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BCTYN

AHomanii ctaTeBoro po3BuUTKYy NocigatoTb Tpe-
T€ MicLie cepep ycix Bag po3BuTKy. Lia npobnema
Ma€ AiBa napanesnbHyX acnekTu — Big rMmbokoro
BMBYEHHA MeXaHi3MiB AncreHesy, iX reHeTny-
HOrO i reHHUX PIBHIB, O PO3POOKMN Cy4acHUX
METOZiB XipypriyHoi, MeANKaMeHTO3HOI, MCUXO-
NOTIYHOI Ta CouianbHOI KOpeKLii, NOKIMKaHNX
3abe3neynT afanTaLiio naLieHTiB.

CraTb € 6araTOKOMMOHEHTHUM MOHATTAM, LLO
BK/tOYAE XPOMOCOMHY, FOHaJHY, FOPMOHasbHY,
deHoTMnoOBY Ta couianbHy cknagosi. Gopmy-
BaHHA CTaTi PO3MOYMHAETbCA BHYTPILUHbOYT-
PO6HO 11 3aBepLLYETLCA B MybepTaTHOMY nepio-
Bi. locuTb YacTo po3nagw CTaTeBOro PO3BUTKY
MOENHYIOTbCA 3 aHOManiAMU GOPMyBaHHA iH-
wmx oprais [15]. AHomanii cTaTeBOro po3BuTKy
noginATb Ha Tpu rpynu [2]:
® i3 XPOMOCOMHMMM MNOPYLUEHHAMY;

e 3 HOPMaJsIbHUM YOJIOBIYNM KapioTUMOM;
® 3 KiHOUMM KapioTUMNOM.

Po3nagy ctateBOro po3ssuTKy 3 KapioTunom
46XY noginAlTb Ha po3nagy PO3BUTKY TECTUKYN
i NOPYLLUEHHA CUHTE3Y Ta aKTUBHOCTI aHAPOreHiB.

Cunppom CBaepa — pigkicHa ¢popma posna-
BiB CTaTEBOrO PO3BMTKY, B OCHOBI AKOI NEXWTb
AncreHesia (MOPyLWeHHA PO3BUTKY) roHad 3a
HOpManbHOro yonosivoro Kapiotuny [17]. Has-
Ba CMHAPOMY NOXOAWTb Bif IMEHI [OCNIAHMKA,
AKWUIA yneplue onwucas oro y 1955 p., - Gerald
Swyer [3]. TpnuyrHa NOBHOrO MPUMUHEHHA
PO3BUTKY fi€uka B 0cobun 3 Kapiotunom 46XY
NOnAra€ y 3MiHi akTUBHOCTI NEBHWX 30H Y-Xpo-
MOCOMM, BIiAMOBIZanbHNUX 3a AeTepMmiHaLliio
ctati. OfHielo 3 Takux MyTaLiil € MyTaLia reHa
SRY (Sex-determining Region Y) [18]. Po3Ta-
LWOBaHa B KOPOTKOMY mfievi Y-xpomocomu, us
30Ha MICTUTb TeH, AKUIN KOAYE CTPYKTYpPY Npo-
TeiHy — daKTopa, WO BU3HAYAE PO3BUTOK AEUOK
(testis-determining factor, TDF). be3nocepegHs
peanizauia Aii Lboro NpoTeiHy NonAra€ y TpaHc-
dopmaLii  KNiTUH-NONepeaHUKIB Ha  KNiTUHK
CepToni, fAKi € CTPYKTYpHO-QYHKLiOHaNbHUM
eIeMEHTOM AEYKA, a He rPaHyNbOo3HI KNITUHMY,
AKki opmytoTb AeuHuK [20]. KnituHn Ceptoni
BUAINAIOTb aHTUMIONNIEPIB FOPMOH, LLO NPUTHI-
Uy€e PO3BUTOK MOXiIAHWX MIONNIEPOBOI MPOTOKM
(mMaTKu, MaTkoBUX TPYO, nixsw). KnituHw Neingira
CEKPETYHTb TECTOCTEPOH, LU0 CNpUAE AndepeH-
uiauii noxigHux BonbGoBOI NPOTOKM (CiM'AHMX
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KaHanbLiB, CiM'ABMHOCHOI MpoToKu). Tomy fe-
neuia KOPOTKOro nnevya Y-XpOMOCOMMU, WO €
HOCIEM LbOro reHa, — npuurHa GpopmyBaHHA
aHOManii CTaTeBOro PO3BUTKY Ha TNi HOPMasb-
HOrO YONOBIYOro reHoTMMY — cHAPoMy CBaepa.
OnucaHo BMNagKkn MikpogeneLii, Wo cynpoBo-
DXKytoTbcA GOpMyBaHHAM XKiHOUYOTO reHoTUMy 3
3aTPVIMKOIO CTAaTEBOrO PO3BUTKY Ta FineporoHa-
JOOTPOMHMM rinoroHagmamom [22].

