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lceB.noanbnocTepoHU3M

lceBnoanbnocTepoHn3amM — rpynna natonormyecknx 3abonesaHuii, Npy KOTOPbIX NPOSIBNEHWS CUHOPOMA
runepanbaoCcTEPOHN3MA CBA3aHbI He C M36bITKOM CaMOro anbA0OCTEPOHA, a C NMOBbIWEHUEM KONMYECTBA APYrUX
MUHEPANOKOPTMKOWAOB UMK C AeDEKTOM MAUHEPANOKOPTUKOUAHBIX PELLENTOPOB. B Ty rpynny BK/OYEHbI TaKXe
Ty6ynonaTtuu, Npu KOTOPbIX FMNepanbAoCTEPOHN3M CKOPEE BTOPUYHBIA.

lMceBnoanbaocrepornam tmna I npu 6onesnun Muenko—Kywurra (BUK) cesizaH ¢ ycuneHHsiM o6pasoBaHemM AKTI u
CTUMYNSILMER CUHTE3A BCEX FOPMOHOB KOPbl HAAMNOYEYHMKOB, B TOM Yncne C n36bITOYHbIM 06pa30BaHMEM B My4KOBOM 30HE
JOOK n kopTrkocTepoHa.

MuHepanokopTuumam npu BUK 06bIYHO CpaBHUTENBHO NErKMil OTHOCUTENBHO TSXECTW BOLHO-3NEKTPONUTHBIX HapYLWEHWI
n Al', Ho peako, Npy HObLIOK KOPTUKOTPOMNMHOME, Pa3BUBAETCS PE3KO BbIpaXEeHHAS FMNEPTEH3NS C HEMPOMBILEYHBIMU U
MOYEYHBIMY HAPYLIEHUSIMU.

JlononHuTenbHbIM NaToreHeTnYeckM (pakTopom ncespoanbaocTepoHnama npu BUK cnyxut ycuneHHoe cBs3biBaHue
kopTunaona ¢ MKP. N3BecTHO TakXe BbipaxXeHHoe aHabonmyeckoe BNUSIHWAE FOKOKOPTUKOMIOB Ha NeYeHb, B pesynbraTe
Yero yCUMBalOTCS CUHTE3 U CEKPEeLst aHrMOTEH3MHOreHa, a 3HaumT, obpasosaHue Al-Il. MocneaHwit noeblwaeT AL 1
CTUMyNUpPYyeT CekpeLmio anbaocTepoHa.

Takum 06pa3oM, B naToreHese CvHAPOMa MUHEPaNoKoOPTULM3MA NPY KYWUHIOMAHOM CUHOPOME UMEIOTCS YepThl 1
rMNOPEHNHEMNYECKOTO (MEPBUYHOIO), U TMNEPPEHNHEMNYECKOr O, TO €CTb BTOPUYHOro anbnoctepoHuama [10].

HceBﬂoanbgocrepOstM tmna Il imeeT OBOMHON NaToreHes. BO-I'IepBbIX, 310 ,El,eq.)I/ILlI/IT BHEeHaano4e4YHMKOBbIX CpepMeHTOB

(1B -

rMOPOKCUCTEPOUL-LErnaporeHassl Unu 5B-ctepona-penykTasbl), KOTOpble OCYLWECTBASAOT MeTabonnaM rMapoKopTM3oHa
COOTBETCTBEHHO B NOYKaX 1 KPOBU. BO-BTOPbIX, CHUXEHWE YYBCTBUTENIbBHOCTM FIIOKOKOPTUKOUAHbBIX PELLENTOPOB 6o
nosbilweHne adopurHHocT MKP. Bo3MOXEH ATPOreHHbIN fedekT aTUX (DepMeHTOB B CBA3W C HA3HAYEeHNEM npenapaTos
nakpuupil.

Mpu HepocTaTtoyHocTh 11B-ruapokcuctepona-gernaporeHasni(113-IFCL) Bo3pactaeT UHTpapeHanbHas KOHUEeHTpauns
KopTU3ona, KoTopblii 0bnafaeT AOBONbHO BbICOKOW adpdomHHOCTbI0 K MKP. Mpy 3TOM ypoBEHb B KPOBM anbAoCcTePOHa U
OpYyrux MMHepanokopTUKONLO0B OCTAeTCs HOpMasbHbIM, B CBA3W C YEM CUHAPOM MONy4nn HasBaHne «Heonpenensiembli
anbAoCTEPOHU3M».

CywecTtByeT BpoxAaeHHas 1 npuobpeteHHas oopma faHHoN natonornn. BpoxaeHHas chopma SBnseTCs ay TOCOMHO-
peLeCCUBHBLIM LeeEKTOM reHa, IoKannm3oBaHHOro B xpoMocome 16022, koTopeblii koaupyeT dpepmeHT 113-ICL.
MpuobpeTeHHasn dopma cBsizaHa ¢ 6110Kafoi AaHHOro pepMeHTa rMUUMPPU3NHOBOI KUCIOTOM, KOTopasi COAepXUTCS B
KapbeHOKCOMOHe (penapaHT, MPUMEHSIEMbIA NPW acENTUYECKUX BOCNANEHNSAX CM3NCTON pTa) 1 Nakpuue (Conoaka).

AnbOOCTEPOH 1 KOPTN30/ MMEIOT OANHAKOBYIO aKTUBHOCTb MO OTHoweHmio K MKP, Haxogswemycs B AncTanbHbIX
KaHanbuax noyek. OnHako B HOpMe KOPTU30N He oKasblBaeT OeNCTBMSA HA 3TOT peuenTop, Tak Kak psaaoM C HUM
HaxoauTcs doepMeHT 11B-rugpokcucteponsi-neruaporeHasa, KoTopblii npespawaeT KOPTU30N B HEAKTUBHbI KOPTU3OH.
[Mpwn HapyweHnn YHKLMN 3TOro pepMeHTa KOpTMU30 HA4YMHAET NPOSBASATb MUHEPANOKOP TUKONAHYIO aKTUBHOCTb B
opraHuame, 4To NPMBOLAMT K BOBHUKHOBEHMWIO CUMNTOMOB, CXOLHbIX C rMnepanbAocTepoHn3mMoM. BeneacTtene samenneHuns
BbIBEEHNS KOPTN30/1a N3 CbIBOPOTKM KPOBU, codepxaHne AKTIT CHUXeHo, N03TOMYy CUMMTOMOB rMNepKopTULM3Ma He
HabnopaeTcs [20].

3aboneBaHune 06bI4HO NPOSIBNSETCS B LETCKOM BO3PaCTe 3aMeANIEHNEM POCTa U Pa3BuTuUs, Tsaxenoi Al, runokanuemven,
nonuypwvei, nonnauncuein. CMEPTHOCTb NPU LAHHOM NaTonorum Belcokast — A0 19%, 410 SBNSETCA pesyibTaTtoM
3/710Ka4eCTBEHHOro TeyeHust AT, KOTopas MOXeT NPMBECTM K HapyLEHWIO MO3rOBOro KPOBOOBpalLEeHNS UK cepaeyHoiA
He[oCTaToYHOCTM.

BoaMoxxHa ocTpasi runokanuemMus 1, B HEKOTOPbIX Cyvasix, IoYeyHast He[OCTaTOYHOCTb BCNEACTBME HEPPOKANbLMHO3A.
XapakTepHo, 4TO NPakTUYECKU BCE AMYPETUKM BbICTPO BbI3bIBAIOT Y 8TUX BOMbHBIX TAXENYO runokanvemmio. HanpoTus,
BepownunpoH KkynvpyeT AaHHbIA CUHAPOM.

HwnarHocTuka 3aboneBaHNs OCHOBbIBaeTCS Ha onpeneneHnn OTHoWeHNA KOPTU30Ha K KOPTU30/1y B CbIBOPOTKE KPOBU Unn
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nx MeTabonMToB TETPArnLpoKopTU30oHa U TeTparnapokopusona B moye. Oba COOTHOWEHMUS NPW AAaHHOR NaTonornm
3HAYMTENBHO CHUXEHBI. Jpyroi cnocob — nHayans 11-[BH] kopTnsona ¢ nocneaytowmm onpeaeneHmem 3H,0 B mMoue.

