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MnepnapaTtupeos B AeTCKOM M NOAPOCTKOBOM BO3pacTe

B. B. CmupHos, A. A. PeinbkoBa

nepnapatunpeos (IMT) — sHOoKpUHHOE 3aboneBaHune, xapakTepuaytoleecs N3bbITOYHbIM CUHTE30M 1 CEKPELEi
napaTtupeoungHoro ropmoHa (MNTI) B 04HOM nnn HECKONbKUX napawmTosnaHbix Xenesax (MWX). dusnonormnyeckoe
3HayeHwve MNTI cocTonT B NoanepXaHum NOCTOSAHHOrO YPOBHS KanbLns B KpoBuW. KanbLUnil — 3TO FNaBHblil perynsatop
cekpeumn MTI ¢ oTpruaTenbHoin 06paTHON CBA3bI0 MEXAY KOHLEHTpauMel Kanbums v BoiceoboxaeHunem MNTI, koTopas
onocpenyeTcs Yepes B3avMOLENCTBME KanbLns C KanbLunityyBCcTBUTENbHBIM peuenTopoM (CASR), npeseHTupyowmnmes Ha
MOBEPXHOCTW NapaTupeounaHbIX KNeTok.

AHaToMus n cousmonorma napaluToBUAOHbIX Xenes

OkonowmnToBuAHbIE XeENe3bl 3aKNaaplBalOTCS y 3apoblwa Kak BbicTynbl 13 anutenus lll v IV nap xabepHbix kapmaHoB
rNOTOYHOM KMwkKM. K KoHLy aMbproHanbHOro neproaa B pesynbtaTte nepemelleHns 3adatku MNUX, cchopmmposaslumecs
13 IV xabepHbix KapMaHOB, pacrnonaratTcs C3aau Ha rpaHuLe BEPXHER 1 cpenHell TpeTei 60KOBbIX AONEN WNTOBUAHO
Xenesbl Ha YPOBHE HUXHEro Kpas NepCTHEBUOHOMO Xpsla (BepxHas napa), a BosHukwmve us lll napbl cMewaroTcs BMecTe ¢
300HOI XXenesoi K HAXHEMY Kpato WATOBUAHOW Xene3bl (HuxHas napa). MWX uMetoT cobcTBEHHY0 Kancyny nnm
BKJ/IIOYEHbI B Kancyny WMTOBULHOW Xeneasbl.

Hepenko BcTpevaroTcs aHomanum pacnonoxexms MNWX. OHm MoryT pacnonaraTtbCs Bbile UK HUXE MECTa UX TUMYHOIO
NONOXEHNS, HAXOANTBLCS B TKAHWU WMTOBUOHOM 1N BUIOYKOBOW Xenes3, 0OKONo aopThl, B CpefocTeHmmn. HacTo BcTpeyatoTes
nobaBoyHble akTonuuyeckue MNWX — no aeeHaguaTu nap.

MapeHxuma MLX cocTonT U3 COeANHNTENBHOTKAHHOW CTPOMbI U XEeNe3ncTbix knetok. Cpean HUX pasnuyatoT asa Bnga
OCHOBHBbIX aNUTENUANbHBIX KNETOK — rNaBHble 1 OKCUUbHbIe. Hanbonee MHOrouUMCNEHHbI FNaBHbIe KNeTkn —
rOPMOHaNbHO aKTMBHbIE. Y OeTell OHU COCTaBNAOT BCIO MACCy anuTennanbHbiX KNeToK opraHa. BTopoi Tun XxeneauncTbix
KNEeTOK MPeACcTaBnsAoT okcuunbHble (aunpodunbHele) knetkn. OHm nosensoTca nocne 10 net. 10 KNETKM NOKOS,
OYHKLMOHANBbHO HeaKTuBHble [1].

HopManbHblii ypoBeHb KanbLmsi B CHIBOPOTKE KPOBY NoaaepXuBaeTcs 6naroaaps TpeM MexaHuamam: abcopbumm —
BCaCbIBAHMIO KaNbLUMS B KMAWEYHUKE, pe30pOLumn KOCTH, B pe3y/ibTarte Yero NpoucXoamT MOBMnmnsaums kanbums u
dpochaToB 13 MUHEPaN30BAHHOMO MaTpUKca 1 peabcopbuns KanbLms B MoYeYHbIX KaHanbLax.

