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CI/IH,,IJ,pOM runoanbgoCctepoHn3dma 'y aeten un noaopocTKkoB

A. 8. Canaposa, B. B. CmMupHoB

Mnoanbn0CcTepOHN3M (TMNOMUHEPANOKOPTULIM3M, aNlbA0CTEPOHOMNEHNS) — CUHOPOM, Xapak Tepuayolwniics
HeLOoCTaTO4YHON cekpeLmel unm LencTBUEM MUHEPANOKOPTUKOMAOB. JeduunT AaHHbIX TOPMOHOB NpeacTaBnser
HemnocpeLCTBEHHYIO Yrpo3y Ans XW3HWU 60nbHbIX B Nt0O6OM Bo3pacTe.

AHaTOMNs HaAMNO4Ye4YHNKOB

MuHepanokopTukouabl — 3TO CTEPOMAHBIE FTOPMOHbI, KOTOPbIE BbipabaTbiBalocs B HaamnoveyHukax. OHW pacrnonoXeHsl B
3a6pIOWMHHOM NPOCTPAHCTBE HAL BEPXHMM MOMOCOM Moyek Ha ypoBHe XI-XII rpyiHbIX NO3BOHKOB.

MapeHxrma Haano4Ye4yHNKOB COCTOUT M3 KOPKOBOrO M MO3roBOro BellecTs. [ocneaHee 3aHMMaeT LeHTpanbHoe
MOJNIOXEHWE 1N OKPYXEHO Mo nepudpepuin ToNICTbIM CIOEM KOPKOBOW TKaHW, kotopasa coctasngeT 90% Macchl BCcero
HaanoyeyHunka.

KopkoBasi 4acTb HaANOYEYHNKOB pa3BMBaeTCs Ha 6-i Hepene aMbproreHesa U3 yyactka LenoMUYEecKoro annTenums.
BHauane obpasyetcs nepeunyHas (dpeTtanbHas) kopa. MNocne poXaeHus oHa perpeccrpyeT M 0Bbl4HO K KOHLY NepBOro
ropa XusHu ucyesaeT. HaumHas ¢ 10-i Hegenm aMbpuoreHesa, U3 KpynHblX aunaouibHbIX SHAOKPUHOLUTOB
oopmupyeTCs 4edPMHNTNBHASA (NOCTOSIHHASA) KOopa HaAno4YeyHnKoB. [NonHoe pa3suTue Kopbl MPOUCXOAUT MNOCNE NONOBOrO
CO3peBaHus.

MCcTOYHMK pasBmTMS KOPKOBOMO BELLECTBA HAANOYEYHMKOB HaxoanTcs B6M3M OT 3a4atka roHag, ¢ Yem cBsizaHa
CNOCOBHOCTb KNETOK CeTYaTON 30HbI KOpbl BolpabaTtbiBaTh aHAPOreHHbIe FOPMOHbI, HIM3KUE MO CBOMCTBAM TECTOCTEPOHY.

Kopa Haano4ye4YHKoB COCTOUT U3 TPEX KOHLEHTPUYECKN PaCnoNOXEHHbIX 30H, MMEIOWMX pasnmyHoe Mopdoornieckoe
cTpoeHue. B kaxaoM cnoe BbipabaTtbiBaloTCS CBOM FOPMOHbI. HenocpencTBEHHO MoA Kancyoi pacrnonaraetcs camblii
TOHKMWIA CNnoli HagnoveyHrka — KnyboykoBas 30Ha (5%), cekpeTmpytolas MUHePanoKopTUKOWAb!, B HACTHOCTM
anbnoctepoH. K kny6o4YkoBoi 30He NPUNEXUT NyykoBas 3oHa (75%), OCHOBHbIMM MPO4YKTaMM KOTOPOI SBASIOTCS!

I NIOKOKOPTUKOMAHbIE TOPMOHbI. CeTyaTas 30Ha, Mpuaexatlas kK Mo3roBoMy Croto, NpoayumnpyeT aHaporeHsl. Knetku
Kny604KOBOI 30HbI MOCTOSIHHO MUTPUPYIOT Yepes My4YKOBYIO 30HY B CeTYaTy!o.

Mo3roBoe BewweCcTBO HAANOYEYHNKOB o6pa3yeTCH Ha 6—7 Hepgene 3M6p|/|oreHeaa n3 CI/IMI'IaT06ﬂaCTOB, KOTOpble,
BbICENAACH N3 CMMMNMATUYECKOro CTeO/ia, BHEOPAOTCA B MHTEppeHanoBoe T1eo. rOpMOHaMI/I, CUHTEe3npyembiMn B MO3rosom
BelecCTBe, ABNAI0TCA KaTexXonaMnHbl: agpeHannH n HopanpeHanmH.

dusmnonoruns

AnbOOCTEPOH CUHTE3NPYETCS U3 XONEeCTepMHa NyTeM nocnenoBaTelbHOro NpeBpalleHns B WecTb 3Tanos. MNepsbie
yeTblpe aTana siBRATCA 0bWMMK 415 CUHTE3a aNbA0oCTEePOHa U CMHTE3a KOPTU30/a, Y TONbKO ABE (hUHANbHbLIE CTaLnN
cneunuyHbl ons KNy6o4KoBOM 30HbI, NPOM3BOASWER anbAOCTEPOH.

XonecTepuH NoaBepraeTcs NocnenoBaTebHOMY OKMCNEHNIO pepMeHTamMm 21-rmgpokcmnason, 11-rugpokcmnnason n 18-
rnppokcmnasoi. XonectepuH-gecmonasa (CYP11A1), 21-ruppokcunasa (CYP21A2) n anbpoctepoH-cuHTasa (CYP11B2)
npeacTaensaoT coboi untoxpomel 450 (CYP), koTopble SBNSIOTCS MEMOPaAHOCBA3YOWMMN FEMCOLEPXALLUMI (DEPMEHTaMM,
npuHUMatoLWMMKU anekTpoHbl oT HALM H-okcmaasbl Yepes BcrioMoratenbHble 6enku. OHU UCMONb3YIOT MONEKY NSIPHbIA
KMCNOpoA ANs NPOBEAEHUS TMAPOKCUANPOBAHNS UMW OPYTUX OKUCNTENbHBIX NpeBpalleHuia [1].

AnbJocTepoH-cuHTasa (11B-ruagpokcmcTeponanernaporeHasa) katanusmpyeTt Tpyu NoCNeaHMX aTana cuHTesa
anbAoCTepoHa M3 0e30KCUKOPTMKOCTEPOHa (11-rmgpokcmnupoBanune, 18-rugpokcunmpoBaHue n 18-okncnexue). 11-
rMOPOKCUIMPOBaHME, HEOBX0ANMOE AN NPeBPaLLEeHNs 0e30KCUKOPTUKOCTEPOHA B KOPTUKOCTEPOH, MOXET NPOUCXOANTb U
nop nevctemem poacTeeHHoro coepmeHTa CYP11B, npucyTtcTBytowero B kny604koBOl 30He KOPbl HAANMOYEYHUKOB.

MonyTHO 06pasytoTcs Manoak TUBHbIE MUHEPANIOKOPTMKOMABI: Ae30KCUKOPTUKOCTEPOH ([OK), 11-0ermapoKopTUKOCTEPOH.
Buonoruueckas akTmBHocTb anbnoctepoHa Kk JJOK v 11-nermapokopTrkocTepoHy cooTHocuTes kak 25:1,0:0,1.

AnbAOCTEPOH SBNSETCS OOHUM U3 Hambonee MOLLHbIX HaTpuiicbeperaiowmx ropMoHoB. 115 HOpManbHOro PyHK-
LIMOHMPOBaHWS OpraHn3Ma coxpaHeHne HaTpueBoro 6anaHca NMeeT Takoe Xe 3HaYeHue, Kak 1 noanepxka
onTUManbHoro BogHoro 6anaHca. Hatpuii SBNsieTcs OCHOBHbBIM 3NEKTPOMTOM BO BHEKNIETOYHOM XMaKocTu. OH
onpenensieT 0CMONSNbLHOCTb Ma3Mbl, CNOCOBCTBYS NoLLEpPXaHWo BHYTpUucocyanctoro obbema [2].

Y 300p0BbIX NIOAEN OCMOTNYECKOE OaBNEeHNe BHEKNETOYHOW XMnaKocTn coctasnsget 270—-290 mocm. Jaxe
He3HauYNTENbHOE YBEIMYEHNE OCMONISIPHOMO faBneHue B nna3me (< 1%) Bbi3biBaeT BbICTPbIV BbIBPOC aHTUANYPETNYECKOTO
ropmoHa (ALl') B kpoBb. Y 300pOBOro YenoBeka ypoBeHb HATpUS B KpoBu konebnetcs B npeaenax 135—-145 mmonb/n.



B HopManbHOM COCTOSHUM OpraHn3M B3pOCOro Yenoseka cogepXxut npumepHo 3000 MMosb HaTpus. Bonbwas YacTb ero
COLEPXMTCSA BO BHEKNETOUYHON XMIAKOCTMW: B NNa3Me KPOBU N MHTEPCTULMANBHOW XNIAKOCTU. Hn3kas BHyTpuKneTouHas
KOHLeHTpaums HaTpus (okono 10 Make/n) obecneumeaeTcs paboToit HaTpueBo-kanuesoro Hacoca (Na*, K*-ATdaabl),
KOTOPbIA OCyWecTBNSAET ero 06MeH Ha BHEKNETOYHbIA Kanuii.

HaTpureBo-kanueBblii HACOC, NOKaNM30BaHHbIM Ha KNEeTO4YHbIX MeMbpaHax, npencTaBnsieT coboil saHeproHe3aBMCUMYO
cucTeMy, KoTopasi ecTb y KNIeTOK BCeX TUNoB. bnarogaps aToi cucteMe U3 KNeTok BbIBOASTCA MOHLI HATPUSI B 0OOMEH Ha
WOHbI Kanus. XMMMYECKUA rpaameHT, CO34aBaeMblil BbICOKOA BHEKIETOYHON U HU3KOWA BHYTPUKIETOYHON KOHUEHTpaunen
HaTpUS, CAYXUT UCTOYHUKOM SHEPrUn ANS MPOHUKHOBEHWUS Pa3nnyHbIX BEWeCTB B KneTku [3].

CyTouHas couamonorudyeckasi noTpebHocTb HaTpua y geTeit coctasnset oT 600 oo 1700 mr (100-200 Mmonb). ExxenHeBHO
TepseTtcs MuHUMYM 10 MMonb/n HaTpus. C NUTaHWeM NIOAN NOyYatoT 3HAaYUTENbHO 6oNble HAaTpUsi, 4eM HeobxoMMo
opraHmamy. NMoyku BbIBOAST U3MWLWIKN €ro C MOYOM, NogaepXuneas ouanonornyeckoe pasHosecume.

CoxpaHeHue HopManbHoro HanaHca HaTpus B OpraHMaMe 3aBUCUT OT CEKPELIMM anbLoCTePOHa N OYHKLMM XENYL0YHO-
KuweyHoro TpakTa. Boicokoe noTpebneHne HaTpust ysennymeaet 06 beM COCyA0B, YTO MOAAB/SIET CEKPELIMIO PEHMHA U
obpazoBaHve aHrMoTeHamHa Il n cHuXxaeT YyBCTBUTE/IbHOCTb aflbJOCTEPOHOBOIrO OTBETA HA aHrMOTEH3MH |l [4].

MpumepHo 95-99% HaTpmsl, NPOXOIAALWEro NPouecc ubTpaLun B NOYEYHbIX Kyboykax, akTuBHO peabcopburpyeTcs B
npoKCcMManbHbIX KaHanbuax. B ynbTpadmnbtpaTte AucTanbHoOro otaena HedpoHa ero konmyectso coctasnset 1-5%.
WNHTeHcmBHOCTb peabcopbumm B nocneayowmx oTaenax HedopoHa perynnpyeTcs ropMoHamMu 1 rnaBHbIM 06pa3om
anbOCTEPOHOM.

AnbAoCTEPOH B3aMMOLENCTBYET CO CNELNNYECKMMM BHY TPUKNETOYHBIMU LUMTOMNa3MaTnyecknumm
MUHepanokopTukomaHbiMu perentopamm (MKP). O6pasytoTcs ropMoH-peLenTopHbIE KOMMIEKChI, KOTOPbIE MPOHUKAIOT B
aapo knetku u ceasbiBatotcs ¢ JHK [5].

OHW perynmpytoT TPaHCKPUNLWIO FeHOB, KOHTPOMPYIOLIMX CUHTE3 BeNKOB-NEePeHOCYMKOB, Y4acTBYIOWMNX B TpaHCNopTe
Na*, K* n CI” 4yepes kneto4Hble MembpaHbi.

AnbIocTepoH akTueuaupyet peabcopbumio Nat n ClI™ B noueyHbIx KaHanbLax 3a cHeT akTMBaLWU CUHTe3a (PepMEeHTOB,
CTUMYNIMPYS BHEPreTMUYecKyto agoeKTUBHOCTb HaTpueBoro Hacoca. OgHOBPeMeHHo ycunueaeTcs akckpeumsi KT n HY B

MOo4y. AHanornyHoe BnunsiHne aNbOOCTEPOH OKa3blBAET Ha XENEe3NCTble KNTIETKN CNMOHHbIX, MOTOBbIX XeNne3 U KUleYyHnkKa
[6].

3alepxKka HaTpus NPMBOAUT K YBENMYeHuto obbeMa umpkynupytouei kpoeu (OLK) n aptepmnansHoro naenexust (AL).
BcnencTeue ycuneHHoro obpatHoOro BcacbiBaHusl BOAbl yMEHbLIAeTCs Anypes. M3bbiTouHas noteps ¢ Movoi npotoHos H
1 NH4* coBuraeT KNCNOTHO-OCHOBHOE COCTOSIHME KPOBMU B LLENOYHYIO CTOPOHY.

