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HU ®IrBY «<HMWL, sHpokprHonorum nmeHn akagemuka WM. leposa» MuH3sgpasa Poccmm, MockBa, Poccum

Jlioaun, poXaeHHble ¢ HapyleHnaMY GpopmrpoBaHua nona (ganee — HOM), npeacTaBnaoT 0cobyio KOropTy NauveHToB,
MOCKOJIbKY UX HabniofeHre n nedeHne TpebyeT COAPYKECTBEHHON PaboTbl SHAOKPUHOMIOIOB, MMHEKOIOroB, XUPYPros
1 ncmxonoroB. Tak, NpoBefeHne roHafAdKToMMK B 6osiee No3gHeM BO3pacTe acCoLMMPOBAHO C BbICOKMM PUCKOM Pa3BUTHSA
repPMUHOTEHHbIX OMyXosiel, a HECBOEBPEMEHHO UHMLMNPOBAHHAA 3aMecTuTe/IbHasA FTOPMOHabHasA Tepanus onpegenset
HEeKOpPEKTHOE pa3BMTUE BTOPUYHBIX MONOBbIX MPU3HAKOB 1 NapaMeTpoB pocTa. Mepea crneumanmuctaMm CTOUT Liesib MoMOYb
TaKMM MauyeHTam peann3oBaTb PenpPOAYKTVBHbIE NaHbl U 06eCrneunTb NONHOLEHHYIO XI3Hb B couuyme. MpaBuibHasn Tak-
TVKa BefleHUn onpeaesifaeTcs BO MHOIOM YPOBHEM MHGOPMUPOBAHHOCTY MaLMeHTa 1 ero poavTeneil. Takum obpasom, oa-
HOI U3 BaXKHeWLLNX 06A3aHHOCTEN Bpauel ABNAETCA NPefoCTaBNeHE M aKTyalIbHbIX AaHHbIX 06 3TVX COCTOAHMAX.

Hamun npefcraBneH KNMHUYECKMIA Clydalt HapylweHnsa GopmMrpoBaHnUaA Nosa, ¢ Kapnotunom 46 XY, MONOXKUTENIbHbIM re-
Hom SRY, KOTOpPbIN OTpaXkaeT 3HaYMMOCTb KOHLENUUI MEXAYHAPOAHOIrO KOHCEHCYCa B BEAEHUW MALMEHTOB C AAHHbIM
COCTOSIHUEM.

KJTIOYEBbIE CJIOBA: HapyweHue ¢hopMupo8aHus noJsa; OuczeHe3us 20Hao; 3amecmumesibHAs 20pMOHA/IbHAA Mepanus; 20HA03KMOMUS.

CLINICAL CASE OF DISORDER OF SEX DEVELOPMENT, 46 XY, SRY+
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People, who born with disorders/differences of sex development (hereinafter -DSD) represent a special cohort of patients,
because their observation and treatment requires the cooperative work of endocrinologists, gynecologists, surgeons and
psychologists. The execution of gonadectomy at a later age is associated with a high risk of development of herminous
tumors, and untimely initiated hormone replacement therapy determines incorrect development of secondary sexual char-
acteristics and growth parameters. The goal of specialists is to help such patients realize their reproductive plans and ensure
a full life in society. The right management tactics are largely determined by the level of awareness of the patient and his/her
parents. Thus, one of the most important duties of doctors is to provide them with up-to-date data on these conditions.

We present a clinical case of disorders/differences of sex development with karyotype 46 XY, positive SRY gene, which re-
flects the importance of concepts of international consensus in patients with this condition.
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AKTYAJIbHOCTb poavTenen 1 oblecTsa; 5) couvanbHO-KyNbTypHble, penn-
MMO3HbIE N SKOHOMUYECKUE YCTAaHOBKM, AUKTYIOLME BbIGOP
MY>KCKOTO roJia Kak 6oree npegnouTtuTensbHoro [3].

Mepen cneunanucTamu: SHAOKPUHONIOrAMN, FMHEKOSO-

Tioan, poxxaeHHble ¢ HapyLeHMsAMY GOPMPOBAHUA NOJa
(nanee — HOMN), npeactaBnsaoT 0cobyo KOropTy NaLUeHTOB,

MOCKOMNbKY WX HabMofeHWe 1 JieuyeHne TpebyeT coppye-
CTBEHHOW paboTbl SHAOKPUHOOIOB, FIMHEKOJIOTOB, XUPYProB
1 ncmuxonoroB. HeoTbemnemon 4acTbio BeeHnA NaLueHTOB
¢ HOI aBnsaetca ncmxonornyeckaa nogaepkka [1], HO oHK
BbIHY>K[E€Hbl CTaNKUBaTbCA C [AOMOSIHUTENIbHBIMU COLMaSIb-
HbIMW GapbepamMm 13-3a UHTUMHOTO XapaKTepa 3TOro CoCTo-
AHuA [2]. Mo pe3ynbTatam aHanu3a 6onee 70 ctaten, Utari A.
M COaBT. OTMETUNU Criefytouire npobnembl: 1) cekcyasbHble
pPacCTPONCTBA, HEYAOBNETBOPEHHOCTb MONOBOM XN3HbIO, OT-
CYTCTB/IE OMpPEAENIEHHOCTY B peanu3aumy penpoayKTUBHbIX
MMaHoB; 2) HU3KOe KayecTBO XW3HU (B GOMbLUNHCTBE Onu-
CaHHbIX CJlyYaeB CBA3aHO € No3gHUM neveHvem HOI); 3) rex-
nepHas ancdopus, BeayLlan K uageHtndukaumm cebsa BnioTb
[0 HeOGMHAPHOrO reHaepa; 4) KOHCEPBATVBHOE OTHOLUEHWE

ramu 1 NCMxosnoramm — CTOWUT HEMpPOCTaA 3afjaya npefocTa-
BUTb MALMEHTaM U UX POAUTENSAM MOJSHbIA 06beM UHOP-
Mauuy, BKIOYaA BapyaHTbl leueHus, nogxogawme ana nx
KOHKpeTHoro cnyyas [4].