I'Ip|/| CMHOPOME MHUMOTIO n3bbiTKa MUHepanokopTukonaoos npoaykumnsa 3H20 3Ha4YNnTENbHO HNXE, YEM B HOPME. Takxe
BbIABNAKT HANN4YMe MyTaHTHOIO reHa.

B neyeHnn pekomeHayeTcs AneTa ¢ orpaHnyeHnem noBapeHHol conm 1 HasHayeHe 6N1oKaTopoB HATPUEBLIX KaHAaNoB
LMCTanbHbIX OTAENOB NoYek (TpuaMTepeHa UM ammnopuaa), YTo ymeHblaeT runepeonemMuto n cHuxaet Al [12].

lMceBnoanbaocreporHnam ll (Tybynonatum) — reHeTmyeckn obycnoBneHHble CUHAPOMBI, MPU KOTOPbIX MMEETCS NN
negekT MKP, unu HapylweHne TpaHcnopTa pasfivyHblX aHNOHOB U KaTUOHOB B AMCTaSNbHbIX KaHanbLax 1 cobrpaTtenbHbIX
Tpyboukax HedppoHa [21].

CuHapom baprrepa — ayTOCOMHO-peLieccnBHoe 3abonesaHue, 06ycnoBneHHoe aedpekTom peabcopbuum HaTpus v
Xnopnaoos B TOJZICTOM BOCXOOAWEM KONEHe NeTnn I'eHne, ONnga KOTOPOro XxapakTepHo pa3sutue rmnokannemMumi,
rmnoxnopemumu, MeTabonmnyeckoro ankanosa u rmneppeHnHeEMmnYeckoro runepanbnocTepoHn3mMa. BCTpe'-IaeTCSI C yacToTon
1,2 cnyyas Ha 1 000 000 yenosexk [22].

OcHoBHOe HapyleHune npu cuHapome bapTTtepa — cHuxeHne peabcopbuum xnopmaa B TONCTOM BOCXOLSIWEM KONeHe
netnu MeHne. CHUXeHne peabcopbumm xNopULOB U, COOTBETCTBEHHO, HATPUS B NeTne [eHne yBenmymBaeT NocTynneHune
HaTpuWs B AUCTaNbHbIA OTAEN HECDPOHA U YCUNMBAET HAaTPUil-Kanuesblii 06MeH B 3TOM oTaene. B pesynbtate
YBENMUMBAETCS CEKPeLMs Kanns B LUCTaNbHOM N3BUTOM KaHanbLe. BosHukatowas runokanmemmst CTumy nmpyet
obpasoBaHne npocTarnaHavHa E2 noyeyHbiMU kKnetkamu 1 npoctarnaHavHa |2 sHooTennanbHbIMU KNeTkamm.

LOnuTtenbHas cTUMynsumMa cekpeunn peHnHa aTUMM npocTarnaHamHamy NpuBoOANT K rMNepnnasnm loKkcTarnoMepynspHoro
annaparta. PassmBaeTcs runeppeHmHeMmnst 1 NoBbIWAETCs YPOBEHb aHrnoTeHanHa |l B kposn. OoHako cTumynmpyouee
nencTere aHrnoTeHsnHa Il Ha Kopy Haano4Ye4YHUKOB HUBENUPYETCS rMnokanmeMmnert, nosToMy YypoBeHb anbaocTepoHa npu
cuHapome BapTTepa nosbllwaeTcs yMepeHHo. BasonpeccopHoMy adpdpekTy n3bbiTka aHrmoteHauHa Il npotveogeincteyet
BbICOKMWI YpOBEHb npocTarnadinHa 12, B pesynbtate ALl octaetcs HopMabHbIM.

Ons pnaHHoro 3aboneeBaHns xapakTepHO NOCTOSIHHOE CHUXeHWe o6bemMa LMPKYIMpYyowWwein KpoBK, YTO B COYeTaHnn co
CHUXEHNEM KONMYECTBA SNEKTPONIMTOB B MNasMe CTUMYNMPYET IOKCTar noMepynsipHbIi annapar noyek. B cBowo odepenb,
BbICOKOE COAepXaHne peHnHa 1 anbaocTepoHa POPMUPYeT BTOPUYHbIA anbOoCTEPOHN3M. [ 3TOro cuHapoma
xapakTepHbl HeAOHOWEHHOCTb, OTEYHOCTb, HIU3Kas Macca Tena Npu PoXAeHUU, NoANypus, NOAUANUNCUS, MbilleyHas
TMMNOTOHWS, CYOPOrK.

B HacToslwee Bpems npu cuHapoMe bapTTepa BbIIBNEHO NSATb TUMOB rEHETUYECKNX My TaLui.

Tun 1 — myTaums reHa NKCC2 (nokyc SLC12A1, xpomocoma 15g21.1), nepBrYHbIA 4edekT HaTpuiA/Kanmin-xnopuaHoro
koTpaHcnopTtepa (Na-K-2CL) Tonctoro socxoasiero koneHa netnu Nenne (OMIM 601678). MNoTepsa HaTpus npy JaHHOM
Tne 3a6oneBaHns BELET K CHUXEHUIO BHYTPUCOCYAMCTOr0 06 bema, akTuBaumm NpoayKLMM peHUHA 1 anbAoCTEPOHA,
MOBbIWEHMIO (PPAKLMOHHON SKCKPELMM Kannus ¢ NoCnenyolwei runokanmemMmein n Metabonnyeckm ankanosom.

Tun 2 — myTaums reHa ROMK (nokyc KCNJ1, xpomocoma 11924.3), HapyweHue dyHkumm kaHana ROMK (AT®-
YyBCTBUTENbHbIA PEKTUULIMPYIOWNIA KanneBbliA KaHan) TONCTOro BOCXoAswWwero KoneHa netnu eHne. HapyweHve
hyHkuMm kaHana ROMK npensitcTByeT Bo3BpalleHMio peabcopbrpoBaHHOro Kanusi B NPOCBET TONICTOr0 BOCXOASILErO
koneHa neTnu [eHne, 4to cHUxaeT doyHkumo NatK*2CI~-koTpaHcnoptepa (OMIM 241200). MNpw HeoHaTanbHOM BapuaHTe
cuHapoma bapTtTtepa passmBaeTtcs runepkanbunypus 1 HedppokKanbLHOS.

Tun 3 — myTaumsa reHa CLCNKB (1p36.13), nedpekT cTpykTypbl kaHana CLC-Kb (noyeyHo-cneumnuyHbIi XnopuaHbIi
KaHan) ToNCTOro BOCXOAsIWEro KoneHa netnu NeHne. siBnsieTcs Hambonee pacnpoctpaHeHHol gpopmoit (OMIM 607364).
ConpoBoXaaeTcs HapylWweHWeM TpaHcnopTa xopnaos Yepes 6azonatepanbHyto MembpaHy 06paTHO B LIMPKYNALMIO, YTO
BEeT K rmnoBonemMun n nocneaytouei aktmsauuy PAAC ¢ passutmem runokanneMmnyeckoro Metabonnyeckoro ankanosa.
HedppokanbunHoO3 OTCyTCTBYET.

Tun 4 — myTaums reHa BSND (1p32.3), HapyLeHue CTpyKTypbl MeMbpaHo-CBSi3aHHOM cy6bednHNLbl XNIOPUIOHbIX KaHanos
CIC-K (CIC-Ka, CIC-Kb). NomnmMo cuMnTOMOB, XxapakTepHbIX 415 NCEBA0ANbAOCTEPOHN3MA, OePEKT OAHHOMO reHa
BbI3blBAET CEHCOHEBPasnbHyto rayxoTy (OMIM 602522).

Tun 5 — Bbi3BaH MyTauusamm (CLCNKA) ¢ akTuBaumei kanbuninyyBCTBUTENbHBIX peuenTtopos (CaSR). KnuHunyeckn cxox ¢
TUMNOM 1, HO YMEPEHHO BbIPaXeH.