MTI cnHTeaupyeTcs B NapawmMToBMAHBIX Xenesax B Buae npenwectTseHHnka — npenporopmoHa. OT Hero oTwennseTtcs
CUrHanbHbIA NenTua, coaepXawmin 25 aMMHOKUCNOTHbIX ocTaTkoB. OBpasytolniicsi NPOropMOH TPaHCMoPTMPYeTCS B
annapart [fonbaxwu, rae NpoucxoauT NpeBpalleHe NpeawecTBEHHKA B 3PENbIli TOPMOH. BKOYaowmn 84
aMMHOKUCNOTHBIX ocTatka. OH MMeeT KOPOTKMIA Nepuos nonyxXusHu (OKONo YeTbipeX MUHYT) N SBASETCS rNaBHOW
610N0rMYecKn ak TMBHOM coopMOii ropMoHa.

[TapaTropMoH ynakoBbIBAETCA U XPAHUTCS B CEKPETOPHbIX rpaHynax (seamkynax). MHtaktHoi MNTI (LenbHas Monekyna
ropmoHa) coctount u3 84 amuHokucnoT (MTI {_g4). AKTUBEH HE TObKO CaM FOPMOH, HO M €ro aM1HOKOHLIEBOW NenTung

(MTT1_34), KOTOpPbLIA 06pasyetcs npu rugponuse MNTI B renatoumtax u noykax. OCHOBHbIMU perynsitopamu cekpeuun MTE

SABNSAOTCA BHEKNETOYHbIA NOHN3MPOBAHHDBIN KasbLunii (Ca2+) n 1,25-gurnppokcmsutamuH (1,25(0OH)sD3). ViameHeHne
KOHLEHTpaUUn BHEKNETOYHOIO KanbLms, Bbi3blBaloOWee pasnnyHblie qon3nonornieckne agoekTbl B pasinyHblX TKaHsX,
peanunsyeTcsl Yyepes OeiicTBME KanbUUAYyBCTBUTENbHLIX peuenTopoB. OHM o6ecneynBatoT perynsumio BbIcCBOO0X AeHNSs
Kanbums n3 kocter Yyepes gencteme MTI 1 namMeHeHns aKCKpeLmmn KanbLUmMsa ¢ MOYOR, a TakXe pPerynmpytoT BaXHble
KNeTouYHble OYHKUUN.

CASR oTHOCATCS K CEMENCTBY PeLenTopoB, COMNpsixXeHHbIX ¢ G-6enKoM, KOTOpbIA UrpaeT KAoYeByo pojib B perynsaumm
kanbumuesoro romeoctasa. OH 6bin BolaeneH B 1993 r. B nanbHeiiwem B akcnepumeHTe 66110 nokasaHo, 4to CASR, Hapsioy
C KanbuueM, crnocobHbl B 3aBUCMMOCTM OT YPOBHS MOHN3UPOBAHHOIO KanbLMS Kak CTUMYMPOBaTh, Tak U yrHeTaTb paboTy
MUWX. MeH, koanpytowmii CASR, HaxoauTca Ha 3g21.1 xpomocoMe [2]. Bbicokas KOHUEHTpaums Kanbuns akTusnpyeT
CASR Ha noBepxHOCTM NapatmpouunToB, yrHetas cekpeumio MNMTI, a B noykax nosbiwaeTcs akekpeunsa kanbuus. MNpwm
cHnxeHun akTneHocTn CASR cekpeums MTI Bo3pacTaeT, a BblAeNeHNe KanbLums ¢ MOYOW CHxaeTcs. iHakTmsmpyowme
MyTauun B 3TOM reHe NPUBOAST K rnnepkanbumMeMnm 1 Takum 3abonesaHnsm, kak cemeiHas nobpokayecTBeHHas!
runokanbLmypuyeckas runepkanbumMemMmsi, a npy Mytauum B reTepo3nroTHOM NONoXeHUN (060MxX MyTaHTHbBIX annenein nnm
OOMUHAHTHOM HEraTUBHOM MyTaunMn) — K HEOHaTabHOMY NEPBMYHOMY TSXENoMy runepnapaTtupeosy [3].

