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XpoHuyecKkasi Haano4ye4yHMKoOBasa He4OCTaTOYHOCTb Y AeTer U NOAPOCTKOB
(YacTtb 2)

B. B. CmupHos, /1. V. Bukbaesa

Pe3rome. B 0630pHOIi cTaTbe NMpoaHann3npoBaHbl COBPEMEHHbIE AaHHbIE O 3TUOOru, NaToreHe3e, KNMHUKe rnpu
XPOHMNYECKOM HanNno4Ye4HNKoBoV HegoctatoyHoctTn (XHH) y nerevi n noapocTkos.

YKa3biBaeTcs, YT0 B 3aBUCUMOCTH OT YPOBHS MOPAXEHUS rMnoTanaMo-runogon3apHo-Han noyeyH1MKOBON CUCTEMbI
BbIENSIOT NepBuYHyo (nepuchepmyeckyro) XHH, cas3aHHyro ¢ naronorveii Hanno4YyeYHUKoB, BTOPUYHYIO U TPETUYHYIO
(ueHtpanbHyto) XHH. KnuHnyeckune cumntombl XHH Bo3Hukarot npu nopaxxeHmn 95% TkaHu KOpbl HaAMOY€YHUKOB.
3abonesaHune xapakTepu3yeTCs CKPbITbIM HA4a/IOM U MEAJTEHHbBIM HaPaCTaHNEM KITMHUYECKUX cumrnToMoB. OfHaKo B
Ccrly4ae BPOX4EeHHO runonnasuy Hagno4eyHmkoB CUMITOMbI 3aB0/1€BaHNS MOTyT pPa3BMUBAaTLCS] BCKOPE MOC/E POXLAEHNS.

OnucaHbl CUHAPOMBbI, COHETAOWMNECS C AEQOULIMTOM FOPMOHOB KOPbI Haano4e4yHukos. lNepsuyHas XHH — rereporeHHoe
3aboneBaHue. VIMeoT MECTO HacnenCcTBeHHbIe 1 NPUobpeTeHHbIe hopMbl 3aboneBaHns. Cpenn npuobpeTeHHbIX QoopM
nepsuyHovi XHH BCcTpey4aroTcs uHGeKUMOHHbBIE MOPaXXeHns (Cerncuc, Yalle MeHNHroOKOKKOBOW Wi CTPENTOKOKKOBOM
atvnonorum, BUY-uHgbekums, rpunr, BpOXAEHHbIN cugbunnc, TybepKkynesa), KDOBOU3INSHUE B HAAMOYEYHUKY, OMyX0oneBoe
UX rnopaxxeHue, [BYCTOPOHHSIS aAPEHANTIKTOMUS.

lNpencrasnerbl MeToabl ANAarHOCTKN n TakTuka neyvenHus. lNon XHH npoBoautcs noXxun3HeHHas 3aMecTuTesnbHas Tepanus
[J1H0KO- U/WN MUHEPa/10KOPTUKOUAHLIMK ripernaparamm, KOTopble NMoaLepXNBAaKT XU3HEHHO BaXHbIe QhyHKLNM,
obecrieynBas agantaumo opraH1M3Ma K CTPeCcCOBbIM BO34EVICTBUSIM BHELHEV cpelbl M COXPaHeHNe BO4HO-COMEeBOro
banaHca. [lo3bi npenaparos, UCMOb3YOWNECS NPV 3aMECTUTENLHO Tepanuu, noabuparoTcs UHONBUAYaSTbHO 1
anantupyroTcsl B 3aBUCUMOCTY OT Bo3pacta pebeHka. B nutaHum 60/1bHbIX PEKOMEHAYETCS [4OMNOMHUTEIbHO BBOAUTb
r10BapeHHyH CO/b 1 acKOpPOUHOBYH KUCIOTY U YMEHbLINTL NOTPEbeHNe poayKTOB, COAEPXaLmMX Ka/Tni.
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970 penkuii CUHOPOM, B KOTOPbIV BXOASAT 3aepXka BHYTPUyTPOOHOro passnTtus, MetadomsapHas oucnnasms,
BPOXIEHHas rmnonnasus Haano4eyHMKoB 1 aHOManm Pas3BUTUS MOYEMOJIOBOA CMCTEMBI (Y MaNbUnKOB).

KnuHnueckas kapTuHa 3abonesaHus y nnona obHapyX1BaeTcsl Npu CKPUHMHre 6epeMeHHo. STO pas3nnyHbIe aHOManum
ckeneta (Yalle BCero ruronnasust Koctemn, MetagousapHas 1 anucprusapHas aucnnasus pasnmyHon CTENEHU TAXECTH),
3afepxka pocta. bonbWWHCTBO feTei U Nocne POXAEHUS 3HAYMTENBHO OTCTAIOT B POCTE OT CBOMX CBEPCTHUKOB. Y
HeKoTopbIX 60MbHbIX HAbMOJATCA NATONOrMYeckme UCKPUBNEHUS MO3BOHOYHMKA TN BbIPaXEHHbIA 0CTEONOpPOo3.

BpoxaeHHas Hanno4YeyHMKoBasi HEAOCTATOYHOCTb 0ObIYHO NPOSIBNSETCS HA NEPBOM MecsiLie XU3HU pebeHka B Buae
afMCOHNYECKOro KpM3a, HO MHOrAa OHa npoTekaeT 6eCCUMMNTOMHO U MaHudecTupyeT B 6onee No3gHEM LETCKOM
Bo3pacTe. Hepeako BbISBNSAIOT CHUXEHNE YPOBHS MNOKO3bl B KPOBU, COMPOBOX Aalolleecs cnabocTblo, NOTAMBOCTbLIO,
61eHOCTbIO, BbIPAXEHHOM FMNOTOHUER. TeHUTaNbHblE aHOMaIMM BCTPEYAOTCS WLWb Y Mafb4yMKoB (KPUNTOPXN3M,
HeJopasBMTUE NOMOBOro YneHa (MUKPONEeHUcC) n runocnaaus) [25].

BpoxaeHHas runonnasms Kopbl HAANOYEYHMKOB — peakas oopma Mx HeLOCTaTOYHOCTU, KoTopas bbiBaeT
crnopanmyeckon, ayTOCOMHO-PELIECCUBHON 1 X-CBA3aHHON 1 NPOSBASETCS Y HOBOPOXAEHHbIX B BUAE CUHAPOMA NOTepun
conu. 3Ta NaTonorus BCTpeyaeTcsl B OCHOBHOM y ManbynkoB 1 obycnosneHa myTtaumei reHa DAX1 (Ha xpomocome Xp21),
y4acTBYIOWEro B CUHTE3€e SAepHbIX FOPMOHaNbHbIX PELEnTOpPOB B runotanamyce v runoduse. X-cesisaHHasa dopma
BPOXOEHHOM rmnonnasuv Haano4e4yHNKoB 4acTo COYETaeTCs C MblleyHOoN anctpodomein MoweHHa n HeJoCcTaToO4HOCTbIO
rLEPUHKNHASbI.

KnuHuka 3abonesaHns cessaHa ¢ HapyweHneM CMHTEe3a BCeX rpynn KOpTUKOCTepongos — MMHEPA/IOKOPTUKONOO0B,
FNMIOKOKOPTMKOM 0B, aHOPOreHoB.

I'Ip|/| TSAXENoN Haano4Ye4YHMKOBOM HeLOCTaTOYHOCTM B nepseble Yacbl U AHUN XWU3HN pe6eHOK BSANbIA, anneTUT CHUXEH,
NnosABNAKTCA CpbirMBaHne, peoTa, XNOKNIA CTyn, B3OoyTne XueoTta. HapaCTaeT 9KCUKO3, UMaHo3, MPpaMOPHOCTb KOXMW,
Taxumkapous, rnyxoctb cepae4HbiX TOHOB, TMNOTEpPMMA, BOSMOXHbI MOTeps CO3HaHMA U Cy00pPOrin.