B uenom 3abonesaHune Moxet NnposiBUTbCA B HEOHATAa/lbHOM nepunoae. nsa noareepXxneHna guarHosa cnenyet
npoBOONTb reHeTn4eckmne nccnenosaHus.

OpHako CnHOpoM BapTTepa MOXeT OblTb ATPOreHHbIM, KOrga HapylleHne pyHKUNn KkaHanbLes oéycnosneHo TOKCUYeCKOM
Hecpponamem npn ne4eHnn reHTaMmumHOM, NN CBA3aHHbIM C ANNTE/NIbHbIM NPUMEHEHNEM TUa3ngHblX N NeTnesBbliX



anypeTukos [8].

CuHapom Mnrenbsmana (OMIM 263800) — cemeliHas runokanMeMmyeckas runomarHneMns, conbtepstowas tybynonatus,
XapakTepuayiolascs runokanbLnypmuein 1 BTOPUYHLIM anbL0CTEPOHN3MOM, KOTOPbIA NPMBOAMT K MeTabonmuyeckomy
ankanosy.

Ins 3abonesaHns xapakTepeH ayTOCOMHO-PELLECCUBHBIM TN nepenadn. MNpruynHa cMHapomMa — MyTauus reHa B Nokyce
SLC12A3 Ha xpomocome 16g13. NeH kogupyeT Tnasua-vyscteutenoHolii Nat/Cl~-kotpaHcnoptep (NCCT) B AMcTanbHbix
M3BMTBIX KaHanbuax. [edekT kaHana NpMBOAMT K CHUXEHUIO TPaHCNopTa NOHOB B LUCTalbHbIX U3BUTbIX KaHanblax ¢
nocnegyowmnm passmTem runosonemumn n ctumynsumein PAAC. B TeyeHve onmMtenbHoOro BpeMeHn 3abonesaHne MoXeT
npotekatb 6€CCUMNTOMHO, NULLb N3peaka HabnoJaTCsa aNM304bl NMMXOPALKW, PBOThI, 6ONei B XMBOTE, MbllIEYHO
cnabocTu, TeTaHuu.

CuHapom MmTenbMaHa siBnsieTcs runokanbLUnypruyeckum BapmaHTom cuHapoma baptrepa. Mytaums BoisbiBaeT 3a0epXKy
HaTPWsi C KOMNEHCATOPHBIM MOBLIWEHNEM 3KCKPELW Kanus, MarHns Mo MexaHuamy, ykasaHHOMY paHee. ['mnepHaTtpuemus,
runokanMemus, runoMarHueMmns 1 MeTabonmnyecknii ankanos opMUPYIOT KNTACCMYECKYIO KapTUHY
runepanbaocTEPOHN3MA, OHAKO CaM YPOBEHb anbA0CTEPOHA HE MOBbILAETCS.

CuHapom Jluanns — penkoe ayToCOMHO-AOMUHAHTHOE 3aboneBaHne, pa3BMBatoWeecs B pe3ynbTaTte HapyLWweHns
HOPManbHOro OYHKLMOHMPOBAHMS anMTenManbHoro Hatpuesoro kaHana. Mytauun renos SCNN1B, SCNN1G (nokyc
16p12.2) NpMBOLAT K HAPYLWEHUIO CTPYKTYPbI B- U Y-CyObeaNHUL aMUI0PUL-HYBCTBMTENbHBIX ANMMTENNANbHbBIX HATPUEBbIX
kaHanos (ENaC), cBsA3ytowmx kaHanbLEeB ¥ rMaBHbIX KNETOK KOPTUKaNbHbIX cobupaTenbHbix Tpyboyek [24].

OT10 BbI3bIBAET yBennyeHune obbema LI,I/IpKyﬂI/IpyDI.U,eVI KpoBW, NoBblleHne pea6cop6Lu/||/| HaTpusa B NOYEYHbIX KaHanbuax,
anKkano3 Co CHMXeHHbIM coadepXaHneM Kanus. MN36biTOK HaTpua B Nna3me U rmnepsoneMns eenyT K Al', yTo Nnopasnget
cekpeuuto peHnHa 1 anbaoCTepoHa.

KnuHunyecku cuHapom Jinagans nposiBNsSieTCs C NepBbIX NeT XU3HW rMnepTOHUe, runokanmemMmert 1 ankanosom, XoTs
paHee cuMTanock, 4To 310 6oNEe3Hb B3POCoro HaceneHus. CuMnNToMaTtuka cxoaHa ¢ runepasnbaocTepoOHU3MOM, 0AHAKO
ypoBeHb APT1 1 anboocTepoHa NOoHWXEH Mo MexaHuaMmy obpaTHoii ces3n. Co BpeMeHeM pa3BMBaeTCsl XpoHUYeckas
60ne3Hb Nnouyex.

IunarHoctuka 3abonesaHnsi OCHOBLIBAETCS HA HanMuuu Tsxxenon AN, BUOXMMUYECKMX NoKasaTensx (YynopHoi
rUNoKanMeMmu, runepHaTpreMnm), B CyTOHHOM MOYE Kannypus U CHUXEHWNE SKCKPELMN HATPUS, HUKTYPWS, B KPOBU HN3KUIA
YPOBEHb PEHUHA 1 anbaocTepoHa. Bcem 6onbHBIM cnefyeTt NpoBOAUTbL reHETUYECKME UCCNIeA0BaHNS.

[ns nocTaHOBKM AMarHo3a PpeKOMeHAYeTCs UCCNeaoBaHMe KMCNOTHO-LENOYHOrO cocTara Kposu (pH KpoBK, cTaHaapTHbIN
6ukapboHat — HCO45—, BE), npoBeLeHne BMOXMMNYECKOro aHanmaa KpoBm (onpeaeneHne YpoBHS Kanus, HaTpus,

Xxnopuaos, kpeaTuHuHa, APl n ypoBeHb anbaocTepoHa nnasmbi).

EOVHCTBEHHBI 300 ek TUBHBI cnocob NeyeHnst — NpuMeHeHne NpenapaTos, CHUXaoWMX NPOHNLAEMOCTb KNETOYHbIX
MeMOpaH OMcTanbHbIX OTAENOB NOYEYHbIX KaHabLEB A1Si MOHOB HATPWS (TPMaMTEPEH UM aMmiopus), KoTopble
HopmanuaytoT ALl n meTabonuueckne HapylweHns. Mpu opMMPOBaHNM XPOHNYECKO BONE3HU NOYEK NPOBOAUTCS X
nepecagka [25].

Cunapom ennepa (MyTaumsi MKP) — 3aboneBaHne ¢ ayTOCOMHO-OOMUHAHTHbLIM TUMOM Hacne4oBaHUs, Bbl3BaHHOE
MyTauuel B y4acTke KoamposaHmsa nHgpopmaumm o MKP, ceasbiBatowwmx cteponasl. Peuentop CTaHOBUTCSA MOCTOSIHHO
aKTVMBHbIM C COXpaHEHWEM BO3MOXHOCTW JOMONHUTENbHON CTUMYNAUMU anbioCTepoHOM. B pesynbTtaTe passusaertcs Al,
HauuHalowascs o npaguaTtunetHero sodpacta. MKP nprnobpetaeT cnocobHOCTb akTMBUPOBATLCS NOJ AENCTBUEM
nporectepoHa (B HOpPMe NMPOrecTepoH CBA3bIBAETCS C PELIENTOPOM, HO HE aKkTUBUPYET ero). B pesynbTate aT10
3aboneBaHne MOXET NPOSIBUTLCA PE3KMM MOBbIWEHMEM OABNEHNS BO BpeMst 6epeMeHHOCTH, KOrha YPOBEHb NporecTepoHa
YBENMYMBAETCS B COTHU pa3. Takxe cneayet 3aMeTuTb, YTO NPU LaHHON naTtonorum 6,10Kkatop MUHEPANOKOPTUKOMUAHBIX
peLenTopoB — CNMPOHONAKTOH, HaobopoT, cTumynnpyet MKP [26].