[na poctukeHna gaHHom 3agaum B 2005 r. EBponenckum
U AMEepUKaHCKUM 06LlecTBaMy AEeTCKUX SHAOKPUHOJSIOrOB
6blna OpraHN30BaHa MeXXAyHapoaHaa KOHPepeHLMs No BO-
nNpocam NHTePCEKCYyanbHbIX HapYyLWeHUn B YnKaro, Ha KOTo-
pow 6bii pa3paboTaH «KOHCEHCYC» MO BEAEHWIO NALMEHTOB
c HOM. InntenbHoe BpemsA 3TOT KKOHCEHCYC» ABMANCA aKTy-
anbHbIM U peKoMeHAaTeNIbHbIM fIOKYMeHTOM [5].

B HacTosilee Bpems TePMUH «HapylleHve ¢$opmupo-
BaHMA nosa/HapylieHne nosnosoro passutua» (HOM/HIP)
NCNONb3yeTca ANA ONUCAHUA BPOXAEHHbIX COCTOAHWMN,
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Npu KOTOPbIX CyLLEeCTBYeT HECOOTBETCTBUE MEXAY XPOMO-
COMHbIM, MONIOBbIM Y aHAaTOMUYECKM NosioMm [6, 7].

PaHee gna onucaHua gaHHOW rpynnbl COCTOAHWUA NPU-
MEHSANCA TEPMUH «repMadpoanT3M», OOHAKO €ro akTuB-
HOe WUCMONb30BaHNE BHE MEAVLMHCKMX KPYroB NpuBeso
K HapylweHuio KOHGUAEHLMAnbHOCTU Gone3HN MauuMeHTa,
HernpaBWIbHbIM MHTEPNpPEeTaUnAM AMArHo3a B OKPYXKEeHUN
nauueHTa, N CYMTAEeTCA YHUUMMKUTENbHBIM MHOTMMW Mnpa-
BOBbIMW opraHu3auuamu [8, 9]. B nutepatype BCTpeyaroTca
TEPMUHBI «pa3nnume GOPMUPOBAHMA MOJNA», KHapYLUEHMWE
UM pasnnyme nosioBoro PasBUTHA» U «OBOTECTUKYNAPHasA
Heo[HO3HaYyHOCTb» [10].

Bctpeuaemoctb  HOIM  TpygHO  OUEHWUTb  KONWU-
YyeCcTBEHHO n3-3a MeHsoLenca HOMEHKNaTypbl,
HO CYMTaeTCA, YTO OHa COCTaBnAeT npumepHo 1 cnyvan
Ha 4500-5500 XWBOPOXKAEHHbIX AeTen, a ciyyanm OBO-
TECTNC (<NCTUHHBIN repmadpoanTam») coctaBnsaet 3—-10%
Bcex cnyyaes HOM [11, 12].

Knaccndumkauyus HOIM noppasymeBaeT yCnoOBHO Tpwu
6onbwue rpynnbl: HOM 46,XY, HOM 46,XX 1 cekcxpomo-
COMHbIe HapyLleHWA, MPU KOTOPbIX PErMCTPUPYIOTCA pas-
NIYHbIE BapWaHTbl aHOMaNbHOro Kapuotumna (K npumepy,
c. Akob66ca) [13]. BaxkHO oTmMeTuTb, UTo, No MHeHuto Cools
M. 1 coaBT.,, faHHasA KnaccudurKauus «orpaHUYeHHa» 1 ae-
bUHUPYET BbILEN3NIOKEHHbIE MCUXOCOLManbHble Npobe-
Mbl [4].

OfHVMM K13 COCTOAHWI, pacCMaTPMBAEMbIX B paMKax
JaHHOWM Knaccudukaumm, ABNAETCA OAUCTeH3Us roHag npwu
Kapuotune 46,XY, BCTpeuyaemasa B nutepaType TaK Xe, Kak
cuHppom Cealiepa (ganee — [I), npenctaBnsAs cobon yacTb
cnektpa HOI, niwb meHbLwas yacTb Bcex ciyyaes [ cBA3a-
Ha C NaTOreHHbIMU BapiaHTaMM B KJIOYEBbIX reHax, OTBeuYa-
Iowmx 3a onpepenenue nona: SRY, SOX9, MAP3K1 n NR5AT.

HapyweHus ¢opmupoBaHus nona (HOM) BkniovatoT
B c€651 MHOXECTBO OTAESIbHbIX COCTOAHWI, HAUMHAA OT TeX,
KOTOpble CBfi3aHbl C HEOONbLUMMU GEHOTUMUYECKMUN Pa3-
NMYMAMN MeXIY 60NbHBIMU 1 30OPOBLIMY JIIOAbMU, U 3aKaH-
ynBas TeMU, NP KOTOPbIX BO3HMKAIOT BONPOChl OTHOCUTEb-
HO MoJa, B KOTOPOM OyfeT BOCMUTbIBAaTbCA PEOEHOK, pUCKa
pa3BUTUA ONyXOJiel MOMOBbIX XKeJle3, XPYPruyeckoro Bme-
LIaTeNIbCTBA Ha NOJTOBbIX OpraHax v ¢bepTunbHOCTH [2].

OcHoBHasA npobnema, C KOTOPOW CTanKnBaeTcs nobon
13 CneunanmcToB, — 3TO OTCYTCTBME OCO3HAHHOCTW Nauu-
€HTOM U ero poauTensaMn NoCNefCTBUIN HECBOEBPEMEHHOTO
NEeYEHUs 1 HePerynsapHoOro HabnogeHus.

MpepcTaBneHHbIN KIANHUYECKNA Clydaln ABNAETCA peg-
KUM MPYMEPOM HapylleHus $opmMMpPOBaHKA MOJa, conps-
MKEHHOro ¢ Kapuotunom 46 XY 1 nonoKuUTefbHbIM FreHOM
SRY, n peMoHCTpupyeT CTONKHOBEHME CMEeLnanncToB C Bbl-
LIeoNMCcaHHONM NpobnemMorn.

