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ramaproma

OpnHa 13 4acTo BbISBNSEMbIX Onyxonesbix obpasosaHuii LUHC y neteit (kak Manb4mkoB, Tak v 4EBOYEK) C UCTUHHbBIM
npexaeBpemMeHHbIM nonosbiM passutuem (MIMP) go 3 neT xun3Hu. FamapToma runotanamyca — 310 4ob6pokayecTBeHHas
Onyxonb, COCTOSIWAS U3 CKOMNEHUS AN EPEHLMPOBAHHbBIX HEPBHBIX KNETOK, 06pasoBaHHbIX B nepuog ambpuoreHesa. Mo
CYLLEeCTBY OHa SIBNSeTCS CNeACTBMEM MOPOKA PasBMUTUS HEPBHON TKaHwu [17].

Benywum cuHapoMoM runotanamMmyeckux ramaptom sensetcs MNP, 370 cBA3aHO € TeM, 4TO HEMPOCEKPETOPHbIE KNETKN
ramapToM BblAENAOT FrOHaLOTPOMUH-PUTU3NHI-TOPMOH, KOTOPLIA CTUMYnpyeT obpa3oBaHue B runodmae
NIOTENHU3NPYIOWErO FOPMOHA € nocneyoweit n3bbiTo4HOM NPoayKLMeR B roHaaax CTeponLHbIX FTOPMOHOB.
Cynparunotanammyeckuii Tun noKannsaumm raMapToM MOXET Bbl3blBaTb CUHAPOM HecaxapHoro auabera.

M3 HEBPO/IOrMYeCKonm CUMNTOMATUKM MOTYT OTMeYaTbCs Masnble annnenTuyeckmne NnpucTynbl B BULE HACU/IbCTBEHHOIO
cMexa, CHMXeHune namMaTn, arpeCCMBHOCTD. Takxe ramMapToMbl MOT'yT CO4YeTaTbCA C BPO XK AEHHbIMM aHOMaNnAMnM cepaua,
KOCTHbIMU OUCTIa3uamu, nonmoakTUnme.

oMbl

BonbWWHCTBO onyxonew xmasmbl U rMnoTanamyca y getei — 310 HU3KO AN PEPEHUMPOBaHHbIE FIMOMbl. OHY MOTYT
pacnpoCTpaHsITbCS MO X04y ONTUYECKOro TpakTa 1 conpoBoxaatbest KanHukol MNMNP. B 60nbwmrHCTBE cnyyaes ravoMbl
MELNEHHO PacTyT 1 NpeacTaBnsoT coboi [obpokayecTBeHHble onyxonu. KpynHble onyxonu xmasmsl 1 gHa lll xenynoyka
MOryT COMPOBOXAATbCS KAMHWNKOW HecaxapHoro amaberta, cCoMaToTPOMNHOM HEAOCTAaTOYHOCTbIO, 0OLWEMO3roBbIMU
ABNEHNAMU.

repMuHOMbI

" epMVHOMBI XapakTepu3yoTCst NepPBUYHBLIM NOpaXXeHeM cynpacennsipHoii 6a3anbHol runotanaMmyeckoin obnacTu, B
CBSI31 C 4eM [0BO/IbHO YacTo coveTatoTcs ¢ LUHO. Onyxonb conepXutcs B rnyBUHHBIX CTPYKTYpax Mo3ra v 06bl4HO nMeeT
nobpokayecTBeHHbIN xapakTep. [pn 9TOM repMUHOMBI MOTYT METb OYeHb ManeHbKMWi pa3Mep 1 NPy BU3yanua3auum Ha
MPT He onpenensTbCs B TEYEHNE HECKONbKMX NeT 0T Hayana cumntomos LIHI. B naneko 3awenwmx cnyyasax repmmHoma
rONOBHOIO MO3ra MOXeT MNPOABAATLCA COYEeTAHNEM KMHUYECKMX NPU3HAKOoB rugpouedanin ¢ HapyleHUaIMn 3peHuns,
paccTpocTBamMuy NCMX03MOLMOHANBHOM cdhepbl N/Man pasnnyHbIMN HENPOIHAOKPMHHBIMUA CUHOPOMAMMU.

PaHHs5 gnarHocTmka repMUHOMbI BO3MOXHA MO ONpeneneHunio B KPOBU MPOAYKTOB ee cekpeunn anbga-getonpoTenHa
(AD) n 6eTa-cy6beONHMLBI XOPMOHUYECKOr0 roHanoTponuHa yenoseka (6eta-XM4), npnyem nocnenHwin Moxet
BbI3biBaTh MNP y Manbunkos.

MuHeanoma

AfeHoma runogousa (NMHeanoma) — penkas nobpokayecTBeHHas onyxonb rofIoBHOro Mo3ra. Yale Bctpevaetcs B
[EeTCKOM BO3pacTe, MPEeUMyLIECTBEHHO Y ManbynkoB. Jlns Hee xapakTepeH MeANEHHbIN POCT B BUAE OTrPaHNYEHHOro y3na.
WHbunbTpurpyeT B 3agHue oTaensl Il xenynouka n o6nactb HeTBEPOXONMUS.