CuHapom MopaoHa — pepkoe 3abonesaHvie, HacneayeMoe ayTOCOMHO-A0MMHAHTHO U NPOsiBAsioLWeecs M36bITOYHOM

akTueauuein Tnasug-vyscteutenoHoro Nat-Cl -kotpaHcnoptepa (NCCT), a Takxe Lpyrux NOH-TPaHCNOPTUPYIOWMNX
kaHanos [20].

Passutune 3abonesaHunsi cBA3aHO ¢ MyTauueii B oaHoM 13 ayx reHos: PRKWNK1 (12p13) u PRKWNK4 (17p). MoBbiweHne
aKTMBHOCTW KaHana npuBoauT K 3afepXKe Hatpus, Boabl U, Kak cnenctene, Kk Al, runepkannemmm n aunnosy. Npun aTom
3aboneBaHuy HabMILAETCS CHUXEHNE aKTUBHOCTU PEHMHA NNasMbl U KOHLEHTPaLMK anbhocTepoHa B KPOBM.

OcobeHHOCTbIO AaHHOr0 CYHAPOMA SBNSETCS NOBbIWEHHAS YYBCTBUTENBHOCTb K TUA3WIHbIM AuypeTrkam (y naumneHTa ¢
Al Tnasmapl CHAXaT CUCTONNYECKOE U ANACTONMYECKOe aaBneHne Ha 13 n 10 MM pT. CT. COOTBETCTBEHHO, @ y 60NbHbIX
CMHApoMOM [TopaoHa Ha 55 1 25 MM pT. CT. COOTBETCTBEHHO) [25].



BpoxnaeHHasi runepnnasunsi Kopbl Hagnode4yHukos (BIKH)

O1nonorus BIKH cBsizaHa ¢ akcnpeccueli aHoManbHbIX FEHOB, KOAMPYOWMX HEA0CTaTOYHOCTh (DEPMEHTOB BUOCMHTE3a
KOPTUKOCTEPOUAOB, YTO CONPOBOXLAETCH AEUUMTOM OOHNX, HO KOMMEHCATOPHBIM M3OLITKOM APYrnX rOPMOHOB 1
[BYXCTOPOHHE runepnnasmeit Kopbl HaANo4Ye4yHnKoB. MunepToHnyeckas goopma BI'KH BcTpeuvaetcs npu necpuumte 113-
runopokcunasbl u gecouunte 17a-rmgpokcunassl [27].

Leqouunt 11B-runpokcunass ssnsetca cnenctenem mytaumm CYP11B1-reHa. 970 MUTOXOHAPUANbHbIA (DEPMEHT,
npespatarowmin 11-0e30KCMKopTN30n B KOPTN30N N 11-0€30KCMKOPTUKOCTEPOH B KOPTMKOCTEPOH. HepocTaToyHOCTb
[aHHOro (pepMeHTa BeeT K CHUXEHMNIO KOHLEHTPaUMW yKasaHHbIX FOPMOHOB B KpoBW. CneacTBreM CHUXEHNS YPOBHS
KopTusona siensietcs ctumynsaums cuHtesa AKTI, 4To BbI3bIBaET pasBuTUE BHYTPUYTPOOHOM runepnnasum obounx
Hagnoye4yHukos [12].

B pesynbTate NponcxoanT N3MEHEHUE CUHTe3a CTEPOMAHBIX FOPMOHOB, CUHTE3Upylowmxcs 6e3 yyactus 11B-
rnapokcunasbl: 11-00K, nermapoanuanipocTepoH, aHAPOCTEHAMOH. 11-0830KCMKOPTMKOCTEPOH 1 ero MeTabonnTol
o6nafaloT MUHEPANOKOPTUKOUAHOW aKTUBHOCTbIO. VX NMOBbIWEHWE Bbi3biBaeT 3a4epXKy HaTpus, BoAbl B opraHuame. Mpw
aTOM akTmBHOCTb PAAC cHuxaetcs no tvuny obpaTHOR CBSA3N.

["'MnepHaTpremus, runepsonemMms NpmeoaaT K nosbiweHunio Al. OgHako AlT pefko BbisiBnseTcs 0o 3—4 neT B CBA3U C
peLKUM N3MeEpPEHNEM 3TOro nokasatens. Mpu Hannymu cTolikoro nosblweHns ALl y 60NbHbIX Pa3BMBAKTCS NPU3HAKM,
XapakTepHble 4N5 rMnepToHNYEcKon 601e3HM C NopaxXeHNEM OpraHoB-MULLEHENR: pacpeHne rpaHnL cepaua, uaMeHeHne
COCY[I0B rnasHoro gHa, nopaxexuve noyek. NosbiweHne ALl He Bcerga cooTBETCTBYET ypoBHIO yBenuyeHns 11-40K. B
HekoTopbix cnyyasx Al y aTux 60/MbHbIX BbISIBNSETCS B CTapLLEM UM NOAPOCTKOBOM BO3pacTe (Heknaccuyeckas oopma).
B atux cnyyasx negpekt reHa CYP11B1 Herpy6oblii.

HepocTtatoyHocTb 11B-ruapokcmnasbl NPMBOAUT K BbiPaXXEHHOM runepaHaporeHnn, oopMupyioweiics ewe BHyTPU-
yTpo6HO. K MOMEHTY POXAEHNS HapyXHbIE FTEHUTaNNM LEBOYEK UMEIOT BUCEKCyanbHOE CTPOEHME: KNTOP
rMnepTpogUPOBaH, NO0BbIE yObl MOTYT HAMOMUHATHL MOWOHKY. Y Manb4yuKOB MPU POXLEHUN HAPYXHbIE TeHUTaNUN
COOTBETCTBYIOT Moy pebeHka, MoXeT BblTb YMEPEHHO YBENMYEH NONOBOM YneH. MNocne poxaeHus 6bICTPO NporpeccrpyeT
npexAeBpeMEHHOE NOMOBOE 1 (PU3NYECKOE PaA3BUTHE.

JnarHos ycTaHaBnMBatoT C MOMOLWbIO n3MepeHust 6asanbHoro u ctumynuposaHHoro AKTT, ypoBHS 11-ne3okcmkopTraona,
11-00K v aHoporeHos. MNpu 11B-ruapokcnnasHoi HeLOCTaTOYHOCTM YpoBeHb 11-ae30KcukopTaona noseblweH B 10—40
pas, a 6a3abHblil ypoBeHb 11-0e30KCMKOPTUKOCTEPOHA MoBbiweH B 10—15 pas. YposHu AKTI, 17-ruppokcunporectepoHa
(17-OHIM), siBnsitowmxcs obwmm cybctpaTtom B npouecce BMoCMHTE3a KOPTU30M1a U MUHEPANIOKOPTMKOWLOB, BbICOKME.
CopepxaHue anbaocTepoHa U akKTUBHOCTb PEHMHA MNa3Mbl YaCTO CHUXKEHbI, MOXET HabntoaaTbCst FMnoKanmemms.
Ob6s3aTenbHa Busyanusauns HagnoveyHukos Y3W, KT, MPT, ¢ noMolLbio KOTOPbIX BbISBASIOT UX runepnnasuio [28].

OcHoBHbIM MeTooM Tepanuu 11B-ruapokcmnasHoro aecouumnTa siBRsieTcs Ha3HavYeHue rnioKoKOPTUKOUL0B, KOTOPbIE
nonasnstoT BoipaboTky AKTI. AnekBaTHO NonobpaHHas fo3a rioKOKOPTUKOUAHbIX NpenapaTtos Hopmanuayet ALl v
obecrneymBaeT NpaBuNbHbIA TEMN POCTA M KOCTHOrO CO3pPEBaHMs.

Leqouunt 17a-runpokcunasni(17,20-n1asbl) — CPaBHUTENBHO peaKas Natonorus, npu KOTopoi B M36bITOYHOM

KONMYeCTBE CUHTE3NPYIOTCS NPeaecTBEHHUKN anbOoCTepoHa — KOPTUKOCTEPOH, 11-4€30KCUKOPTMKOCTEPOH. lNpun aTol
naTonoruu BuISBNSETCS HM3KopeHansHas Al n runokanvemns. 3aboneBaHne xapakTepmnsyeTcs ayTOCOMHO-PELLECCHBHbIM
TUNOM HacnenoBaHus. MNpuynHa BO3HUKHOBEHUS DepMEHTOoNaTuM — MHakTusupyowme mytauum B reHe CYP17(10g24.3).