OMUCAHUE CNYYAA

B otpeneHune tepanuu sHgokpuHonatun ML PO OIBY
«HMWU sHpokpuHonorum» M3 PO noctynuna nayueHTka A.
20 net c gnarHo3om: «HapylieHre popmmpoBaHMA nona.

M3BeCTHO, UTo NauneHTKa — pebeHOK OT nepBon bepe-
MEHHOCTU, MPOTeKaBLLEN 63 OCNIOKHEHUI, pofopa3speLle-
Hue — B pe3ynbTaTe eCTeCTBEHHbIX CPOYHbIX POAOB, Macca
Tena npu poxaeHun — 3600 r, poct — 54 cm.

Mpu poxpeHun, No AaHHbIM OOGBLEKTUBHOIO OCMOTPA,
KOHCTaTUPOBAHO HeNpaBWMTbHOE CTPOEHUE HAPYKHbIX reHN-
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KINUHUYECKII CINYYAN

TaNnii: MOLWOHKOOOpPa3Hble MOoBblE ry6bl, NeHNcoobpas-
HbI KNUTOP, YpeTpa chopmMmpoBaHa Hmxe neHuca. B xoge
KapnoTUNMPOBaHNA oOMnpefdesieH MY»CKOW Kapuotun —
46 XY, SRY nonoxutenoHbin. B Bo3pacte 1,5 mecsaua 6bina
BbIMOMIHEHA AMArHOCTUYECKasA NlanapoCKonusa, No AaHHbIM
KOTOPOW NO CpegHen NMHMM onpepenanacb MaTka Bo3pacT-
HbIX Pa3MepoB, CNpaBa — NPUAATKM MaTKn 6e3 0cobeHHO-
CTeln, cneBa — roHaga yxoamT B NaxoBbi KaHan. Mo nHmuum-
aTMBe oneKkyHa (6abyLuKM N0 MaTEPUHCKON IMHUK) pebeHOoK
3aperncTpmpoBaH B XXEHCKOM rorne.

MNpu ropmoHanbHOM aHanM3e KpoBM B BoO3pacTe
10 mecAUeB OTMEYEH MOHWMKEHHbIN YpPOBEHb TecTocTe-
poHa — 3,25 Hmonb/n (6,8-10,5), NOBbIWEHHbIN YpO-
BeHb JI — 7,9 mME/mn (0,02-3,29), ®CI' — 12 mME/mn
(0,19-6,7), nponaktnHa — 2111 MME/n (109-557), 17-OH —
7,4 Hmonb/n (0,66-2,81), aHann3 KpPoBM Ha aHTUMIONNEPOB
ropmoH (AMI) 1 MHrMOUH B ¢ uenblo NoaTBepPXXAeHUA NPK-
CYTCTBMSA TECTUKYNIAPHOM TKaHM y pebeHKa He NPoBOANICA.
Mo paHHbIM Y3U naxoBo-mMoLOHOYHOM 0b6nacTn B obnactu
MonoBbIX ry6 BMU3yann3MpOBanNCb MESIKO3epHUCTble 06-
pa3oBaHMA C JOBOJSIbHO YETKMMK KOHTYpamu, cripaBa —
6,3x3,7 MM, cneBa — 6,5x4 Mm.

MNauveHTke B Bo3pacte 1,5 roga BbinonHeHa nanapo-
cKomnmyeckana roHag3KToMuA, No AaHHbIM MMCTONOMMYECKO-
ro aHanusa mopdonornyeckas KapTvHa COOTBETCTBOBasa
OVCreHe3snun roHag no TuMy OBOTECTMC: MMKponpenapat
npaBoW roHafbl NpeAcTaBieH GparMeHTamMmy MaTOYHON Tpy-
6bl C YTONLEHHBIMU BOPCUHKaMU, TKaHb MPABOro ANYHUKA
npeacTaBieHa OBapUasibHOMOAOOHOW CTPOMOW C HEMHO-
FOYMCNEHHbIMWA THe34aMu ANLEKNeTOK TUMUYHOTO BUAQ,
MMKponpenapaTt JIeBOW FOHafbl COAEPXKMT aHanornyHble
CTPYKTYpPbl, OfHAKO K OBap1anbHOMOAOOHON CTPOME NIeBO-
ro ANYHKKa NPUIEXWT TKaHb, NpeAcTaBNeHHAsA MHOIOYMC-
NEHHbIMWN CEMEHHbIMW KaHasbLlaMu, COCTOALUMUN U3 HEMHO-
rouyncneHHbIx Knetok Ceprtonu u flengura. Takum obpasom,
6bin 060CHOBaH AuarHos: «McTMHHBLI repmadpoanTam
npy Kapuotune 46XY, nocneonepauuoHHbIA aroHaAu3M,
NEPBUYHbIV TMNEProHafOTPOMNHbIA TMMNOrOHAAN3M».

[leTckne sHOOKPUHONOIM 06PaTUAN BHUMAHME ONEKYHA
Ha HeoOXOAUMOCTb WHWLMALMN 3aMECTUTENIbHOW FOpMO-
HaNbHON Tepanuu Npu JOCTUXKEHWUW 9 NeT, OfHaKO OMNeKyH
NauneHTKN He NpucyLwanach K JaHHOW peKkomMeHZauum.

B 2006 r. (2 roga), no gaHHbIM Y3/ opraHOB Manoro
Ta3a, 3a MOYEBbLIM My3bIpeM ObIIO BU3Yann3MpoBaHO Tpyo-
yatoe 0bpa3oBaHMe, MaTKa B BUAE TAXa, NepegHe3afHun
pasmep — 1,5 mm, roHagbl He onpegensatoTcA. [TpoBeaeHa
demMrHU3MpyoLas NIacTrka B o6beme pesekumnn KuTopa,
NAacTVKX MOMIOBbIX IO, MOBTOPHO aKLEHTMPOBAHO BHUMA-
HUe OoneKyHa O BaKHOCTU 3aMeCTUTeSIbHOM FOPMOHANIbHOM
Tepanuu.