HaTomicTb TpaHcnoKauia KOpOTKOro mnneyva
Y-XpOMOCOMM Ha X-XPOMOCOMY NPW3BOAUTb A0
dopmyBaHHaA cunppomy fe na LWanens - yono-
Bivoro GeHoTHMY Ha T HOPMabHOrO XIHOYOro
reHoTuny.

Y 10-209% ycix BMNagKis gucreHesii roHag npu
KapioTMnyBaHHi BUABNAIOTb CamMe MyTaLilo No-
Kycy SRY, € AaHi AK Npo il CNOHTaHHICTb, TaK i Npo
MOM/MBICTb ycnagKyBaHHA. CMHAPOM iHBepCii
CTaTi, WO CNPUYMHEHUI Li€lo MyTaLli€lo, Ha3Ba-
HO TUNom 1. MpuyrnHo CHAPOMY MOXYTb By T
/1 TOYKOBI MyTaLlii reHa, a TakoX pi3HOro poay
MyTauil iHWWX reHiB, 3yenneHi AK i3 X-xpomo-
COMOI, TaK i 3 fjeAaknmmn aytocomamu. Kinbkictb
Taknx BigomocTen Gyfe 3pocTaTy, 3 ornAagy Ha
PO3LUMPEHHA JaHVX NMPO NOACbKNIA reHom [7].

CuHapomom aucreHesii roHag Tny 2 HasBa-
HO MyTauito reHa DAX-1, 3uenneHoro 3 X-xpo-
MOCOMOIO, AKWI BMU3HAHO TONIOBHUM aHTUAEY-
HWKOBUM rOpMOHOM. Hapasi Bigomo, Wwo uen
reH 6epe yyactb y perynadii poboTu Bcix 3ano3
BHYTPILLIHbOI CeKpeLiii, Noro myTauis, KpiMm nopy-
LUEHHA CTAaTEBOrO PO3BUTKY, CYNPOBOLKYETbCA
i YaCTKOBOIO HaAHUPHWKOBOIO HEJOCTATHICTIO.

Tun 3 gucreHesii roHag, AKNA BUABNAIOTb NP
FeHOTUNYBaHHI KOXKHOrO YeTBEPTOro NaLieHTa, —
MyTaLifl reHa, WO KOAYE CTPYKTYPY CTEPOIAHOrO
dakTopa 1. eH nokanizoBaHo Ha JOBromy nneuvi
9-i XxpoMOCOMM, @ caM MPOTEIH € PerynaATopom
bYHKUIT eHAOKPWMHHMX 3ano3, cnepmato- Ta
ooreHesy. MyTauia CynpoBOLXKYETbCA LUMPO-
KM CMeKTPOM po3nagiB — Bif HE3HAYHOI aHO-
Manii 30BHiLLHIX CTaTeBMX OpraHiB (rinocnagis
TOLLO) A0 NOBHOI AWCreHesii roHag i3 cynyTHiMu
nposABamMy HeJOCTAaTHOCTI HagHWUPHUKIB [2, 14].
OnucaHo Lie JeKinbKa TniB aucreHesii roHan i3
IXHbOIO 3aNeXHiCTIO Bifj TOUKOBUX MyTaLlil, Npo-
Te IXHA YacCToTa 3HAYHO HIMKYa.