CuUMNTOMbI ONyX0NN pasHooBpasHbl, OHU 3aBMCAT OT BO3pacTa U MecTa ee pacnonoxeHus. OAHUM U3 TUMNYHBIX
NPU3HaKOB MUHEANOMbl SIBNISIETCS paHHee NOSI0BOe CO3PEBaHUe y AeTel B pe3ynbTaTte BAMSHUS HA UHTUOVPYIOLLYIO
CPyHKUMIO FnoTanamyca, 4To conpoBoxnaetcs cekpeunert 6eta-XI'y n npexxneBpeMeHHbIM CO3PEBAHNEM KETOK
Neipura B TecTukynax.

Hanbonee yactbiMu cuMnTOMamu aToro 3aboneBaHus SBASOTCS roNoBHblE 60/M, TOWHOTA, PBOTA, COHNMBOCTb, NOXyAaHue
unu HapacTtaHue maccel Tena. Kpome 10oro, MOryT BCTpe4aTbCsl 04aroBbie HeBponornyeckme nposisnenns. CoasneHne
sLep runoTanamyca onyxonblo MOXET Bbi3blBaTb CUHAPOM HecaxapHoro avabeta. B uensx ouarHOCTUKW UCCRemytoT
KpoBb Ha ypoBeHb BeTa-XI'Y u ADTI, Tak Kak 3TV BEWECTBA CUHTEINPYIOTCS NPKU OMNYXONsX WUWKOBUAHOrO Tena [17].

Mecrnountos

"pynna 3aboneBaHwWii, B OCHOBE KOTOPbIX NEXUT UMMYHONATOMOMMYECKUIA NMPOLIECC, BbI3bIBAKOWMIA 04AroBYO UMK
ONCCEMMHMPOBaHHYI0 Nponudepaumio ructmountos [18].

Y peteii paHHero Bospacta — 910 6onesHb JleTTepepa—3vee. Pa3smBaeTcs 0CTPO, CONPOBOXOAETCS NUXOPaAKON,
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KOXXHbIMW BbICbINAHUSAMK (Nany bl B 061acTU FpyAvHbl, MO3BOHOYHUKA C XEeNToBaThIMU KOpoyKamm, reMopparum, MokHyTue,
cebopes), renatocnneHoMeranuei, reHepanM3oBaHHbIM YBENNYEHNEM NUMADATUYECKMX Y3/I0B, OTUTAMW, MACTOMAUTaMM,
3K30(P TaNbMOM, NMopaxXeHNeM Nerknx (MHTepcTuumManbHas NHEBMOHWS) U NIOCKUX KOCTEN.

BbonesHb XeHna-LUronnepa—KpuncyeHa

BonesHb Xenpa—lionnepa—KpucyeHa Takxe 0THOCUTCS K TUCTMOLMTO3aM 1 NopaxaeT geTelt noboro sBospacta.
MpoTekaeT 06bI4HO NofocTpo. KnuHuyeckas kapTuHa cxoxa ¢ 6onesHbto Jlettepepa—3vBe. BofbHble oTCTaloT B
husmyeckom paseutun. Ha koxe HabnoaaeTcs netexmanbHas coinb. Takxe ans 3abonesaHns xapakTepHbl AedekThl
KocTen yepena v tasa, LH.

B aHanuse nepudpeprnyeckoin KpoBy TUNNYEH NEAKOLMNTO3, 303MHOMOUNNS, YBENNYEHUE KONNYECTBA PETUKYNSPHBIX 1
nnasMaTnyeckunx KneTok, nosbiweHne COD. O HapyweHUM NMMNNLHOrO 06MeHa CBULETENbCTBYET FUNEPX0ONECTEPUHEMUS 1
rMNepANNONpPOTENHEMNSI.

JlumeboLmnTapHbIN rUNnocOuUsnNT

NumdboumTapHbIi rMNOgU3NT — 3T0 ayTOMMMYHHOE BocnanuTensHoe 3abonesaHve runogumsa. CywecTByoT ABe OOpMbI
naHHoro 3aboneBaHus.

MepBas — numdooumTapHbiin ageHorunodpuaut (JTIAI), KoTopbl Yalle BCTpevaeTcs BO BpEMSi 6EPEMEHHOCTU 1 B
nocneponoBoM nepuoae. OLHUM U3 BO3MOXHbIX 06 bACHEHWIA MATONOM MW SBASETCS YBENUYEHNE TMNOU3APHOTO
KpOBOTOKA BCNEACTBUE runepnnasnv n runeptpodun KneTok, NpoayLnpyowmnx NakToTPOrHbIA FOPMOH, B pe3ynbTtaTe
rmnocpma ctaHoBUTCs 6onee NoaBepP X EeHHbIM LEeACTBUIO MMMYHHOW cUCTEMbI. B pesynbTate runepTpodommn ageHounToB
BO3MOXHO pasBuTne AedeKkToB Nnonew 3peHns n CHUXeEHne NPoayKunnM Opyrux ropMOHOB nepeaHernt 4onv runodusa.
BocnanntenbHblil NpoLecc MOXEeT 3aTparnBaTtb 3afHI0K0 4O runodgusa ¢ passmutmem LIHLI.