JaHHbI hepMeHT peanuayeT rnapoKCUNIMPOBaHNE NPErHEHaN0Ha 1 NPOrecTepoHa, KOTopble HE06X0AMMbI ANS
6rocrHTEe3a KOpTN30Na, a TakXe npespalleHns 21-cteponaos B 19-cteponapl (Lermapo3anuaHapoCTEPOH U
aHOpocTepoH). EanHcTBeHHbIV reH 17a-rnapokcunnassl (CYP17), pacnonoXeHHbi Ha 10-i XpOMOCOMe, aKCnpeccupyeTcs
Kak B HaOMoyeyHukax, Tak u B aunykax.

W3-3a necpyrumta koptmaona ycunusaetcs cekpeumnst AKTI, 4To NpMBOAMT K M3BbITOYHON CeKpeLmmn KOpTMKOCTepoHa, 11-
[1e€30KCUKOPTMKOCTEPOHA. YPOBEHDb anb0CTEPOHA Yalle B NpeLenax HoOpMbl, Tak kak obpasoBaHve ero us 11-
ne3okcukopTmkocTepoHa perynupyetcs PAAC, ak TMBHOCTb KOTOPOi nofasneHa n3bbiTKOM MEHEE aKTUBHbIX
MUHEPanokopTMKOMAoB. B peaynbTate BO3HUKAIOT runokanvemus n Al

Y Manb4vkoB MNpv POXAEHUN HAPY>XHblE FEHUTANMMU MOryT BbITb CAOOPMMPOBAHbI MO XXEHCKOMY TUMY, TECTUKY /b
runonnasnpoBaHbl. B nybepTatHOM nepuoie BbipakeHbl MPU3HaKu NEPBUYHOMO FMNOroHanmM3ma (My>KCKOw
nceBLorepMacppoinTi3m). Y 0eBOYEK HAPYXHbIe N BHYTPEHHUE FEHMTanM COOTBETCTBYIOT reHaepHomy nony. OnHako B
nybepTaTHOM BO3pacTe TakXe hOpPMUPYETCS rMNeproHanoTPONHbIA rMNoroHaanaM.

[MooTeepXxpatoT AMarHo3 CHUXEHHbIE nokasaTenm KopTnaona, TeCTecTepoHa, acTpaamona, peskoe ysenndeHne AKTE n
BbICOKOE COLepXaHue KOPTUKOCTEPOHa, 11-0e30KCUKOPTUKOCTEPOHA. YPOBEHb anbaocTepOHa HOPManbHbIA UK cnerka
CHUXXEH. D70 CBSI3aHO C TeM, 4To obpasoBaHune anbAoCTEPOHA U3 KOPTMKOCTEPOHA B K/y6OUYKOBOM 30HE HAANOYEYHUKOB
MPOUCX0ANT MOL KOHTPOIEM PEHUH-AHTMOTEH3MHOBOW CUCTEMBI, KOTOpas 610KMpoBaHa BbICOKMM YPOBHEM 11-



[0Ee30KCNKOPTUKOCTEPOHA. ConepxaHme PEeHNHAa CHUXEHO.

Tepanusi npu aToM 3aboneBaHMn aHanornyHa npyHUmMnam nevexuns gecomumnta 11B-ruagpokcmnassl, 04HaKo Ans
HopMmanuaauun ALl no3sa rnoKopTUKOMAOB MOXET noTpeboBaTtbes 6onee BbICOKas.

STnonaroreHes Tpex pasHoBUOHOCTEN ncesnoanbaoctepoHnama — JOK- u KOPTUKOCTEPOH-CEKPETUDYIOWNX 88EHOM U
KapLuHOM, a TakXXe uanonarn4eckor runeprnasnm qoetasbHov 30Hbl Kopbl HaAMOYEYHNKOB — He BMNOJHe sceH. B vacTu
CNy4YaeB OHU NPeacTaBnsioT coboil NEPBUYHYIO HEOMNA3MIO MK aucnnasuio. Ho y aToi natonormm MoxeTt BbiTb 1
ancperynatopHas npupoga. Hanpvmep, noBblWeHHas 4yBCTBUTENbHOCTb HaanoYeyHnkos K AKTI, nokanbHoe
(BHYTPUHALMNOYEYHVKOBOE) UM CUCTEMHOE MOBBIWEHNE KOHLIEHTPaLMM KaTeXonaMmnHoB nmbo YacTuyHbI nedekT
bepMeHTOB CTeponaoreHesa, NPOsSBAAOLWNIACA C BO3pacToM. B nocnegHem cnyyae peyb UaeT 0 CUHAPOME BPOXAEHHOM
runepnnasny Kopbl HAAMNOYEYHNKOB C HEMOHOW NEHEeTPAHTHOCTbIO aHOManbHbIX reHos [10].

AbAOCTEPOHMNPOAYLIMPYIOWME KApLUMHOMBI Y [eTel BCTpevatoTcsl KpaiHe penko. B knuHuke Yawe Habniopatotcst
CMEeLLlaHHble aapeHoKapLUMHOMbI, CEKPETUPYIOLLME Pa3/IMYHbIE FTOPMOHbI — KOPTW30/, aHAPOreHbl, 3CTPOreHbl, pexe
MOBbIWEHHbI YPOBEHb aNbLOCTEPOHA.

CuUHLOPOM nOononaTnyeckon pe3anucTeHTHOCTH K r/1ilokokopTukongam (CUPT)

CUPI” sBnseTcs 0OHUM N3 CaMbIX PeKMX U TPYOHbIX ANS AUarHOCTMKM Pa3HOBUAHOCTEN NceBaoanbaocTepoHnsma. Mo
aHanorum ¢ cuHgpomom BapTTtepa, npy KOTopoM cHuxeHa adpduHHocTb MKP, npn CUPT™ nmeetcs takoi Xxe nedekT B
OTHOLWEHWUN FIOKOKOPTUKOUAHbIX PeLenTopoB. B pe3synbTare CHUXaeTcs BAUSHME MIIOKOKOPTUKOCTEPONO0B Ha
opraHmam, KomneHcaTopHo Bo3pactaet cekpeuns AKTI n kopTusona, Ha OHe Yero, Kak NoKasaHo Bbile, opMUpyeTcs
runepanbnoctepoHnam [10].

Bropuy4HbIi runepansgoctepoHnam (BIFA) — camblil pacnpocTpaHeHHbI TUM runepanbAoCcTepoHM3mMa, NOCKONbKY
NHOYLMPYETCA MHOMOYUCIEHHBIMU SHOOMEHHbLIMU, 3K30r€HHbIMU U ATPOreHHbIMK NpuyrHaMu. Beaywmm natoreHeTM4eckum
pakTopom BI'A n ero rnaeHbiM oTanymem ot MITA cnyXnT BbICOKUIA YPOBEHb anbA0CTEPOHA U NOBbIWEHHAS BbipaboTka
peHrHa oKCcTarnoMepynspHeiM annapartom noyek. [Npy 3ToM NEPBUYHBIA TMNEPPEHN3M CBSA3aH C PEHNHCEKPETUPYIOWEN
Onyxo/bio, CTEHO30M NnoYeyHon apTepum n coyetaetcs ¢ Al'. Bce octanbHble coopmbl BIT'A — nprvMepbl BTOPUYHOO
runeppeHnsma, npotekawoume ¢ HopmasnbHbiM ALl

Onyxonb rnoy4ku, ucxoasiuas n3 rokerarnomepynspHoro annapara. OCHOBHbLIM MaTOreHeTUYECKMM 3BEHOM OMyXO0nu
(peHVHOMBI) siBNsieTCs M3BbITOYHBI CUHTE3 PEeHWHA, B pedy/ibTaTte Yyero 3anyckaetcs pabota PAAC v noBblWwaeTcs CUHTES
anbpoctepoHa. OgHako Jaxe ecnu ornyxosb MOYKM HE CBA3aHa C IOKCTar 10MepynspHbIM annaparoM, OHa BCe paBHO
COMPOBOXAAETCS rMNeppeHNHEMUYECKUM anbaoCTEPOHN3MOM, TaK Kak, IOCTUIHYB ONpeneneHHOro pasmepa, onyxosb
COABNUBAET UMM CMeLaeT Noyky, Bbi3biBasi HAPYLWEHWE NOYEYHON nepdpyanm, 4yto cTumynupyet paboty PAAC [10].