B Lenom MuHepanokopTUKOUAbI NOBLIWAIOT TOHYC M PaboTOCNOCOBHOCTb MbILL, YCUNNBAKOT UMMYHHYIO CUCTEMY U
oKasblBaloT NPOTMBOBOCNANNTENbHOE AericTeme. CyToYHas cekpeumsa anbaoctepoHa coctasnset 150-250 mkr, a
conep>xaHve B kKpoeum — 50—150 Hr/n. FopMOH TpaHcnopTupyeTcst Kak B cBoboaHol (50%), Tak 1 cBsizaHHOW ¢ 6enkamm
(50%) copmax. Mepuog ero nonypacnaga coctasnsietT okono 15 MuH. MeTtabonnanpyeTcs Ne4eHbto U YacTUYHO
BbIBOOWTCS C MOYOWA [7].

CurHTe3 1 cekpeums anbAocTepoHa KOHTPOIMPYETCS HECKONbKMMU MEXaHN3MaMU: aKTUBHOCTbIO PEHWNH-aHIMOTEH3WH-
anbpnoctepoHoBoii cuctemsl (PAAC), koHueHTpauuei K+, Torga kak aapeHoKoOpTUKOTPONHBbIA ropMoH (AKTT),
npoonuomenaHokopTuH (MOMK), Na+, BasonpeccuH, LodaMuH, NpeacepaHblin HaTpuitypetudecknii nentug, (MHYTT), B-
aapeHeprmyeckme areHTbl, CEpOTOHNH, COMATOCTaTUH SBNSIOTCS BTOPOCTENEHHbIMU Moaynatopamu. NMHYTT Hanpsamyio
UHrMbMpyeT CekpeLmio anbaocTepoHa 1 BnokmpyeT CTUMynMpytollee AeicTeue aHrmnoteHavHa ll, kanna n AKTI, no
KpawHein Mepe 4acTU4HO, NPENATCTBYS NPUTOKY BHEKNETOYHOrO Kanbuns [8].

I"naBHbI (BbICTPbIN) MEXAHU3M PETYNSALMM CUHTE3A 1 CEKPELMM aNnbLOCTEPOHA CBS3aH ¢ KonebaHneM adhPeKTUBHOIO
hUNbTPALMOHHOIO AaBneHns B addepeHTHbIX cocyaax KnyboukoB noyek, kotopoe nonaepxmsaetcs PAAC. MyckoBbiM
3BeHoM PAAC saBnsitoTcs obpasoBaHmne B IOKCTar NOMePYNsipHbIX KNeTkax Noyky 1 BblAeNeHNe B KPOBb hepMeHTa peHnHa
[3].

CUHTE3 1 CeKpeums peHrHa YBENMYMBAIOTCS MPY CHUXEHUN COAEPXaHNs HATPWS 1 MOBbIWEHNUN YPOBHS Kanusi B KPOBM,
CHUXEHNW KPOBOTOKA Yepes MOoYKM, MOBLIWEHUM TOHYCa CUMMNATUYECKOW HEPBHOW CUCTEMbI U CTUMY ALV
KaTexonamuHamy B-agpeHopeLenTopo..

[Monas B KPOBb, PEHWH MpeBpalaeT aHr MOTEH3NHOreH, LIMPKYIMPYIOWWA B Mna3me KPOBW, B aHTMOTEH3UH |, KOTOPbIN He
nmeeT BMONOrNYECKON aKTUBHOCTU. 3aTeM NOCNEeAHUIA MPU Y4acTMM aHrMoTEeH3VHNpeBpallanllero epmeHTa
TpaHcopMmpyeTca B aHrMOTEH3NH 1.

duranonornyeckoe OecTBMe aHIMOTEH3MH |l ocylecTBNSIET Yepes cneunguyeckme aHrmoTeH3MHOBbIE peLenTopbl 1-ro



Tmna (AT1), 4TO aKTUBMPYET TPAHCKPUMNLMIO reHa anbaocTepoHcHTasbl (CYP11B2), koTopas CTUMYNMpyeT CeKpeLnto
anbAoCTepoHa, a TakXe ero NpeawecTBeHHNKOB. depMeHT anbL0oCTEePOHCMHTa3a KaTannanpyeT NocnenHIon cTaanto
C/MHTE3a anbAoCTepoHa U3 4e30KCUKOPTUKOCTepoHa [9]. MeH aToro doepmeHTa nokanuayeTtcs Ha xpomocome 8g24.3.

Hatpuii yyactByeT B perynsumm cekpeumn anbLocTepoHa, rnaBHbiM 06pa3om onocpenosaHHo, Yepes PAAC, HO OH MOXeT
1 HEMoOCPeaCTBEHHO BAUATb HA KNETKMN KNyOO4YKOBOW 30HbI HAANOYEYHUKOB. YpoBeHb peabcopbumm HaTpms B KaHanbLax
MoyYyeKk MakcrMarneH y HOBOPOXAEHHbIX Ny FPYAHbIX AETei N MPOrpecCMBHO CHUXaeTCs C BO3pacToM. Tak Kak
peabcopbums Hatpus perynupyetcst PAAC, y 300pOBbIX HOBOPOXAEHHbBIX YPOBEHb peHmHa B 10—20 pas Bollle, YeM Y
B3pocnbix [10].

Bbicokoe notpebneHvne HaTpus yBennyneaeT 06bEM COCynoB, YTO NOAABNSET CEKPELMo peHnHa n obpasosaHue
aHrnoTeHaunHa Il n cHuxxaet 4yBCTBMTENBHOCTb anbA0OCTEPOHOBOrO OTBETA HA aHTMOTEH3MH Il [4].

MeZnneHHbI TUN perynsaumn anbaocTepoHa, obecneymsas 6asanbHyto ero cekpeumto, 3asmcut oT 6anarca K+ n Na*.
MN36bITOYHBIV Kanuii SBASIETCS MOLWHBIM CTUMYISITOPOM CEKPeLMn anbaoCcTepoHa, MOCNeaHUA YCUUBAET SKCKPELMIO Kaus
NoYeyHbIMM KaHanbLamu. 31a obpaTtHas CBA3b SBNSETCS BaXHbIM (hakTOPOM roMeocTtasa kanus [11].

CnepyeT 0[IHAKO y4MTbIBaTb, YTO PEryNaAUMS KanueeBoro 6anaHca npoLecc MHOrodoak TOpHbIN, BKITHOYAOWMIA KakK NoYeyHbie
(ckopocCTb kNy604YKOBOW (ounbTpauum, aeKkT anbAoCTEPOHA), Tak U BHEKNETOYHbIE (MHCY/WH, B-aapeHepruyeckas
CUCTEMA) MEXAHN3MbI.

OTyacTn cekpeuns anbaoctepoHa 3asucuT oT AKTI Ha HaYanbHbIX cTaausix 6BUoCUHTE3a MUHEPaNoKOPTUKOUOB.
MuvHepanokopTUKOMAHbIE PELENTOPLI K aNbA0oCTEPOHY 061afaT LOCTAaTOYHO BEICOKUM CPOACTBOM U K KOPTW30J1y, HO ANS
ero neicteus Tpebyetcs B 100 pa3 6onee Bbicokas ero KoHUeHTpaums [12].

AKTI yBenuumsaeT cekpeLmio anbAoCTepoHa, CBA3bIBASCH C PELLENTOPOM MENAHOKOPTUHA-2 Ha MOBEPXHOCTU KNEeTOK
rnoMepynosbl, akTUBUPYS ageHunaTumMknasy n ysenmymeas BHyTpukneTouHblin LAM®. AKTIT BnusieT Ha HavanbHbIX
cTanmsix buocuHTesa anbaoctepoHa. Cekpeuus anboocTepoHa u cyTouHblin putv AKTI coBnagaloT — mMakcmmyM Belibpoca
anbaoCcTepoHa B YTPEHHME Yachl.

Y yenoseka B reHOMe CyLECTBYIOT ABa reHa, KOAMPYWUX aBe pasHble n30popmbl goepmeHTa 1163-
rugpokcucTepomaaerv-gporenass: HSD11B1 n HSD11B2. Tun 1 n3ogepmeHTa HaxoamMTcs B METAB0NNYECKNX TKaHSX
LleneBbIX FMIOKOKOPTUKOMIOB (NeyeHu, Xuposoii TkaHu, LIHC v ap.) n npeobpasyeT KOPTU3OH B akKTUBHBbIA KOPTN30,
BO3LENCTBYIOWMIA Ha MMIOKOKOPTUKONAHbIE peLenTopsbl.

Tun 2 n3ogoepMeHTa 3CNPECCMPOBaH B TKaHSX, CNEeLMMUYECKN YyBCTBUTENbHBIX K anbA0CTEPOHY. B fnaHHbIx TkaHsx 11B3-
HSD-2 npeobpasyeT KOpTN301 B KOPTWU3OH, MPEOOTBPalLas HEHYXHYIO ak TMBaLMIO MUHEPANOKOPTUKOWAHbIX PELEenTOPOoB.

Takoi MexaHu3M, obecnevrBatowmii cneundgrUYHOCTb PELENTOPOB K anbA0CTEPOHY, CyWEeCTBYeT B NMovkax. TOT (DEPMEHT
npeacTaenseT coboi oAHy U3 OBYX U30(POpM, KOTopas kKoampyetcs reHom HSD11B2 Ha 16-i1 xpomocome [13].

CyMMapHbIM 61ONOrMYECKUM 3PEEKTOM MHOYLMPYEMBIX aNnbLOCTEPOHOM BENKOB ABNSETCS yBENMueHue peabcopbumm
MOHOB HaTpUS, XNopunaooB 1 Boabl. O6beM LMPKYMPYIOLWe KpoBY yBennumMBaeTcs. Hanpotms, akckpeuun Kkanms,
BOLOPOAA U aMMOHWS BO3pacTaeT, hOPMUPYETCS CABUM KUCIOTHO-WENOYHOrO COCTOSIHUSI B CTOPOHY ankanosa.

MatoreHes

rVII'IoaJ'Ib,EI,OCTepOHVI3M MoXeT BbITb NnepBUYHbIM N BTOPUYHbIM. JononHuTtensHo rmnoanbgoCTEPOHN3M Pa3aendtoT Ha Tpu
nonsuaa no ocobeHHocTaM pasBnTuA:

e 130n11poBaHHbIN rMNoanbAoCTEPOHN3M — XapakTepusyeTcs AedULnTOM TONbKO MUHEPaNnoKOPTUKOWAOB.

e CoyeTaHHbIi — CONPOBOXAAETCSA HapYLEHNEM BbIPabOTKM 1 LPYrux rOPMOHOB KOPbI HAANOYEYHUKOB.
[MpomexyTo4yHoEe NoNoXeHne 3aHMMaeT CMeLaHHbI NoABUA,.

e [ceBnorvnoanbAoCcTepPOHU3M — HEBOCTIPUMMYMBOCTb MUHEPaNnoKopTukouaHbix peuentopos (MKP) k anbaocTepoHy,
CVHTE3 KOTOPOro HEe N3MEHEH.

130N1MpOBaHHbIA rMnoanbLoCTEPOHN3M — 3TO CENEKTUBHAS HELOCTATOYHOCTb CEKPELMN anbaoCTEPOHA NPY UHTAKTHOM
6rocnHTe3e KopTn3ona. HepocTaTtoyHOCTb CeKpeumn anbaocTepoHa HabnaaeTcs npy aedouumTe hEPMEHTOB,
OTBETCTBEHHbIX 32 €ro CUHTE3 (HeAOCTATOYHOCTb KOPTMKOCTEPOHMETMNOKCHAA3b! | TUNa unvm HepoCcTaTo4HOCTh 18-
rnopoKcunasbl, HEAOCTATOYHOCTb anbLOCTEPOHCMHTA3bl (KOPTUKOCTEPOHMETMNOKCKMAA3b! || TMna)), CHUXeHUN yHKLUUN
KnyB0o4YKOBOI 30HbI (NMOCNE ANUTENbHOrO MPUMEHEHUS renapuHa B 60MblUMX A03aX) UK HapYLEeHUW OYHKLUMN PEeHWH-
AHrMOTEH3UHHOW CUCTEMBI (MPY UANOMATUYECKOM FMNOPEHNHEMUYECKOM FMNOanbA0CTEPOHN3ME).

BcTpeuaetcsa B nepuo HOBOPOXAEHHOCTUN. HacTo CONpPOBOX AeTCs BbICOKMM YPOBHEM PEHMHA B KpoBY [14].

"MneppeHNHeEMUYECKUIA FMNOanbA0CTEPOHN3M MOXET CONYTCTBOBATb 60/bHBIM, HAXOASWMMCS B KPUTUYECKMX COCTOSHUSIX
(cencuc, bonbluas KPoOBONOTEPS, WOK, TaXenas Tpaema v ap.). Kpome 10ro, runeppeHMHEMUYECKMA rnoasnb LOCTEPOHN3M



MOXeT BblTb CNeACTBMEM BbICBOOOX AEHUS TAKMX LUMTOKUHOB, Kak (0akTop HEKPO3a OnyXonen, UHTepNeiknH-1,
CHMXatoWmnX CTUMy nnpytowee BnusHne aHrmnoteHauna ll, AKTI Ha cMHTe3 anboocTepoHa.