CTI/IMyJ'IOM K cekpeuunn nTr CNY>XXWUT NOHUN>XEeHWne KOHUeHTpaunnm NoHOB Kanbuu4d, npny4em nMeeT 3Ha4eHne Kak senminHa
N3MEHEHWNA KOHUEeHTpauun, Tak n Temn aTux N3MEHEHWIA. ropMOH OKa3blBaeT NpsMoe BINAHNE Ha KOCTHYIO TKaHb U NOYKN,
a Tak>xe onocpenoBaHHo, Yepes cTumynsumto cuHtesa 1,25(0H)2D3 (kanbumutpurona), cnocobCcTByeT BcachbiBaHMIO KanbLns
B KUWeYHuKe. Jliobas TeHOeHUMS K rMnokanbLUnMemMmn B opraHu3Me NprBOAUT K NOBLIWEHNIO CKopocTy cekpeuun MTT,



OCHOBHOI OU3MONOrMYECKUiA 3PEEKT KOTOPOro 3aKN0YaETCS B MOBbIWEHNN KOHLEHTPaUMM KanbLms.

OT0 HencTBME OCYIECTBNSETCS 32 CYET CNEAYIOWMX MPOLLECCOB: NOBIWEHNS CKOPOCTM PACTBOPEHUS MUHEPANBHOTO
KOMMOHEHTa KOCTHOW TKaHW 1 YBENMYEeHNS NOToKa KanbLusi BO BHEKIETOUYHYIO XXUWAKOCTb, YyCUeHns peabcopbumm
Kanbums B noykax. BosgencTeme naparropMoHa Ha KOCTHYIO TKaHb MPOUCX0AUT TOMIbKO B NPUCYTCTBUM BUTaMuHa D3
(xonekanbundpepona), a BnusHue MNTIT Ha NOYKU N KNWEYHUK He 3aBMCUT OT ButamunHa Dj [4].

BaxxHbiM MoaynaTopoM obMeHa Kanbums 1 docgopa sBnsieTcs goakTop pocTta oubpobnacTtos-23 (PPPD-23). MocneaHwii
BbICBOOOX 1AETCS N3 KOCTHOWM TKaHW BCNEACTBME YBENNYEHUS YPOBHS (0OCchopa ChIBOPOTKM KPOBU U AEACTBYET HA NOYKY,
KOTOpble YBENMYMBAIOT BblAeNeHe (pocdaToB 1 yMeHbIIAIOT anbda-ruapokcunnposanue 25-rmgpokcusmntamMmna Dj.
DPD-23 Hapsay ¢ hocdopoM ChIBOPOTKM TakXe cHuxaeT cekpeumto MTI, 4yTobbl NoanepXusaTtb yPoBHU KanbLUns 1
dbocpopa Ha HopManbHOM YPOBHeE.

MTI neicTBYeT Ha Pa3nMyHbIe TUMbl KOCTHBLIX KNETOK: YBENMYMBAET aKTMBHOCTb, KONIMYECTBO OCTEOKNACTOB,
OCYLWECTBNSAOWMX Pe30pOTUBHYIO (DYHKLMIO, MOBbIWAS CEKPELMIO WeNOYHON dpocdaTasbl 1 KonnareHasbl; TOpMo3nT
cuHTe3 PHK n konnareHa octeobnactos, yMeHbllas UX KONNYECTBO. DTO NPUBOAUT K pe30pOLum OKpYXatoWero KNeTku
KanbUMMLMPOBaHHOIO MaTpmrKca.

BrnusHue MTI Ha KOCTHbI MeTabonn3M ABOSIKO: OH YCUIMBAET U KOCTHYIO pe3opbumio, n kocteobpasoBaHue. B
3aBNCUMOCTN OT YPOBHA FITF, ONNTEeNnbHOCTHU BO3JJ,eI7ICTBI/I9| OH NO-pa3HOMY BNUAET Ha KOpTMKaﬂbeIIZ n Tpa6eKyns|pr||7|
Cnoi.