PeHoBackynspHas (BasopeHanbHas)) runepreHaus (PBAI) — 3abonesaHune, xapakTepuayioleecs nosbiweHnem AL,
KOTOpOe pa3BMBaeTCs NPU HApyLWeHMN KpoBoobpalleHnst 04HOM M obenx noyek B pesynbtaTe He4OCTaTOYHOro
nocTynnexust kposu. MoeblweHne ALl B pesynbTate HapyleHNs KPOBOTOKA B MOYEYHbIX apTepusix MoXeT ObiTb
NnepBUYHBIM 3BEHOM natoreHesa All y maumeHTa, a MOXeT SBUTbCS NMPUYMHON pas3BuTnS pedpakTepHocTn y 60NbHOro ¢
UMetoLwerica paHee runepToHmyeckol 6onesHblo. B aToM cnyyae HabniogaeTcs peskoe «yTsxXeneHue» teyerus Al

Hawnbonee yacto npuuunHoii PBAI saBnsitoTCS aTepocknepos 1 (oubpo3Ho-MbilleyHas LMCMNasns NoYeyHbIX apTepuii.
3HaunTenbHO pexe pasBuTUE PEHOBACKYNSPHON rMnepTeH3nn 06yCnoBAEHO NHbIMW NPUYMHAMUN (CUCTEMHbIE BACKYNTHI,
TpoM603aMOO UK, BPOXAEHHBIE aHEBPW3Mbl NOYEYHbIX apTEPUiA, TPABMbI, aHIMOMbI, HedppobnacToma v ap.) unm
BHEMOYeYHOW naTonormew (onyxonun co coasneHmeM, MeTactasbl, FeMaToMmbl).

D nOPO3HO-MbILIEYHAS ANCNNA3NS KakK NpUYMHA PasBUTUS Ba30peHabHON rMNepTeH3nmn Yalle BCTpeYaeTCst y Monoabix
XeHwwuH 0o 30 net. MNpu aTo NAaToONOrnM NOpPaxarTcs BCE CNOM apTepuii, HO NPENMYLIECTBEHHO Meana, B pesynbrarte
cocyn, HanoMuHaeT 6ycbl. Bpox aeHHble aHOManuy NoYeyHbIX apTepUii BCTPEYaoTCs PeaKo, HO B 3TOM Clyyae
MaHudpecTauus 3abonesaHus yale HabnonaeTcs B LeTCKOM BO3pacTe.

BcnepncTtsue nweMnm Noyku NPOMCXOAMT NOBbIWEHUE BEIPABOTKM PEHMHA U aKTMBALMS CUHTE3a aHrMOTEH3MHA 1
anbnoctepoHa. Ecnv B natonornyeckuii NpoLecc BoBNeYeHa oaHa Nnoyka, To HabniaaeTcs KOMNEHCATOPHOE MOBLILEHNE
dOYHKLMN BTOPOM MOYKW C YBENUYEHVEM auypesa u cHuxeHvem Al [29].

Babonesarus, conpoBoxaarowmecs otekamy (cepaeyHas HeAoCTaToOuHOCTb, HEPPOTUYECKUIA CUHOPOM, LMPPO3 NEeYEHN U
np.). NatoreHes BI'A npu gaHHbIx 3aboneBaHnsx 06yCnoBeH rMnoBoneMmeit, CHUXEeHNEM OHKOTUYECKOro NaBNeHus v
runoHatpuemmeii. NageHne OHKOTMYECKOro AaBeHNs NPUBOAMT K MEPEMELLEHUNIO BHYTPUCOCYANCTOrO HaTpUs 1 BOAbI B
MEXKNeTOYHble MPOCTPaHCTBa. V13-3a rmnoBoONEMUN 1 yMEHbLEHNS KOHLIEHTPaUMM HaTpms B COCYANCTOM pycre
pasgpaxatotcs 6apopeLenTopbl, KOTOpble PedNEKTOPHBLIM NMYTEM BbI3bIBAIOT KOMNEHCATOPHOE YCUEHNE CEKpeLIMn
anbfnoctepoHa nog gencteuem ALl YeenuueHvne cekpeummn anbaoCTepoHa B YCNOBUSAX NepeMeLLeHUs
BHYTPUCOCYAMCTOr0 HAaTPUS 1 BOLbI B MEXKNETOYHbIE MPOCTPAHCTBA B elle 60/bleil cTeneHn cnocobCTByeT 3anepxke
XWOKOCTU U HATPUS B OpraHn3me.



Ycunexne pa3BnTUSA OTEKOB BbI3bIBAIOT W ApYyrue dpakTopbl: CHUXEHNEe NHaKTUBaLmMm anbaocTepoHa B NeYyeHun, a Takxe
nosbllleHne NPoHNUaeMoCT Kannnnsapos B pe3ynbTaTte NoBbllWeHNA aKTUBHOCTU rmanypoHmnnasbl.

BI'A He uMeeT cneunnyecKux KNMHNYECKNX NPOSBNEHNIA, MOCKONbKY SBNSAETCS KOMNEHCATOPHLIM (DEHOMEHOM NpK
MHOrUxX 3a60NEBAHNSAX U COCTOSHUSAX. DNEKTPONUTHBIE U3MEHEHMS, XxapakTepHble ans MNICA (runokannemus,
runepHaTpuemms, runepTeHsus), npu BI'A Hukoroa He passusatoTcs [30].

KnuHnyeckasn KapTuHa

KnuHuyeckas kapTuHa runepanbfoCcTepoHM3Ma NPeACTaBNEHA TPEMS XapaKTEPHbIMA CUHAPOMAMU: apTepranbHoM
runepTeH3neit, HepBHOCEHCOPHOMMOMNATUYECKUM CUHAPOMOM W CUHAPOMOM «TMNOKaNNeMnYeckoin noykm». OfHako HU
OLMH 3 HUX He ABNSieTCS abBCONOTHBIM.

ApTepuanbHas runepTeH3nsl — camblil YacTbli KIIMHUYECKWA NMPU3HaK runepanbiocTepoHnama. B Hauane 6onesHun oHa
MMeeT YMEPEHHBI XxapakTep, HO cnocobHa BbICTPO NPOrPeccMpoBaTh C Pa3BUTUEM 3/10Ka4ECTBEHHON (DOPMbI, KOTOpast
xapakTepuayeTcs rmnepToOHNYECKUMI KPpU3aMmu, YCTONUYMBOCTHIO K FUMOTEH3UBHON TEPANU U YaCTbIM NOPaXXEHNEM
OpraHoB-MulLeHel (cephua, NoYek, LeHTpanbHoM HePBHOM cUcTeMbI 1 Ap.). [py CTOVMKOM MOBbIWEHWN KOHLEHTpaLum
anbJOCTEPOHA CYXXEHME COCYA0B CBA3AHO HE TONbKO CO CMAa3MOM, HO U C Pa3BUTHEM (PUOPO3HO-MBILEYHON AUCNNA3UN NX
CTEHOK.

BblpaxeHHas runokanuemMust HapywaeT npoLecchl Bo36y X AeHUS MUoKapaa, YTO NPUBOAUT K YLNVHEHWIO PENONSPU3ALIN
KapavMoMUOLMTOB, BbIPAXXEHHOM rMnepTpodorMyeckoin KapamoMmonaTum ¢ pa3suTMeM apuTMmii BNioTb 8o pmubpunnsaumm
XeNynoykoB UV acMcTONMKN, BHE3ANHOW KIMHUYECKOR CMEpPTHU.