BTopwnyHblil runoanbnocTepoHnam (BIrA) HabntofaeTcs y HOBOPOXAEHHbIX U feTei Mnaawero Bo3pacTa ¢ MHpekumsamu
MOYEBbLIBOAAWMX NyTEN, TAKMMMN KakK NeNoHedpUT, /MM NOPOKOM Pas3BUTKS MOYEBBIAENTMTENbHOM CUCTEMDI,
BbI3blBAOLWMM 0BCTPYKTUBHYIO yponaTuto.

BI'A BcTpeuyaeTcs Npy CUCTEMHOW KpacHOl BONYaHKe, aMUnonao3e, MHOXECTBEHHO M1enioMe, HeoHaTanbHOM
MeaynnsipHOM HEKpPO3e, 0AHOCTOPOHHEM TPOMB03€e NoYeYHO BEHbI, MEYEHOYHON HELOCTATOYHOCTH. Y Taknx 60NbHbIX
aKTUBHOCTb peHuHa nnasmbl (APT1) nosbiweHa [15].

9Ta popma MoxeT bbiTb cneacTemeM yrieteHuns PAAC, neguumta AKTI, NpUMEHEHUsI HEKOTOPbIX NeKapcTB (renapuH —
noaaBnsieT CMHTE3 anbA0OCTEPOHA; MHIMBMTOPBI aHTMOTEH3VHMNpEeBpallaolwero gpepmeHTa (AlNd) — yrueTaroT cuHTE3
aHrnoTeHauHa I, 6nokaTopoB aHrMOTEH3MHOBBIX PELLENTOPOB; CNPONakTOH — BnokmpyeT adodhekTbl anbA0CTEPOHA;
N36bITOYHOE UCMONb30BaHNE MUHEPaNOKOPTUKOUIHbIX NMPEenapaToB — CHUXAaeT NPOHNLAEMOCTb NOYEYHOW KaHanbLEeB
Ons Kanusa n 6noknpyeT ero BolBeeHNe) B TEYEHNE ANUTENbHOMO BpeMeHn. YPOBEeHb peHUHa B 60/bIUMHCTBE CNy4Yyaes
CHUXeH [16].

Kuhnle 1 coaBT. nokasanu, 4T0 KONMMYECTBO MUHEPANOKOPTMKOMAHBIX PELIENTOPOB Npy 06CTPYKTUBHOM yponaTum 66110
CHVXXEHO B OCTPOI ¢hase, HO BOCCTaHABNMBANOCh NOC/E YCMEWHOW XMpyprnyeckoin koppekumm obeTpykuum [17].

MpPWYMHOM r’MNOPEHMHOBOMO TMMOAaNbAOCTEPOHN3MA MOTYT ObiTh Pa3NUYHbIe AePEKTbl CMHTE3A U CEKPELMN PEHMHA:
HapyleHWe NpeBpalleHnsi HEaKTUBHOMO PEHMHA B aKTUBHbIW, paspyLIEHNe IKCTar IoMepynspHoro annapara, LedekTh
cUMnaTnyeckol MHHepBaLUMm noyek, xpoHnyeckoe yeennyeHne OLIK. Mpennonaratot, YTo HapyWweHWsi CUHTE3a 1
CEeKpeLnmn peHrHa MoryT coyeTaTthes ¢ AedpekTamu KyGoUYKOBOM 30HbI KOPbI HAANOYEYHUKOB, Tak Kak Y MHOMMX 60/bHbIX
YPOBEHb aNbAOCTEPOHA HE COOTBETCTBYET NMEIOWENCS rmnepkanmemMmmu.

Jlo HacToAWero BpeMeHn Nullb B ABYX CEMbSAX 0BHAPYXeHbl MyTaLun B reHe peHunHa, KoTopble 06yCcnoBunmn peakyio
HacnenCTBEHHY!0 (ayTOCOMHO-OOMUHAHTHBIA TUM) 601e3Hb nodYek. MeanneHHo Nporpeccupytolee XpoHM4eckoe
3aboneBaHve NoYek NPMBeno K HeobXoAMMOCTN reMoOanan3a NNn TpaHcnaHTauum noykm [18].

Mpw HepocTaTke anbAoOCTEPOHA OPraHn3M HEMPEPLIBHO TEPSIET HATPWIA, XNIOP 1 BOAY, B CBSA3M C YEM YMEHbLLAeTCsl 06 beEM
BHEK/IETOYHOW XMWOKOCTY, @ 3TO NPMBOAMT K FTMMOTOHUM 1 Taxukapaun. OgHoBpeMeHHas 3anepxka K+ n H+ BbibiBaeT
runepkanuemMuio n metabonmueckunii aumaos, nerugparaumio, nageHre aptTepmanbHoro gaBneHus u wok. N3bbitok kanus
yMEHbLAET BbIBPOC PEHMHA, CHUXAETCS CEKPELIMS anbJOCTEPOHA, YCUIMBAETCS SKCKPELMS Kanus noYeyHbIMu
KaHanbuamm [19].

"'MnoanbAoCTEPOHN3M B NErkol hopMe MOXET BO3HMKATb MPY PE3KOM OrpaHnmyeHnm noTpebneHns HaTpus n'y 6oNbHbIX C
MaHrMNonNMTyNTapru3MoM, Tak Kak ANs anekBaTHOro Belbpoca anbAocTepoHa He0BX0LMM HEMOBPEX AEHHDIN runodus [20].

Mpwn BLICOKOM YPOBHE Kanus Aenonspu3auns MHaK TUBMPYET HaTpMEBbLIE KaHasbl U OTKPbIBAET KanneBble KaHanbl.
MMnepkannemmns SBRAETCSA NPUYNHON HAPYLWEHNS 3NEKTPUYECKON akTUBHOCTU CepLa U pasBnTrS CepaeYHbIX apUTMUN,
BN/MOTb A0 OCTAHOBKW B chady anactonsl [21].

Ho3onornyeckue coopmbl
degpununt anbnocrepoHcUHTasbl

Mpwv 3TOM peliko ayTOCOMHO-PELIECCMBHO NaTONOr MU HapyLeHOo NpeBpalleHne KOPTUKOCTePOHa B albA0CTEPOH, TaK Kak
3TOT (PEPMEHT KaTannampyeT TPW K/OYEBbIE peakLyn B CMHTe3e anbaoctepoHa: 11-04e0KCUKOPTUKOCTEPOH —
KOPTUKOCTEPOH — 18-rMapoKCUKOPTUKOCTEPOH.

B 60nbwmHCTBE cnyyaes HaxoasT MyTaumm reHa CYP11B2, KoTopbili KOOUPYET KOYEBON (OepMEHT CUHTE3a
anbpoctepoHa 18-rmgpokcunasy, kotopas NpMcoeanHAeT rMapoKCUbHYIO rpynny K 18-rmapokCUKOpTUKOCTEPOHY. OTOT
reH BbICOKOI cTeneHmn romonorundeH reHy CYP11B1, koanpytowemy doepmeHT 11B-rugpokcunasy, KOTopblii y4acTByeT B
CUHTe3e KopTusona. AnbAoCTEPOHCUHTA3a HE BNNSET Ha CUHTE3 NOJIOBbIX CTEPOUOOB.

PaHblwe 370 3abonesaHne Aenvnv Ha ABa TMna, KOTOpbie Pas3nyaloTCs TONIbKO YPOBHEM HENOCPELCTBEHHOMO
npenwWwecTBeHHNKa anbaocTepoHa — 18-rmapokcmkopTukocTepoHa. Mpu HefocTaTtoyHOCTU doepmeHTa | TMna ero ypoBeHb
CHVXXEH, a Mpu HegocTaToyHocTy Il Tna — noBbiweH. TO pa3nuyne He 3aBUCUT OT XapakTepa MyTauuii n He nMeeT
60NbLWOro KANHUYECKOrO 3HAYEHNS.

Yy rpyaHbIX JeTen ¢ HeJocTaToOYHOCTbIO aNnbOOCTEPOHCUHTAa3bl MOTYT HabnoaaTbcs TSXenble HapyweHnsa 3NeKTPOJZIMTHOro
obmeHa: rmnoHaTpuemMmnsd, rmnepkanmemMma n aungos. Y Taknx 60MbHbIX MNOBbILEHA aKTMBHOCTb peHnHa nna3mbl N CHUXEH
YpOBEHb anbgoCcTepoHa. ViHorpa nocnefHuin He 0OCTUraeT HUXHEN rpaHnubl HOPMbI, HO BCerga He COOTBEeTCTBYET
cTeneHn rmnepkanmemMmn n rmneppeHnHeEMnii. ConepxaHme KOPTUKOCTEpPOHa 4acTo NOBbIWEHO.



OnHako, NOCKOMbKY CUHTE3 KOPTU30na He HapyLweH, 3aboneBaHvne NpoTekaeT He CTOMb TSAXENo, Kak npu cuHapome
noTepu CONMK, XapakTEPHOM AN BPOXAEHHON ANCHYHKUMM KOpbl HaanovyeuHnkos (BOKH) ¢ HegocTatouHocTbiO 21-
rnapokcunasbl. Hekotopble cnyyan Boobuie He AnarHocTmpytoTcs. B nanbHeliwem Takme 60nbHble 0TCTaT B (OU3MYECKOM
pasBMTUN.

Kak yxe oTmeyanocb, y HEKOTOPbIX 60/bHBLIX 3HAYNTENBHO BO3pacTaeT ypoBeHb 18-rmapoKCHKOPTUKOCTEPOHA, HO 1
HM3Kas ero KOHUEHTpaLMs He NCK/loYaeT aAmarHosa. Y B3pOoChbiX YneHOoB ceMby 6ONbHOrO, Y KOTOPbIX TakXe MOBbIWEH
YypOBeHb 18-rmapoKCMKOPTUKOCTEPOHA, HAPYLWEHNS SNEKTPONMTHOrO 06MeHa OTCYTCTBYIOT. [poBOLMPOBATL UX MOXET
CHVXEHMWE YPOBHS HATpUs (Hanpumep, Npu NoAroToBKe K uppurorpadoun).

NeyeHune ceoomTCs K noabopy [LOCTAaTOYHOro Konmyectsa donyapokopTuaoHa (0,05—0,3 Mr B cyTku), o6naaarolero
MUHEPanoKOPTUKOUOHOW 1 FIOKOKOPTUKOUAHOW akTUBHOCTbIO. [oyTn BCe rpyOHNYKIM U AeTU paHHero so3pacTa
HY>X4atoTCsa B NepopanbHOM NprYeMe XA0PMCTOoro HaTpus (80 2 r B geHb). [Nocne HopManusaumm akTUBHOCTU PEHUHA B
nnasme npvem nepopanbHbix 406aBOK HATPUS MOXeT ObiTb NpekpaweH. C BO3pacToM CUMMNTOMbI MOTEPMW CoMv 06bIYHO
CTaHOBSATCS MEHEE BbIPaXXEHHbIMU U HEOBX0AMMOCTb B NIEKAPCTBEHHOM Tepanuu oTnagaeT [22].

BpoxaeHHasi runonnasusi Kopbl HagnoyeyHukos (BIr'KH)

970 penkas chopma HefoCTaTOYHOCTU HAAMOYEYHMKOB, KOTOpas BCTpeYaeTCcs B BUAE CNOPaANYECcKOii, ayTOCOMHO-
peLeccnBHON N X-cBs3aHHOW OOPM 1 NPOSIBASIETCS Y HOBOPOXAEHHbIX B BUAE CUHAPOMA NOTEpW CoNun. Ta Natonorus
BCTpeYaeTCs B OCHOBHOM Yy Manb4nkoB 1 obycnosneHa myTtauuei reHa DAXT (Ha xpomocome Xp21), yyacTBytowwero B
CUHTE3€e AOepHbIX TOPMOHAbHBIX PELLENTOPOB. X-CBA3aHHas oopMa BPOXAEHHON rMnonnasum Haano4yeyHKoB 4acTo
coYeTaeTCs C MbllweYyHow auctpodomen [ioweHa n HeJoCcTaToO4HOCTbIO MnLEepPUHKMHa3LI [20].

KnunHuka 3abonesaHns cuenneHa ¢ HapylweHneM CMHTe3a BCexX rpynmn KOPTUKOCTEPOnNa0B — MUHEPASTOKOPTUKOW OB,
I NIOKOKOPTVKOWIOB, aHAPOreHOB.

I'Ip|/| TAXENON HaaNo4Ye4YHNKOBOWM HEQOCTATOYHOCTM B nepsble Yacbl N OHWN XWN3HN pe6eH0K BANbIA, anneTUT CHUXEH,
NnosABNAKTCA CpbirMBaHne, peoTa, XUOKWNA CTYN, B34YyTne XuBeoTa. HapaCTaeT 3KCMKO3, LMaHO3, MPaMOPHOCTb KOXHbIX
NOKPOBOB, Taxumkapaus, rnyxoCtb cepaeydHblX TOHOB, rMNOTeEpMUsA, NOTepPs CoO3HaHUA, Cyooporn. KnuHunyeckmne
nposiBneHns 6onesHu O6yCJ'IOB)'IeHbI CHMXeHueM brocuHTesa anbOoCTepoHa. 9710 NPpMBOOUT K NOTepe HaTpus Yyepes
NOYKN, KMIWWEeYHWK, NOTOBbIE Xene3bl.

JaHHble CMMMNTOMbI SIBNISIOTCS BEAYLMMU, 1 HACTO CTABUTCS OWMBOYHBIM AMArHO3 OCTPOro KMILEYHOro TOKCMKO3a 1
3KCMKO3a Kak MHPEKUMOHHOro, Tak 1 (0epMeHTaTUBHOMO XapakTepa (naktasHas HegoctatoyHocTb). Y geteri ¢ BIKH ¢
POXOEHNS MOXHO 3aMETUTb NUrMEeHTaLMNI0 CPEANHHOrO WBa NeHnca, KOXWu MOWOHKKN, CPeANHHON NMHUN XM1BOTa, OPEObl
cockos [20].