Btopas chopma — numcpoumTapHbiii HYHANBYno-Heporunoguant (JINH), koTopbii n3brupatensHo nopaxaeTt
3a[HI00 [oNo runogusa u ctebenb runogusa. B pesynbtaTe passutus ayToMMMyHHOrO MAMONATUYECKOrO npoLecca
obpasyetcsa nmmyHornodbynuH G4 (IgG4), KoTopblil BbI3bIBaET rpaHyneMaTo3Hoe BocnaneHue, atpoouio 1 HEKPO3 C
conbpo3om B 3TOM 0TLeNE MOo3ra. KpoMe Toro, BbipaboTKy UMMYHOr 106y IMHOB MOTYT CTUMYMPOBATh
XMMUOTEpaneBTUYECKME Npenapathl (ununumymad u op.). Yacto JIMHI BcTpeyaeTcs B codeTaHnm ¢ Apyrumm
ayTOMMMYHHbIMU 3aboneBaHnsMmM (TupeonamT XawmmoTo, 6onesHb [peliBca, cucteMHas kpacHas BonyaHka n 6onesHb
Bexyerta) [19].

Mpw INHT HeT pedouumMTa rOPMOHOB, TaK KakK OKCUTOLMH U BA30MNPECCHH He BblpabaThiBAOTCS B 3aHEM OTAENE
runodusa, HapylwarTCa NPOoLECChl X TpaHcrnopTa v XpaHeHns. B pesynbtarte chopmupyeTtcs TunmuyHasa kaptuHa LIH .

MocrTpaBMaTnyeckuit HecaxapHbli Onaber

MocTTpaBmMaTUYeCKnil HecaxapHblil anabeT 0b6bIYHO AnarHoOCTMPYeTCS B NePBble AHW Nocie nospexaeHus. LIHI
BCNELCTBME YepernHO-MO3roBoi TpaBMbl X OMepPaTVBHOrO BMewaTebCcTBa Ha runoTanamo-runodouaapHoi obnactm
MOXET MMeTb HEKOTOPblE 0OCOBEHHOCTM, @ UMEHHO Tak HasblBaeMbIii «TpexdpasHblii oTBeT». OH XxapakTepumayeTcs (pasoi
NoANypUN-NONNIANNICUN, Yepe3 HECKONbKO OHEl nepexoasilein B 6onee NpooonXuTenbHyto (OKONo Henenu) dasy
aHTnanypesa. NocnenHss dasza MOXET 3aKkaH4YMBATLCS BbI3LOPOBNEHNEM UMW Pa3BUTUEM NepMaHeHTHoro LIH.

DTN U3MEHEHUS CBSI3aHbl C OTEKOM WU/IN MOBPEX AEHNEM HeMpOormnogmaa ¢ nocnenyowmnm HeperynmpyemolimM BbIGpocom
Al n3 peno.

OcTpblit nocneonepauuoHHblii LIHO Habntopaetcst y MeHee yeM 30% nauneHToB 1 B 6onee Yem NnosoBUHE ClyYaeB UMeeT
TpaH3UTopHbI xapakTep [20]. CumMnTombl nocneonepauunoHHoro LIHI MoryT 6biTb 3aMacknpoBaHbl COMyTCTBYOWEN
HaAno4Ye4YHUKOBOM HeJoCcTaToO4YHOCTbIO. Mpu gedhuumnte KopTU3ona soaa 3agepXmBaeTcs B opraHn3me.

[ ntoKkoKOpTMKOMAHbIE Npenaparhbl B 3TOM CMTyaunn YyBeNMYNBAIOT AMYpPES.

HeviponHgpekumnm

HelipouHgpekumn, nopaxatolme ocHoBaHue 1 060104KU MO3ra (MEHUHIOKOKKOBbIE, KPUMTOKOKKOBBIE, TOKCOMNa3Mo3s,
LMTOMEranoBupycHble 1 op.), MoryT 6biTb npuymHoi LIHI, yacto TpaH3nTopHOro. MIcxoioM BUPYCHbBIX 3HLEannToB
MOXeT cTaTb napumanbHblii AN TOTaNbHbIA TMAONUTYUTapu3M B coyeTanun ¢ LIHJ, HeoauHakoBom BbIpa>XXEeHHOCTW.

Ununonatnyeckasi popma LIHL

06 nanonatunyeckoli cpopme LIHI roBopsiT B TEX Cnyyasx, Korna He yaaeTcsl ycTaHOBUTb NpuuYnHy 3abonesaHus, a
COBPEMEHHbIE AMArHOCTUYECKE METOAbI HE MO3BO/ISIIOT BbISBUTb MPU3HAKOB NOPaXXeHWs rmnoTanamo-rmnogouaapHom
ocu. Hannume atoii oopMbl Kak CaMOCTOSITENbHON Bbl3biBa€T COMHEHUS. [lnnTensHoe HabnoaeHne jaet BO3MOXHOCTb Y
yacTy 60NbHbBIX AMarHocTMpoBaTh onyxonesblit npouecc LIHC. B cBsian ¢ aTuM 60/bHbIE C naMonaTnyecko goopMoi
HecaxapHoro anabeTa HyX4aloTCs B AVMHAMMYEcKoM obcrieoBaHny C MpUBIEYEHNEM KOMMbIOTEPHOM U MarHUTHO-



pe3oHaHcHo ToMorpadoumn Ans UCKIOYEHNs U paHHel AMarHoCTUKK OMyx0JieBoro npotecca.
HedpporeHHbI HecaxapHbi auabeT
eHetnyecknn HHLO

OT1a chopma B 90% cnyyaes SABNSAETCSA BPOXAEHHOW 1 CBA3aHa C MyTauUsMUN B reHe, KOAMPYIOLWEM Ba30NPECCUH-peLEenTop
(AVP-Vx-peuenTop), n/unm B reHe, oTeevatowem 3a cuHtes ABI1-2 (AQP-2).