"Mnokanmemmsi CONPOBOXAAET rMNepHaTPUEMMIO, YTO NPUBOAMT K CTOMKOMY 3/1eKTPONMTHOMY nucbanaHcy,
MPOSIBNSAOWEMYCS B TAXENbIX CNyYasX NCUXOHEBPONIOrMYECKUMI, MOMATMYECKMMU U HEAPOTPOUYECKUMI CUMNTOMAaMU,
aCTEeHNYECKMM, TPEBOXHO-AEMNPECCUBHBIM UM UMOXOHAPUYECKN-CEHECTONATNYECKM CUHAPOMaMM. CEeHCOPHO-MOTOPHbIE
HapyLWeHUs NPV 3TOM BAPbUPYIOT OT NErKnx napecTesuii U «CyLopoXHON roTOBHOCTU» (CUMMTOMbI XBOCTeka, Tpycco) oo
NOKanbHbIX U reHepanM3oBaHHbIX CyA0pOr.

Taxenoi opMoii rMnokannmeMmnyeckoln 1 HepPBHOTPOMMYECKO MUONaTNN SBNsSeTCs pabaoM1Monn3, MacCuBHbI
acenTn4eckuii HEKPO3 CKENETHBIX MblWL, 0COBEHHO XapakTepHbI Ans 6oNbHbIX NOXWIoro Bo3pacta. ComaTmyeckas
HeBpoMnaTNs MOXET NMPUHATb POPMY LiepBUKOTOpaKanbHOM unu niombocakpanbHoi nnekconatum [3].

Mopdonornyeckue NnpPosiBNEHNs «runokanMeMmyeckon noyku» npu MNMICA xapakTepusyoTcs nopaxeHnem snutenms
HedppoHOB, 0COBEHHO NPOKCUMaNbHbIX, C BAKYONU3aLUmel KaHanbLeBoro anutenus. B kaHanbuax v nHTepcTuumanbHoii
TKaHW BO3HUKAIOT HeobpaTnMble 3MeHeHNs — cprbpos, pybueBaHue n atpodoms. YkazaHHas natonorus npMBoamT K
NONVypun, rMNOCTEHYPUN, HUKTYPUKN, NPOTENHYPUW N CKNOHHOCTW K runornaparaumn. HapyweHunsa mexaHnama
POpMMPOBAHMS YYBCTBA XaXAbl XapakTepHbl A5 XPOHNYECKOWN rmnokannemmm.

PasBuTne HeMpOMBbIWEYHOrO U NOYEYHOrO CUHAPOMOB 06YC/IOBNEHO HAIMYMEM U CTENEHBIO BEIPAXEHHOCTMW FUMNOKANMEMUN.
OpHako INIA moxeT npoTekaTb MOHOCUMMTOMHO — TONbKO C MOBbIWEHHbIM ypoBHeM All. CopepxxaHue kanus npy aTom
ocTaeTcs B Nnpeaenax HopMasbHbIX 3Ha4eHniA. BonbWNHCTBO aBTOPOB YXe He paccMaTpmBarT rMnoKannmemMmio B Ka4ecTse
06s13aTebHOr0 AnarHoctuyeckoro kputepus MrA.

IdunarHoctuka

CornacHo COBPEMEHHbIM KNMHUYECKM pekoMeHaaunam, anarHoctuka MNFA ocHoBbiBaeTCa npexae BCero Ha
nabopaTopHbIX METOLAX: ONPEAENEHNE Kansl B CbIBOPOTKE KPOBU (< 2,7 M3KB/N), 04HAKO NocieaHne UccnenoBaHust
NPOAEMOHCTPMPOBANU, 4TO TONbKO Yy 9—37% naumeHToB ¢ [NI"A nmeeTcs runokanmemMms; onpeaeneHne ypoBHs
anbhocTepoHa nnasmbl KPoBY (0BHaPYXMBAIOT NOBbIWEHWE AHHOMO FOPMOHA; HopMa — 29—65 nr/on B ropu3oHTanbHOM
nonoxeHuu, 58—172 nr/gn — B BEPTUKANbHOM); ONpeLeneHne anbaoCTepPOH-PEHNHOBOro cooTHoweHnsa (APC). JaHHble
MeToAbl NCCNefoBaHNS COCTABNAIOT MEPBYIO CTYNEHb ANArHOCTMKM runepanbaoctepoHmama [31].

B HacToswee Bpemsa APC aBnsieTcs caMmbiM HaAEXHbIM 1 JOCTYMHbIM METOA0M CKPUHWHIA runepanbaoCTepOHU3MA.
OnHako npu coyeTaHny CNOHTaHHON rMnoKanueMmnn, HeonpPenensemMoro ypoBHS PeHMHA NN aKTUBHOCTU PEHUHA NNasMmbl,
NnasMeHHoN KoHLEeHTpauun anbaoctepoHa 6onee 20 Hr/on (550 nMonb/n) — amnarHos MIA cumTaeTcsl ycTaHOBIEHHbIM
6e3 npoBeaeHns fanbHekwero NoATBEP X AAIOIWEro TECTMPOBAHNS.

B pasHbix uccnenosaHmsax nokasatenb APC namersetcs ot 20 no 100. BonbwuHCTBO nccnenosaTtenen? ncnonbayoT
3HaveHve APC B npepenax 20—40 [32].

B cBSA3M ¢ HU3KOW BOCMPON3BOANMOCTbLIO U CNELUPUYHOCTBIO AHHOMO TeCTa NauMeHTam ¢ nonoxmntensHsim APC
pPEKOMEHO0BaHO NpoBeAeHne 04HOro 13 4 noareepxaatowmx MNICA TeCToB: TECT C BHYyTPUBEHHOU? U NepopanbHOn?
HaTpMeBouU? Harpy3koun?, CynpeccmnBHbIN? TECT C pyAPOKOPTUIOHOM, TECT C KANTOMNPWUIOM (BTopas CTyneHb
OMarHoCTUKU runepanbLoCcTEPOHU3MA).



I'IpmmeHeHme oOHoro ns 4 noareepXxgaroumx Tectos OéHSaTeﬂbHO, Tak Kak Mo3BONSET C BbICOKOU? CTEMNEHbIO
JOCTOBEPHOCTN YMEHbLWNTb KONTNYECTBO NOXHOMONOXUTENbHbIX ONarHo30B MrA.

Ha TpeTbem aTane NnpoBOAMTCS TONUYECKAs AMarHOCTMKa PasnnyHbIX HO3010rMYeckux oopM NEPBUYHOMO
runepanbiocTepoHmama ¢ nomouwpbio KT. AnbA0OCTEpOH-NPOoAyLMpYoWas onyxoib MOXET ONpefensTbCs B Buae
HebOoNbLWIMX FMNOBACKYNSAPHBIX Y3N10B (06bIYHO AMaMeTpoM MeHee 2 cM). OpHako npu VIFA HaanoYe4yHUKy MOryT BoIFrnsiaeTb
KaK HEeM3MeHeHHbIMUK, Tak U ¢ y3noBbiMy obpasoBaHuamn. OrpaHundeHns KT cBsizaHbl ¢ TeM, 4To Hebonblune
anbpocTepoMbl MOryT BbITb MHTEpPNpPeTUpoBaHbl kak IMA npu LBYCTOPOHHEM UMM MHOXECTBEHHOM XapakTepe y3/10BOro
ropaxeHust Haano4YeYyHNKoB UK He BbiTb BbISIBNIEHBI 3@ cHET Manoro pasmepa [31, 33].

Mpwu runokannemMun BCNeEACTBUE 3aMefIEHNS PENONSPU3ALNN XEeNYL04KOB BO3HMKAKOT n3MeHeHuns Ha K. Mpwu
YMEpEeHHOI runokanuemMun HabnofaTcs ynnoweHne i nHeepcus 3ybua T, nosblileHe amnanTtyapl 3ybua U,
nenpeccus cermerta ST n yanuHeHne nitepsana QT (QU), B Taxenbix cayyasx — yanvHeHve nHtepsana PQ,
pacwwupeHue komnnekca QRS (penko). OnoHako YeTKow CBA3M Mexay nameHeHnamm IKIM u T9XeCTblo rMnokanueMmny Her.
B03MOXHbl X€enyN0YKOBbIE apUTMUM, 0OCOBEHHO Y BONbHBIX C UWEMUER MMoKapaa U FrMNepTpouei NeBOro Xenyaouka.