OpHVM i3 HOBITHIX MATOr€HETUYHUX YUHHU-
KiB GOpMyBaHHA CMHLOPOMY fucreHesii roHag
€ myTauia reHa MYRF, nokanizosaHoro B 11-i1
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xpomocomi. QakTop, wo perymioe mieniH (MYelin Regulatory
Factor, MYRF), Ha3uBaloTb TAaEMHMUYMM MeMOPaHHUM TpaHC-
MOPTHUM 6iNKOM uYepe3 NoniTPonHicTb Moro dyHkui [12]. lo-
nosHa GyHKUiA 6inKa, AKUI KOAYE Liel reH, — perynauia TpaH-
CKpunuii 6inkis, Lo BiANOBIfaOTL 3@ MOBHOLIHHY Mi€niHi3aLlito.
binok € TpaHcMeMbpPaHHUM TPAHCKPUMTOPOM, OMUCAHO LLOHaIA-
MeHLUe 4 BapiaHT\ MyTauii, AKi NPU3BOAATb A0 NOPYLIEHHA AW-
depeHujaLii HepBOBYX KNiTUH B eMOpioHanbHOMY Nepiogi, 3Hu-
KEHHA NnacTUYHocTi crHancis [8]. o deHOTMNOBMX NpPosABiB
LMX MyTaLi HanexuTb KapAioyporeHiTanbHWii CUHAPOM, a Ta-
KOX eHuedanonaria 3 MieniHOBOI BaKyoni3aLji€to, MOpyLIEHHs
dopmysaHHsa fiadparmu [4, 9]. MNepLwnin BapiaHT peHOTMNOBOT
peanizauii MyTaLii nonArae B KomMOiHaLlii pi3HUX ypaxeHb cep-
LA Ta pi3HOro CTyneHA AucreHesii roHag o6ox crateit. KnituHn
Ceproni Ta Jlengira matoTb NOXOAXKEHHA 3 KNITUH LLEIOMiYHOrO
eniTenito, y deTanbHMX MOHafax Taki KNiITUHU aKTUBHO CeKpe-
TytoTb 6inoK, wo Kogyetbca reHom MYRF [11]. K. Humanaka et
al. npunyckatoTb, Lo, KpiM yyacTi B npoLecax MieniHiawii, Len
6inok BMKOHYeE dyHKLito nocepefHuKa B Aii BCiX iHWKX peryns-
Topie andepeHuiauii ctaTi [10]. L. Rossetti et al. posenu ponb
myTauii 6inka B po3sutky PAGOD-cuHgpomy — KombiHaLii rino-
nnasii nereHb i nereHeBoi apTepii, aroHagu3my, omdanovene Ta
piabparmanbHux gedekTis [24]. OnvcaHO TakoX Bay PO3BUTKY
OKa Yy BUrnagi TAXKoi rineponii B KombiHaLlii 3 aHomaniamm piad-
parmu Ta cepus Ha T/i Of4HOrO 3 BapiaHTiB MyTaLii [25].

YMHHUKN pU3NKY PO3BMTKY 3aXBOPIOBAHHA BKIIIOYAOTh 3a-
ranbHi MyTareHHi edekTn — [if iOHi3yBanbHOro ONPOMIHEHHS,
iHTOKCMKaLif, BipycHa iHpeKUis, He3banaHcoBaHe Ta AedilyuTHe
XapuyBaHHA, a TakoX Bik 6aTbKa. [poTe B 6inbLIOCTI BUNagKiB
BaXKKO OKpecnuTn 6e3nocepepHilt YUNHHUK, LLO CNPUAB PO3BUT-
Ky aHomanii [3].

YacToTa BUABNEHHA CMHAPOMY FOHafaNbHOI AUCreHesii CTa-
HoBMTb 1:30 000 - 1:80 000 BCix ocib i3 KapioTunom 46XY [26].
OnuncaHo BMNagKM POANHHOIO NOBTOPEHHA cuHApPoMmy [6]. Ma-
LiEHTN 3 CUHAPOMOM rOHafaNbHOI AUCreHesii NPy HaPOLXKEeHHI
MaloTb GEHOTUMOBI O3HAKM XKiIHOYOI CTaTi — 30BHilUHi CTaTeBi
opraHu 3a iHouum Tunom. foHagu npefcTaBneHo B HUX ¢i-
6po3HUMY TaXKamu. [poTe Bxe B NiANITKOBOMY BiLli peecTpytoTb
3aTPVMKY CTaTeBOro PO3BUTKY — BifJCYTHICTb MeHapxe Ta BTO-
PWHHMX CTaTeBMX O3HaK (POCTY MOMOYHUX 32103, OBONOCIHHA
no6ka Towwo). Mpu 6inbL rnbokomy obcTexkeHHi, 30kpema npw
Bi3yanisaLii opraHiB Manoro Ta3sa, BUABAAOTb JepuBaTh Mione-
POBOI NPOTOKM — FiNonnasoBaHy MaTKy Ta iHofi MaTKoBi Tpyou.
Mpw ricTonoriyHoMy AOCRifKEeHHI roHaf BUABNAIOTb OBapiono-
Li6Hy cTpomy 6e3 donikynis [2, 51. [pu ropmoHanbHoMy obcTe-
XKEHHI — rineproHagoTPOMNHUI TiNOrOHaAN3M.