YKasaHHble CUMMTOMbI NPOrPECCUPYIOT B TEYEHNE HECKONbKUX CYTOK 1 NPW OTCYTCTBUWN 3aMeCcTUTEeNbHOM Tepanuu
NPUBOIAT K netanbHoMy ucxoay. ¥ manbynkos mytaums reHa DAX1 sBnsetcs npuyvHON BTOPUYHOMO rMnoroHaan3ma,
TECTUKY bl B MOLWOHKE OTCYTCTBYIOT.

Mpw nerkoli opMe KIMHNYECKME CUMMTOMBI MOSIBNSIOTCS B N0OOM BO3pacTe B BUAE 3a0EPXKKM POCTa, OTCTaBaHUM B
macce Tena, cnabocTu, runepnurMeHTauum. @rusnyeckoe Nnm NCMXNYECKoe NepeHanpsixXeHne, BUPYCHble 1
H6akTepuanbHble MHGEKLMN, ONepaTuBHbIE BMEWaTeNbCTBA MOryT NPOBOLMPOBATL Y TakMX 60MbHbIX 8 aNCOHNYECKII
Kpu3.

Mpw ropmoHanbHOM o6cnenoBaHMK BbISBNSIOT NoBbilweHe YpoBHS AKTI 1 akTMBHOCTY PEHMHA M1a3Mbl, CHUXEHNE
cofepXaHns anbaocTepoHa, KopTnsona, aHaporeHoB B KPOBU.

I'Ip|/| OCTpPOM Kpunse HaOno4Ye4yHNKOBOW HEQOCTATOYHOCTM BbISBNSIOT rmnepkanneMmio, rmnoHaTpnemMnto, rmnoxnopemMuto,
rmnornmKeMuto, meTabonunyeckuii aunnoos, noBbllleHe reMaToKpUTHOroO nokasarens, runepkanmeMnto Ha OKT.

B rpynHoOM Bo3pacTe cnefyeTt NpoBOAMTb AMdpdepeHLManbHbIli AUArHo3 ¢ BPOXAEHHON AUCHYHKLMEN KOpPbI
HaAMNOYEHVKOB, MUIOPOCTEHO30M, KULWEYHLIMW MHADEKLUAMM, cencrcom [23].

Mpuob6peTteHHas doopma NEPBUYHOrO rMNoanbAoCTEPOHM3MA

91a hopma MoXeT BbIThb CBSI3aHa ¢ AedpekTamm BocMHTE3a anbaocTepoHa. Tak, AAMTeNbHbIl MPUEM renaprHa MoXeT
BbI3bIBATb HATPUilypes 1 runepkanvemuio. lNpenapatbl renaprHa noaaBnstoT CUHTES anbL0CTEPOHA, KOMMEHCATOPHO
NoBbIWAs aKTUBHOCTb PEHUHA B Nnasme.

Hwuakne KOHUEeHTpaunn anbgocTtepoHa B nia3me c NOBbIWEHHOM aKTUBHOCTbIO peHnHa BbIABNAKTCA Yy O4eHb TAXeNblX
nauMeHToB C CENCUCOM, MHEBMOHUEN, MEPUTOHNTOM, NEYEHOYHON HEJOCTATOYHOCTbIO U MPU ANNTENbHOM NIeYeHUn
r’MNOTEH3MBHbIMU NpenapaTtamun.

CumTaloT, YTO TO CBSA3AHO He C Kakum-nmbo KOHKpPEeTHbIM 3abonesaHnem unu Tepanme|7|, a C OTHOCUTESIbHOW



He[0CTaTOYHOCTbIO KNy604YKOBOM 30HbLI HAAMOYEYHNKOB. YPOBEHb KOPTU30NA B Nnasme BbICOKWIA, YTO oTpaxaeT
cTpeccoBoe cocTosHme. OTBET Ha MHPY3NIO aHTMOTEH3MHA HapywaeTcs, 1 OTHOWeHne 18-rnapoKCUKOPTUKOCTEPOHA B
nnasme K anbAoCTepoHy YBENNYMBAETCS, YTO yKasblBaeT HA CENEKTMUBHYIO HEJOCTATOYHOCTb
KopTuKocTepoHMeTunokeuaassl Il tuna [18].

nceB,D,OFVIﬂoaﬂb,D,OCTGPOHMZBM

310 reTeporeHHas rpynna HacneacTBeHHbIX 3a6oneBaHuin (NoYeyHbI ConeBoii anabeT), BbidaBaHHAsA HapylweHneM
peabcopbLmy OHOB HATPUS BCNIEACTBUE HU3KOM YYBCTBUTENBHOCTN MUHEPANOKOPTMKOUAHbLIX PELEenTOPOB KaHanbLesoro
AMMTENNS NoYeK K anbA0CTEPOHY.

lMceBaornnoansnocTepoHn3m 1-ro tuna

Mceeporunoansnoctepornam 1-ro tuna (MFA1) — reHeTndeckmn obycnosneHHoe 3abonesaHve, Npy KOTOPOM MoYeyHbIe
KaHanbLbl He cnocobHbl YBENNYMBATDL 3KCKPELMIO MOHOB Kanus v peabcopbumio MOHOB HATPUS U Xopuaa NoL BAUSHUEM
anbLOCTEPOHA BCNEACTBUE HU3KOI YyBCTBUTENBHOCTU PELIENTOPOB KAHANbLIEBOr0 ANUTENUS K anbA0oCTEPOHY. BmecTe ¢
HaTpWeM OpPraHnaMm TepsieT 3HaYNTENbHbIA 06 bEM XMOKOCTY (NONNypKrs), pa3BuBaloTCs gerungpartaums, Conesoe
ucToleHmne, ouctpogus. ConepxaHue HaTpus B Nnasme Kposu Bcerga Huxe 130 Mmonb/n. Mpu 3TOM GoyHKLMK MOYEK U
Hagno4Ye4yHUKOB B HOpMe [24].

CMnoHaTpMeMusi U rMNOBONEMUS CTUMYNUPYIOT N3ObITOYHYIO CEKPELIMIO anbA0CTEPOHA, OAHAKO, HECMOTPS Ha
nepeHanpsiXXeHne MUHepPanoKopTUKOULHOW OYHKUMM KOPbl HaANO4YeYHNKOB, peabcopbumsi HaTpUS B MOYKax ocTaeTcsl
CHUXeHHoN. B otnnymne ot BI'KH 1 Haano4e4yHnKoBOM HEAOCTATOYHOCTM NPU NCEBAOIMMNOAanbA0CTEPOHM3ME PE3KO
MOBbIWEH YPOBEHb PEHMHA N anbAOoCTEepoHa.

MepBuyHblE TyBynonatum, NPOSIBASIIOWMECS COCTOSIHUEM MCEBAOMMMNOabA0CTEPOHU3MA, Halle 0BHapyXMBalOTCS y feTei
B MepuoLie HOBOPOXAEHHOCTU U rpyAHOM Bo3pacTe. Y AeTell cTapliero Bo3pacta noyYeyHblii conesoit guabet
pasBMBaeTCs Yalle Kak BTOPUYHbIA B CBA3W C NMeNoHedpuToMm [25].

BoisieneHbl ase gpopmbl MNIFAT.

AyTOCOMHO-OOMUHaHTHas peHanoHasa copma (OMIM 600983) — myTtauum reHa MLR (NR3C2, 4931.1)
MUHEePanoKopTUKONAHBLIX PELIENTOPOB IMaBHbIX KNETOK cobupaTenbHbix Tpy6oyek. Y HEKOTOPbIX NauneHTOB B NPOLECC
BOBMIEKAKOTCS NOTOBbIE U CNIOHHbIE Xene3bl, aNUTENUA TONCTON KUWKN [26].

AyTOCOMHO-peLieccrBHas nonvoprarHas gopma (OMIM 600761) — MyTaumm B reHax, Kogupyowmx a-, B-, y-
cybbeauHULbl HAaTPUEBLIX anUTenuanbHblx kaHanos (ENaC) cobupatenbHbix Tpybouek (SCNN1A, SCNN1B, SCNN1G,
12p13, 6p13). dedhekT TpaHcnopTa HAaTPMS BO MHOTMX OpraHax, cogepXauwmx anMtenmanbHbie HaTpueBble KaHanbl, — B
noykax, Nerkux, KMWeyHmke, dK30KPUHHbIX Xenesax.

AyTOCOMHO-peLeccuBHbii MTA1 NposiBNAETCA B HeoHaTabHOM NEPUOAE C rMNoHaTPUEMUE, BbI3BAHHOMN MOMOPraHHOM
noTepel Conu, BKoYas NOYKM, TONCTYIO KWLWKY, MOTOBbIE 1 C/IIOHHbLIE Xenesbl. MNpun aTon (oopMe TUMNYHO MOBbIWEHNE
HaTpWs 1 XJI0PUAOB B NoTe, CNtoHe, Kane. MNpwn aTol dhopMe NnoTeps CoNM 0TMEYaloTCs cpasy Nnocne PoXaeHWs, BO3MOXEH
neTanbHbIi NCXO4. DTOT BAPMAHT COXPaHSAETCS U Yy B3POC/IbIX NaLWUEHTOB.

M3 oueThl ncknoyaroTesa kanvicoaepxawme npoaykTel. BocnonHenne conu: BBegernve NaCl oo 1,5 r/kr/cyT (ao 50
MMONb/Kr/CyT), fo3a noabupaeTcs NHANBMAYaANbHO, NCXOAA M3 CYTOYHbIX MOTEPb HATPUS C MOYO, YPOBHEN HATpWS, Kanus
B KPOBW, NoKasaTteneil anbfocTepoHa U akTMBHOCTM PeHMHA B nnaame. Y OeTei nepBbix ABYX NEeT XU3HW A03bl X1opuaa
HaTpus, Kak NpaBuno, BapbupytoT oT 4 r/cyT o 12 r B cyTkn. B 60NbIIMHCTBE CNyYaeB ¢ BO3PACTOM NOTPEBHOCTb B COMM
3HauuTenbHo cHnxaetcs. Koppekums Metabonnyeckoro aumnnosa npoBoanTtcsa brkapboHaTom HaTpus (4% pacteop: 1 Mn
— 0,5 mmonb) 1—4 Mmonb/Kr/cyT [27].

OnvcaH TpaH3UTOPHbI CUHAPOM runepkaneMun n Metabonnyeckoro aunnosa 6e3 notepu conu y pebeHka rpyaHoro
Bo3pacTa. Ero paccmatpumBatot kak BapuaHT peHanbHoro MNMrA1. CnocobHOCTb NOAKUCAATE MOYY MOCHE Harpy3ku
Kucnotamu npu 3aboneBaHNn CoOXpaHeHa, HO SKCKPELIMS KUCIIOT NOYKaMU CHUXXEHA B CBA3M C O4EHb HU3KOM aKCKpeLuei
aMMOHMSI. XOTS CHUXEHME NPOoayKUMM aMMOHUSI 0BYCNOBNEHO CaMoii rMnepKanmemMmnein, B MexaHuame pasBuTmsi 3Toi
OOpPMbl KNIOYEBYIO POSIb UrpaeT A4eUUNT anbAoCTepPOoHa UM PE3UCTEHTHOCTb K HEMY MOYEYHbIX KaHaNbLEeB.

Lns atoi POopMbI B KNMHKKE TUMWYHA NONUYPUS, NONUZUNCUSA, 3NN30abl AerngpaTtaunmm, 3agepxka pusnyeckoro
pa3snTuAd, apTepunanbHasa rmnoTeH3ns.

MoaTBepxhaeT AMarHO3 BbiSIBIEHWE rMNoHaTpMeEMnM, runepkanemMun, MeTabonnmyeckoro aunaosa, noBblleHne
aKTUBHOCTW PEHMHA 1 YPOBHSA anbLoCTepoHa B nnasme. B Bo3pacTte 1-2 neT MOXeT HaCTynnTb yny4lleHne, BO3MOXHO, 3a
CYeT yNnyulleHns peHanbHoro TybynsipHOro oTBeTa Ha MMHepanokopTukonapl [28].

lNceBaornnoanbnocTeEpPOHN3M 2-ro Tuna (cuHapom ropaoHa)



MceBnorunoanbaoCcTEPOHN3M 2-r0 TUNa (CMHAPOM opAoHa) — ayTOCOMHO-LOMVHaHTHOe 3aboneBaHne, B OCHOBE
KOTOPOro nexar aktmsupytowme mytauum B reHax WNK4, WNK'1, KLHL3, CULS, KoonpyiowWwnx CeprH-TPEOHNHOBbIE
KMHa3bl, pacronoXeHHble B AUCTaNbHbIX OTAenax HedpoHa, OTBETCTBEHHbIE 3a TPaHC- U NapauennionsapHoe OBuXeHne
Xnopa, 4TO BTOPMYHO NPUBOAUT K NOBPEXAEHUIO CeKpeummn kanusa 1 sogopona [29].

11B-HSD-2 peakTnBMpYyeT KOPTU30N B Noykax. KopTnson AeiCTBYeT Ha Te Xe peLenTopbl, YTO U anbAOCTEPOH, 1 B
otcytcTBue 11B-HSD-2 n3bbiTouHOe BO3AEACTBME NPMBOAMT K NPOSBNEHNSAM, OyONMPYOWMM NPOSBNEHNS
rmnepanbaocTePOHN3MA: TMNOKanMeMnUn N CUIbHOMY MOBbIWEHNIO AaBneHns. HassaHue aToro paccTponcTea — CUHOPOM
Kaxyluerocs n3bbiTka MUHEPaANOKOPTUKOWIOB.