C 8 po 16 net nayMeHTKa He COCTOANA Ha ANCMAHCEPHOM
y4yeTe HM y OAHOr0 CMEXHOrO CneunanncTa: H1 y SHAOKpU-
HOJOra Uy M’MHEeKONora, Tepanuio He Nosyyana.

B pekabpe 2020 r. (16 ner) naymeHTKa U OMEKYH Bbl-
HYXX[EeHHO 06paTUINCh 33 MeANLIMHCKO MOMOLLbIO MO Mo-
BOAY AiBYCTOPOHHEN MaxoBowW rpbixu. Npn ocmoTpe Hapy»-
HbIX MOJIOBbIX OPraHOB OTMEYEHO, YTO 6osbluMe MONOoBbIE
ryool copmMmpoBaHbl MPaBWUIbHO, Masible MONoBble Tyobl
aTpoduryUHbI, B BUJE CKNAZOK, B 30HE KNMTOpa — Py6LOBble
N3MeHeHVA, TKaHb KIUTOpa He OnpedensAeTcs, Hapy)KHoe
OTBEpPCTME YPETPbI PACMONOXKEHO HUXe pyOLOB, Npu KaTe-
Tepusauny xof CBOOOAHBIN, HUXe — BXOZ BO Braranuie,
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rMMeH KOMbLUEBUAHbLIA MNOTHbINA, CAW3WCTas BRaranuila
6negHo-pPO30Bas, BNaranue AJNHON 8 CM, 3aKaHUYMBaEeTCA
cneno, TKaHW WenKn maTku He onpegenatotca. Mo Y3U op-
raHoOB Masioro Tasa nosagm MOYEeBOro nysblpsA BM3yann3su-
pOBaHa rmnosxoreHHas CTPyKTypa pasmepamum 23x5x11 mm,
OQHOPOAHOW CTPYKTYpPbl, BEPOATHO, MNomniasnpoBaHHas
(pyoumeHTapHasA) MaTKa, ANYHUKM He BM3yann3npoBaHbl.
BbinonHeHa AmnarHoctTMyeckaa nanapoCKonus, Mo AaHHbIM
KOTOPOW Kpyrble CBA3KN NPOCEXNBAOTCA Ha BCeM NPOTA-
XeHNK C 06enx CTOPOH, MeXAY KPYT/bIM/ CBA3KaMU MO LieH-
TPy BM3yanu3upPYyeTcs BbITAHYTON GOPMbl TKaHb, Hamomu-
Halowaa MaTky 3x2 CM, YMEePeHHO MOOWbHasA, NpuaaTku
He onpepenAlTcs.

B 2021 r. (16,5 ropa) B8 ®I'bY «HMWL| sHaoKprHONoOrmm»
NPoOBEeAEHO  MONEKYNAPHO-TEHETUYECKOE  MCCNefoBaHMe
B 0ObemMe ceKBEHUPOBaHWA NaHenu «HapylweHus popmupo-
BaHWA Nona, 38 reHOB», NAaTOreHHbIX BAPUAHTOB HE BbIABMEHO.

B mapte 2022 r. B Bo3pacte 17 net Bnepsble rocnura-
nu3npoBaHa B getckoe otaeneHue OIbY «HMUL sHpokpu-
Honoruwx. MNpu c6ope aHaMHe3a N 06BHEKTVIBHOM OCMOTpE
obpallany BHUMaHMeE Ha crefyiolime napameTpbl: pocT pe-
6eHKka — 173 cm, Bec — 56 kr, UMT — 19 kr/m?, oTcyTCcTBUE
3HAUMMOrO POCTa MOJIOYHbIX »Kefne3, OTCYTCTBUE OBONIOCEHNA
B MOAMbILLIEYHbIX BNaguHax, NobkoBol 30He (cTaama no TaH-
Hep — 1), MaCKyNIMHHOCTb roN10Ca, OTCYTCTBME MEHapPXe U KaK
cnepcTBue — ameHopes. o gaHHbIM rOPMOHANIbHOrO Mpo-
buna, noaTBepPKAEH TMMNEProHafloTPONHbIA TMMOroOHaAN3M
(Jr — 42,3 Ep/n (2,6-12,0), ©CI — 110,0 Ea/n (1,9-11,7), npn
ypOBHe 3cTpaguona 36,2 nmonb/n (97,0-592,0) n TectocTe-
poHa — 0,5 Hmonb/n (0,70-2,70)) ¢ Lenbio NCKAOYeHWA rep-
MUWHOTEHHbIX OMyXxonen nccnefgoBaHbl OHKOMapkepbl (AQIT,
6-XI'Y, NHrM6UH B) — oTpuuaTenbHble.

Mo paHHbIM KanbkynaTopa TW20, KOCTHbIN BO3pacT CO-
oTBeTCTBYeT 15,2 roga, ofHaKo Npu BbINOIHEHUN PEHTIEHO-
rpadum KUCTen KOCTHbIN BO3pacT cooTBeTcTBOBaN 10 rogam
n 4 mecauam (Takke OTMEYEHO, YTO MPWU FMMOMNAACTUYHbIX
rOPOXOBUAHbIX KOCTOUKAX 3aMeTHbl MeJIKMe CeECaMOBUAHbIE
KOCTOUYKM CN1abol MNOTHOCTU, OCOBEHHOCTb OOYCNOBIEHA
reHeTnyeckm GakTopom).

Mo paHHbIM ¥Y3W MaTKn 1 NpuaaTKkoB, MaTka — B BUAeE
MaTOUHOrO TAXKa pa3Mepamu: afiHa — 2,8 ¢M, WnprHa —
1,0 cm, nepegHe-3agHun — 0,5 cM, ANYHKKK He onpepens-
o1cA. Ha MPT-cHMMKax Ta3oBbIX OpraHoB: MaTka Bu3yanu-
31pyeTca B BUAe TAXa pasmepamm 5x10x25 mm, Bnaranuiie
MCTOHYEHO A0 7 MM, TOMNLMHA CTEHKM BRaranuiia — 2,5 mm
(cooTBeTCTBYET rMnonnasmm maTku), roHagbl He onpenens-
I0TCA.