NndepeHuitoBaTn CMHAPOM FOHaganbHoOI fucreHesii Heob-
XifLHO 3 IHLIMMM CTaHaMU, LLO CYNPOBOMKYIOTHCA GOPMYBaHHAM
XiHouoro deHoTUNy Ha Tni KapioTuny 46XY, AK-0OT: BPOAXeHa
rinepnnasia HagHUPHKKIB i3 Aediumtom 17a-rigpokcunasm abo
17,20-nia3n, BPOAXKEHU CUHAPOM HEYyTAUBOCTI A0 aHApPO-
reHis [13], medekTn peuentopa NtoTeiHI3yBaNbHOTO FOPMOHY
(rino- abo annasis KnituH Jleigira), aediunT aHTUMIONIEPOBOTO
ropmoHy abo fedekT noro peLenTopis (CUHAPOM NEPCUCTEHT-
HOI MIONNepOoBOI NPOTOKMK) [2]. Kpim TOro, onncaHi cMHapomanb-
Hi dopmm fucreHesii roHag, KOnu NOpYyLIeHHA CTaTeBOro Po3-
BWTKY acoLii0BaHi 3 iHWMMM aHOManiAM/ PO3BUTKY, 30KpeMa
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cnHgpomom WAGR  (Heiipobnactoma Binbmca, BifcyTHiCTb
paiay»Hoi 06ONOHKM i KOTHITMBHI po3nagu) [9], cmHgpoMom
[JeHica-[pawwa (paHHilh noyaTok HedPOTUYHOrO CUHAPOMY, L0
NpY3BOLUTb ;O HUPKOBOI HEJOCTAaTHOCTI LLie B Ma/IlOKOBOMY Ne-
piogi), cungpomom Opes’e (romepynonaria) [1].

OcKinbK1 Npy HapOAXeHHi NaLieHTU 3 CMHOPOMOM rOHa-
JanbHOI AncreHesii MaloTb 30BHILLHI CTaTeBi OpraHu AiBUNHKY,
iX NepeBaXHO PeeCTpyIoTb AK OCi6 XiHoUOi cTaTi. 3 HaCTaHHAM
nybepTaTy 3aTpUMKa NOABY BTOPUHHUX CTaTEBUX O3HAK CTMOHY-
Ka€ o 6inbll AeTanbHOTrO 0OCTEXEHHA, BKITIOUHO 3 reHOTMNy-
BaHHAM, L0 YaCTO A03BONAE BUABUTY YONOBiYY CTaTb. [MTaHHA
peecTpauii cTaTi po3B'A3y€e KOHCMAIYM MiKapiB 3a yyacTi riHe-
Konora, yponora, EHAOKPM1HOMOra, NCKXoMora 3 ypaxyBaHHAM
MOMNMBOCTEN XipypriuHoi KopeKuii. [pnunHoio Hanonernueoi
pekomeHpaLii LWoAo BUAANeHHA PyAMMEHTapHUX rOHaj € BU-
COKa YacToTa 3M10AKICHUX HOBOYTBOpPeHb [7, 19, 21]. Y peAakux
BMMajKax came Myx/1Ha Manoro Tasa 3i CTPIMKUMK Temnamu
POCTY CTa€ MPUYMHOK FNMMOOKOro 0OCTEXEHHA Ta BUABNEHHA
cvHapomy [23]. InA nigTPMMKM rOPMOHaNbHOIO CTaTycy npw-
3HayatTb 3aMiCHY FOPMOHabHY Tepanito 3aNneXHo Bif BU3Ha-
YeHol topranYHOI cTaTi [2].

Oonnc BUNAJKY

[lo yBaru yutayi onunc KNiHIYHOro BUNaAKy ANCreHesii roHag
Yy MaLieHTKY, Ti NiKyBaHHA Ta Nojanblue CNocTepexeHHA Binby-
Ba€TbcA B [lepuHaTtanbHOMy LeHTpi M. Knesa.