Pesopbupytownii adpdpekT MTI kavecTBeHHO aHanoruyeH gevctauto |,25(0H)-D3, npoctarnananHa E n octeo-
KnactakTuempytowero gaktopa. MTI Takxe nHrubvpyet peabcopbumio goocgartos, HO B oTanyme ot PPD-23
OLHOBPEMEHHO MHAYLMPYET TPaHCKpUNuuio pepmMeHTa 1-a-ruapokcunasbl. B npokcuManbHbiX 0TAenax noyYeyHbIx
kananbuax MNTI ctumynmpyet cuHtes 1,25(0OH)oD3, akTuempys 1-a-rugpokcunady. Kanbumtpuon ycunmeaeT BcacbiBaHne

Ca?* n pochaToB B MoYKaXx.

MTI yBennuusaeT kaHanbLieByto peabcopbumio Mg2+*, nosbilwaeT akckpeumio noHos K*, Na* 1 6ukap6oHaTos. Pe3ko
TOpMO3UT peabcopbumio poctaToB B NPOKCHMMabHBIX OTAENAX KaHanbLEB, MHAK TUBUPYS HATPUA-goocehaTHble
koTpaHcnopTepbl. MexaHnam gericteus MTI B NoYeyHbIX KaHanbLax NpsiMo NPOTUBOMNONOXEH MEXaHWU3MY OENCTBUS
BuTamuHa D, koTopeblii ycunueaet peabcopbumio dpocpatos. B kocTsix 1,25(0H),D3 cBA3biBaeTCs ¢ peLentopamy Ha
ocTeobnacrax, NoBbIWas aKCApPeccuio akTmeatopa snepHoro gpaktopa RANKL [5]. 910 yckopsieT co3peBaHue
NpeocTeokNacToB U NX NpeBpalleHne B 3penble OCTEOKNacThI.

C npyroit cTopoHbl, NOBbIWEHNE YPOBHS doocdaTa B CbIBOPOTKE ONOCPELOBAHHO CTUMYNUPYET CUHTES U cekpeumto MTT,
TakXe Kak 1 CBsA3b C KanbLMeM CTUMyMpyeT NponaMgepaLmio napaTnpoLmnTa, TeM CambiM CHXas KOHLEHTpaLuio
KanbLms CbiIBOPOTKN.

K MexaHnamam KoHTponsi cekpeumu MTI oTHocATCS MoHbI Mg2*. BeeieHne B OpraHnam 60oNbLMX KONMYECTB MarHus
3HauYMTENbHO CHMXAaeT cekpeuuto napatropmoHa. AkTusHas cpopma sutammuHa D (1,25(0OH)-D3) cynpeccupyet

TpaHckpunumio MNTI 1 nponndepaumio NapaTmpoumnTa, 3ToT NPOLECC MOXET YCUNMBATLCS 13-32 MECTHOMO CMHTE3A
dbepmeHTa 1-anbta-25-ruapokcruBuTammu-D-ruapokcrnasbl, HaxXoAsWerocs B napaTvpoumTax.

BnunsHue IMNTI Ha BcacbiBaHWe KanbUns B KMWEYHUKE onocpenoBaHo. BaxHoe 3HavyeHne B hochopHO-KanbLUMEBOM
obMeHe uMeeT afiekBaTHOe NoTpebneHne kanbums 1 gocdpopa ¢ nuwein. KanbLmii noctynaeTt B OpraHnam ¢ nuwiei m
abcopbupyeTcs npu conercTaum 1,25(0H)oDg, KOTOPbIA CTUMYNIMPYET CUHTE3 KanbLUWiicBa3bIBatowwero 6enka,

TPaHCNOPTUPYIOWEro ero Yepes MeMbpaHy KneTok camaucToi o6onoykm kuweyHuka. OgHa monekyna 6enka nepemelaet
4 atoma kanbums. Hesasucumo ot atoro 1,25(0OH)oD3 yBenmumsaet kuweyHoe BcacbiBaHne dpocdopa.

YMeHblUeHVe NOoCTYNNEHNS B OpraHnam kanbums B npucyteteum MTI cTumynupyeT obpasosaHue B noykax 1,25(0H)Ds.