Mo pe3ynbratam ob6cneoBaHWIA MALMEHTKA Oblla KOH-
CYNbTUPOBaHa 1 OCMOTPEHA BPauyOM-TMHEKOJI0rOM: MOnoBas
¢dopmyna no TaHHepy — B! P'Ax® Me?*, Hapy»kHble NosoBble
OpraHbl Pa3BUTbI MPABUIIbHO, COCTOAAHNE — Mnocsie GeMUHN-
3UpYIoLLe NNacTUKY HAPYXHbIX reHUTanniA, rnybuHa Bnara-
nvwa no 30HZy — 7 CM, MaTKa He yBeJInyeHa, OLeHeHa Kak
ponybepTtaTaHas, COOTBETCTBYET BO3PACTy 2—7 feT. YumTbl-
BasA BO3PACT NaLMEHTKU, OTKPbITbIE 30HbI POCTa, MOATBEPX-
OEHHbIN  TMNEeProHafoOTPOHbIA FMNOroHaAN3M, PEKOMEH-
Jaunn rMHeKonora, 6bina MHMLMMPOBaHa 3aMeCcTUTesNbHas
ropMOHasibHas Tepanunsa C BbICOKNX f03 3cTporeHa («[poru-
HOBa»). [aureHTKa perynapHo NpuHMMana Tepannio OKoJo
roga, o4HaKko B KOHUe 3uMbl 2023 T. B CBA3U C HEAOCTYMNHO-
CTbl0 MpenapaTta Ha ¢papMaUeBTUYECKOM PbIHKE Tepanuio
npekpaTtmna.
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B xope rocnutanmnsauun B uitone 2023 r. (18 net) OIby
«HMWLL sHOOKprHONOrmMn» mnOATBEP)KAEH TUMEProHajo-
TPOMHbIA TUNOrOHaAM3M Ha ¢GOHe OTCYTCTBMA Tepanuu:
JT—419Ep/n (2,6-12,0), n OCr — 116 Ea/n (1,9-11,7), npwn
HN3KOM YpPOBHe 3cTpagunona — 46,9 nmonb/n (97,0-592,0)
n TectoctepoHa — 0,6 Hmonb/n (0,70-2,70). YuntbiBas aHa-
MHeCTUYeCKNe AaHHble O Mpueme 3CTPOreHOB B TeyeHune
6—7 MecALEB, BbIMOMHEH KOHTPO/b B AMHAMUKE PEHTIEeHO-
rpadum nyyesanacTHbIX CycTaBoB 1 Y3M opraHoB mManoro
Tasa, MO pe3ynbTaTaM KOTOPbIX OTMEYEHa MOJIoXKUTENbHAA
AVHaMuKa. Mo gaHHbIM peHTreHorpadun, KOCTHbIA BO3pacT
¢ 10 net BbIpOC Ao 13 neT (cecamoBMAHble KOCTOUKWN COXpa-
HEeHbl, NPOLAOMKAETCA 3aKPbITE CUHOCTO30B KOHLEBbIX ¢a-
NaHr), No AaHHbIM ¥3W manoro Tasa u NprMaaTkoB OTMEYEHO
yBefinyeHve pasmepoB MaTKu: giinHa — 3,9 cm, WMpmnHa —
2,3 cm, nepepHesagHum — 0,8 ¢m, UTo cOOTBETCTBYET 9 ro-
Aam. [MHeKonorom pekoMeHA0BaHO NPOLOMKNUTL NCMOJIb30-
BaHue 3T — acTpagmona Banepuart («[1pormHoBa»), ogHaKo
BBMAY HEBO3MOXXHOCTM Er0 NPUOBPETEHNA PEKOMEHAOBAHO
Ncnosb30BaHKe npenapata CTpagnon remmrngpart + duru-
apoctepoH 2/10 (GemocToH 2/10).

Mpu noctynneHnn B anpene 2025 r. (20 net) nayneHT-
Ka oTmeuvaeT, uto 3a 1,5 roga Ha ¢oHe perynapHoro 6ec-
NnpepbIBHOrO Npuema dcTpaguon remurmgpat + durngpo-
cTepoH 2/10 npousowso yBenuueHve obbema MOJSIOUHbIX
Xenes, demrHM3aUMA ronoca, OTMETWNA YCUeHMe PoCTa
BOJIOC B MOJAMbILLIEYHOW 1 TOOKOBOW 061aCcTAX U NoABNEeHne
MeHCTpyanonofgobHon peakumm. Mo AaHHbIM rOPMOHasb-
HOrO aHanmsa KpoBU Ha ¢OHe Tepanuu: TECTOCTEPOH —
0,83 Hmonb/n (0,70-2,70), actpagnon — 328,2 nMonb/n
(97,0-592,0), I — 55,5 Ep/n (2,6-12,0), ®CI — 96,2 En/n
(1,9-11,7). Mo paHHbIM peHTreHorpaduy KUCTEN 1 Nydesa-
MACTHbIX CYCTaBOB, OTMEYEHO YyBeNIMYeHne KOCTHOro BO3-
pacta oo 14,5 n (CMHOCTO3 QanaHr, HeMoJIHbIA CUHOCTO3
MACTHBIX KOCTeN). BbllenepeumncneHHble pesynbtatbl 06-
CnefoBaHUA 1 faHHble 06EKTVBHOIO OCMOTPA YKa3blBalOT
Ha 3G PEKTUBHOCTb NOCTOAHHOW 31 T. MauuneHTKe 6bI10 peKko-
MEHJO0BaHO MPOAOKUTL 3aMECTUTENbHY TOPMOHANbHYI0
Tepanuio B NpexxHeM ob6beme, NoguepKHyTa HE0O6X0ANMOCTb
perynapHoro npvema npenapata. lNauyneHTKa BbinmcaHa
¢ guarHosom no MKB-10 «Q97.3 XeHwmHa ¢ 46,XY-Kapuno-
TUMOM».