KnuHnyeckue nposisneHms 60nesHn obycnoBneHbl CHUXEHNEM BUOCUHTE3a anbAoCcTepoHa. OTO NPUBOAMUT K NOTEPE
HaTpums Yepes NoYKK, KNLWEYHUK, MOTOBbIE Xene3bl. [JaHHbe CUMNTOMbI SIBASIIOTCS BEAYIUMMU, U3-3a YEr0 4acTo CTaBUTCS
OWMBOYHbBIA AMarHO3 OCTPOro KMWEYHOro TOKCMKO3a U 9KCMKO03a KaK MHAPEKLUMOHHOrO, Tak U hepMeHTaTUBHOMO
XapakTepa (naktasHas HeLOCTaTOYHOCTb). Y Takux AeTei C POXAEHUS MOXHO 3aMeTUTb NMUTMEHTAaLMIO CPEAMHHOrO WBa
neHuca, KoOXwu MOLWOHKW, CPEANHHON NMHUM XMNBOTA, OPEOsbl COCKOB. Y ManbumMkoB MyTaums reHa DAXT asnseTcs
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MPUYMHON BTOPUYHOIO rMNOroHaan3Ma, TECTUKY bl B MOWOHKE OTCYTCTBYIOT [26)].

Mpw nerkor chopMe KAMHNYECKME CUMNTOMBI MOSIBNSOTCS B Nt0OOM BOo3pacTe B BUAE 3a0epPXKM pocTa, OTCTaBaHUS B
macce Tena, cnabocTtu, runepnurmMeHTaumm. dusmyeckoe UM NCMXMYeckoe nepeHanpsxeHne, BUPYCHbIe 1
6akTepuanbHble MHGEKLMMW, onepaTBHblE BMEWATENbCTBA MOrYT NPOBOLMPOBATL Y Takux 60NbHbIX aaaUCOHNYECKMIA
Kpwa.

Mpw ropmoHansHoM o6cnefoBaHMy 0OHAPYXMBAETCA NOBbIWEHHbIA ypoBeHb AKTI 1 akTVBHOCTM peHVHa Niasmbl,
CHUXEHNE cofepXaHuns anbaocTepoHa, KopTM3ona U aHoporeHos B KPOBU.

M3yyeHne poaocnoBHoOM 60bHOMO NMO3BONSIET 3aM0A03PUTh FMMOMNIa3Uo KOpbl HAANOYEeHUKOB. [oXoXne CUMMTOMBI
BCTpeyvaloTcs Yy POACTBEHHUKOB MyXXCKOro nona (6patbes, Ashell), HO pelatowyto poib B AMarHoCTMKe urpaet
MONEKYNSIPHO-TEHETMYECK M aHanus.

BpoxaeHHas anccpyHkums Kopbl HagnoyYe4yHukos (BOKH) — rpynna 3abonesaHuii ¢ ay TOCOMHO-PELIECCUBHBIM TUMOM
HacnenoBaHUs!, BbI3BaHHbIX AEeEKTOM OHOI0 U3 PePMEHTOB UM TPaHCMOPTHLIX 6ENKOB, MPUHUMAIOLWMX yYacTue B
CUHTE3E KOpTM30ona u/unu anbaoctepoHa. PasHoobpasme knnHndeckmx gpopm BIOKH obycnosneHo nehnunToM FrOpMOHOB,
CMHTE3 KOTOPbIX HApYLWeEH U3-3a reHeTn4eckoro gedpekta n n3bbiTka CTEPOMO0B, NPELLECTBYIOWNX (DEPMEHTATNBHOMY
6n0Ky.

Jedcpnumt KopT13ona no NpuHUMNY oTpuLaTensHon obpaTtHoi cBa3n ctumynmpyet cekpeunto AKTI. 3T1o cnyxuT
NPUYNHOR rmnepnnasum u runepTpodmm Kopbl HAANOYeYHKOB. B HacToswee Bpems BblaensoT 7 doopm BIOKH [27].

NunownpoHas runepnnasms Haano4Ye4yHUKoB cBsi3aHa ¢ Jedpektom STAR-npoTtenHa (Mytauus B reHe STAR — 8p11.2). OT1oT
TpaHCcnopTHbIA 6enok, obecneyrBatowWwmii 4OCTABKY XONECTEPUHA B MUTOXOHAPWMN KNETOK KOPbl HAAMOYEYHKOB 1 roHan
[28], nrpaeT KntoYeBYIO PONb B HaYanbHOW OepMeHTaTUBHON peakLuun npespalleHms XxonectepmHa B NperHeHo o .
HDedpekt STAR-npoTenHa 6nokmMpyeT CMHTE3 anbA0oCTEPOHA, KOPTMU30Na, aHAPOreHOB Kak B HAAMOYeYHMKax, Tak U B
roHagax. MosbiweH yposenb AKTI 1 API1.

3abonesaHne MaHUECTUPYET B NEepBbIE HeAeNN XN3HU CUMNTOMaMU conbTepstowero kpuaa. MpakTudeckn Bce 60/bHbIE
yMUpaloT B NepBble AHU NOCNE POXAEHUS. Y 0eBOYEK HapYXHble N BHYTPEHHUE FreHMTanum CooTBETCTBYIOT
FEHeTUYECKOMY Mony. Y ManbyukoB M3-3a CHUXEHHOW akTMBHOCTM TECTOCTEPOHA BO BHYTPUYTPOOHOM nepuose
HapywaeTcs MacKyMHU3aUMs HapyXHbIX FTeHUTanuii (NOXHbIA My>XCKOW repMadopoLnTaM).

Ha ayToncum BbISIBNSIIOTCS rMNepTPOUPOBaHHbIE HAAMNOYEYHUKN C BLICOKUM COaepXaHuem nununos (npeobnanaet
xonectepuH). FopMoHaibHbIX MapKepoB MpU 3Toi naTtonorun Het. [ns Bepudomkaumm guarHosa Heobxoammo
MONEKYNAPHO-reHeTUYeCKoe nccnenosaHme reHa STAR.

B ocHoBe gedomumTa 11a-rugpokcunasel (20, 22-gecmonasbl) nexar gedektol reHa CYP11A1 (15923-924), koampyouwero
pepMeHT P450c11al, akcnpeccrpyeMblii BO BCEX CTEPOULOrEHHbIX TKaHAX. OH Heobxoaum ans 6UoCMHTE3a NeEPBOro
aTana cTeponaHbIX FOPMOHOB — MpeBpaLeHns XonectTepmnHa B NperHeHoNoH.

Mpwn pedpuunte P450c11al npepbiBaeTCSA CMHTE3 BCEX KNACCOB CTEPOMAOB Kak B HAANOYEYHMKaX, Tak 1 B roHagax.
MexaHnam pa3snTus 3aboneBaHns 1 KNMHUYECKas KapTuHa cxoaHbl ¢ gecouumntom benka STAR [29].

Mpy poXxAeHUM NauneHTbl HE3aBMCUMO OT KapmnoTuna UMEIT XEHCKUIA heHOTUN HapyXHbIX reHuTanmin. boneaHb 06blYHO
MPOSIBNSAETCS ¥ HOBOPOX AEHHbIX TSXENOW HaANOYEYHNKOBOM HELOCTATOYHOCTbIO (BO3MOXHO €€ pasBnTue [0 6 MecsLes).
MpyMepHo TpeTb rPyLHbIX LEeTEN ¢ 3TUM (DEPMEHTATUBHBLIM AEULMTOM BbIXXUBAET.

["lopMOHanbHbIX MapkepoBs HeT. [narHo3 cTaBuTCs Ha OCHOBAHUW MONEKY NSIPHO-TEHETUYECKOr0 NCCNeA0BaHNs reHa
CYP11A1. JleyeHne 3aknioyaeTcs B 3aMeCTUTENbHOV rOPMOHanbHOW Tepanun. KoppekTnpyeTcst ypoBeHb
I NIOKOKOPTMKONA0B U MUHEPANOKOPTMKOWIOB.