Bonbwwre [o3bl FULMPPU3NHOBONA W FIMLMPPETUHOBOW KUCNOT B 3KCTPaKTe nakpuubl MOryT uHrnbuposatsb 113-HSD-2,
TakXxe npuBoAA K NCEBAOrMNepanbhaoCTEPOHN3MY.

MoBblweHa peabcopbums xnopuaa HaTpust B TONCTOM BOCXOASIWEM KOeHe neTnu "eHne, 4To NPMBOAMT K HapyLUEeHWIo
CeKpeLmMn Kanus 1 BoLOPoAa B KOPTUKaNbHbIX cobupaTenbHbix Tpyboukax.

BonesHb xapakTepnayeTcs apTepunanbHON rmnepTeH3nen n3-3a 3afep XK HaTpus U runepkanvemMmein ¢ Metabonmyeckmm
aunO030M 13-3a HapyLeHNs aKCKpeuun Kanus u KUCNoThbl.

B aHannsax KpoBu BbISIBSIETCS runepkanvemms, Metabonmyeckuii aumanos, CHUXeHNe akTMBHOCTY PEHUHA, HopMaribHast
UNN HU3Kas KOHUEHTpaLUUs anbA0oCTepOHa Nnasmel (MPU HOPManbHOM YPOBHE KpeaTuHUHA B KpoBK). Mpu aToMm
3ab60eBaHnM reH, KoOMPYIOWMA peLenTop MUHePanokopTUKOUOOB, HE U3MEHEH.

OrpaHnyeHne noTpebneHns NoBapeHHOM CONN N Ha3HaYeHe OUYPETMKOB (TMasnabl) YMEHbILAIOT FMNEPBONEMUIO U
MOBBIWAIOT YPOBEHb PEHMHA U aNnbAOCTEPOHA.

CuHapowm Jlngana (ncesnoanbnocTepoHN3M)

CuHapom Ninpnna (nceepoansnoctepornam) (OMIM 177200) — HacnencTBeHHoe 3aboneBaHue, xapakTepuaytoleecs
paHHUM 0ebloTOM TSXenon apTepuancHol rMnepTeEH3NN, B COYETAHUN C HA3KMMU YPOBHSIMW akTUBHOCTMW PEHMHA 1
anbpocTepoHa nnasmel, runokannemmeri n metabonmuecknm ankanosom [30].

AyTOCOMHO-AOMVHAHTHBIV TN HacnenosaHus — myTauum reHos SCNN1B, SCNN1G (nokyc 16p12.2), koTopble NpMBOAST
K HapyLWeHWIO CTPYKTYpPbl B- 1 Y-CyObeanHUL aMUnopua-4yBCTBUTENbHBIX SNMTENManbHbIX HaTpueBsblx kaHanos (ENaC)
CBSA3YIOWMX KaHANbLEB U rMaBHbIX KNETOK KOPTUKaNbHbIX cobupaTtenbHbix Tpybok. 3amenneHune nerpagauumm ENaC
nposiBnsieTcs U3bbITOUHON peabcopbumein HaTPUA 1 NoTepeit kanus. N3bbiTouHas peabcopbums HaTpUs BeLeT K
apTepuancHoi rMNepTeH3nn BCIeACTBUE YBENMYeHNs 06 beMa LMPKYIMPYIoWel KpOBM, YTO NOAABNSET CEKPELMIO peHUHa
1 anbaocTepoHa.

3abonesaHune NPoOSBNAETCS TAXENOW apTepuanbHol rmnepTeH3neit, 6uICTpo yTOMASEMOCTbIO, Taxukapanei, MblleYHOw
rMNOTOHMEN, NONNypuein, 0TCTaBaHUEM B NMCUXNYECKOM U oU3NYECKOM Pa3BUTUN.

I‘IomBepxnaeT OnarHo3 Hann4me runokanmnemmn, mMeTabonnyeckoro ankanosa, HM3kunx nokasarenein akTmsHocTn APl n
anbocTepoHa Nnasmbl.

BonbHbIM pekoMeHayeTCs orpaHnyeHne noTpebneHuns conn. HasHavaoT kanuiicbeperamowme anypeTnkn (aMmnopua,
TpramTepeH), koTopble HopManuaytoT ALl n meTabonunyeckme HapylweHms.

HecBoeBpeMeHHas amarHoctuka cuHapoma Jinanna v oTcyTCTBrE afekBaTHOM Tepanum TAXeNon apTepranbHoi
rMNepTEH3NM MOTYT NPUBECTU K Pa3BUTMIO XPOHNYECKON 60ne3HM noyek. MNpu hopMUpOoBaHMN XPOHNYECKON NOYEYHOW
He[oCTaTOYHOCTM NPOBOANTCS UX Nepecanka.

Bpox,quHaﬂ ,ﬂMCprHKLLMﬂ KOpbl HaoMNoO4Ye4YHUKOB

BpoxaeHHas amcdyHKuma Kopbl HaanovyeyHukos (BOKH, BpoxaeHHas BMpunuampyowas runeprnnasuns Kopbl
HaAMNOYe4HNKOB, aApPEeHOreHNTaNbHbIA CMHAPOM) — rpynna 3aboneBaHunii ¢ ay TOCOMHO-PELLECCUBHBIM THUMOM
HacnenoBaHus, 06yCnoBNEHHbIX 4EEKTOM OLHOMO U3 (DEPMEHTOB UMK TPAHCMOPTHLIX BENKOB, MPMHUMAIOWMX yYacTue B
CVHTEe3e KopTusona u/mnun anbaoctepoHa [31].

Mpwu HekoTopbIx doopmax BAOKH (nvnonpHas runepnnasns HagnovyeyHnkos, aedomunt 11a-rugpokecunassbl, aecpuumnt 3B-
rMapoKcucTeponanernaporeHassl, neuumnT 21-rugpokcnnasbl) oTMevaeTcs 4eduumnT MUHEPanoKopTUKONOOB,
NPOSBASAOWNIACSA CONbTEPSIOWNM CUHLPOMOM.

HannoyeyHukn cekpeTmpyroT CTeponiibl, €AnHbIM CybCcTpaToOM KOTOPbIX SABNSeTCS xonectepuH. Moa BnnsHuem 11a-
rmapoKcrnasel 3 Hero obpasyoTcs Bce NpeawecTBEHHUKM KOpTrkocTepouaos. MNpu nedekte aToro pepmeHTa
HapylwaeTCs CUHTE3 BCEX FOPMOHOB KOPbI HAAMOYEYHNKOB — IMIOKOKOPTUKOWUAO0B, MUHEPANOKOPTUKOMAOB, aHAPOr EHOB.

Hednunt KopT13ona no NpUHUMNY oTpuLaTensHon obpaTtHoi cBa3n ctumynmpyet cekpeunto AKTI, uto cnyxuT



MPUYMHONA rnepnnasum Kopbl Haano4ye4HnKoB. N36biTok AKTIT nprBoanT K ycuneHuio ctepomaoreHesa. Mpu MHormnx
chopmax BI'KH ycunusaetcs cekpeumns HaanoYe4YHMKOBbIX aHAPOrEHOB, YTO NMPUBOLMT K BUPMAM3aumm 60NbHBIX XEHCKOro
nona.

JinnonagHas ruriepnsia3ns Hagrio4e4YHnKoB

3aboneBaHue cBa3aHo ¢ aedpekToM StAR npoTenHa, npenctasnsiowero coboi TpaHcnopTHbI Benok, obecnednsarowmii
[OCTaBKy XONleCTeprHa B MUTOXOHAPUN KNETOK KOPbl HAANOYEYHKOB 1 roHan. eH STAR HaxoouTcs Ha KOPOTKOM nneye
8-11 XxpoMocoMbl B lokyce 8p11.23. ODTOT NPOTEMH UrpaeT KNOYEBYIO POJb B NPEBPALLEHN XONECTEPUHA B MPErHEHOOH
[32].

B KOpe Haarno4ye4yHKOB OH OCYLECTBNSAET NepBbl 3Tan 6uocnHTe3a CTeponaHbIX rOPMOHOB. MyTaLI,I/IH 9TOro reHa
BbI3bIBAIOT PEOKYIO (DOPMY BPOXLAEHHON rmnepnnasnun HagnoyYye4yHKoB — ANMONGHYIO runepnnasuio.

Mpwn HepoCcTaTOYHOCTM 3TOr0 cpepmeHTa 610KMPYETCH CUHTE3 anbAOCTEPOHA, KOPTN30Na, aHAPOreHoB. MoBbIWeH YPOBEHb
AKTI 1 aKkTMBHOCTb peHuHa nnasmbl. 3abonesaHne MaHNPECTUPYET CUMNTOMaMM CONbTEPSIOLLErO KPpU3a yXe B TEHYEHUE
nepBbIX OBYX HeLenb Xn3HW. [MNpakTnyeckn Bce 6oNbHbIE yMUPAIOT B NEPBbIE OHW MOCNE POXLEHUS.

Y neBo4yek C*)OpMVIpOBaHI/Ie Hapy>XHbIX N BHYTPEHHUX reHnTannin He HapyuweHo. Y Manb4mMkoB OHU C(pOpMI/IpOBaHbI
NONHOCTbIO NO XXEHCKOMY Tuny.

Ha ayToncum BbISIBASIOTCS rMNepTPOUPOBAHHbBIE HAAMNOYEYHUKN C BLICOKUM COAEPXaHnem nunnnos (npeobnanaet
xonecTepuH). FopMoHanbHbIX MApKePOB 3TOM NaTONOrN HeT.

Lns Bepndomkaumm anarHosa Heob6xoaMMo MOJSIEKY NAPHO-reHeTUYeCKoe NccnenoBaHne, KOTopoe 0bHapyXMBaeT MyTaumio
B reHe STAR.

Jeqpuumt 11a-ruagpokennassi (20,22-necmonasbi)

NunonnoHas runepnnasns HaaNo4Ye4YHUKOB BCNEACTBUE HeJocTaTouyHocTu dpepmeHTa P450c11al. B ocHoBe 3abonesaHus
nexart nedektbl reHa CYP11A1 (15923-924), kogupytowero dpepmeHT P450c11a1, akcnpeccmpyemblil BO BCEX
CTEePOUAOreHHbIX TKAHAX U HEOOXOAMMBIV ANS OCYLWECTBAEHNS MePBOro aTana 61MocuHTe3a CTeponaHbIX rOPMOHOB —
npeBpaLeHns XxonectTepmHa B NPerHeHoOI0H.

Mpn nedpuumte P450c11al nmeeT MecTo NOHOE HapylLeHe CUHTE3a BCEX KNAacCoB CTEPONLOB Kak B HAAMOYEYHMKaX, Tak
1 B roHagax. MexaHunam passutus 3abonesaHms 1 KaMHUYeCKas kapTuHa cxolHbl ¢ aecomumtom benka StAR. OnucaHbl
cly4yaun CTepTbIX OOPM.

BoneaHb 06bIYHO NPOSBNSAETCS Y HOBOPOXAEHHBIX TSXXKENOW HAAMNOYEYHKOBON HELOCTAaTOYHOCTBIO (BO3MOXHO pasBuTue

NPWU3HaKOB HELOCTATOYHOCTY HAAMNOYEYHUKOB A0 6 MecsLeB). NpUMepPHO TpeTb rpyaHbIX AeTel ¢ 9TUM oepMeHTaTUBHBIM

[edrUMTOM BbIXUBAET. Tak Kak CTEpOMIOreHes B MOMOBbIX Xene3ax HapyleH, AeTW C FTeHEeTUYECKMM KakK MyXCKUM, Tak U1
KEHCKMM NOJIOM UMEIOT XEHCKUIA oeHoTun. TopMoHanbHbIX Mapkepos HeT [31].

LnarHo3 cTaBMTCS Ha OCHOBAHMM MOJIEKYNISIPHO-TEHETMYECKOro uccnenoBaHus reHa CYPT1A1.

NeyeHune 3akntoyaeTcs B 3aMECTUTENBbHON ropMoHanbHOW Tepanun. KoppekTupyeTcs ypoBeHb IIOKOKOPTUKOWLOB 1
MUHEPANOKOPTMKOMAOB.

Legpuunt cpepmenta 11B-ruapokcmnassl

BpoxaeHHas HegocTtatoyHocTb 11B-rugpokecucTeponaaernaporeHassl NPUBOANT K PA3BMTUIO CUHAPOMA MHMMOTO
136bITKa MUHEPaNOKOPTMKOWUOOB, KOTOPLIV CNYXUT NPUYMHOA MUHEPaNOKOPTUKOUOHOW rMnepTeH3un.

11B-rnppokcnnasa — 370 PEPMEHT, NIOKANN30BAHHbIA B MUTOXOHAPUSX KNETOK My4KOBOM 30HbI KOPbI HAAMOYEYHUKOB,
npespauaowwnii 11-gesokcnkopTnaon B kopTnaon u 11- gesokcukoptukoctepoH (11-00K) B kopTrkocTepoH [33]. OToT
6enok kogupyetcs reHom CYP11B1 (8921).

Jdedonumnt aToro dpepMeHTa BeAET K CHUXEHUIO KOHLEHTpauuy KopTu3ona, 4To NpuBoAuUT K akTnemaaumm cuHtesa AKTT .
MocnepHWin YpeamMepHO CTUMYNUPYET yXe BHYTPUYTPOBHO KOPY HAAMOYeYHMKOB. B pesynbTaTte NponcxoauT naMeHeHne
CMHTE3a CTepOoNaHbIX FOPMOHOB B CTOPOHY FOPMOHOB, CUHTE3upyowmnxcs 6e3 yvactus 11B-rugpokcmnasbl: 11-
[Ee30KCMKOPTUKOCTEPOH, AernaposanuaHipoCcTepoH, aHAPOCTEHONOH.