BaHO OTMETWTb, UTO C CAaMOro AeTCTBa HaMbHOJbLUYIO POJib
B BOCMUTaHWM NaUMEHTKM Urpana 6abyLuka no MaTepuHCKon
nuHUKM (MaTb [0 onpepdesieHHOro Bo3pacta He yyacTBOBana
B BOCMMTAHWM AEBOYKM), 1 JO aBrycta 2024 r. nHpopmauumsa
O ee 0COOEHHOCTM MOJIOBOrO Pa3BUTUA TLIATENIbHO CKpPbI-
Banacb, JOCTYN K AaHHbIM MEAVLMHCKON AOKYMEHTauun en
paHee He npefocTaBnAncA. laumeHTKa OTMEYaEeT, UTo B XOfe
npegbigywMx rocnutanusauun (B nybeptaTHbI neprog
[leBOuUKM), B xoge HabnogeHus B OI6Y «HMUL sHaoKpuHo-
NOrMn» OHa He NpuaaBana 3HaueHNs HeobXxoaAMMOCTY Meau-
LIMHCKOTO HaZi30pa, He obpallasia BHUMaHME Ha BO3MOXHble
OTNINYNA B CBOEM MOJSIOBOM Pa3BUTMKW, HE OCO3HaBana CBOKO
reHaepHylo naeHTNYHoCTb. C Uenblo OCO3HaHWA CBOEl Mo-
NOBOW NPUHAONEXHOCTU N GOPMUPOBAHNA JOBEPUTENBHbBIX
OTHOLWIEHUIN C CeMbel, NaureHTKa CaMOCTOATESIbHO U3y4a-
na matepuan no Teme «HapyleHus GopMUPOBaHMA Monay,
«MHTEpCeKC-nogn». Ha MOMeHT rocnuntanusauum B anpene
2025 r. oTHOCMNa cebsA K KEHCKOMY reHZiepy 1 oLLyLiana CBOK
$EMMHHOCTb, OTMEYEHA COXPAHHOCTb KPUTUKW, MALMEHTKE
peKoMeHAO0BaHa NCUXOCoLManbHasa NogaepPKKa.
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OBCYXAEHUE

[aHHbIN KNWHMYECKUI Cnyyan OeMOHCTpUpyeT Luene-
CO00pPa3HOCTb U YOeAUTENIbHOCTb HEKOTOPbIX MOCTY/aToB
Ynkarckoro KoHceHcyca: 1) NpuUOpUTETHOCTb OKasaHuA
Xnpypruyeckon nomowm y naumeHTtos ¢ HOIMN B mnageHye-
CTBE UAN B NEPUOL, paHHEro AeTCTBa; 2) BaKHOCTb NHULW-
auun 3amMeCcTUTENIbHOW FOPMOHANIbHOW Tepanuu JO Havana
nybepTaTHOro nepuoga; 3) 3HaUYMMOCTb MCUXONOTNYECKON
noaaepku ana 6onee 6naronpuUATHON coumnanbHON agan-
Tauuy 1 camovaeHTuduKaLmn.

MNopxofdbl K XMPYpPrnyeckon pekoHCTPYKUUN reHUTannn
N NIeYeHUI0 BHYTPEHHWX MOJIOBbIX OPraHoB, B YaCTHOCTU
BOMPOC O CPOKax NpoBedeHUA npouedyp U nokasaHuAMm
K HUM, ABAAIOTCA ANCKYTabenbHbIMM MO cen feHb. Mo Tesun-
cam KOHCeHCYCHOro 3asaBfieHnA 1 No MHeHuto EBponencko-
ro n AMEPUKAHCKOro o6LecTB AETCKMX YPOJOroB, paHH/e
onepauuun (roHagIKTOMUK, GeMUHU3UPYIoLLE OmnepaLmm)
UMEIOT BMOJSIHE KOHKPETHble MeAMUMHCKME MOoKa3aHuA
(B 0CO6EHHOCTU NpodUNaKTNKa Pa3BUTUA FrEPMUHOTEHHbIX
onyxonen) U peKOMeHJ0BaHbl K NPOBEAEHUNI0 10 JOCTUKe-
HUA pebeHKOM AByxsieTHero Bo3pacTta. OfHaKo KpyrHble
nonnTUYeCcKne MHCTUTYTbI, Takne Kak EBponenckun napna-
MEHT, KOMMccapmaT Mo npaBaM YenoBeKa M cneumasnbHbIn
poknagunk OOH no Bonpocy o NbiTKax U ApYrnx »eCcToKmXx,
6ecuenoBeYHbIX WU YHUXAIOLWKMX AOCTOMHCTBO BUAAxX 06-
palleHnAa 1M HaKasaHusA, TBEPAO OTCTauBaloT MO3MLMIO, YTO
JaHHble onepauun ABNAIOTCA «CKOpee KOCMETUYECKUMU,
yeMm >KU3HEHHO HEOOXOAUMBbIMY NS 3[00POBbs» U, Clefo-
BaTeNIbHO, CYMTAIOTCA HEHYXHbIMU C MeOQULNHCKON TOYKN
3peHus». MNpaBo3awuTHbie opraHM3auMy YTBEPXKAatoT, UTO
XUPYpru nNUWAT MauMeHTOB MnpaBa Y4yacTBOBaTb B Mpwu-
HATMM HeoOpPaTMMbIX PEeLIeHW, CBA3aHHbIX C aHaTOMUEN
M MOSIOM U TakMm 0Opa3om HapyLllaloT OCHOBHble MpaBa
yenioBeKa, MO3TOMY onepaTuBHble BMeLIaTeNbCTBa cliegyet
OTNOXUTb [0 AOCTUXKEHMA BO3PACTa, KOrga MOXHO AaTb MH-
dopmMmpoBaHHoe cornacue [1, 10, 14].