MpunumHa Takon dopmbl BIKH, kak aecdvumt doepmeHTa 17-a-rugpokcmnasbl/17, 20-nmasbl, — MHaKTUBMpPYoWas
myTaums B reHe CYP17 (10924.3), uTo v Bbi3biBaeT gedonumnt pepmeHta [30], KOTOPbIN KaTannampyeT NpucoeinHeHne
rMAPOKCUIIbHOM FPynnbl K NPErHEeHON0HY U NPOrecTEPOHy, NpespaLas Nx COOTBETCTBEHHO B 17-rMAPOKCUNPErHEHONOH U
17-ruppokcunporectepoH (17-OHMM). aHHblii hepMeHT TakXXe HeoBX0auM Lns NPeBpalLeHNs CTEPOMAOB B
nerngpoanuaHgpocTtepoH (OM3A) n anopocTeHanoH (A).

Mpyn POXAEHNN Y MANbUYMKOB HAPYXHbIE FTEHNTANNN CROPMUPOBAHBI MO XEHCKOMY TUMY, TECTUKYNbI FUNonia3uposaHbl. B
ny6epTaTHOM NEPUOLE BbiPaXeHbl MPU3HAKM NEPBUYHOMO MMNOrOHAAM3MA (MYXCKOW NCEBAOrepMacdpoanTuam). Y
[leBOYEK Hapy>XHble Y BHYTPEHHWE FrEHUTANMN COOTBETCTBYIOT FreHAEPHOMY MOy, HO B Ny6epTaTHOM BO3pacTe TakXxe
hopMUpyeTCS rMnNeproHafoTPONHbIA rMNoroHaanaM.

B pe3ynbTate n3bblTo4YHOW cekpeumnn KOpTMKocTepoHa 1 11-0e30KCMKOpTUKOCTEPOHA BOSHUKAIOT FrUNepHaTpMeMns u
apTepwuanbHas runepToHus.



JnarHo3 noarTsepXaatoT CHUXEHHbIE NoKasaTenm KopTruaona, TeCTOCTEpPOoHa, acTpaauona u peskoe ysenmyeHune AKTT,
BbICOKOE COAEepXaHue KOpTMKOCTepoHa, 11-0e30KCUKOPTUKOCTEPOHA. YPOBEHD anbA0CTEPOHA HOPMalbHbIV NN Cnerka
CHUXXEH, MOCKObKY ero 06pa3oBaHne M3 KOPTUKOCTEPOHA B KNy60UYKOBOI 30HE HAAMNOYEYHKOB NPOUCXOANT MOL
koHTponem PAAC, koTopas 6110k1poBaHa BbICOKMM YpOBHEM 11-0€30KCMKOPTUKOCTEPOHA.

Tepanus npu aToM 3aboneBaHMM aHanornyHa npuHumMnam nevexnuns apyrux gopm BOKH, ogHako ons Hopmanusaumm AL
MoxeT noTpebosatbcs Gonee Bbicokas fo3a roKOKOPTUKOWAOB.

HDedpnunt chepmenTa 11B-ruppokcunassl (P450c11B), nokanMsoBaHHOro B MUTOXOHAPUSAX KNETOK My4YKOBOW 30HbI
HaOMoYeyYyHNKoB, npespawaet 11-0e30KCUKopTN30n B KopTnaon n 11-gesokcukoptrkoctepoH (11-L4OK) B KOPTUKOCTEPOH.
Bes yyactua 11B-runpokcunassl M3bbiTouHo BhipabaTtbiBaoTes 11-00K, AF3A n A [31]. 9ToT Henok KoanpyeTcsi reHoM
CYP11B1 (8g21).

Bpoxx neHHas HegocTaToyHOCTh 11B-rmapokcmcTepona-aernaporeHassl NPYBOAMT K Pa3BUTUIO CUHAPOMA MHMOTO
n36biTKa MMHEPaNoOKOPTMKOMLOB. Pa3BMBaOTCA CUMNTOMbI, TUMWYHBIE NS FTUNEPTOHNYECKo BONEe3HN C NopaxeHnem
OpraHoB-MULIEHE: pacWwmpeHne rpaHunL, cepaua, UsMeHeHUe CoCyA0B MrasHoro fHa, nopaxeHue novek. Mpu Herpybom
nedpbekte reHa CYP11B1 runepTeH3uns BbISBNSETCS B CTApLIEM AU NOAPOCTKOBOM BO3pacTe (Heknaccuyeckas qoopma).

HenocTtatouHocTb 11B-ruppokcunasbl NPMBOAUT K BbiPaXKEHHOM rvnepaHaporeHnn. K MOMEHTY poX AeHUs HapyXHble
FEHNTANMN OEBOYEK NMEIOT BucekcyanbHOe CTPOeHME: KNIMTOP rMnepTPocMpoBaH, NooBble rybbl MOryT HANMOMUMHATD
MOLIOHKY. Y Manb4MKoB MpY POXAEHUN HAPYXHbIE FEHUTANUM COOTBETCTBYIOT Nony pebeHka, nocne poXxaeHus 6eicTpo
nporpeccupyeT NpexAeBpeMeHHoe NoioBoe 1 ouanyeckoe passutume [31].

JnarHos ycTaHaBnMBatoT C MOMOLbIO n3MepeHust 6asanbHoro n ctumynuposaHHoro AKTI, ypoBHs 11-ne3okcmkopTraona,
11-00K v anoporeHos. Coaepxanue 11-00OK nosbiweHo B 10—40 pas, a 6a3anbHblii ypoeeHb 11-IOK — B 10-15 pas.
[ns noaTBepXAeHNs auarHo3a onpenensitoT CofepXxaHne ocHoBHbIx MeTabonutos 11-IOK. Mokasatenu anbaoctepoHa
1 APTT yacTo CHMXeHbI, MOXeT HabnogaTtbes runokanvemus. Y3, komnbiotepHas Tomorpadous (KT), MarHWTHO-
pe3oHaHcHas Tomorpadousa (MPT) Haano4ye4yHNKOB BbIABASIOT NX r1Mnepniasunio.

OcHoBHol MeTo Tepanuu 11B-runpokcnnasHoro neuumta — HasHayeHne rloKOKOPTMKOMLOB, KOTOPbIE MOAABNSAOT
BblpaboTky AKTI. AnekBaTHo nopobpaHHas Ao3a aTux npenapatos HopmanuayeT ALl u obecneyvBaeT NPaBMbHbIA TEMN
pocTa 1 KOCTHOro CO3peBaHuns.

LDedomumnt P450c17 (3B-rnapokcucteponanernaporerasnl/17, 20-nmasbl) NpUBOAMT K CHUXEHUIO CUHTE3a KOpTn3ona,
anbAoCTEPOHa, a Tak>Xe MNOMNOBbLIX FOPMOHOB. OTOT MUKPOCOManbHbI chepMeHT Koanpyetcs reHom HSD3B2 (1p13.1)
aKcnpeccupyeTcs Bo Bcex opraHax [32], obnanatowmx cTepounoreHHoi akTUBHOCTbIO (HaAnoYyeyHrkax, roHajax n op.).
depmeHT katanusmpyeT obpasoBaHue nporectepoHa, 17-OHM un A.

HenoctatouHocTtb doepmeHTa 3B-HSD y netei paHHero Bospacrta NposiBNSETCS KNVHUKOW CONbTEPSIOWEro cHapomMa
pPasnMYHON CTENEHUN TAXECTU (3KCUKO3, BbICTPOE Pa3BUTME HAPYLIEHWI LEHTPaNbHON reMoanHamMukn). CekpeTrpyemblii B
n36biTke MDA obnagaet cnaboi aHAPOreHHOM akTUBHOCTbIO, OAHAKO B NEPUXEPUYECKMX TKAHAX BO3MOXEH Ero
YaCTUYHBIN Nepexon B aHAPOCTEHAVOH 1 TECTOCTEPOH. B CBA3M € 3TNM y ManbymkoB BHYTPUYTPOOHO HapylwaeTcs nonosas
O hePEHLMPOBKA — OT MY>XXCKOro ¢peHoTUNa ¢ rmnocnaauei 1o noyYTu HopManbHOro XeHcKoro dpeHoTuna. B
ny6epTaTHOM NEPUOLE BTOPUYHBIE NONOBLIE MPU3HAKM MOTYT PasBMBATbCS HOPMabHO, HO 0ObIYHO OTMEYaEeTCA
ruHekomacTtums [33]. Y HOBOPOXAEHHbIX AEBOYEK BUPUAN3ALIMS HAPYXHbBIX reHuTanuin (runeptpocous knutopa bes
hOPMUPOBAHNS YPOreHUTanbHOro cuHyca) obycnoBneHa noBbilWeHHON cekpeumnel AN SA HagnoYeyYHnKamm Bo
BHYTPUYTPOBGHOM nepuoae.