11-0€30KCMKOPTMKOCTEPOH U ero MetabonnTbl 061anaoT MUHEPanokopTUKOUAHON ak TUBHOCTbLIO. 36bITOK 3TNX rOPMOHOB
BbI3blBAET 3aLEPXKY HATPUS U BOLbI B OpraHuame. YcunmeaeT 3afepXky Hatpusi n 18-rmapokcunvpoBaHHblii Metabonnt
11-pe3okcmkopTrkocTepoHa. Mpu aTom akTneHocTb PAAC cHuxaeTcs no Tuny obpaTtHoi CBA3W.

["'MnepHaTpremus, runepsonemMms NpmeoaaT K nosbiweHnio Al. OgHako apTepmanbHas runepTeH3ns yaule BbigBnseTcs
nocne 3—4 et B CBA3M C peKM N3MEPEHNEM 3TOr0 nokasartens y neten.



Mpw Hanumuum cToiikoro nosbiweHns ALl y 60/bHbIX Pa3BMBAIOTCSA NPU3HAKW, XapakTePHbIE NS rMNepTOHNYecKon 60ne3Hn
C Nopa>keHNeM OpraHoB-MULLEHEN: pacCIlMPEHNe rpaHnL, cepala, 3MeHeHne CoCyA0B MNasHoro AHa, nopaxeHune noyex.
MosbiweHne ALl He Bcerpa cooTBeTcTBYET YpoBHIO yBenuyeHns 11-0OK. B HekoTopbix cnyyasx apTepranbHas
rMNepTeH3ns y aTnx BOMbHBIX BbISIBNSETCS B CTapLLEM UK NOAPOCTKOBOM BO3pacTe (Heknaccuyeckas gpopma). B atumx
cnyyasix aedoekt reHa CYP11B1 HerpyOblii.

HepocTtatouHocTb 11B-rupgpokcmnasbl PMBOAUT K BbIPaXXEHHOM runepaHaporeHnn, oopMupyioleics ete
BHYTPUYTPOOHO. K MOMEHTY POXAEHWSI HAapYyXHblE reHMTanMmn 4eBo4Yek NMeT BucekcyanbHOE CTPOEHNE: KNNTOP
rMnepTpogUPOBaH, NOoBbLIE ryObl MOTYT HAMOMUHATE MOWOHKY. Y Manb4yMKOB MPU POXAEHUN HAPYXHbIE TeHUTanum
COOTBETCTBYIOT Nony pebeHka, MoOXeT BblTb YMEPEHHO YBE/MYEH NMOMOBOI YieH. [Mocne poxaeHus 6biICTPo NporpeccupyeT
npexaeBpeMeHHoe NooBoe 1 (hnsmyeckoe passutme [34].

[narHos ycTaHaBnMBatoT C MOMOLWbIO n3MepeHusi 6asanbHoro u ctumynmposaHHoro AKTIT ypoBHs 11-ne3okcukopTunsona,
11-0e30KCMKOPTUKOCTEPOHA M aHaporeHoB. [NMpu aTol naTonorum yposeHb 11-ge3okcukopTtmaona nosbiweH 8 10—-40 pas,
a 6azanbHblii ypoBeHb 11-0e30KcukopTukoctTepoHa — B 10-15 pas.

Ins noatTesepXaeHns gmarHo3a onpenensioT cogepxadune Tetparungpo-11-gesokcukoptusona, Tetparungpo-11-
[1e30KCUKOPTMKOCTEPOHA (OCHOBHbIE MeTabonnTel 11-10K). MokasaTtenu anboocTepoHa U aKTUBHOCTb PEHMHA NNasMmbl
4aCTO CHUXEHbI, MOXeT HabntopaTtbcs runokanuemms. ObszartenbHa Budyanusauns HagnoveyHnkos (Y3WU, KT, MPT), ¢
MOMOLLBIO KOTOPOW BBISBNAKOT UX TMNepnnasuio.

OcHoBHbIM MeTofoM Tepanun 11B-ruaopokcmnasHoro aedouumnTa siBseTcs Ha3HavyeHue rnioKoKOPTUKOULOB, KOTOPbIE
nonasnstoT BolpaboTky AKTI. AnekBaTHO NoaobpaHHas fo3a rioKOKOPTUKOUAHbIX MpenapaTtos Hopmanuayet ALl v
obecrneymBaeT NpaBuNbHbIA TEMN POCTA M KOCTHOrO CO3pPEBaHMsI.

Legpuunt 3B-rugpokcunasni

Hedpnunt 3B-ruppokcmnasbl (MUKPOCOManbHOMO DEPMEHTA) MPUBOANT K CHUXEHWIO CUHTE3A KOPTM30Na, albAoCTEPOHA,
a TakXxe MonoBbIX ropMoHoB. F'eH HSD3B2, koaupytowwnit 6enok 2-ro Tmna, pacnonoXeH Ha KOPOTKOM nneve 1-i
xpoMocombl (1p13.1). OH kaTanusmpyet obpasoBaHve NPOrecTepoHa 13 NperHeHonoHa, 17-rugpokcunporectepoxa (17-
OKT1) n3 17-ruppokcmnperHeHonoHa n aHapocTeHanoHa 13 gernapoanvanapoctepona (O 3A). MyTaumm aToro reHa
npusonat k BOKH.

Y HOBOPOXAEHHBLIX 060UX NONOB NPU HEQOCTATOYHOCTU chepMeHTa 3B-HSD BbISBNAeTCS KNMHMYEcKas kapTuHa
CONbTEPSIOWEro CMHAPOMA Pa3fNyHOM CTEMEHN TAXECTH (9KCMKO3, BBICTPOE Pa3BUTME HAPYLEHWA LLeHTpanbHoM
remoauHammku). CekpeTupyemblin B n3bbitke AISA obnapaet cnaboit aHAPOreHHON ak TMBHOCTbIO, OAHAKO B
nepugoepmnyecknx TKaHax BO3MOXEH ero YacTuUYHbIN nepexon B aHAPOCTEHANOH N TECTOCTEPOH.

Y 60nbHbIX Manb4YKOB UMEIOTCS HapYLEHNS NMONOBOM ANGIPEPEHLIMPOBKU: OT MY>KCKOro ¢peHoTuna ¢ runocnanneit o
MOYTWN HOPMANbHOMO XEHCKOro (PeHOTMNA. BTOpMYHbIE MONOBLIE NPU3HAKU MOrYT PasBMBATLCS HOPMaNbHO, HO 0BbIYHO
0TMeyaeTcs TMHEKOMacTUs. Bupunusaums HapyXHbIx reHuTanmii (runeptpodpus knutopa 6e3 hopMnpoBaHns
YPOreHNTanbHOro CMHyca) y HOBOPOXAEHHBIX AeBOYEK 00yCnoBfeHa NnoBbllWEeHHOM cekpeLneid oernaposnMaHapocTepoHa
HaanoYevHVKamu BO BHyTpuyTpobHoM nepuoe. Mpu poxaeHun oHa cootsetctayeT lI-Ill ctenenn no Mpanepy.

NabopaTopHbIMU NpU3HaKamm NpU KNaccu4eckoi conbTepstolein dopme ABASIOTCS rMnepKkannemMms, rmrnoHaTpuemMms,
runornvkemus. YposeHb AKTI, honnmkynocTuMy nmpyowero n nioTeEMHN3NPYIOWEro ropMOHOB, MPErHeHONoH, 17-
rmapokcunperHeHonoH, Or3A, akTMBHOCTb PEHUHA Na3Mbl B KPOBU 3HAYMTENbHO NoBbiWweHbl. CoaepXaHne
nporecTepoHa, 17-ruapokcunporectepoHa (17-0M1), kopTr3ona, anbAoCcTepoHa, TECTOCTEPOHA CHMXeHO. Mpobbl ¢ AKTI
NMPOBOASATCS TONbKO NOCNe HopManuaaummn cocTosHus pebeHka [35].

[Mpwn ynbTpa3sykoBOM BM3yanusauum yCTaHaBNMBaeTCs ABYCTOPOHHAS rMnepnnasns Haano4yeyHnKoB, BHYTPEHHME
reHvTanum runonnasuposaxbl. JuarHo3 noATBepX4aeTCcs Npu BoisBneHun mytaunii B reHe HSD3B2. Y HekoTopbIx
naumeHToB UMeeTCs yNy4lleHne npu noaasneHun HaanoYeyHKoBOro CTeponaoreHesa gjekcameTa3oHom [36].

Lecpuunt cpepmerta 21-rugpokeunnassi (P450c21)

eduumnt doepmerTta 21-rugpokcmnassl (P450c21). BoloenstoT ABE OCHOBHbIE (DOPMbI: CONbTEPSIOWYIO U NPOCTYIO
BUPWNbHYIO.

LDecuunt 21-rugpokcnnasel, camasn Yactas npmumHa BOKH (6onee 90% cnydaes), o6ycnosneH Mytaumeii B reHe CYP21
(CYP21A2, CYP21B), Haxoaswemcs B HLA-koMnnekce Ha KOpOTKOM nieye 6-i XpoMocomsbl (6p21.3).
PacnpocTtpaHeHHOCTb knaccuyeckux oopm fedomumta 21-rugpokcmnasbl coctasnsget ot 1:10 000 no 1:20 000
HOBOPOXAEHHbIX B MMpe. [10 faHHbIM HeoHaTanbHOro ckpuHuHra B P® pacnpoctpaHeHHocTb coctasnset 1:9500.
YcTaHoBneHa Koppensuus Mexay coeHoTunom u reHoTunom npu BOKH, BbizBaHHO fedomumntom 21-runpokcunnasbi.
Heneuunn v 60nbwne reHHble KOHBEPCUM NPUBOAST K Pa3BUTUIO CONbTepsitolwei doopMbl [35].

3abonesaHune HacneayeTcs rno ayToCOMHO-PELLECCMBHOMY TuMy. YacToTa reTepo3nroTHOr0 HOCUTENbCTBA U CTePTbIX



Heklaccuyeckmx oopM B HEKOTOPbIX nonynsumax coctasnset 1:30. Jedoununt 21-rugpokcunassl IpMBOAUT K
HeLOoCTaTo4YHON NPOoayKUMN KOPTN3ona, nosbiweHunto yposHs AKTIT, runepnnasum Kopbl HAAMNOYEYHUKOB U YCUNIEHMIO
CeKpeLmn HaanoYeYHNKOBbLIX aHAPOreHoB, BUOCUHTES KOTOPbLIX HE 3aBUCUT OT AedomumTta JaHHOro doepMeHTa.

HapyweHue cuHTe3a 11-0e30KCMKOPTUKOCTEPOHA 13 NMPOorecTepoHa NpMBoauT K aedouumnTy anbaoctepoHa. MuHepano-
KOPTUKOUIHAS HELOCTATOYHOCTb Pa3/IMYHOM CTEMNEHN BbIPaXXEeHHOCTU BCTpeYaeTcs y 75% HOBOPOX AEHHBbIX.

Mpwn aKTMBHOCTM doepMeHTa MeHee 1% pasBMBaeTCs Knaccuyeckasi conbTepsiolas doopma 3aboneBaHusi, LN KOTOPOW
XapakTepHO Hannune MUHepPanoKopTUKOWOHOM 1 I NIOKOKOPTUKOUAHOW HEA0CTaTOYHOCTM 1 BbIpaXkeHHOro U3bbiTka
aHaporeHoB. 3aboneBaHne NPOTEKAET C KJIMHUKON KPU30B OCTPOM HaANOYEYHUKOBOW HEA0CTATOYHOCTM, KOTOpPbIe
HabnoaaloTCs B NepBble AHU U Hedenn XWU3HU, HO MOryT BO3HMKATb N03Xe Ha ooHe COonyTCTBYIOWER NaTonoruu.

Hanunuve Bbipa>keHHOro CoNbTEPSIOLLErO KOMMOHEHTA NPEACTABNSET CEPbE3HYIO YrPo3y PEBEHKY C NEPBbLIX AHEN XMW3HM,
Tak Kak b6bICTPO HapacTaeT runepkanmMemMms, FrMNoHaTpreMns u runepHaTpuypus. HapacraioT cpbirusaHus, peota, 6onb B
XUBOTE, AMapes, NporpeccupyeT nernaparaums, passBmMBaloTCs CyXoCTb CIM3MCTbIX 060104EK, MOTEPS BECA, BSNOCTb,
YrHETEHWE CO3HaHWSI.

Mpu oTCyTCTBUM TEepanum TemnepaTypa nagaeT, passmBaeTcs Metabonmyeckuii aumaoos, Konnanc, KapanoreHHbIA Wok.
Mpwn nerknx nposisneHnsx conbTtepsowen gopmel BIAKH knnHuueckme nposiBneHns NnpoBoLUPYOTCS UHTEPKYPPEHTHBLIMA
3aboneBaHuAMN.

Mpw poxxAeHUn Hapy>XHble MONOBbLIE OPraHbl LEBOYEK MMEKT BUCEKCyanbHOE CTPOEHNE: pasnnyHas CTeENeHb
runepTpodun KNMTopa, cpalleHHble 6onblume Nonosble rybbl HANOMUHAIOT MOLWOHKY, YTO CHOPMUPYET eanHoe
MOYEroioBoe OTBEPCTME Y OCHOBaHMWS KMTOpa (YPOoreHUTanbHbIl CUHYC). Y HEKOTOPbIX 60NbHBIX BHYTPUYTPOOHas
aHAPOreHM3aums HaCToNbKO BbipaXeHa, YTO HAPYXHble FEHNTANUN YPE3BLIYAAHO CXOAHBI C MY>XCKMMU N HEPELKO
leBoYKaMm npw poXAeHUN NPUCBanBaETCs My>XCKOW rpaxx,jaHCKmiA non.