C uenbio OOBLEKTMBALMM APTYMEHTOB XUPYPrUYECKo-
ro coobulecTBa B OTHOLUEHUW BbILLEONUCAHHOIO AMCKYCCa
Bennecke E. n coaBT. npoBenu KpynHomacwtabHoe uccne-
[LOBaHWe [nAa onpedenieHUA MpPeAnoyvTeHUn Henocpen-
CTBEHHO CaMWX MaLWEHTOB B BblbOpe 0ObeEMa U CPOKOB
onepaTrBHbIX BMeLLATeNbCTB: B BbIOOPKY BOwwW 459 ueno-
BeK (B Bo3pacTe =16 net) c gnarHozom HOI, B TOM umncne
C BPOXAEHHOWN rmnepnnasuen Kopbl HagnoyeyHnkos. Oc-
HOBHbIM pe3ioMe AAaHHOro aHanusa crtano, uyto 60% niogen
¢ HOM n kapuotnnom XY cumtaloT NoaxXoAAaLMM NeproLom
ANA XMPYPruyeckoro BMellaTeNibCTBa Ha MOJSIOBbIX OpraHax
MJIaleHYeCTBO WM OETCTBO, Toraa Kak 33%, COOTBETCTBEH-
HO, MPeANOoYNN NOAPOCTKOBBIN UK B3POCSIbIA BO3PACT N
noboe apyroe Bpems [9]. PesynbTtaTthl BbiLenpeacTaBieHHO-
ro UCcnefoBaHUs COMOCTaBAATCA U ¢ bonee paHHMMM aHa-
NOMNYHBIMU HAGIOAEHUAMU: NPU aHKETVPOBAHNN MEHDbLUEN
BbIGOPKU NALMEHTOK € cuHapomMom Kannmara 90% 3anasunu,
YTO reHMTOMNacTNKa [OJSIKHA NPOBOAUTLCA B TeUeHMe nep-
BOro rofaa *u3sHu [14].

OCHOBHOW apryMeHT MeAULIMHCKOro 06LiecTBa B NOJb3y
paHHeW reHNTOMNaCTUKM 3aKl0YaeTCcA B TOM, UTO aHaTOMMA
MOOBbIX OPraHoOB pebeHKa AOMKHa COOTBETCTBOBATb MOy,
B KOTOPOM OH BOCMUTbIBAETCA, @ TaKXKe, YTO pe3ynbTaTbl paH-
HUX BMeLLATENbCTB Jiydwe ¢ GpU3NYEeCKor 1 NCUxXonoruye-
CKOW TOUKU 3PEHNA, YeM NPU OTCPOYUYEHHDIX. [1ns 60NbLUNH-
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KINUHUYECKII CINYYAN

CTBa NONUTUYECKNX U COLMANbHbIX MHCTUTYTOB OH ABNAETCA
HeybeauTenbHbIM. B pe3ynbraTe nepen Bpayamm CTOUT 3a7a-
Ya no pa3paboTke HOBbIX aITOPUTMOB JIeUeHUA A yCTpa-
HEeHMA [ONTOCPOUHbIX NOCNEeACTBUA OTCPOUYEHHOIO XUPYP-
rmyeckoro emellatenbcTsa [10].

OnHVM 13 TakMX NOCNeACTBMI ABNAETCA PUCK Pa3BUTUA
3/10KavyeCcTBEHHON onyxonu roHag. Y nogen ¢ KapuoTunom
46,XY 3TOT pUCK Hanbosee BbICOK 13-3a HAaNMUnA HedyHKL-
OHaJIbHOrO KOMMOHEHTA ANYKa B OBOTECTUCE, UTO TpebyeT
yaaneHus HedyHKLNOHaNbHbIX roHag [9].

Tak, KNUHUYECKMI Clyyaid, onucaHHbIn Bbs K. u coasr,
LEMOHCTPMPYET HeobxoAMMOCTb 6osfiee paHHel AuarHo-
CTVK/ B CJlydae UCTMHHOro repmadpoanTtnsma: nosgHee
KoHcTaTupoBaHue HOI r3-3a HOpManbHOro MyXcKoro ¢e-
HOTUMMYECKOro pa3BuTNA y 15-neTHero NoapoCTKa C Kapu-
oTnnom 46,XY notpeboBano AnMTenbHOro HabnaeHna ans
OLIEHKM FOPMOHAJIbHOMO CTaTyca U NMofoBON GpYHKLMM B YC-
NOBUAX BbICOKOIO PYCKa Pa3BUTUA paka ANYHUKOB.

MNpumep paHHOroO nauuveHTa ygenseT BHUMaHue [0s-
FTOCPOYHOMY MHOTFONPOPUIBLHOMY JIEYEHUIO C YYacTUEM
NCUXONOroB, 3SHAOKPMHOJMIONOB, MMHEKONOroB, NneanaTpoB
N faxke NNacTUYeCKmX Xpypros.

EcTecTBEHHBIM NOCNeACTBMEM FOHAAIKTOMMUM Y floden
¢ HOI aBnaetca nHMumnayma 3amecTuTesIbHON rOpPMOHanb-
How Tepanun (3I'T) AnA CTUMynNALUX NONOBOrO CO3pPeBaHUA
n/nn nopgaepaHnA BTOPUYHBIX MOMOBbIX NPU3HAKOB, Or-
TUMM3aLUKN 300POBbsl KOCTEN 1 ynyudweHnsa $Gu3nyeckoro
N coumanbHOro camouyBcTBuA. COOTBETCTBEHHO, Y NoAeN,
BOCMMTAHHbIX KaK XeHLMHbI, 06bIYHO UCMOJb3YIOTCA 3CTPO-
reHbl (B COYETaHWM C MPOrecTMHamu, ec/in ecTb MaTka),
ay niofen, BOCMUTaHHbIX Kak My>UMHbI, — aHAporeHbl [15].