MauieHTka Hatania [l., 1993 poKy Hapog»KeHHA, 3BepHynaca
[0 3aKnagy Ana po3rnagy MOXIMBOCTI OnepaTUBHOIO BTPYYaH-
HA. 3 aHaMHe3y BifoMO, LU0 BrieplUe nalieHTKa 3BepHynaca no
MeguuHy gonomory 2017 p. yepes BifCYTHICTb MeHCTpyaLlii,
orpy6iHHA ronocy Ta pict Bonoccs Ha 06nmyyi. BukoHaHo Kapio-
TWNYBaHHA — BUABNEHO KapioTun 46XY. Ha nigcTasi pe3ynstatis
ornagy (HenpasunbHa 6yf0Ba 30BHILLHIX CTaTeBMX OpraHiB, ane
33 XKIHOUMM TUMOM, rinepTpodOoBaHWiA KNiTOp, annasia nixasu),
Y3[] (BuABNEHO rinonnacTyHy MaTtKy, BUCOKO B MOPOXHWHI
Tasa - roHagw), nabopaTopHOro oBCTEXEHHA (BUCOKUI BMICT
rOHafOTPOMHUX FOPMOHIB) BCTaHOBAEHO [iarHO3 AucreHesii
roHag. [pu npoBefeHHi reHeTUYHOro AOCAILKEHHA BUABNEHO
myTauito MYRF.

2018 p. naLieHTKy NpoONepoBaHO — BUAANEHO dpparmeHTH
cim'ABMBIgHOro NpoToky 3nisa. 2019 p. 3a AgaHMmMn MPT BuAB-
NeHO pyAUMEHTapHY MaTKy, FinonnasoBaHWi KaHan nixasw, Hag
No6KOBUM CMI30M — pyaNMEHTapHI NeyepucTi Tina, y npo-
CBITi NaXBUHHOIO KaHany — CTPYKTypa 0BoifHoi dopmu, 3a Oy-
[0BOI0 — HeIOPO3BMHeHa TecTrKyna. 2019 p. BUKOHaHO OpXeK-
ToMito. Po3noyato 3amicHy ropMoHanbHy Tepanito KombiHaLlieio
ecTpafiony Banepiat/guaporectepoH.

[aHi 30BHiWwHbOro ornAagy 2021 p. npu 3BepHeHHi Ao lMepu-
HaTanbHOro LeHTPY M. KneBa: KOHCTUTYLIA acTeHiuHa, BTOPUHHI
CTaTeBi 03HaKM 3a XIHOUYMM TUMOM. 30BHiLLHi CTaTeBi OpraHu: Kni-
TOp rinepnia3oBaHui, BXif [0 NiXBK He BidyanidyeTbca (puc. 1).

BukoHaHO onepaTnBHe BTpyYaHHSA:

1. UucTockonis — BiNbHO npoxigHa ypeTpa, Biuka ce4oBofiB
3BMYaNHO PO3TaLLOBaHi, NPOBEAEHO iX CTEHTYBaHHA.

2. Jlanapockonis — MaTka B MOPOXHWHI Manoro Tasa BiacyTHA
(po3TalwoBaHa eKCTpanepuToHeanbHo), AEYHUKM BIACYTHI, Ha
PiBHi MaXBMHHOTO KinbLiA NiBOPYY BUABMEHO FOHaAy 1 BUGANEHO.
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3. TpaHcneprToHeanbHa TyHeni3aLlia NixBu nig nanapockoniy-
HUM i LMCTOCKOMIYHMM KOHTPOMEM LiNiCHOCTI NPAMOI KMLIKMX Ta
CeyoBOro Mixypa. Po3ciueHHA BepTUKanbHOI NEPETUHKM NiXBY.
BupaneHHs Knitopa, pe3ekLjia Manux ctateBux ry6 (puc. 2).

MicnAonepauinHnin nepiog nepebiras 6e3 ycknagHeHb. Ca-
MOCTIllHe ceyoBMNyCKaHHA — 3a 48 roguH nicna onepauii. Mpo-
TArom 7 pi6 micnAonepayifiHoro nepiogy NosTopioBanu Tam-
noHagy nixeu. Peabinitauia 3 BMKOpUCTaHHAM QanoimitaTopa
BMPOAOBX 2 MicAL,iB.