NabopaTtopHble NPU3HaKKU KNacCUYeCcKol CoNbTePSIOLLEN (OOPMbI: FTUNEPKanNeMns, rmnoHaTPUEMNS 1 TMMNOT IMKEMKSI.
YposHu AKTI, dbonnmkynocTUMy nMpytowwero n NloTeNHU3NPYoLWero ropMOHOB, NMPErHeHONoH, 17-rmapoKCUMNPerHeHONoH,
LI 9A, APT1 B kpoBM 3HaYMTENbHO NOBbIWeHbI. ConepxaHue nporectepoHa, 17-OHP, kopTraona, anbaocTepoHa,
TECTOCTEepOHa CHUXeHo. Mpu ynbTpa3ByKoBOA BM3yanm3auuy obHapyXmBaeTCcs ABYCTOPOHHSS rmnepnnasns
Ha[4NoYeYHNKOB, BHYTPEHHWE reHnTanmm runonnasmposaxbl. JJuarHo3 noareepxpaet mytaums B reHe HSD3B2.

Dedpuunt cpepmeHTa 21-ruapokcunassl (P450c21) — camas yactas npmumHa BOKH (6onee 90% cnyvaes),
obycnoeneHHas MyTaumeli B reHe CYP21 (CYP21A2, CYP21B). Mo naHHLIM HEOHATaNbHOrO CKPUHKHra B PO
pacnpocTtpaHeHHocTb cocTasnseT 1:9500. deduunt 21-rugpokcmnasbl NPUBOANT K HEAOCTATOYHON NPOAYKLMN
KopTm3ona, nosbiweHnio yposHs AKTI, runepnnasvm Kopbl HAAMOYEYHKOB 1 YCUIEHNIO CEKPELIMN HAAMOYEYHNKOBbBIX
aHApOoreHoB, BUOCMHTE3 KOTOPbIX HE 3aBUCUT OT AedomumTa [aHHOro doepMeHTa. HapyweHne cuHtesa 11-
[e30KCMKOPTUKOCTEPOHA M3 NPOrecTepoHa Bbi3biBaET AednunT anbaoctepoHa. MuHepanokopTukonaHas
HeJOoCTaTOYHOCTb Pa3MYHON CTEMNEHN BbIPAXEHHOCTN BCTpeyaeTcs Yy 75% HOBOPOXAEHHbIX [34].

Taxenas goopma 60ne3Hn (ConbTepsaowas) MaHNPECTMPYET C NEPBbLIX HEAENb NOCNE POXAEHNS U NPeACTaBNseT yrposy
XU3HU pebeHKy BCNeACTBUE (HOPMUPOBAHNS TUMNYHOW KapTUHbI aaANCOHUYECKOro Kpmaa. KnnHnyeckn a1o
XapakTepusyeTtcs pBOTOW, PACCTPONCTBOM CTyNa, aerunaparaumnen, cHuxeHnem All, noTeMHEeHeM KOXW, CIN3NCTbIX
0601n104eK, HN3KOW TeMnepaTtypoit, HbICTPLIM CHUXEHMEM MaccChl Tena.



Mpu poXaeHUN Hapy>XHble NONOBbIE OPraHbl AEBOYEK MMEOT BrcekcyanbHOe CTPOEHWE: pas3nnyHas cTeneHb
rMnepTPodMN KNNTOPa, cpalleHHble 60Nblne NonoBble rybbl HANOMWHAIOT MOWOHKY, 4TO OOPMUPYET eanHoe
MOYENOJI0BOE OTBEPCTUNE Y OCHOBaHWSA KNMTopa (YpOreHUTanbHbliA CUHYC).

CDOpMI/IpOBaHVIe HapPYy>XHbIX NONOBbIX OPraHOB y Majib4MKOB NMPONUCXO4UT NO N30CEKCYyanbHOMY TUMNY: NoNOBOM YNeH
yBenunyeH, MOWOHKa MOPLWHMHNCTAA, NTMrMEHTNPOBaHbI €€ KOXa, CpeJJ,VIHHbIVI LoB neHuca, opeosibl COCKOB. B nocnepytoulei
XKWN3HW nosblleHHad Hagno4e4yHMKoBas aHaporeHn3aumsa npusognT K KNIMHNYECKOWA KapTuHe NoXHOro
npexneBpemMeHHOro No10BOro pa3BnTmMA Kak y Malb4ymMkoB, Tak Ny neBo4ek.

"opMoHanbHble Mapkepbl gedomunta 21-rugpokcnnassl — BbICOKUI yposeHb 17-OHIM, AKTI, O9A-cynbdarta,
TecTocTepoHa. [lna conbTepaiowero BapmaHTa TUnmMyHa runoHaTpuemMns, runepkanvemms, runornmkemns. Ha Y 3u
BbISABNSAIOT rMNepnnasnio Haano4ye4yHnKoB. MeHeTu4eckoe TeCTMpoBaHMe NPUMEHSETCS Kak BTOPOA 3Tan, B COMHUTENbHbIX
Cnyyasx v B Ka4eCTBe CEMENHOro reHeTUYECKOoro KOHCY b TUPOBAHNS.

NeyeHue: rNOKOKOPTUKOUAAMU U MAHEPaNoKopTUKOuaaMun NoaaBnsitoT n3bbiTouHyto cekpeunto AKTT.

Heduunt P450-okcnoopenykTasbl BoidbiBaeTcs MyTaumei reHa POR, pacnonoXeHHOro Ha AJIMHHOM niede 7-i
XpoMocoMbl B Nokyce 7q11.23. OH oTBevaeT 3a nepeHoc anekTpoHoe oT NADPH ko Bcem 6enkam cynepcemelictea
uutoxpoma P450, skntovas p450c21m p450c17, 4To UMeeT pelatoliee 3HaYeHe ANs CUHTe3a X0necTeprHa U CTepPoOnaHbIX
ropMoHoB. BctpeuaeTtcs pegko. KnnHnyeckas kapTuHa manocneunduyHa, noaToMy TpyaHa B NpakTMYeCcKon AmarHocTuke
[35].

JwnarHo3 noaTBepXAaloT NoBbiweHHbIe ypoBHU 17-OHI1, 17-ruapokcmnperHeHonoHa, NporecTepoHa, MperHeHonoHa.
OkoHyaTenbHOe 3aknoyeHne — nocne uccneposaHns reHa POR. HekoTopbiM nauueHTam nokasaHa 3amecTutesnbHas
Tepanus rnoKoKopTUKonaamun u MMHepanokopTukongamu. [losbl npenapartos noadbmpaioTcs MHAMBUOYaNbHO Ha
OCHOBaHWUWM KNMHMYECKUX gaHHbiX, nokasaTtenen AKTI n APT1.

Cpenm nprobpeTeHHbIX hopM nepsuyHoin XHH BcTpevatoTes MHGPEKLIMOHHbBIE NMOPaXeHUs (cencuc, Yauwe
MEHWHIOKOKKOBOW MM CTPENTOKOKKOBOW aTmonorum, BUY-nHdekums, rpynn, BpoXaeHHbIR cudpmunnc, Tybepkynes),
KPOBOU3/MSIH/E B HALMNOYEYHUKI, ONYXONEBOE MX NopaxeHne, ABYCTOPOHHSAS aapeHanakToMus. 9T 3abonesaHunst MoryT
BbI3blBaTb AECTPYKLMIO SHOOKPMHOLMTOB. KnnHNYeckas kapTnHa HanpsiMyto 3aBMCUT OT y4acTka nopaxeHus, NnoaToMy
MoXeT 6blTb pa3HoobpasHoii [36].