B cnyuyae Hawewn nauymeHTkn ¢ 46,XY n nonHon gucreHe-
3Men roHaj Pe3oHHO yTBepXAaTb, YTO MocsieonepaLmoH-
HbI aroHagn3Mm, NePBUYHbIV TMNEProHagOTPOMHbIN FMMOro-
HagM3M N Kak CnefcTBue 3afilepkka NosIoBOro Co3peBaHus
ABNANNCL OCHOBHbIMM MOKasaTenamm ana Hadvana 3IT ewe
B fonybeptaTtHOM nepurioge. XoTA CTOPOHHUKKU «MOpaTo-
pusa» nogen ¢ HOM akTMBHO NponaraHAMPYIoT, YTO BOMPOC
O BpPeMeHM Hauyana MHAYKUUU NOSIOBOro Pas3BUTKA ABNAET-
CA MHAVBMAYANbHbLIM, MOCKONbKY B ciyyae HOI Tpebyetcs
ONNTENbHBIA NMPUeM 3CTPOreHOB, acCOLMMPOBAHHbIN C Ta-
KUMU OCITOXXHEHUAMM, KaK rneprnponakTMHEMUs, HU3Koe
nméunao, PUCK paka Wenkn maTku [16].

OpnHaKo M3BECTHO, YTO HECBOEBPEMEHHO NHULIMMPOBAH-
HaA 3I'T cywecTBEHHO BANAET Ha Pa3BUTME BTOPUYHbIX MO-
NOBbIX MPY3HAKOB, KOCTHbIN BO3PaCT U OLyLleHne pebeHKa
cebAa KaK «MosIHOLeHHasA/bIl »KeHLWrHa/MyX4mHa. Taylor S.
Ha NprMepe NauneHToK C paHHen MeHonay3om 4emMoHCTPU-
pyeT, uTo paHee Hayasno 3I'T cnocobCTBYeET NyyLIVIM NOKa3a-
TeNAM MWHepPanbHOW MIOTHOCTU KOCTW, YCKOPAA npouecc
HapacTaHUs KOCTHOWM MacCbl, TakMM Ob6pa3oM, 3aKpbiTve
CMHOCTO30B y naumeHtoB ¢ HOI npomcxogut HaMHOro
6bICTpee, aKTVBHbBIN POCT MPEKPALLAETCA COOTBETCTBEHHO
OKOHYaHuio nybepTaTtHoro nepuopa [17]. 3amectutenbHas
ropmoHasibHaA Tepanua 3cTporeHamu y gesouek ¢ HOI
N MaTKOWM MO3BONAET UMUTMPOBATb Hayano NoJIoBOro Co-
3peBaHuA, GOPMUPYIOTCA BTOPUYHbIE MOJIOBbIE MPU3HAKM
U CTMYNAUMM Havana MeHCTpyasbHOMOAOOHbIX Bbifene-
HUN. B cnyyae onncaHHOM NauMeHTKN gnA 3aBepLueHuns «ny-
6epTaTHOro nepuoma» 1 OOCTUMXKEHUS MOJIOBOWN 3PenocTu
HeobXoAVMO Kak MUHMMYM eLle 5 neT perynsapHoi Tepanuu
3CTpOreHamu.
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CASE REPORT

Ina naumeHToB ¢ cuHapomom CBariepa neyeHue B NpPUH-
Lyne OCHOBAHO Ha NPOGUIAaKTUYECKOM YaaNEHUN ANCTEHETU-
YeCKMX FOHaA, U ANUTENbHOW 3aMeCTUTENbHOW FOPMOHAJTbHOW
Tepanuu, n oba MeTofa NeueHra Hanpae/eHbl Ha NPeaoTBpa-
LweHvie GOPMUPOBAHNA 1 POCTa OMyXOJel B AUCTEHETUYECKIX
roHagax (roHafo651acToMbl U repMrHOMBI) [18, 19].

3AKNIOYEHUE

BbilWweonrcaHHbIV KNMHUYECKUI Cly4yan AeMOHCTpUpyeT
BaXHOCTb MHGOPMUPOBAHHOCTN MALUMEHTOB U UX pPOauUTe-
nen N cobnioaeHna pekoMeHaauuii Bpauyei: HecBoeBpe-
MeHHas nHuumauna 3I'T npenATcTByeT AOCTUXKEHMIO AE€TbMU
C OaHHbIM COCTOAHMEM MOJIOBOM M MOPaNibHOW 3PenocTu,
YTO B CBOIO Ouepefb onpefenseT BaXKHOCTb OKa3aHUA po-
ONTENAMM MCUXONOMMYECKON MOMOLUU U NOAAEPKKM.

AONOJIHUTENIbHAA UHOOPMALINA

UcTtouHukn ¢uHaHcmpoBaHmMA. PaboTa BbiNoOsIHEHa MO MHMLMATHBE
aBTOPOB 6e3 npusneyeHus duHaHcMpoBaHus. ObcneaoBaHne 1 neyeHre
naumeHTa oCyLLecTBNANOCh 3a cyeT cpencTs OMC.

KoH)nuKT nHTepecoB. ABTOpbI AEKNApUPYIOT OTCYTCTBME ABHbIX
1 MOTeHUManbHbIX KOHGIVKTOB UHTEPECOB, CBA3AHHbIX C COAepP)KaHUeM
HacTosALWEN CTaTb.

YyacTtue aBTOpOB. BCe aBTOpbl 0A06pUNM GUHaNbHYI0 BEPCUIO CTaTb
nepep nybnvkauyuen, Bbipasun cornacme HeCTM OTBETCTBEHHOCTb 3a BCe
acneKTbl paboTbl, NOAPa3yMeBaloLLYIO HafieXallee n3yyeHne 1 pelueHne
BOMPOCOB, CBA3AHHbIX C TOYHOCTbIO UM AOOPOCOBECTHOCTbIO NHO6OI YacTn
paboTbl.

Cornacue naumeHTa. MayneHT JO6POBO/IBHO NoAnMcan UHPOPMUPO-
BaHHOE corylacue Ha nybnmKaLuio nepcoHanbHON MegULMHCKON MHpopMa-
Ly B 06e31MueHHon popme.
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