(DOpMI/IpOBaHI/Ie Hapy>XHbIX MONOBbIX OPraHoB y Maib4MKOB NPOUCXOOUT MO N30CEKCYalbHOMY TUMy. Y HMX oTMeyvaeTcs
yBennyeHme nonoBoro 4aeHa, MOPWNUHNCTOCTb MOWOHKKU, NMrMeHTaunda CpeAnHHOro Wwea neHnca, KOXu MOLWOHKN,
Cpe,D,I/IHHOVI NNHUK XNBOTA, OpeOo/ibl COCKOB.

B nocnenyouwern X1U3H1 NOBbIWEHHAsA aHOPOreHn3auns yCKopseT KOCTHOe co3peBaHne, YTo oGycnoanmsaeT KOHEe4HYto
HU3KOPOCNOCTb.

XapakTepHbiMM nabopaTopHbIMU NPU3HAKaMU SBRSIOTCS FMNOHATPUEMNS, Tunepkanmemms, runornukemus. Yposum AKTT,
JOI9A-cynbdata, TecTocTepoHa NoBbIlWeHbI. [TOPMOHaNbHbBIM MApKepoM JedunumTa 21-rnapokcnnasbl SBNsSETCS yPOBEHb
17-okcmnporecTepoHa, onpeaeneHHbI B yTPEHHEN KPOBK, a Aeduumnta MMHeEpPanoKopTMKONAOB Npu CoNbTepsowei
(POpMe — MOBbIWEHNE aKTUBHOCTW PeHUHA nnaambl. OTHOWEHNE aKTUBHOCTb PEHWMHA NNa3Mbl/anb4OCTEPOH NOBbIWEHO.

I'IpV| YNbTPa3ByKOBOM nccnenoBaHnn BbiABNAKOT runepnnasnio Hagno4e4HnkKoB, BHYTPEeHHNE reHnTanmm cooTBeTCTBYIOT
reHoTuny.

["eHeTnyeckoe TeCTupoBaHMe NpuMeHseTCsa Kak BTOpOI7I aTan B COMHUTE/IbHbIX Clly4YasaX N B Ka4ecTee CEMENHOro
reHeTn4eckoro KOHCynbTnpoBaHus.

NeyeHwe rnOKOKOPTKOMAAMI Y MUHEPANOKOPTUKOMAAMM NoAaBASeT N3bbITouHyto cekpeumio AKTT.
Bropu4Hbi runoanbnocTepoHN3M

BTOpWYHBIA rnoanbAocTEPOHN3M — 3TO (DOPMa NOYEYHON PE3UCTEHTHOCTU K anbAoCTEePOHY. MNpuunHoi MoryT 6biTb
3aboneBaHns NoYek, MELMKAMEHTO3HOE NeyeHne. BTopuyHbIi runoanbLocTepoHN3M MOXeT ObiTb CNEACTBUMEM YyrHETEHNS
CUCTEMbl PEHUH-AHTMOTEH3UH, fecpuumnta AKTI, 3noynoTpebneHns MUHEPanokopTMKoMAHbIMU NpenapaTtamu. MonobHole
cnyyau onucaHbl Npyu 06CTPYKTMBHOM yponaTtum, Ty6ynoMHTEPCTULMANbHOM HEPPUTE, TSXENOM NUeNoHedpuTe,
CeproBMOHO-K/IETOYHON HedoponaTunmn, CUCTEMHOM KPacHOW BONTYaHKe, aMnionno3e, MHOXEeCTBEHHOW MUenome,
HeoHaTanbHOM MeaynNspHOM HEKPO3e, 0LLHOCTOPOHHEM TPOMBO3€e NOYEYHOMN BEHbI, NEYEHOYHON HEAOCTATOUYHOCTM.
KnuHuyeckue nposieneHuns n nabopatopHble aaHHble cxoxu ¢ MIA [37].

BCTpe‘-IaeTCSI Yy HOBOPOXAEHHbIX W AeTel Mnadlero so3pacra ¢ UHEKLMAMN MOYEBbLIBOAAWMNX MYTER 1N nopokamm
MOYEBbILENTENbHON CUCTEMbI, Bbl3bIBAIOLWUMUN 06CTDYKTI/IBHyIO yponaTuio.

OyeHb BbICOKOE COOTHOLWEHME anbA0CTepPOHa U Kanus B Nnasme BMecTe C YMeHbLeHHbIMM 3HaveHusiMmn K/Na B moye
CBUAETEeNbCTBYET O TOM, YTO FMNOHATPUEMUS U TUNepKanneMmns SBASI0TCA pe3ynbTaToM HeLOCTaTOYHOW peakuunn
MOYeYHbIX KaHanbLEeB Ha 3HOOreHHblE MHepanokopTukonasl. Konnyectso nocnenHux npu o6CTPyKTUBHOM yponatum
CHUXaeTcs B OCTPOi hpase, HO BO3BpalUaeTCs K HOpPMe Mnocne yCnewHon Xmpypruyeckonm koppekuum [17].

Takue peTu oTcTaloT B omanyeckom passutun. OcTpoe yxyLweHne obliero COCTOSIHNSA, CBS3aHHOE C OCHOBHbIM
3a60/1eBaHNEM, MOXET COMPOBOXAATbCS PBOTOM, fmapeeit, nonnmypuei, 06€3B0XMBaHNEM, HELOCTATOYHOCTHIO



nepudpepuyeckoro KpoBoobpalleHns, NOBbILEHNEM YPOBHS MOYEBMHbI 1 KPeaTUHMHA B CHIBOPOTKE KPOBY,
runepkannemMmen.

J'Ia60paTopr|Mv| 0C0BEHHOCTAMM SBAAIOTCS rmnoHaTpunemus, rmnepkannemns, meTabonunyeckuii aunngos, nosbllleHne
KOHUEeHTpaunmn anbaocTtepoHa B nna3Me U akTUBHOCTU peHuHa B nna3me, napaanokcasiabHO NMoBblleHHOEe coaepXaHue
HaTpua n CHUXXEeHne BblBegeHus Kkanms c MOYOW.

KnuHnyeckasn KapTuHa

rVIﬂoaﬂb)J,OCTepOHI/ISM B KJINHUKE CTaBUTCA penko. C onvHakoBol YacToTow 6oNnelT Kak B3pPOC/ible, TaK N OETWU. OHa
npencraBnieHa TpemMd XxapakTepHbIMA CUMITTOMaMI: apTepmaanon rMNOTEH3MeNn, rmnepKanmeMmeﬁ, rmnoBonemMmne.
O[OHako HM 0OMH U3 HUX He SIBNSIeTCS aBCOMIOTHbBIM.

CurHAOpoM conpoBoXX AaeTcst obwei germapaTtaumeid TKaHen (CyXocTb KOXMW U CIN3NCTbIX 060/104EK, YMEHbLWEHNE C/HOHO- 1
notootaenexus). Obwuii GanaHc conei v aNeKTPONMTOB HapywaeTcs. 'MnoocMonsipHoe 06e3BOXMBaHNE ONacHo
KPUTUYECKUM CHUXEHMEM apTepuanbHoro gasneHna n YCC.

HeapeksaTHOe BOCMOMHEHME NOTEPM XUOKOCTM CONPOBOX aaeTtcs obueit cnabocTbio, roNoBHbIMY 60MSIMU, TOWHOTOM,
PBOTOM, NMMXOPALKOW, Cy40POramu, Taxmkapameil, MoBbileHNeM reMaToKpuTa, KoananTouaHbIMY COCTOSHUSIMUA UK
MCUXOMOTOPHLIM BO30OY X LEH/EM.

Hawnbonee onacHbIM OCNOXHEHNEM SABNAETCS MOBbILEHVE YPOBHA Kanus. KnnHnyeckmne cMMNTOMbI U KX Bblpa>X€eHHOCTb B
6onblueli Mepe onpenenstTcs He CTO/IbKO CTeneHbio runepkanneMmmn, CKoJIbKO CKOPOCTbIO ee HACTynNneHns. Yy 6OJ'IbeIX,
CTpanamowmnx XpOHVI‘-IeCKOVI NnOYe4YHOM HEJOCTaTOYHOCTbIO B TEYEHNE HECKONbKUX NeT, rmnepkannemMmns HapacrtaeTt O4eHb
MenneHHo. nOSTOMy 3a4acTylo y HUX OTCYTCTBYIOT Kakue-nmbo CUMMTOoMbI BcneacTteune ﬂpI/ICI'IOCO6ﬂeHI/I$I K NOHHOMY
nmcbanaHcy [7].

OCHOBHbIE CUMMNTOMbI FMMNepKanMemMnn BKAOYatoT MblleYHyo cnabocTb, BbICTPOe HACTYNEHUe YTOMASEMOCTH,
3aTpynHeHWe OblxaHus BCneacTene cnabocTu apixaTenbHbiX Mbilil. Bo BpeMst doanyeckoil Harpy3ku MOXET BO3HUKHYTb
60/b B MbllWwLAaX. IHOrAa runoToHMs MblliL GbIBAET HACTONbKO BbIPAXEHHOM, 4TO 60bHOMY TPYAOHO NMOAHSATHCS C MOCTESN.
HeBponorunyeckme cvMnToMbl 0ObIYHO OFPaHNYMBAIOTCS COHNMBOCTLIO, NAPECTE3NAMY (OLLYLEHNSI MOKaNblBaHWs, NoA3aHNns
Mypalek) nanbLes pyK U HOT.

Oco6eHHO TOKCUYHBIN 300ADEKT runepkanemmsi okasbisaeTt Ha cepaue. [ NaBHble Kapamonornyeckmne CMMNTOMbl —
3amefneHne nynbca, MHOr4a NMpUCTYMbl YYaleHHOro cepauedneHns. Y HeKoTopbIX NaunMeHToB BO3HKKaeT 60/b B rpyaHow
KneTke, HanoMuHaroLwas NHapKT MMoKapAa, NosHas aTpuoBeHTpuKynsipHas (AV) 6nokaaa, dombpunnsaums Xenynodkos,
acucTonms.

Ha 9KTI" BbisiBnsoTCS 3a0cTpeHne 3ybua T, yBenuyeHne nHtepsana PQ, pacwupenune komnnekca QRS, 3amennexHve AV-
NPOBOAMMOCTW, NCYe3HOBEHME 3ybua P.

ATOHMS MbIWL, X ey LOYHO-KUIWEYHOrO TpakTa NPOosIBASIETCS YyBCTBOM TSXECTW B anMractpanbHoi 06nacTu, owyleHnem
nepenonHeHns xenyaka, 3anopamu. M13-3a Toro 4to YyBCTBUTENBHOCTb K MHCYNUHY BO3pacTaeT, BO3HUKAIOT NPUCTYNbI
FUNOr NKEMUN.

NabopaTtopHas AnarHocTrka OCHOBBIBAETCS HA HU3KOM YPOBHE anbLoCTEePOHa, rmnepkanvemmm (6—8 Make/n), MHor aa
rvnoHaTpmemMmnu, NoBbIWEHUN KO3 dULMEHTA HATPUIA/KANUA B MOYE 1 CIIOHE, HOPMAaNbHOM UMW MOBLIWEHHOM YPOBHE
KopTm3ona, 17-0KCMKOPTMKOCTEPOMLOB B KpoBW. API1 3aBncKT 0T doopMbl 3aboneBaHns: npu
nceeaornnoanbiocTepoOHN3Me OTMEYaeTCs BbICOKUA ypoBeHb anbaoctepoHa v APT. Ha SKI™ peructpupytotcs npusHaku
rmnepkanmemmu.

AdudhhepeHumnanbHaa amarHocTuka

M3011poBaHHbI rMnoanbAoCTepOHN3M Kak CaMOCTOSITENbHbIA KIIMHUYECKMWA CUHAPOM credyeT AMdodpepeHUmMpoBaTh ¢
rmnoanbaoCTEPOHU3MOM, PA3BMBLIEMCS HA (DOHE caxapHoro avabeTa, XPOHUYECKon 6onesHN NoYek, C HeKOTOPbIMM
hopMamu BpOXAEHHOM AUCHYHKLUMMN KOPbI HAAMOYEYHMKOB, C FMMNoanbA0CTEPOHN3MOM MPY CUHAPOME OTMEeHbI Mocne
LNNTeNbHOro NpremMa MMHepanoKopTMKOULOB M ApYrvX NpenapaTtos, 6/10KMPYIOWMX CMHTE3 albA0CTEepOHa.

HeobbscHMMas runepkannemMmst ¢ KOMMIEKCOM KapAMOBaCKY NAPHbIX HApYLeHWA 1 opTocTaTUYecKast rMnoTOHUSI HESICHOMO
reHesa TpebyloT NCKNOYEHNS XPOHMYECKol BoNe3HN NoYek, MPOTEKAILWEeN C CUHAPOMOM Fr1MnoansLocTepoHmaMa. JmarHos
NOATBEPXOAKT HN3KAS aKTUBHOCTb PEHMHA W HU3KAs KOHUEHTPALUS anbhoCTepoHa B Nnasme.

Ecnu naumeHTbl 4nnTenbHO NpUHMMatoT UHrbutopsl AMM, 61okaTopbl aHFMOTEH3MHOBLIX PELIENTOPOB UMW FenapyviH, UM
PEKOMEHA0BaH PerynspHbIii MOHUTOPWHI YPOBHS Kanus.