OnntenbHoe npvMeHeHne BbICOKMX 403 IIOKOKOPTMKOMAOB MO MOBOAY PasnuyHbix 3abonesaHuii, npuem
MeaVKaMeHTO3HbIX NpenapaTos, 6NOKMPYIOLWMX CTEPOULOreHes (KeTOKOHa30/1, pudamMnuumH, HapbuTtypatbl) Takxe
cnocobHbl NPOBOLMPOBATL HAAMNOYEYHUKOBYO HELOCTATOYHOCTD [37].

BtopunuHast u TpetuyHas XHH — ueHTpanbHble doopMbl XHH, KoTopble pasBMBatoTCS B pe3ynbTaTe CHUXEHWS BbIpaboTKu
AKTF runocpmnsom, 06 beANHSIOT B CBS3U C TPYLHOCTHIO MX pacrno3HaBaHus B KNUHUKE. K BbiNaaeHuo goyHKLUK
SHOOKPWHHbIX Xenes runogusa MoryT NPUBOANTbL OAHN U Te Xe dpakTopbl [38]:

® BPOXAEHHble aHoOManuu runoTanamo-runodmsapHoro otaena LIHG;

e OMNyX0NW CENNSPHOI 1 NapacennsapHoi obnactun (ageHoMbl runodmraa, kpaHmoapuHrmoma, MeEHMHroma, rimoma,
mykouene);

® ayTOMMMYHHbIA NUMEPOLMTAPHBIA TMNOOU3NT;

® NHPUNbTPATUBHBIE NOPaXeHNs (reMoxpomaTtos, rmctTmounTosa X);

e STpOreHHble dpakTopbl (06ny4YeHVe runogusa, XMpypruyeckre BMelLaTenbCTea);

® MOPOKW PasBUTUSA BHYTPEHHEN COHHOWN apTepun;

® CUCTEMHbIE BACKYNTbI;

e TPaBMbl 1 KPOBOUINNSHNS;

® CUMHOPOM «MNyCTOro» TypeLKoro cegna v gp.

M3onvposaHHbiin gecomumnt AKTI BcTpeyaetcsa peako. O6bIYHO OH COYeTaeTCsi C HeAOCTaTOYHOCTLIO COMATOTPOMHOrO
ropmoHa (CTrI'), pexe — noTemHnampytowero (J1IN), ponnmkynoctumy nnpytowero (PCI) n TupeotponHoro (TTI).

BTopuyHbIA rTMNOKOpTMLM3M — Hanbonee cepbeaHast M3 Bcex rmnodomaapHblX HeA0CTaTOYHOCTEN, MOCKONbKY cnocobeH
MPUBECTU K YrpoXatowWweMy XN3HW COCTosHUID. CMNTOMAaTMKa BTOPUYHOrO FMIOKOPTMLM3Ma 06bIYHO OTCYTCTBYET MK
NposIBNSIeTCS MUHMMabHO — cnabocTbio, MOBbLIWEHHON YTOMNSIEMOCTbIO, CKTIOHHOCTBIO K rMnoToHun. Ha doHe
WHTEPKYPPEHTHbIX 3aboneBaHnii (MHdeKLMn, TPaBMbl, XUPYPrvyeckne BMewaTtenbCcTea) U CTPECCOPHbIX CUTYaLuii
nedmumt AKTI /KopTnaona MOXeT BbI3BaTb KPU3 OCTPOI HAANOYEYHMKOBON HEAOCTATOYHOCTM, KOTOPLIA (NPWY OTCYTCTBUM
afeKkBaTHOl Tepanun) yrpoxaeT neTtanbHblM UCXOL0M.

Ho3onornyeckue doopmbl

PaccmoTpuM reHeTuyeckne aedekTbl PopMmMpoBaHnsa ageHorunousa. bonee necartka reHHbIX MyTauui MOryT Bbi3BaTb
runonnasuio runogusa. Hambonee YacTbiM M3 BCEX M3BECTHbIX B HACTOSILEE BPEMS FEHETUYECKUX AEGEKTOB, NEXalnX B
OCHOBE BPOX/AEHHOro rmnonuTyntapuama, ssnsetcs natonorns reHos PROP-1 v PIT-1[39]. Onu perynupytoT



POopMMpOBaHUE rMnogomn3a B nepuoe aMbpuUoHanbHOro Pa3BUTKUS, a Tak>Ke 3KCNPEeccuto U OYHKLUIO reHOB-MULIEHEeR B
OHTOreHese. MyTaumm aTuUX reHOB BbI3bIBAIOT TOTaNbHbIA Unu napuunanbHbii gedovuunt AKTE, TTI, CTI, JIF n ©Clr. B
oTnnume oT nuuy ¢ gedpekTom PIT-1 naumneHTol ¢ mytauunein PROP-1 uMetoT ConyTCTBYIOWNIA TMNOrOHAAN3M 1
rMnokopTuumnaMm. MocnenHwin pasenBaeTcs NOCTENEHHO U MaHUADECTMPYET, Kak NpaBuo, He paHee NOAPOCTKOBOrO
BO3pacTa, Yalle Ha TPEeTbeM AEeCATUNETUN XN3HU, XOTS MOFyT BCTpevaTbes cryyan ¢ neboToM B paHHeM feTcTee. B
nybepTaTHOM NepuoLe AMarHOCTMPYeTCS OTCTaBaHne B MOMIOBOM PasBUTUN.

CumnToMaTtuka BTOPUYHOrO rMNoKOPTULM3MA OTCYTCTBYET UM UMEET MUHUMYM MPOSIBAEHUIA: cNaboCcTb, NOBbIWEHHAS
YTOMNIIEMOCTb, CKNIOHHOCTb K FMNOTOHMW. Ha choHe UHTEPKYPPEHTHBIX 3aboneBaHuii (MHGPEKLLMK, TPABMbI, XUPYPruyYecKmne
BMellaTenbCcTBa) U CTPeCcCopHbIX cutyauuni nedouumnt AKTI /kopTnaona MOXeT Bbi3BaTb KPU3 OCTPOW HAAMNOYEYHNKOBOWA
HeLOCTaTOYHOCTU. Takmnx NauMeHToB BaxXHO HabnonaTb BCO XU3Hb [38].

CenTo-onTuyeckas gucnnasus (Mytaums reHa HESX1, cuHopom Morsier) — reHeTuyeckoe 3abonesaHue, BbiaBaHHOE
MyTauuein reHa HESX1, konmpytowero 6en10ok, KOTOPbIA UrpaeT BaxXHY PO/ib B paHHEM pasBuTumM Moara. OnucaHo YeTobipe
MyTaumm aToro reHa. 3abonesaHue BcTpedaeTcs ¢ 4actoToin 1:10 000 HOBOPOX AEHHbIX. [PU3HAKM 1 CUMNTOMbI AaHHOTO
CMHOpPOMa BapbMpytoT, HO CyWECTBYIOT TPW XapakTepHble YepTbl: TMNonnasns 3puTeNnbHOro HepBa, HapylleHne
POPMMPOBAHNS CTPYKTYP BOOMb CPEAHEN IMHUM MO3ra 1 runonnasmus runodusa [40].

Henopaseutre runocnsa NnpuBoanT K AEPULUTY TPOMHbLIX FOPMOHOB, HEO6XOAUMbIX O HOPMasIbHOrO POCTa, NOM0BOrO
pasBUTUS U APYrnx BaxXHblX pyHKUMA. C BO3pacToM HapacTaeT oTcTaBaHue B (OM3NYECKOM PasBUTUN U HU3KOPOCIOCTb. B
nybepTaTHOM NepuoLe pas3BuBaeTCs rmnoroHanmam. B Taxenbix cnyyasx naHrunonutymTapuama, Korga runopus He
NMPON3BOOMT HUKAKWNX FTOPMOHOB, B KPOBU COXPAHSIETCS NMOCTOSIHHAS TUMOr IMKEMUS.