B pesynbTarte HapylwaeTcs KOHUEHTpaLUMOHHAs (PYHKLMS NoYeK M3-3a UX HecnocobHocTn pearvposatb Ha AN, yto
NPVMBOAMT K YBENMYEHMIO 3KCKpeLmn pasbaeneHHoin moun. KnuHnyeckm HHI, nposiBnsieTcs xapakTepHoi Tpuaaoii
CUMMTOMOB: NONUypUeit, nonuanncreii n runepHatpuemmneir. MNpwu aToi hopme HecaxapHoro anabeTa NOYKM PeaKo
n3MeHeHbl. VIHorga oTMeyaeTcs paclmpeHne noYeyHbIX N0XaHoK Unu gunataums cobupartenbHbix Tpybouek.
CynpaonTtunyeckne sapa nubo He N3MeHeHbl, b0 HECKONbKO rMnepTpogupoBaHsl [21].

YacTtoTa mytaumm reHa X-cuenneHHoro peueccusHHoro AVP-Vo-peuentopa HHI, (nokyc Xg28) coctasnsiet npumMepHo 450
000 13 8,8 MNH POXAEHHbIX MaNbYMKOB. ["eHeTn4eckuin gedeKkT, BKNYawWwmn pasimyHoe KONM4ecTso MyTaunii B 3TOM
reHe, NPUBOLMT K CHUXeHWo cBsdbiBaHns ABI ¢ peuentopom [22]. Pa3nnyHble MyTaumMm accoumMmpoBaHbl ¢ BaprabensHo
PE3UCTEHTHOCTbBIO K HEMPOropMoHy. HapylwaeTcst npoHnLaeMocTb cobupartenbHbix Tpybouek Ans BOAbl, U pa3BUBaETCS
ycTon4mMBoCTb K Aencteuio AL npu ero anekBaTHOM cekpeLnn.

MepBble NpuaHaku 6onesHn obHapyxmBatoTcs B Bo3pacte 3—6 Mec. Y pebeHka HabnonaTcs NOCTOSAHHANA Xaxaa,
4yacTtoe Mo4yeuncnyckaHme c eblgeneHmnem 60NbLlIOro KoNMyecTsa rmnoToOHNYHOM Moun. 3abonesaHne MoXeT
COMPOBOXAATbCS PBOTOMA, 3anopamu, NpMCTynamm runepTeMmn, a npu Tsxenom o6e3BoXnBaHNN — cynoporamu. YpoBeHb
HaTpusi 06bI4HO NOBbLIWEH. BoMbHbIE OTCTAOT B (OM3NYECKOM Pa3BUTUN.

B paHHEM BO3pacTe nonnypusa n nonnguncmsa MacknpyrTca (bI/I3I/IOJ10FI/IquKOI7I nonvlypvle|7| 1 nonuauncnen rpyaHoro
BO3pacTta, N03TOMY XaXJa He BblpaXkeHa, B CBA3U C HE3PENOCTbIO ee LIeHTpa U HeYyBCTBUTENbHOCTbIO
ocMmopeLenTopos. B cTtapwem Bo3pacTe xaxaa u nonmypusa HapactaioT (oo 6—10 n). B panbHenwem MmoxeTt
nprucoeanHNTbCA 3anepXka NCMXOMOTOPHOIo pa3BnTuA.

Y nuu XXeHcKoro nona nonnypusi MOXeT MaHUMecTMpoBaThb B TeyeHne HepeMeHHOCTU, KOrha cekpeLmst nnaueHTapHoi
Ba30npeccuHasbl NPUBOAMT K MOBbIWEHWIO KNpeHca aHgoreHHoro AAI.

AyTocoMHo-peLieccuBHasi U ayTOCOMHO-L,0MUHaHTHasi gpopmbl AQP-2 HHL

AyTOCOMHO-peLIECCMBHASA 1 ayTOCOMHO-O0MUHaHTHasa doopmbl AQP-2 HH, Bbi3BaHbl MyTaumaMm B reHe (nokyc 12q13).
Hapywaetcst cuHTte3 LAM® u ageHnnaTumknasbl. bonetT Kak Manbyuku, Tak u AeBoykm. MNocTpeLenTopHblil fedpekT
3aK/l04EH B paspbiBe ABUXEHUS U NOCNEAyoWero CMsHUS C NIoMUHANbHON MembpaHoit AL -4yBCTBUTENbHbLIX BOAHBIX
kaHanos ABI1-2.

KnunHnyeckn nonnypuio n nonnguncuio Ha6ﬂ}O)J,a}OT C CaMoro poxaneHus. BGpGMEHHOCTb TakuM nNnoaom 4acto
conpoBoXgaeTcd MHOoroeogmeM. [MoMnMO reHeTnyeckun OeTepMNHNPOBAHHbIX, BCTPe4YakTCA N cnopaanyeckune cnydam
6onesHu [5].

