of a multidisciplinary team.

Key words: Persistent Millerian duct syndrome,
cryptorchidism, genetic diagnostics.
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