"mnonnasns 3pMTeNbHOrO HEPBA Bbi3blBAET HAapPYLLEHNE 3PEHNS B OOHOM Mn 06oux rnasax. KnnHuyeckne cUMnToMbl B
BUOE KOCOrnasus, HucTarma, CHUXeHns OCTPOThbl 3PEeHMa U aTpodumn 3pnTeNbHOro HepBsa Npu NCCefoBaHns rnasHoro
[OHa BbISIBNSAOTCS YX€ Ha NEPBOM rofy Xmn3Hu. Bcneacteue 3agepXky BU3yanbHOro passnuTtus y MnageHues, KoTopble
KaXyTC$s CnenbiMy, 3peHNe MOXET YNYUWMNTbLCA B TEYEHME NEePBbIX HECKONbKUX MECALIEB XUN3HW. Y OeTel ¢
OOHOCTOPOHHEN NN aCMMMETPUYHOM OBYCTOPOHHEN rnnonnasnein 3pnuTesibHoro Hepsa CHUXEHNE 3peHNs CTONKoe 1
HeobpaTtumo.

CuMNTOMbI CENTUKO-ONTUYECKOM AnCnnasnm MOryT CyWeCTBEHHO pa3/in4aTbCA. HeKOTOpre ncecnengosartenn
npepnonararT, 4TO OHU NPOSABNAKOTCA rpynn0|7| CBA3aHHbIX CMHOPOMOB, @ HE KaKUM-TO OOHUM. Y okono Tpetn nojen c
AnarHo3om gmucnnasmm co4eTaroTcya BCce Tpu rpynnbl CUMNTOMOB, Y 60NblUMHCTBA — ABe rNaBHble 0COHEHHOCTN.

Hetunc NaHrMNoONNTYNTapm3mMOoM OOJIXHbI NOJly4aTb COOTBETCTBYIOLWYHO 3aMEeCTUTENIbHYIO TOPMOHAIbHYIO Tepanuto.

KpaHvnodapuHrnoma vauwe passusaetcs y getent 5-10 net, peako y B3pocnblX, U 4OBOMbHO 4aCTO Ha NPOTSXEHUN MHOMMX
neT OHa 0CTaeTCs HePAaCMNO3HAHHOW U CTAHOBUTCS CNy4YaHON HaxoAKon. B HacToswee BpemMs onucaHbl XpOMOCOMHbIE
HapyweHns ¢ yyactuem 2-ii n 12-in xpomocoM. Bonee 70% KpaHMoghapuHIrnom cogepXar MyTauuio reHa b-kateHnHa [41].

OCHOBHblE CMMNTOMbI BbI3BaHbI CAAB/IEHNEM ONYXO/bIO FMNoTanamo-runounsapHoin obnactu, 4To MoXeT
COMPOBOXAATbCS CHUXEHNEM CEKPELMM TOPMOHOB rnocumaa.

Y netei nposiBneHns 3a6onesaHus cBs3aHbl C 4ePULUTOM COMATOTPOMHOMO FOPMOHA, HO MOXET PasBmBaThCs KMHMKA
nonurnaHoynsipHoin HepoCcTaToOMHOCTU. PaHHMMM cMnToMamuy SIBRSOTCS Xanobbl Ha rofoBHbIe 60K, TOWHOTY, PBOTY,
HapyweHue 3peHus. MNopaxeHune Hepornnogunaa 1 ONTUYECKON Xmasmbl Bbi3biBAET CUMNTOMbI HECaxapHoro anabera u
HapyleHue 3peHus.

KT v MPT no3sonsioT onpeaennTb TOYHbIE pa3Mepbl KpaHNoapuHrMoM, COOTHOLIEHNE UX Y3N0BOW N KUCTO3HOM
yacTtei, pasmepbl 1 nokannsaumio.

KpaHuoapuHrmoma He MMeeT TEHAEHUMIO K POCTY, NMO3TOMy Heobxoauma BbixuaatenbHas Taktuka. OgHako npu
BblpaXEHHbIX HEBPOIOrMYECKNX NPOSBAEHUAX MPUMEHSIIOT COBPEMEHHbBIE BbICOKOTEXHOOMMYHbIE METOAbI yAANEeHNS
(xvpypruyeckue un nyyesble).

CuHapom LinxaHa — 3aboneBaHune, pa3srBatoLeecs B pedynbTaTe HEKPOTUYECKUX U3MEHEHWI B runodunae,
BO3HMKalOWMX Ha qoOHe cnasma cocynoB nepenHei oMM rmnogousa nocie KPoBOTEeYEHUIA v GakTepmanbHOro Wwoka npu
ponax unu aboptax [42].

KnnHuueckas kapTuHa cknagpliBaeTCs U3 pasfimyHom CTeneHn runoyHKUMM SHAOKPUHHbBIX Xenes, npexae BCero
WMTOBMAHONM U NOMOBBIX, @ TAKXE HaANo4Ye4YHUKOB. B 3aBMCMMOCTM OT HEAOCTATOYHOCTM FOPMOHOB rMMocoM3a BblAENSoT
cnenyowme opMbl: rnobanbHyto (HeL4OCTaTOYHOCTb TUPEOTPOMNHOMO FOPMOHa, roHanoTponuHos, AKTI), yacTuyHyto
(rMnocekpeLmns OLHOrO U3 3TUX FTOPMOHOB), KOMOMHMPOBAHHYIO (HELOCTATOYHOCTb LBYX M3 HUX).

BbloensiioT Tpu cteneHn Taxectn 3abonesaHus. Mpu nerkoi nauneHTok 6ecnokoaT ronosHas 60nb, yTOMASEMOCTb,
346KOCTb, TEHAEHLUS K TUNOTEH3NMN. TXenas ConpoBOXAAETCA CTOMKOM aMeHopeeit, rmnoTpogomert NonoBbIX OPraHoB 1
MONOYHbIX Xenes. M3-3a gechmuumta TMpeoTponHOro ropMoHa passBmnBaloTCs CUMNTOMbI FTMNOTUPE03a N HapacTaloT



npusHakn XHH.

CuHapom «nyctoro» Typeukoro cegna (MTC) — nponabrpoBaHne cynpacennspHoii LMCTEPHbI B MONOCTb TYPELKOro
celna, ConpoBoX JatowWeecst KIMHUYECKON KapTUHOW FroNOBHOM 601U, HEMPO3HAOKPUHHBIX 1 3PUTENBHbBIX PACCTPOMCTB.
Ycnosusimm cpopmmpoBaHns MNTC SBRS0TCA HEOOCTATOYHOCTb Anadhparmbl U BHyTpUYepenHas runepTeHauns [43].

KnuHunyeckas KapTunHa MTC oTnuyaeTcs AMHAMWYHOCTbIO, CMEHSIEMOCTbBIO OAHOMO CuMHOpoma gpyrum, CnOHTaHHbIMK
pemMnccnamn.

CaMblii YacThIli CMMMNTOM — ronoBHas 60/b pa3n|/|'-|H0|7| WNHTEHCUBHOCTY 63 YeTKOoW nokanmsauunn, Kotopas scnencrtsune
AUCdyHKUMM runoTanamyca n3-3a KOMnpeccun conpoBoXaaeTcsa BeretaTuBHbIMN Kpnu3amm ¢ 03HO6OM, pe3knm noobemMom
apTepunanbHOro nasneHusa, kKapananrmnamu, OJblLWKOR, 4yBCTBOM CTpaxa, 6onsmu B XnBOTE, B KOHEYHOCTAX, NOOBEMOM
TeMmnepartypbl, Hepeako CUHKoNnanbHbIMU COCTOAHNAMN.

Hapspy ¢ BeretatvBHbIMU HapyLweHUsMU 60nbHble ¢ cuHapoMoM MTC noaBepXeHbl SMOLMOHANBHO-IMYHOCTHBIM U
MOTMBALMOHHBIM PAcCTPOCTBaM. TakXe 0TMeYatoTCsl UBMEHEHWsI CO CTOPOHbI 3pUTENIbHON CUCTEMBI: peTpobynbbapHble
6011, CONPOBOX AaeMble CNe30TEYEHNEM, XEMO30M, OMMNIONMEN, POTOMNCUAMU, «3aTyMaHWBaHNEM».