CuHapom baptrepa

CuHapom bapTTepa — BpoxaeHHas Tybynonatus, Bbl3BaHHas MyTaLUsSIMU FTE€HOB, KOAUPYIOWMX CTPYKTYPHbIe 6enku
WOHHBIX KaHanoB ToncToro socxoasiero koneHa netnu Menne (NKCC2, ROMK, BSND, CLCNKA). B peaynbtate
HapywaeTcs peabcopbums xnopuaa, HatTpus, kanus. BosHrkarowas runokanvuemMust ctumMynmpyeT obpasoBaHue
npocTarnanavHa E2 u 12, 4To NnpuBoANT K rMNEPPEHNHEMIM 1 YMEPEHHOMY MOBLIWEHMNIO CEKPELUK anbaocTepoHa. MNoteps
HaTpma 1 xnopa Beget k cHuxeHuto OLIK. B cBoto ovepenb, BbICOKOE COAEPXaHNe PEHNHA 1 anbAoCTEPOHA hopMmpyeT
KapTWHY BTOPUYHOrO runepanbnoctepoHuama [23].

Mpw paHHel MaHudpecTauuy 3aboneBaHns 4eTu yalle PoX4alTCs HeAOHOWEHHbIMI C BbipaXkeHHON Nonanypuei,
NONUIOMMNCUEN, MbILIEYHON FUMOTOHNER, TMNEPTEPMMEN 1 CyA0POXHbIMY Npunaakami. Mpu HeoHaTabHOM BapuaHTe
pasBmBaeTCs runepkanbLmypus U HedppoKanbLUHOS.

Mpwv no3gHem BapuaHTe cuHapoma bapTTepa KnnHMYECKU 0BHapYXUBAKOT MbIWEYHYI0 CnabocTb, Cynoporu, CBS3aHHbIe C
runokanMemmeii, 0TcTaBaHue B oU3NYECKOM U NCUXMYECKOM Pa3BUTUK. [10BbILEHNE apTEPMANbHOIO LABNEHUS He
XapakTepHO BBUAY 3HAYNTENBHON NOTepW HATpUs. AnnTenbHoe TeYeHne rmnepkanbLUnypum BeLeT K NoYeyHomM
He[oCTaToOYHOCTM.

LuarHoctuka cuHopoma BaptTepa 0CHOBLIBAETCS HA 0GHAPYXEHUN 3HAYMTENEHOrO MOBLILEHNS COAePXaHWUs PeHHa 1
anbAocTepoHa B NnasMe KPoBU, onpeaeneHnn anbioCTePOH-PEHNHOBOMO COOTHOLWEHNS, FTUMOXI0PEMUM, TUNePXIopypun,
runepkanbLMeMnu, runepkanbLyuypum, runokanueMnn, runoHaTpremMumn, runepgocaaTemMmmi, NoBbIWEHUN 3KCKPeLn
npocTarnaHavHoB.



OkoHYaTenbHbln gMarHos yCTaHaBMBaeTC4 nocne nony4yeHnda oaHHbIX MONEKYNSAPHO-reHeTU4eCKoro nccnenoBaHus.
HasHauyeHune HeCcTeponaoHbIX MPOTUBOBOCNAaNNTENIbHbIX COEeACTB NMO3BONSAET CMAr4nTb NPOsSABNEHNA 3abonesaHus.

CuHapom Jinpnons

Cunapom Ninpans (NceenorunepanbhocTEPOHN3M) — PeAKOe ayTOCOMHO-A0OMUHAHTHOe 3aboneBaHune, passuBatoWeecs B
pe3ynbTarte HapylWweHUs HopManbHOro OyHKLUMOHMPOBAHMS aNUTENNanbHOro HaTpneBoro kaHana. Mytaumm reHos
SCNN1B, SCNN1G (nokyc 16p12.2) npuBoAsAT K HAPYWEHNIO CTPYKTYpPbI B- 1 Y-CybbeauHuL, aMnnopua-4yBCTBUTENbHbIX
anuTenuanbHblx HaTpuesbix kaHanos (ENaC), cBA3ylowmx KaHanbLEB 1 rMaBHbIX KNETOK KOPTUKabHbIX cobrpaTenbHbIX
Tpybouek.

970 BbI3bIBAET YBENMUYEHNE 06 beMa LMPKYMpYoWelt KPoBW, NOBbIlWeHWe peabcopbumnm HAaTPUS B MOYEYHbIX KaHanbLax,
ankanos co CHUXEHHbIM coepXaHneM Kanusi. I3bbiTok HaTpus B Nia3me 1 rnepBoONEMUsSt BeOyT K apTepuanbHoi
FMNEePTEH3UM, YTO NOAABNSET CEKPELMIO PEHUHA U allbAOCTEPOHA.

KnuHunyecku cuHapom JIngans npossnseTcs ¢ NepBbiX NeT XU3HW rMnepToOHUEN, rmnokanmeMmen n ankanosom.
CumnToMaTuka cxogHa C runepanbaoCTePOHN3MOM, OAHAKO YPOBEHb aKTUBHOCTW PEHUHA MNasMbl U anbOocTepoHa
MOHMXEH MO MexaHnamy obpaTtHol cesi3au. Co BpemeHeM passusaetcs XbIT.

OunarHoctuka 3aboneBaHnsl OCHOBLIBAETCS HA HANMUUW TSXKENOW apTepunanbHO rMnepTeH3NM, BUOXMMMYECKIX
nokasartensx (YnopHoOM runokannemmm, runepHaTpuemMmm), B CyTOYHON MoYe Kannmypus 1 CHUXEHUE 3KCKpeLMn HaTpus,
HUKTYpPWUA, B KPDOBU HU3KWUIA YpPOBEHb PEHUHA N aNnbAOCTEPOHa. BceM 60nbHbIM cnepnyet NnpoBOONTb reHeTn4yeckmne
nccnenosaHus [24].