Mpw ornAagi 3a 6 MicALiB nicna onepaLii nalieHTka nosigomnsae
MpO 3afOBiNlbHE CamMOMOoYyTTA, PerynApHi MicAYHi (BignosigHoO
[0 LMKMIYHOrO 3aCTOCyBaHHA rOpMOHabHOro npenaparty). Mpw
Y3/l BusBneHo 36inbleHHA po3mipis MaTKu Ao 50 X 40 X 35 mm,
Bi3yanizoBaHo eHAOMeTpIN (puc. 3).

MpoTtArom ofHoro poky Bigbynaca coujanbHa afanTauis,
y rpyaHi 2021 p. nauieHTKa BUILLAA 3aMiX.

PucyHok 1. CraH nepef onepaTuBHUM BTpYUaHHAM, TinepTpodoBaHuii Knitop

BWCHOBOK

OnuncaHe KniHiYHe CNoCTepeXKeHHA LOMOBHIOE HAABHI AaHi
Npo BapiaHTV KniHiyHoro nepebiry pigkicHoi aHomanii — cnH-
apomy CBaepa Ha Thi myTauii reHa MYRF i MoXnrBOCTi cyyacHoi
KOMM/IEKCHOT KOpEKLii 3 MOBHOI0 $i3NUYHOL0, MCUXONOTIUHOO Ta
coLjianbHOI0 aflanTaLi€to.

PerpogyKTmBHa eHAOKPUHOIOr A

HayKoBo-rpaKTnyHii Me; ISSN 2309-4117

TAHII KYPHE)

120

PucyHok 2. IHTpaonepaviiiHo, nicna BuganeHHA kiitopa Ta pesekwii Manux
CTaTeBIX ryb, Ce4oBuii KaTeTep yBe/eHo B MiXBy

Pucynok 3. (raH 3a 6 micauis nicna onepavii
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KNIHIYHE CNOCTEPEXEHHA TOHAZIANIbHOTO JIUCTEHE3Y 3 OMEPATVBHOK) KOPEKLIIEID
KniHiuxuii Bunapok

B.B. bina, k. Mea. H., aupetop KHI «[epuaransuii LeHTp m. Kiesa», M. Kuig

H.M. Konechuk, k. Mea. H., fiikap — akywuep-riHexonor rivekonoriuroro siaainedHa KHIT «[lepuarancuii LeTp m. Knesa», m. Kuig
B.I. XerynoBuy, k. Me. H., JOLEHT kaheapy akyLwepcrsa Ta riekonorii Ne 1HMY im. 0.0. boromonbug, m. Kiiig

PM. 10ced, k. mez. H., MeguuHwi gupexTop LlenTpy nporpecvisHol MeauuHm «AgilieHHa Meg», M. Kuig

0.C. 3aropogHs, 4. MeA. H., AOLIEHT kadenpu akyLuepcta a rikexonorii N2 T HMY im. 0.0. boromonbua, M. Kuiig

AHomanii CTaTeBoro po3BMTKY, NONpY He3HauHy NOLUMPEHICTb, € AKTyaNbHOI0 NPOBAEMOI0 3 0rNARY Ha CTPIMKE PO3LUNPEHHA AITHOCTHYHIX MOXMBOCTE/! Ha FeHHOMY Ta reHeTUYHOMY PiBHAX i 30CTaHHA yBarit A0 COLianbHol ananTaLi Takvx
naLieHTok. (TaTTio NPUCBAYEHO ONKCY KAIHIYHOO COCTePexeHHS PiAKICHOT GopMI aHOManild CTaTeBoro po3BUTKY — CUHAPOMY (Ba€Pa, L0 MOAATAE Y HeZOPO3BYUHEHH] YONOBIUMX roHaZ B 0cif i3 kapioTunom 46XY.

Hait6inbLL nowwmpeHoto Ta BUBYEHOI0 NPUYIHOI0 AUCTeHe3iT YoNoBIuMX FoHaA € MyTaLlia reHa SRY, AKui BiAMOBIAAE 3a PO3BUTOK AeUoK. Hapasi BUABNIEHO Kiflbka TOUKOBMX MyTaLii reHiB, LLIO 6epyTb yuacT Y peani3auii po3BUTKY Y0NOBIUMX
TOHaZ. [eHY PO3TaLLIOBAHO AK B ayTOCOMAX, TaK | B 000X CTaTeBUX XpOMOCOMaX. OFMH i3 HOBITHiX NaTOreHeTHUHIX MeXaHi3MiB PO3BUTKY CUHAPOMY — MyTaliia reHa MYRF. fonoBHMM HacTiaKoM Li€l MyTaLil € nopyLueHHA MieniHi3aLl, HeloAaBHo
BUABNEHO ii ponb y nopyLUeHHsx Audeperwiiaui crari. MaljieHTi 3 curapomon (Baepa npyt HapoAXKeHH MaloTb GRHOTUNOBI 03HaKM XiHOUOT CTaTi. Y NiANITKOBOMY BiLli PEECTPYIOTL 3aTPUMKY CTaTeBOO PO3BHTKY, NPU YNLTPa3BYKOBOMY
LOCTIIeRHI BUABNAKTH [iNONNA308aHy MaTky, FOHAAN Y BUTAALI GIOPO3HMX TAXIB.