Y yacTtu 60MbHbIX pa3BMBalOTCA HapyLlWweHns ToNepaHTHOCTU K II0KO3€e B pe3dyibTaTe CHUXEHUA cogepXaHna NHCYy nmHa,
KOTOPOE 0O bSCHSIOT rnnokanmeMmen.

BIA He siBnsieTcst caMoCTOSITENBbHbIM 3a60/1EBAHVEM U He TpebyeT LeneHanpasnieHHoro BoisineHus [21].

Y neteii n nogpocTkos ¢ MIFA 1 OTSroweHHbIM CEMEHBIM aHaMHE30M criefyeT NPOBOAUTb FreHeTUYeckne NccnenoBaHus
LN UCKOYEHNS ceMeliHblX hopM 3abonesBaHms.

JleyeHne

Mpu obHapyXeHUn anbAoCTePOHNPOAYLIMPYIOLE KapLUHOMbI U MePBUYHON OOHOCTOPOHHE rMnepniasnm
HaLno4Ye4yHNKoB TPebyeTcs onepaTuBHOE NeveHne, KoTopoe TpebyeT KOHCepBaTMBHON Tepanvu B NpeLonepaLMoHHOM
nepuoge. Jlanapockonuyeckas agpeHanakToMuss — aTo onepauns eoibopa ans nauneHtos ¢ ACA, ACK [31]. YacToTa
N3Ne4YeHus oT runokaneMun nocne onepauny Habnopaetcs npubnmantensHo B 100% cnyyaes. CnoxHee cuTyaumsi
obctont ¢ Al — OHa MOXeT 0TCyTCTBOBaTb Nullb B 30—70% nocne 0aHOCTOPOHHE aapeHanakTomum [1].

OcHoBsHbIM NpenapaTtom Ansa koppekuun ALl npu MNICA aBnseTca aHTaroHUCT anbAocTepoHa — CMMPOHONAKTOH,
6nokumpytowuii MKP kneTok kaHanbLeB HeppoHa.

Mpenapat obnafaet cUabHLIM MOYErOHHBIM LEACTBUEM 1 3CHEKTUBHO CHIXaeT ALl naxe npu pesaucteHTHoi AlC. Ons
MONIHOrO NPOSIBNEHUS aHTUrMNEPTEH3MBHOMO adpdPeEKTa CMPOHONAKTOHA TpebyeTcs HECKONbKO Hepenb. CMPOHONaKTOH
MOXEeT NPMBECTU K [0303aBUCUMOW rmHekoMacTun. HayanbHas nosa npenapata coctasnsget 12—25 Mr/cyT u Tutpyetcs
NMOCTENEHHO B TEYEHNE HECKONbKMX HEENb UM HECKONbKMX MecsaLeB A0 fOCTUXeHns uenesoro All non NoCTOAHHbIM
KOHTPONEM YPOBHSA Kanus, HaTpus, KpeaTuHHa.

Mpw Hannmuum No6oYHbIX 3P PEKTOB LienecoobpasHa 3aMeHa CrMPOHONAKTOHA 3MIEPEHOHOM, HexenaTe/bHble 30 EKThI
KOTOPOro MeHee BbipaxeHbl. OfHaKo 1 3o HEKTUBHOCTb annepeHoHa Huxe. CHuxeHne ALl npy NpYMEHEHWN anepeHoHa
Ha 30% MeHee BblpaxeHo, No CPaBHEHNIO CO CMMPOHONAKTOHOM. TakXe HefocTatkaMmu aToro npenapara saBnstoTcs
KOPOTKMiA Nepuod nonypacnana (3,8 yaca) U 0TCyTCTBUE aKTUBHBIX METABONNTOB, B OTNNYME OT CNIMPOHONIAKTOHA. B cBs3un
C 3TUM annepeHoH TpebyeT yBennyeHns Ha3Havyaemoi fO3bl U KONMYyecTBa nprvemMoB B cyTkn. CTapToBas fosa — 25 mr 2
pasa/cyT. OfHako BaxXHO 3aMeTuTb, 4To Yy 6onbHbIX ¢ Il cTaguein xpoHnyeckoi noyeyHor HegoctatodHocTy (XIMH)
CMMPOHONAKTOH M 3MNEePEHOH UMEIOT Bonee BbICOKMWIA puck runepkanmemun. Y 6onbHbix ¢ IV ctagumein XMH npenaparsl
npoTmsonokasaHbl [34].

Amunopug siBnseTcs AONONHUTENbHOW anbTePHATNBON NeYeHUs, eCnun y nauneHTa BbipaxkeHbl NoboyHble 3chdekThl nocne
Tepanuu CnMpoHONaKTOHOM W 3MIePeHOHOM. AMUNOPUA CleayeT HaunHaTh ¢ A03bl 5 Mr/cyT, Npu Heo6XoAMMOCTU ee
MOXHO yBenuintb 0o 20-30 mr/cyT. 20 Mr amunopuaa npu aTom cpasHumbl ¢ 100 Mr cnnpoHonakToHa [35].

Mpwn CIMIA-1 n BI'H HasHavaloT nekcameTasoH B fo3e ot 0,5 0o 2 mr B cytku. CTtapToBas no3a gekcameta3oHa ons
B3pocnbix — 0,125-0,25 mr/cyT. CtapToBas no3a npenHnsonoHa — 2,5-5 mr/cyt. 1na neten nosa
rNIOKOKOPTMKOCTEPOMAOB AONXHA HAa3Ha4aTbCs C MONPaBKOW Ha BO3pacT U Maccy Tena, a nokasartenu ALl onpenensiorcs
BO3PaCTHbIMU U FreHAEePHbIMA HOPMATMBHBIMU 3HA4YeHUSMU. [1py 3TOM MOHOTEpanus raKOKOPTUKONAAMU He Bcerga
npuBoauT K HopManuaauun ALl, 4To TpebyeT JOMNONHUTENBHOIrO0 Ha3HAYEeHUs! aHTarOHUCTOB MUHEPANOKOPTUKOUAHbIX
peLenTopos, 610KkaTopoB KanbLUmeBbix KaHanos [23].

Mpu TyBynonaTtusix UCNoNb3ytoT MHIMBUTOPLI NpocTar naHanHoB (OpTodgoeH 1 Ap.) B cOYeTaHumM ¢ npenapaTtamy Kanus,
MarHus n kanbuus [1].

Mpwv runepanbhoCTEPOHN3ME TAKXE MOXET NOHAaR0OMTbCS KOPPEKLMS HEra3oBOro ankanosa, kotopas HanpasneHa Ha
BOCCTaHoOBNeHMEe 06 bemMa LMpKyMpytolwel KpoBu, 06 beMa BHEKNETOYHOW XunakocTu, aedpuumta K+, BocctaHoBReHme
anekTponuTHoro 6anaHca. Jlerkme v cpefHeit TSXECTU HEras3oBble ankanosbl He TPebYT cneunguyeckoro neveHus. B



TSIXENbIX cryyasix TpebyeTcsl aKCTPeHHoe NpoBeAeHNe KOMMNEKCHbIX MeponpusiTuii: uHdy3nm NaCl (BoccTaHoBneHve
HopmoBonemun); seeaeHne KCI (npu HU3kmx ypoBHSX K+).

Oblwee NpaBnno nevyeHns runepanbaocTepPoOHN3Ma COCTOMT B TOM, YTO HEJb3si OPUEHTUPOBATLCS TOMbKO Ha
XVPYPrUYECKYHO NN NCKNIOYUTENbHO Ha MEAMKAMEHTO3HYI0 Tepanuto. TakTrka LonXHa 6biTb rMOKOo, yYnTeiBaTh
KMHUKO-nabopaTopHble U TONOrpago-aHaToMMyeckne 0COBEHHOCTN N ANHAMUKY STUX NoKasaTenen noL BANSHUEM
CTapPTOBOrO NIEYEHUNS CMIMPOHONAKTOHOM.
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