EnMHCTBEHHBIV 9P PEeKTBHbI CNOCOD NevyeHUs — NPUMEHEHNE NPENapaToB, CHUXAIOWMX NMPOHULIAEMOCTb KIETOYHbIX
MeMbpaH aucTanbHbIX OTAEN0B NOYEYHbIX KaHaNbLEB ANS MOHOB HATPUS (TPUAMTEPEH UNN aMUNoPUL), KOTOPbIE CHUXAOT
AL v ucnpasnsatot Metabonuyeckune HapyweHwus. Mpu coopmuposaHnm XBI npoBoaMTCS nx nepecanka.

CuHapom daHkoHu (oe ToHu-Lebpe)

CuHopom daHkoHu (ae ToHn-LOebpe) — 3aboneBaHue, BbI3BAHHOE HapPYLEHWEM TPaHCMNopTa aMUHOKUCOT, FIOKO3bl,
Kanwsi, HaTpusi, BoAbl, pocdaTos, bukapboHaTOB, MOYEBOI KMCNOTHI B MPOKCUMaNbHBIX KaHanblax noyek. CemeiHble
BapunaHTbl cuHapoma PaHKoHW Bbi3blBaOTCS MyTaumel reHa 15q15.3, pacnonoxeHHoro B 15-i xpomocome. HYactoTta
BcTpeyvaemocTtun 1:200 000 HOBOPO XX AEHHbIX.

Y neteit cuHapoM D aHKOHM MOXET BblTb KOMMOHEHTOM APYIUX reHeTUYeckmx 3aboneBaHwii: TMpoavnHemus (Tun 1),
rAMKoreHos (Tun 1), UUCTUHO3, ranakTo3eMusi, HacNeACTBEeHHAs HeNepeHOCUMOCTb GPPYKTO3bl 1 Ip.

Ho MoxeT 6bITb BbI3BaH NMPMEMOM NEKAPCTBEHHBIX NPEnapaToB (TeTPaUNKWH, FeHTaMMumnH 1 op.). Y Taknx 60nbHbIX
BbISIBNSETCS AedekT NM30coManbHOro nepeHocymnka unctuHa B reHe CTNS (xpomocoma 17p13).

MoTtepst aMnHokMcnoT n bukapboHaTa cnocobCTBYET Pa3BUTMIO METABOIMYECKOrO auuaosa, Ha ooHe KOTOPOro
ycunvnBaeTcst pe3opbumst KOCTHOW TKaHW 1 CHuxXaeTcst peabcopbumst Kanusi U KanbUusi B KaHanbLax noYek, YTo NpuBOAUT
K pasBMTUIO rMnokanMeMnn n runepkanbumnypun. MNMoteps gooccopa BEAET K Pa3BUTUIO paxmTonofobHbIX M3MEHEHUIA
cKeneta, a 'y AeTei cTapwero Bo3pacta — K octeoMmansaumm [25].

BornbHble yXe Ha NepBOM rofly XM3HU 3HAYMTENBHO OTCTAKOT B (PU3MYECKOM PA3BUTUN, MbILIEYHbIA TOHYC PE3KO CHUXEH,
BblpaXkeHbl Xaxa v nonuypus. M'mnokanbunemMmns oopMmMpyeT paxmTUYecKuii TN TeNOCN0XEHWS, NPOSBASIOWNACS
KOCTHBbIMW AedopMaLIMsiML HOT, NMO3BOHOYHOro cTonba, rpyiHo Knetkun. B peaynbtate cHuxeHus peabcopbumm
6rkapboHaToB B KaHanbLax noyek HabnofaeTcs rmnepxaopeMUYEcKUii aumnos Ha ooHe n3bbiTka napaTropMoHa.

JunarHoctuka ocHoBaHa Ha BblsSiBNIeHWN MeTabonmyeckoro aumao3a, reHepanu3oBaHHOR aMrHoaunaypum, NpoTeNHypun,
I OKO3ypun.

degpuunt 17a-ruapokcuna3ssl (17,20-1na3snl)

HDedpnunt 17a-rugpokcunassbl (17,20-nmasbl) — cpaBHUTENBHO penkoe 3abonesaHune, Npy KOTOPOM B M3ObITOYHOM
KONMYeCTBE CUHTE3NPYIOTCA NPefWecTBEHHVKM anbAoCcTepoHa — KOPTUKOCTEPOH, 11-0630KCUKOPTUKOCTEPOH.
3aboneBaHne xapakTepusyeTcsi ay TOCOMHO-PELIECCMBHBIM TUMOM HacneaoBaHus. MNpuyrHa BO3HUKHOBEHNS
hepMeHTONaTMnm — MHakTuBUpytowme mytauum B reHe CYP17 (10924.3).

W3-3a necpurumta koptmaona ycunusaetcs cekpeumns AKTI, 4To npmBoaMT K M3BbITOYHON CekpeLmmn KopTMKocTepoHa, 11-
Lle30KCMKOPTMKOCTEepOHa. YPOBEHb anbAoCTEPOHA Halle B Npedenax HopMbl, Tak kak obpasoBaHue ero n3 11-
ne3okcukopTrkoctepoHa perynupyetcs PAAC, ak TMBHOCTb KOTOPOi NofaBneHa n3bbiTKOM MEHEE aKTUBHbIX
MUHepanoKkopTMkonaos [26].