OHO0KPWHHBIE cuMnToMbl Npu MTC 06ycnoBneHbl HAPYLWEHNEM TPOMHOK GOYHKLMM rMnodor3a, NPOosBASTCS TUMo- UK
runepcekpeumein 1 BapbmpyoT MO CTENEHN TSXECTU OT CyOKIMHUYECKMX GOOPM A0 TAXeNbIX. [PUYNHOR 3HOOKPUHHBIX
paccTpoiicts npu MNTC NPUHATO cYnTaTh HE KOMMPECCUIO CEKPETOPHBIX KNETOK rMnodoraa, KoTopble MpoAoIXaloT
OYHKLMOHMPOBATL faxe Npu 3HAYMTENbHON rMnonnasum, a HapyweHue rmnoTanammnyeckoro KOHTPONS Hag runocusom B
pesynbTarte 3aTpyoHEeHUS NOCTYNNEHNS HepOropMOHOB runoTanamyca. MMnokopTULIM3M 13 BCex rmnogomaapHbix
He[oCTaTOYHOCTEN BCTPEYaETCs pexe, Ho siBRsieTcs Haubonee cepbesHoit Npobnemoii.

BbicokouyBCTBMTENBHLIM METOLOM BU3yanuaauum xmasmanbHo-cennspHoi obnactu B HacToswee Bpems sisnsietcs MPT.
Bcem nauuveHTam c INMTC cnenyet KOHTPONUPOBATL TPOMHbIE FOPMOHbI rMNodumsa.

NumdboumnTapHbiin runogusnT (JIAIN) oTMevaeTcs Bo Bpemsi 6epeMeHHOCTY U B MOCNEPOA0BOM NEpUOLE BCeacTBME,
NpPeanonoXnTenbHO, YBENNYEHNS TMNOU3apHOro KPOBOTOKA 13-3a rMnepnnasmm n runepTpodum KneTok,
NPOLYyLIMPYIOWMX NaKkTOTPOMHbIA rOPMOH. [pn 3TOM MOXEeT OopMMPOBaTbLCS ay TOMMMYHHbIN npouecc. oa BnnsHuem
rMnepTpodUN afeHOUMTOB BO3MOXHO passnTre AedEKTOB Nosev 3pEHNs N CHUXEHUS NPOAYKLUMM FOPMOHOB NepeaHen
nonu runocusa, B ToMm yucne AKTI, 4To 1 NPUBOANT K Pa3BUTUIO HAANOYEYHUKOBOM HEJOCTATOYHOCTH [44].

BHyTpuyepenHas aHeBpmaMa MHPPaKIMHOUOHOrO UK CynpakIMHOUAHOIO OTAEN0B BHYTPEeHHel coHHoln apTepuu (BCA)
— 06bI4YHO BPOX AEHHbI NMOPOK PasBnTUS B (DOPME MELOTHATOr0 TOHKOCTEHHOTO BbINSYMBAHMS, PEXE BCTPEYAIOTCS
BepeTeHoobpasHble (hy3ndpopmHbie) aHeBpraMbl BCA [9]. VHoraa aHeEBPU3MbI (POPMUPYIOTCS BTOPUYHO Ha (DOHE
BOCManeHns COCyAMCTOM CTEHKU BCNEACTBMNE NEPBMYHBIX MO0 CUCTEMHBIX BACKYNNTOB. 10 xapakTepy KNMHNYECKOM
KapTWHbI BBISBNSIIOT 6ECCUMNTOMHbIE (CryYaiHas HeipoBM3yanusauus), pasopeaslUECs aHEBPU3MbI, CONPOBOX AatowWwmecs
cuMnToMamu cybapaxHoOMLanbHOro, BHy TPUMO3roBOrO UMW BHYTPUXKENYA0YKOBOr0 KPOBOM3NUSHUS, 1 HEPa30pBaBLIMECS
(NpoTekatowme ¢ CUMNTOMaMu chaBneHns YepenHbiX HEPBOB U FONIOBHOMO MO3ra).

Hanbonee yactas npuynHa TpeTnyHoin XHH — anutenbHoe npuMeHeHve NoaaBnsiowmx 003 roKOKOPTMKOULOB Npu
NIEYEHNN PA3NNYHBIX CUCTEMHbIX 3a60NEBaHMW COeANHNTENBHONM TKaHW. KOpTU30N CHMXAaeT YyBCTBUTENBHOCTb
KopTukoTpodgoB runodpusa k KPI™ n uHrnbupyet ero cekpeuuto. Jecuumnt koptukonnbepuHa n AKTI npusoaut He
TONIbKO K CPYHKLUMOHAbHBIM, HO 1 MOPXPOSTIOTMYECKM N3MEHEHMSIM KOPbl HAAMOYEYHMKOB: pa3BmneaeTCcs atpodus
My4YKOBOW 1 ceTyaTon 3o0H. KnyboukoBasi 30Ha U CeKpeLnst MUHEPanoKopTUKOWAOB CTPALAlT B MEHbLUER CTENEHN.

Na6bopaTtopHasi AMarHocTuKa

[Mpy nogospeHun Ha rmnoKopTMULM3M NPOBOAAT UccnegoBaHne yposHs koptusona, AKTI, anbpgoctepoHa n APT1 (8 8:00
yTpa), CoaepXaHnus Kanus, HaTpus, XNop1uaoB U rOKO3bl B KPOBU.

OunarHos NXHH 6asupyeTtcs Ha nosblweHnn cogepxanns AKTE, API, kanus (= 6 M3KB/N) U CHUXEHUN YPOBHS KOPTU30Na,
anbpocTepoHa, HaTpus (< 130 MaKB/n), XNOPUIOOB.

Hanunune ueHTpanbHOro rmnokKopTULM3Ma MOXHO NPEANONoXNTb HA OCHOBAHUUN HU3KMX KOHLEHTPaUWIA yTPEHHErO
kopTuzona, AKTI, API, CTT .

[Mpn COMHUTENBHbBIX pe3ynbTaTax MPOBOAUTCS NPOCTOM U HALEXHbIA KOPOTKUIA cTUMy nupyownii tect ¢ AKTI
(CuHakTeHoM*). Y 3popoBbix niofei nog nenctsmem AKTI BoiBpoc KopTnaona yeenuymnsaeTtcs B 2 pasa 1 6onee. YpoBeHb
kopTusona 6onee 550 HMONb/N NOCE CTUMYNALMM UCKNIOYAET NEPBUYHbIN FMNOKOPTMLM3M. OTCYTCTBME afeKBATHOrO
Bblbpoca kopTm3ona (6onee 500 HMoNb/N) B 0TBET Ha BBedeHne AKTI MoxeT Takxe HabnioaaTbes Npu BPOXAEHHbIX
chopmax LieHTpanbHOro rmnokopTmLmMama, Npu aToM 6asanbHoiii yposeHs AKTIT Bynet HopManbHbLIM UM CHUXEHHBIM.

,ﬂ,ﬂﬂ AONarHOCTUKN UeHTPanbHOro rmnokoptruundma Nncnonb3yrT TECT C UHCYTUHOM, MeTI/IpaI'IOHOMﬁ N CTUMYNAUNOHHYIO
npoby c KPT.



Lns ncknoyeHns oeduumnTa MMHepanokopTUKOUAOB NoKasaHo NnposeaeHue npobel ¢ doypocemuaoM. OHa ocHoBaHa Ha
TOM, YTO B HOPME F'MNOBONIEMNS, BbI3BAHHAS (PYPOCEMULOM, CTUMYNIMPYET CEKPELIMIO anbhoCTepoHa. Y NauneHToB ¢
IeVLUTOM MUHePanoKopTUKOUAOB aaeKBaTHOro Bbibpoca anbaocTepoHa He mpovcxoaut [44].