JleyeHne



TepaneBTunyeckas TakTka AONXKHA yYMTbiBaTh BO3PACT NauneHTa 1 conyTcTByowme cuMnToMbl. OCHOBHbIE NevyebHble
MEPONPUSATIS NPY rMnoanbaoCcTEPOHN3ME — NPUEM MUHEPANOKOPTUKOMAO0B. OHW XN3HEHHO HeOb6X0AMMbI ANs TOrO,
yTobbl NOOOEPXMUBATb BOOHO-3NEKTPONUTHbIA 6anaHc 1, COOTBETCTBEHHO, KOHTPONIMPOBAaTb apTepuansHoe AaBneHue.

CraproBas nosa conyapokoptusoHa (KoptuHeddpa) coctasnset 0,05—0,20 Mr B CyTKU. ¥ HOBOPOXAEHHbIX AETEN
noTpebHOCTb B MMHEPANOKOPTMKOMAAxX camas Bbicokas u coctaensiet 0,1-0,3 Mr B cyTku. Takmm getsm TpebyeTcs
nobaBneHne K MOI0YHOMY MPOAyKTY 1—-2 I noBapeHHO conv B CyTKM. 15t OLEHKM aieKBAaTHOCTU U KOPPEKLIMI [03bl
KopTuHedda cnenyet opyueHTUPoBaTbCS Ha BEPXHIO rPaHnLy 1M HECKONbKO Bbllle aKTUBHOCTW peHnHa nnasmbl [38].

I" ntokokopTMKOMAbI faxe B 04eHb 60MbWKX A03UPOBKax Heaphek TMBHbI, 0COBEHHO B Neproibl 060CTPeHMS.

HanpoTue, ocHOBHbIM NpUHUKMMNOM B Tepanuu Bcex coopm BIOKH siBnsieTcs HasHayeHwe riokKoKopTMKOULOB, KOTOpbIe
NO3BONSHOT 3aMeCTUTb OedUUMNT KOPTU30Na, TEM CaMbiM NoaaBnTb U3bbITouHyto cekpeunto AKTI. B pesynbTate yero
CHMXaeTcsl NpoAyKLUUS HaAno4YeyHKamm Tex CTepouIoB, KOTOPbIe CUHTE3NPYIOTCS B U36bITKe NP KOHKPETHOM
hepMeHTaTUBHOM 610Ke.

Jleyenne ncesnormnoanbooCTepoHn3Ma BKIKO4YaeT TO/IbKO BBEAEHNE HATpUA Xnopumaoa, Tak Kak rnovyky «yckosib3arT» OT
MUHEPaNnoKOPTUKONULOHOIO BJINAHUA COOTBETCTBYOWMX Npenapartos.

Heobx041MMO MCKNIOYNTL NPOAYKTHI, COAEPXaluye MHOro Kanus. He HasHayaTb nekapcTBeHHbIe Npenaparsl,
noAaAepXuBaioLme runepkanmemmio: B-agpeHepruyeckre aHTaroHUCTbl, MHFMBUTOPbI LUK IOOKCUTreHasbl, UHrMOMTOpbI
AN, renapvH 1 kanuitcbeperawowme LMypeTrku.

,D,VlypeTVIKVI SABNAIOTCA HAYaNbHbIM le4eHneM Ong NauneHTOoB, Y KOTOPbIX eCTb PacCTPONCTBA, CBA3aHHbIE C 3a4ep XKOomn
HaTpua (TaKI/Ie KakK rmnepToHna n 3acTonHas cepoeydyHasd He,EI,OCTaTO‘-IHOCTb).

BTOpWYHBIA rMnoanbA0CTEPOHN3M Ha (DOHE NenoHedpuTa U/Mnu BpoX AEHHOM aHoManum noyvek BbICTpo ncyesaeT nocne
Hauyana neyeHus aTux 3abonesaHwui.

INutepartypa

1. HDenos W. U., NeTtepkosa B. A. CnpaeoyHuk getckoro sHaokpuHonora. M.: Jiutteppa, 2014. 528 c.
2. BanabonkuH M. U., KnebaHoea E. M., KpemuHckas B. M. dundpdpepeHumnansHas onarHoctmka u neyeHme
SHOOKPWHHBIX 3a6oneBaHunii (pykosoacTeo). M.: Menuumna, 2002. 751 c.
3. Spat A., Hunyady L. Control of aldosterone secretion: A model for convergence in cellular signaling pathways //
Physiological Review. 2004. N2 84. P. 489-539.
4. Hollenberg N. K., Chenitz W. R., Adams D. F. et al. Reciprocal influence of salt intake on adrenal glomerulosa and
vascular response to angiotensin Il in normal man // J Cin Invest. 1974, 54: 34-42.
5. Heid S. E., Pollenz R. S., Swanson H. |. Role of heat shock protein 90 dissociation in mediating agonist-induced
activation of the aryl hydrocarbon receptor // Moll. Pharmacol. 2000. Vol. 57, Ne 1. P. 89-92.
6. Mangelsdorf D. J. et al. Overview: The nuclear receptor superfamily: The second decade // Cell. 1995. Vol. 83. P. 835—
839.
7. Depos U. N., MenbHnyeHko I. A., ®apees B. . SHgokpuHonorua. M.: TOOTAP-Meaua, 2007. 432 c.
8. Chartier L., Schiffrin E. L. Role of calcium in effects of atrial natriuretic peptide on aldosterone production in adrenal
glomerulosa cells // Am J Physiol. 1987, 252: E485—E491.
9. ®epnepanbHble KNMHUYECKE PEKOMEHAALIMN — NPOTOKO/bI MO BEAEHMIO NALMEHTOB C BPOXAEHHOW ANCHYHKLMEN
KOpbl HAANO4YeYHMKOB B feTCcKoM Bo3pacte. 2013. 14 c.
10. Torpy D. S., Stratakis C. A., Chrousos G. P. Hyper- and hypoaldosteronism // Vitam Horm. 1999, 57, 177-216.
11. Quinn S. J., Williams G. H. Regulation of aldosterone secretion // Ann Rev Physiol. 1988, 50: 409—429.
12. Kojima I., Kojima K., Rasmussen H. Role of calcium and cAMP in the action of adrenocorticotropin on aldosterone
secretion // J Biol Chem. 1985, 269: 4248—-4256.
13. Seckl J. R. 11beta-Hydroxysteroid dehydrogenase in the brain: a novel regulator of glucocorticoid action? // Front
Neuroendocrinol. 1997. January (vol. 18, no. 1). P. 49—99. DOI: 10.1006/frne.1996.0143. PMID 9000459.
14. TonwH P. A., Cnntuep A. P. M. CekpeTbl HeoHaTonorum n nepuHaronormun. M., 2011. 624 c.
15. Steven B. Magill Pathophysiology, Diagnosis, and Treatment of Mineralocorticoid Disorders, American Physiological
Society // Comprehensive Physiology. 2014, N 4, p. 1083—1119.
16. O’Kelly R., Magee F., McKenna T. J. Routine heparin therapy inhibits adrenal aldosterone production // J Clin
Endocrinol Metab. 1983, 53: 108—112.
17. Kuhnle U., Guariso G., Sonega M. et al. Transient pseudohypoaldosteronism in obstructive renal disease with transient
reduction of lymphocytic aldosterone receptors // Results in two affected infants. Horm Res. 1993, 39: 152—-155.
18. Bogdanovic R., Stajic N., Putnic J. et al. Transient type 1 pseudo-hypoaldosteronism: report on a eight-patinet series
and literature review // Pediator Nephrol. 2009, 24: 2167-2175.
19. Williams G. H., Durhy R. G. Regulation of aldosterone secretion. In: Genest J, Kiinchel O, Hamet P, et al. Eds.
Hypertension: Physiology and Treatment. 2nd ed. New York. McGraw-Hill, 1983. P. 320-327.
20. KnnHnyeckme pekoMeHaaumm no BeAeHMo U Tepanmm HOBOPOXAEHHbIX ¢ 3a601eBaHMSIMM HAANOYEYHMKOB (MPOEKT).
2016. 47 c.



21.
22.

23.

24.

25.

26.
27.

28.

29.

30.

31.

32.

33.

34.

35.

36.
37.

38.

Quinn S. J., Williams G. H. Regulation of aldosterone secretion // Ann Rev Physiol. 1988, 50: 409-429.

Jessen C. L., Christensen J. H, Birkebaek N. H. et al. Homozygousity for a mutation in the CYP11B2 gene in a infant
with congenital corticosterone methyl oxidase deficiency type Il / Acta Paediatr. 2012, 101: e519—e525.
HeoHatonorus. YuebHoe nocobue B 2 1./ Pen. H. M. Wabanos. M.: ME Onpecc-nHdpopm, 2009. 640 c.

Mayan H., Vered |., Mouallem M. et al. Pseudohypoaldosteronism type |l: marked sensitivity to thiazides,
hypercalciuria, normomagnesemia, and low bone mineral density // J. Clin. Endocrinol. Metab. 2002;87 (7): 3248—
3254.

denepanbHble KNMHUYECKE PEKOMEHAALMNM MO OKa3aHUI0 MELULMHCKOW noMowwm geTsam ¢ Tybynonatmsamu. 2015. 30
C.

Riepe F. G. Clinical and Molecular Features of Type 1 Pseudohypoaldosteronism // Horm. Res. 2009; 72 (1): 1-9.
Amin N., Alvi N. S., Barth J. H. et al. Pseudohypoaldosteronism type 1: clinical features and management in infancy //
Endocrinol. Diabetes Metab. Case Rep. 2013; 2013: 130010.

Mayan H., Vered I., Mouallem M. et al. Pseudohypoaldosteronism type |I: marked sensitivity to thiazides,
hypercalciuria, normomagnesemia, and low bone mineral density // J. Clin. Endocrinol. Metab. 2002; 87 (7): 3248—
3254.

JeTtckasa Hedbponorua: npaktmnyeckoe pykosoacteo / MNog pen. 3. JloimaHa, A. H. UbirnHa, A. A. CapkucsHa. M.:
JNutTeppa, 2010. 400 c.

Hansson J. H., Nelson-Williams C., Suzuki Hetal. Hypertension caused by a truncated epithelial sodium channel ¢
subunit: genetic heterogeneity of Liddle syndrome // Nature Genetics. 1995, Ne 11, p. 76-82.

Metepkosa B. A., Cemeuesa T. B., Kyarneuosa 3. C., Kapesa M. A., fposas V. C. BpoxaeHHas ancyHKLUUS Kopbl
HagnnouyeyHukos y geten. M., 2003. 45 c.

Sugawara T., Holt J. A., Driscoll D., Strauss J. F., lll, Lin D., Miller W. L., Patterson D., Clancy K. P., Hart I. M., Clark
B. J., Stocco D. M. Human steroidogenic acute regulatory protein: functional activity in COS-1 cells, tissue-specific
expression, and mapping of the structural gene to 8p11.2 and a pseudogene to chromosome 13 // Proc. Nat. Acad.
Sci. 1995, 92: 4778-4782.

Monoea T. A., 3ybkoea H. A., Tionbnakos A. H., HuxHuk A. H., Casenbesa J1. B. Heknaccuieckas goopma
BPOXIEHHOM LMCHPYHKLMM KOPbI HAAMOYEYHKOB, 0bycnoBneHHas nedpuumntom 11B-ruppokcmnassl: onncasume 3
KNMHUYeckmx cnydaes // Mpobnembl aHOoKpuHonoruun. 2013; 59 (3): 36—44.

Kelestimur F., Sahin Y., Ayata D., Tutus A. The prevalence of non-classic adrenal hyperplasia due to 11 beta-
hydroxylase deficiency among hirsute women in a Turkish population // Clin Endocrinol (Oxford). 1996; 45: 4: 381-384.
denepanbHble KNMHUYECKe pekoMeHaauum (NpoekT) «uarHoctuka n neyebHo-npocprnak Tieckne MeponpusiTus
npw BPOXAEHHON ANCHYHKLIMM KOPbl HAANOYEYHMKOB Yy NaLuMeHTOB BO B3pOC/IOM Bo3pacTte». 2016, 27 c.

Naewn H. SHookpuHonorus / Mep. ¢ anrn. B. W. Kangpop. M.: MpakTtrka, 1999.

Zipser R. D., Davenport M. W., Martin K. L. et al. Hyperreninemic hypoaldosteronism in the critically ill: a new entity // J
Clin Endocrinol Metab. 1981, 53: 867—-873.

Kapesa M. A. Tepanus MmHepankopTUKOMAHOM HEAOCTATOYHOCTN y AeTen // dapmakmHeTuka. 2008, Ne 17, 36-40.

B. B. CMI/IpHOB1, JOKTOP MeANUNHCKUX HayK, npogheccop
A. 3. CanapoBa

®rbo0y BO PHUMY um. H. U. luporosa MuHsnpasa Poccun, Mocksa

1 KoHTakTHas nHepopmaums: smirnov-web@mail.ru
DOI: 10.26295/0S.2020.87.63.001

CwvHapom runoanbaoctepoHmama y geten n nogpoctkos/ B. B. CmnpHos, A. 9. Canaposa
IOna untmposarusa: Jleyawmn spay Ne 3/2020; Homepa ctpaHuL, B Bbinycke: 7-16
Tern: runoMMHepanokopTULM3M, anbA0CTEPOHONEHNS, MUHEPANOKOPTUKONAbI, FOPMOHbI

© «OTKpbITbIE CUCTEMBI», 1992-2020. Bee npasa
3aLmLIeHbl.


mailto:smirnov-web@mail.ru

	Лечащий врач №03, 2020
	Синдром гипоальдостеронизма у детей и подростков
	Анатомия надпочечников
	Физиология
	Патогенез
	Нозологические формы
	Приобретенная форма первичного гипоальдостеронизма
	Псевдогипоальдостеронизм
	Клиническая картина
	Дифференциальная диагностика
	Лечение