B knuHWyeckol kapTMHE Ha NepBbIi NNaH BbICTYNAaT apTepuanbHas runepTeH3ns U CUMNTOMbI TUNoKanMeMmm —
MblweyHas cnabocTb, NoANypus, Nonnauncus. ¥ ManbymnkoB Npu poXAeHUN HapyKHble reHUTanum MoryT 6biTb



CCPOPMUPOBAHbI MO XEHCKOMY TUMY, TECTUKYNbI FMnonnasnpoBaHbl. B nybepTaTHOM nepuoae BbipakeHbl MPU3Haku
MepBUYHOro rMNoroHaamn3Ma (Myxckoi ncesnorepMadopoamTnam). Y 4eBoYEK HAPYXHbIE U BHYTPEHHNE FeHnTanunm
COOTBETCTBYIOT Fr€HAEPHON NPMHAANEXHOCTN.

MoaTBepXaatoT OMarHo3 CHUXEHHbIe NoKasaTenu KopTruaona, TECTOCTEepOHa, 3CTPaanona, Pe3koe ysenmieHme
a[peHOKOPTMKOTPOMHOrO FOPMOHA M BbICOKOE COoAepXaHne KOPTUKOCTEPOHa, 11-0e30KCMKOPTUKOCTEPOHA B KPOBM.
YpoBeHb anbaocTepoHa HopManbHbI UK cnerka cHuxeH. CodepxaHue peHnHa HU3Koe.

TMpuobpeteHHbIN HeGhPOreHHbIN HecaxapHbli guaber
CuHapomM KoHHa

AnbIocTepoH-cekpeTupytowas ageHoma (ACA) — ocHOBHas hopMa NepPBUYHOrO runepanbaocTepoHU3Ma, CoCTaBsowWwas
60-80% Bcex ero cnyyaes. 3Tmonorus ACA valle cBsidaHa ¢ o6pokayecTBEHHOM runepnnasneii kny6o4koBoli 30HbI KOpbl
HaAMOYeYHNKOB.

Onyxonb B 60MbWNX KONMYECTBAX CUHTE3NPYET aNbA0CTEPOH U NMPOMEXYTOYHbIE MUHEPATIOKOPTMKOWIbI, MO3TOMY MX
KOHLIEHTpaLMs B KPOBM PE3KO MOBbIEeHA. B CBA3U C yBENMYEHNEM KONUYECTBA KOHEYHbBIX MPOAYKTOB B3anMOAENCTBUS
PAAC B COOTBETCTBUM C NMPUHLMINOM OTpMUATENbHON 06paTHOM CBA3U (PyHKLIMS IOKCTAr TOMEPYNSPHOro annapara noyek
nonaBnsieTcs. YpoBeHb B KPOBU PEHWHA, aHrMOTeH3uHa Il n kanns cHnxaertcs.

KnuHuyeckas kapTuHa runepanbfoCcTepoHM3Ma NPenCcTaBNEHA TPEMS XapaKTEPHbIMA CUHAPOMAMU: apTepranbHoM
runepTeH3neil, HepBHO-CEHCOPHBIM MUOMATUYECKUM CUHAPOMOM W «FUMNOKaNMeMMYeckoi Noykon». OfHaKo H OAMH U3 HNX
He siBRsieTCs aBCONOTHBIM.

ApTepuranbHas runepTeHsns — camblii YaCTbliA KNMHUYECKUIA NPU3HAK runepanbnocTepoHmama. B Havane 6onesHu oHa
MMeeT yMEPEHHbI xapakTep, HO cnocobHa BbICTPO NPOrpeccMpoBaTh C pa3BMTNEM 310Ka4eCTBEHHON DOPMbI, KOTopas
XapakTepnayeTcs rmnepTOHNYECKMMUN KPU3aMU, YCTOMUYMBOCTBIO K TMMOTEH3NBHOW TEpanun 1 4acTblM MOPaxX eHNEM
opraHoB-muweHe (cepaua, novek, LLHC v op.).

BblpaxeHHas runokannemMmns HapywaeT npoLecchl Bo36yXAeHNS M1oKapaa, YTo NPUBOAUT K YLAVHEHWIO PENONSPU3ALIN
Kap.AMOMUOLMTOB, BbIPaXEHHON rMNepTpogonyeckoin KapauoMmonaTm ¢ passuT1eM aputMuii BNoTb Lo oubpunasaumm
Xenynoykos UM acCUCTONUK, BHE3aMNHON KNMHUYECKOon cMepTu [27].

Mopdoonornyeckne NPOSBAEHNS «IMMOKANMEMNYECKOA NOYKM» NPU rMnepanbioCTEPOHU3ME XapakTePU3YoTCS
nopaxeHneMm anuTenus HedppoHoOB, 0COBEHHO NMPOKCUMaNbHbIX, C BAKYONMU3aLmel KaHanbLeBoro anntenus. B kaHanbuax
N MHTEPCTULMANBHOM TKaHU BO3HMKAIOT HEOBpaTUMbIe N3MEHEHNS: (PUBPO3, pybLeBaHme 1 atpocus.

YkasaHHas naTonorus npuBoanT K NOANYPUA, TUMNOCTEHYPUN, HUKTYPUK, MPOTEUHYPUMN U CKIOHHOCTM K rMnoruaparaumu.
HapyweHne mexaHn3mMa oopMMpoBaHUS YyBCTBA XaXAbl XapakTePHO ANS XPOHWYECKOR runokanuemMun.