HasesieHo kniHiuHe cnocTepexeHHA NaLieHTKy 27 pokiB, Aka 38epHYNACA 3i Ckapramit Ha BIACYTHICTb MeHCTpyaLii, orpybiHHA ronocy Ta picT BOAOCCA Ha 00nMyu. My ornAA] BUABNIEHO bYA0BY 30BHILLIHIX CTaTeBUX OPraHiB 33 XIHOWMM TUMOM,
rineptpodito kniTopa, annasio nixsu, npw kapioTunyBanHi — rexorun 46XY, npy reHeTnuHoMy 06cTexeHHi — MyTauiio MYRF. MpoBeaeHo onepaTuBHe BTpYUaHHS, LLO BKAIYN0 LUCTOCKONIIO (ypeTpa BiflbHO NPOXiAHa, BUKOHAHO CTEHTYBaHHA
(eY0BOAB), 1aNapOCKoNito (MaTka Ta AEYHVKY B NOPOXHUHI Mnoro Ta3a He Bi3yani3yloTbCe, Ha piBHi NaXBIHHOTO KilbLiA BUABNEHO FOHALLY i BIAANEHO), TPAHCNEPUTOHEANbHY TyHeNi3aLliio NiXBi, PO3CiHeHHA BEpTUKaNbHO! NePETUHKMN NiXBH,
BUAANEHHA KNITOpa, Pe3eKLito Manux cratesux ryb. Y nicnaonepaLliiiHomy nepiozi 3aCTocoByBani 3amicHy ropMoHanbHy Tepaniio, Micesy peabinitauito. 3a 6 MicALiB nicna onepai BiabynacA nosHa isionoriua Ta coujanbHa aganTalia
NLIEHTKN.

KniouoBi cnosa: cutpom CBaepa, AucreHesia ronag, Myrauia MYRF, annasia nixgu.

CLINICAL OBSERVATION OF GONADAL DYSGENESIS WITH SURGICAL CORRECTION
(linical case
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Anomalies of sexual development, despite their low prevalence, are relevant both due to the rapid expansion of diagnostic capabilities at the genetic and genetic levels, and due to increasing attention to the social adaptation of such patients.

This article is devoted to the description of clinical observation of a rare form of sexual rosette anomalies — Swyer syndrome, which consists in the underdevelopment male gonads in persons with 46XY karyotype. The most common and studied
cause of male gonadal dysgenesis is a SRY gene mutation, which is responsible for testicular development. So far, several point mutations in genes involved in the development of male gonads have been identified. Genes are located in both
autosomes and both sex chromosomes. One of the newest pathogenetic mechanisms of this syndrome is a MYRF gene mutation. The main consequence of this mutation is a violation of myelination, its role in disorders of sex differentiation has
recently been shown. Patients with Swyer syndrome at birth have phenotypic traits of the female sex. Delayed sexual developmentis registered in adolescence; ultrasound reveals a hypoplasia of the uterus, gonads in the form of fibrous bands.
Clinical observation of a 27-year-old patient with complaints of lack of menstruation, coarsening of the voice and facial hair growth is present. Examination revealed the female type structure of the external genitalia, clitoral hypertrophy, vaginal
aplasia, 46XY genotype, MYRF mutation. Surgery was performed. Itincluded cystoscopy (free urethra, ureteral stenting), laparoscopy (uterus and ovaries in the pelvic cavity are not visualized, gonads are found at the level of the inguinal ring and
removed), transperitoneal tunneling of the vagina, dissection of the vertical membrane of the vagina, removal of the clitoris, resection of the labia minora. Patient underwent complete physiological and social adaptation 6 months after operation.

Keywords: Swyer syndrome, gonadal dysgenesis, MYRF mutation, vaginal aplasia.