Tonmueckas anarHoOCTVKa pasnunyHbIx Ho3onorudeckux gpopm MXHH npoeoautcs ¢ nomowbio KT unu MPT, ocobeHHo nns
BbISIBNIEHNS NMPUYNH LEeHTpanbHbIx coopM XHH (onyxonu, nHpunbTpaTuBHble 3aboneBaHus, rpaHynemMaTosHble
3aboneBaHus runoTanaMyca v runocpmsa v 1. 4.). Mpu oTcyTCTBUM NATONOrMYECKMX M3MEHEHMIA MO pedyibTatam MPT
pekoMeHayeTCcs NpoBefeHNe 3TOro UCCNefoBaHNs B AUHAMUKE.

dneKTpokapanorpamma BbINoMHASTCS ANs UCKMoYeHUs runepkanvemmi. [ns Hee xapakTepHbl HU3KUIA BOMbTaX, BbICOKWIA
3a0CTpeHHbI 3ybeu T, 3ameneHne NPOBOLMMOCTM, YAIUHEHe uHTepeana ST u komnnekca QRS.

Y neteii n nonpoctkos ¢ MNITA 1 OTArOWEHHbLIM CEMEVHBIM aHAMHE3OM CNeLyeT NPOBOAUTb FEHETUYECKUE NCCNEN0BAHMS
NS UCKNIOYEHUS ceMeliHbIX chopM 3abonesaHus.

JleyeHne

Mpu XHH npoBoaUTCS NOXM3HEHHAs 3aMeCTMTENbHAs Tepanusl roKo- WU MUHEPaNoKOPTMKOUOHbIMU NpenapaTamu,
KOTopble NOALEPXUBAOT XNU3HEHHO BaxHble doyHKLMUK, obecrneynsas aganTtauuio opraHmama K CTPECCOBbLIM
BO34ENCTBUSIM BHELLHEW CPelbl U COXPaHEHWE BOAHO-coneBoro 6anaHca. MoHoTepanus rtokOKOPTMKOMLAMU U
MUHepanokopTukonaamy npoBoanTcs B HebonbwoM npoueHTe cnyyaes. LleHTpanbHas doopma XHH yawe TpebyeT
KOMMeHcauum ToNbKO MMOKOKOPTMKOUAHBIMU NpenapaTtamu, o6nanatowmmm Kak riioKoKOPTUKOULHbIM, TakK 1
MUHEPanoKopTUKONAHLIM feiicTBreM. [lo3bl NpenapaTtos, NCNONb3YIOWMECS NPU 3aMECTUTENBHON Tepanun, noabuparoTcs
WHOMBWAYaANbHO M afanTupyloTCs B 3aBUCMMOCTY OT Bo3pacTa pebeHka.

Lns neteit paHHero Bo3pacTta C OTKPbITbIMUA 30HaMUW pocTa npenapaToM Bbibopa senseTcs TabneTupoBaHHbIi
rnopokopTunaoH (Kopted), kKoTophblin HadHavaeTcs 8—10 MI'/M2/CyT B paBHbIX 003ax Yepe3 8 4yacoB. iMes KoOpoTKuMiA nepmnos
Noy>XXU3HKW, MMOPOKOPTM3OH OKasblBaeT MUHMMAlbHOE CYNpPEecCMBHOE BO3EeNCTBIE Ha NpoLecchl pocTa pebeHka. Y
60NbHbIX CTapLero Bo3pacTta ¢ 30HaMu pocTa, 6M3KUMK K 3aKPbITWIO, BO3MOXHO NPUMEHEHWE NPONOHT MPOBaHHbIX

npenaparos — NpenHU30M0Ha 1 JekcameTasoHa. [1pegHn3010H Ucnonb3yeTcs B 4O3MPoBKe 3 Mr/M2 Tena/cyT 2 pasa B
CcyTKn, gekcametasoH — 0,25-0,35 Mr/m2 1 pas B CyTK/ BEYEPOM.

Bce nauneHTbl ¢ conbTepstower OopMOoi HY X Jal0TCS B 3aMecTUTEeNbHOM Tepanumn MuHepanokopTukongamm. HavanbHas
nosa donyapokopTunsoHa (KoptuHedpd) coctasnsiet 0,05-0,2 mr/cyT. MoTpebHOCTb HOBOPOXAEHHBIX B 9TUX NpenapaTax
Bbicokast — 0,1-0,3 mr/cyT. B 6onblwmnHCTBE cnyyaes TpebyeTcs ABYKpaTHbIA NpUeM KOpTUHed da B yTPEHHME Yach
(7:00) 1 B LHEBHOE MNK paHHee BeyepHee BpeMs (15:00—18:00). C Bo3pacToM NoTpebHOCTb B MUHEPANOKOPTHUKOMAAX
CHuXaeTcs [44].

B nutaHune 60nbHbIX PEKOMEHAYETCS LOMNOMHUTENBHO BBOAWNTL NOBAPEHHYIO COJb 1 aCKOPOMHOBYHO KUCNOTY Y YMEHbWNTb
notpebneHve NPOAYKTOB, CoAepXalux Kanuin (4epHOCNUB, N3tOM, KapTodens 1 ap.).

Mpy NpUcoeLMHEHUN UHTEPKYPPEHTHBIX 3a60NeBaHNIA, NCUXMYECKOM NN PU3NYECKOI TPaBMbI (OnepaTmBHOE
BMELATENbCTBO U Ap.) [03Y IMIOKOKOPTUKONIOOB YBENMuMBaoT B 2—3 pasa. B nanbHeliwem nepexoar Kk ananTnpoBaHHOM
3aMecTUTENbHOM 403€, KOTOPYIO NaUMeHT npuHuMan no 6onesHu.

Mpy chopMUpPOBaHMM OCTPO HAANOYEYHNKOBOW HELOCTATOYHOCTU 6ONBHOrO0 HEMEANEHHO FroCcNUTanU3npyoT. CpoyHo
HayMHaT MHAY3MOHHYIO Tepanunio N30TOHWYECKMM PACTBOPOM Xopuaa HaTpust ¢ 5% pacTBOpPOM roKo3bl U3 pacyeTa
450-500 Mn/M2 B TeyeHVe nepBoro yaca. OfHOBPEMEHHO BBOAST BHYTPUBEHHO UK BHYTPUMBILIEYHO MAAPOKOPTIN30H (100
Mr/M2). B nepBble CyTKM NPOAONXAIOT BBEAEHME TNMI0KO30CONEBbIX PACTBOPOB B 06'beMe 2—3 N/MP 1 NapeHTepanbHoe

BBEeEHue ruagpokopTndoHa — 100—-200 mr/m2/cyT 4—6 pa3. Cnegyet MOHMTOPMPOBATbL YPOBEHb Kanus, HaTpus, rioKo3sl,
AL [44].

Mo Mepe ynyylleHnst COCTOSIHUS NePeXoaT Ha BHYTPUMbIWEYHOE BBEAEHNE MMAPOKOPTM30HA No 25-50 Mr Ha npuem 4
pasa B CyTKu. 3aTeM NOCTEMNEeHHO yMEHbLAIOT ero f03Yy U YANUHSIOT UHTepBan Mexy BeefeHusMu. Mpu ctabunusaumu
60ne3HN MOXXHO NEPEBECTH NaUMeHTa Ha TabneTUPOBaHHbINA FMOPOKOPTU3O0H.

HabntoneHve 3a nauneHTom ¢ XHH coctonT B KOHTpONE aaeKBaTHOCTY 3aMeCTMTENbHOW Tepanuu, NoAAepXaHnn YpOoBHS
kanusi, Hatpwms, APT. BonbHbiM ¢ XHH pekoMeHayeTcst uMeTb npu cebe BpacneT nnm KapTouky ¢ uHdopmaumeri o
3a60/1eBaHNN N KOHTAKTHBIM TeneoHOM BNn3Kux.

CBoeBpeMeHHas numarHoctuka XHH 1 npasunbHo nonobpaHHas 3aMecTUTeNbHAas Tepanus SBASOTCS 3an0rom
NpoMNakTNKM aaanCoOHNYECKOro Kpr3a U HOpManbHOro passnTtus pebexka.
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