Mnepnaparupeo3s

"MnepkanbLeMnst — OCHOBHO Npu3Hak nepauyHoro runepnapatupeoda (MIMT), Ho NPUYKHBLI ee MOryT BbiTh PasHbIE:
upe3MepHOE NOCTYNNEHNE KanbLMs U3BHE: yBeNNYeHne abcopbumm, n3bbiTouHas pe3opbums KOCTM 1 NOBbIWEHHAs
peabcopbums B noykax [28].

M36bIToYHas cekpeumns napaTtupeomaHoro ropmoHa (MTI) NnpMBoANT K BbIMbIBAHWIO KanbLMs U3 KOCTEW, K MOBbLIWEHWUIO
aKTUBHOCTWU OCTEOKNACTOB C BblAENEHMEM UMW IMMOHHON KUCNOTbl. BO3HMKaOWMA BCNeACTBME 3TOr0 MECTHbIN aunaos
cnocobcTByeT nepexody docdarta v Kanbums U3 KOCTell B KpOBb. OTO BeET K NoTepe KOCTHOM Macchl, 0Nocpen0BaHHOM
peLenTopHbLIM aKTUBATOPOM siiepHOro dpakTopa kanna-6eta nuraHaa (RANKL, Takxe M3BecTHOro kak pakTop Hekposa
onyxonu 11 TNFSF11), octeonoposy (B YacTHOCTU, B MecTax, 6bonee 6oratbix KOPTUKaNbHON KOCTbIO) 1 XPYNKOCTH
KOCTe.

B noukax MTI nopaBnsieT peabcopbumio chocdopa B NoYeUHbIX KaHasbLax, YTo Bbl3biBAET aKTUBHYIO SKCKPEeLWio ero ¢
MOYOI U CHUXEHMWE COAEPXaHNs B KPOBU. DTO BieYeT 3a coboi KOMNEeHCaTOPHbIN BbIXO4 HEOPraHNYecKX coeaAnHEHW
goocgpoopa 13 KoCTen B KPOBb.

BcnenctBue BbICOKOrO YPOBHS KanbLs B KPOBY MPOUCXOAMT 06pa3oBaHne KanbLMHATOB BO BHYTPEHHMX opraHax. Mpu
3TOM 60/blle BCEro CTpanatoT NOYKM U CTEHKU COCYOB. PassmBaeTcst MHCUNUAAPHbIA CUHAPOM, KOTOPbIA NPUMEPHO Y
50% 60nbHbIX SBNSETCS paHHWM NpU3HakoM 6one3Hn. Moya 13-3a BLICOKOro COAEPXaHns Conei Kanbumns Hepenko nMeeTt
Henblii LBET, @ Xaxa HacTONbKO MHTEHCMBHAS, 4TO 6onbHble BiNMBatOT Lo 10—12 nnTpoB Boabl B cyTkU. OTHOCMTENbHAS
NAOTHOCTb MOYM NoHuxaeTcs fo 1002, napannenbHO pasBmBaeTCs CUCTEMHbIV OCTEoNopos, n Hepeako IMMIT
OCNOXHSETCH HedPPOoKabLMHOIOM.

XpOHM'-IeCKaﬂ 6one3Hb noyek

XpOHVI‘-IeCKaFI 6one3Hb NoYyek — 3aboneBaHusi no4ek, Npun KOTOpbIX MMEIDTCA NOBpPEXAEHUA NOYEYHOro MHTepcTnumnA,



Kny6o4KOB MM KaHanbLeB. K HUM OTHOCATCS XPOHUYECKWIA T TIOMEPYNOHEPPUT, XPOHNYECKUI NHTEPCTULNANBHDI
HedpuT, HEPPOCKNEPO3, ANABETUHECKINIA FMOMEPYNOCKNEPO3, MPMBOLSLLME K NPOrPECCUPYIOWEN NOYEYHO
HeLoCTaTOYHOCTU.

CHUXeHMe ckopocTu KNyBoYKOBOM cornbTpaLmMmM CONPOBOXAAETCA HAPYLWEHMEM aKCKpeunn docdopa.
"mnepcocgatemuns cnocobCTBYET YMEHbLIEHMIO KOHLEHTPALMM UOHW3UPOBAHHOIO KanbLns B CbIBOPOTKE KPOBW.
OnHOBPEMEHHO CHMXXaeTcs 06pasoBaHne akTUBHON hopMbl BUTaMuHa D3 (kanbumTtprona), Heo6xoLMMoro Asst
BCacblBaHWUS KanbLums B KMweyHuke. Passneaetcsa runokanbumemusi, Kotopas CTUMyIMpyeT CUHTE3 napaTropMoHa ¢
passuTtuem sTopuyHoro IMIT.

OcTpblit NnenoHepuT, 06CTPYKTUBHAS HedhponaTus, CepnoBUAHO-KIETOYHAs HEGPONATUS, aMUIONL03, HechponaTus,
06ycrnoBneHHas 0TpaBNeHNEM CBUHLIOM, BbI3bIBAKOT NoANyputo. MNocneaHsas ceszaHa ¢ Ty6ynoMHTepCTMUMaNnbHbIMU
NOBPEXAEHNAMN 1 UMeeT MHOrodakTOpPHbIA xapakTep, Bknoyas aedpuumt AKI-2 [5].

OKOHYaHuWe cTarby YuTanTe B CaedyrouemM HoMepe.
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