Huskoe conepxaHue cocarta B CbIBOPOTKE OKasbiBaeT aHanornyHoe AercTene, T. . yBenn4nBaeT coaepKaHne B Kposm
[,25(OH)oD3 Hesasuckmo ot IMTT. ToT Xxe adhpekT okasbiBaeT 1 BbICOKOE coAepxaHne docgaTa B CbiIBOPOTKE.

Taknm 06pasoMm, H3Koe colepXaHue Kak kKanbLuus, Tak u goocgopa B CbiBOPOTKe yeunueaet npoaykumto 1,25(0H)oD3,
KoTopblii cnocobcTByeT abcopbumm 3TUX BEWECTB B KULWEYHNKE.

Mpu HopManbHOM ypoBHe 6enkoB CbIBOPOTKU KpoBUM 50% Kanbumsi HaxoamTcs B CBOHOLHOM MOHU3NPOBAHHOM COCTOSIHUN,
40% cBsi3aHo ¢ Henkamu, NpeunMylLecTBeHHO ¢ anbbyMmnHamu, n 10% KoMNnekcupyeTcsi ¢ oocdaToM, LMTPaToM,
6ukapboHaToM 1 nakTaToM. BcneacTeue 3TOro Npy UBMEHEHUN KOHLIEHTpaUMmn 6€KOB CbIBOPOTKU U3MEHSIETCS YPOBEHb
KanbLus B CbIBOPOTKE KPOBU. DTO HE BANSET HA COAEPXaHNEe NOHN3NPOBAHHOIO KanbLus [6].

BaxHas POonb Kanbunga B obecneyeHnu (pyHKUMOHUPOBAHMSA opraHn3ma 06yCJ'IaBl'IVIBaeT BbICOKYIO YyBCTBUTENbHOCTb K
KOHUEeHTpauunmn Ca2+ B CbIBOPOTKE KpOBW, NpMBOAA K nencTeuio KOMMNEeHCaTopHble MEXaHN3Mbl Y Xe Npun ee N3MEHEHUN Ha



1%. Pe3kue nepenafbl B COLepXaHWU KanbLns B KPOBU B NepByto ovepedb 0bycnosneHbl BnnsHuem MTI Ha KOCTHYIO
TKaHb U B MEHbLEN CTeNneHn Ha aKckpeumio kanbums noykoi. Cekpeuns MTI nmeeT nynbcupyowmii xapakTep.
MeTabonuam n gerpanaums MNTI NponcxoasiT B NeYeHn 1 B Noykax.

Momumo MTI B opraHuame cuHTe3npyeTcs napaTropMoHnofobHbli nentug (MIFT-MM), koTopbll MeeT 6onee CNOXHYI0
CTPYKTYpy. OTOT 6€10K MOXEeT B3anMOAENCTBOBATb C PELENTOPaMM K NapaTroMOHy W Bbi3blBaTb aHaNorMyHbIN 9 doeKT.
OpHako nosbiwexmne MNIT-MIM v ero ponb B runepkanbLuueMun gokasaHa TOMbKO NpU 3/10KaYeCTBEHHbIX 3aboneBaHusx, B
KneTkax KOTOpbIX OH CUHTE3npyeTCS.

KanbumToHuH-nentuna, BoipabatoiBaemblii C-kneTkamm WUTOBUAHON Xenesbl U NpUHMMatoWuid y4acTue B perynsaumm
chocpopHo-KanbLMeBOro obMeHa, A0 KOHLA He n3yyeH. CUMTatoT, YTO 9TOT FOPMOH B OPraHU3Me NMOHUXAaeT CoAepXaHue
Kanbums 1 gpocgpata (aHTaroHUCT NapaTropMoHa) B Nia3Me KPOBUM 3a CHET YCUNEHUS 3axBaTa 3TUX BEWECTB
octeobnactamu, a NoAaBNsAs akTMBHOCTb OCTEOKIACTOB, OH TOPMO3UT Pe30opbLumio KOCTHOrO MaTpukca. BnvsiHne xe
KanbLUMTOHUH-TEH-PEryIMPYIOLEro NenTnaa Ha KOCTHYIO pe30p6Lmio MoKa HEU3BECTHO.

Marodomanonorus

MnepkanbLuyeMns — OCHOBHOI NPU3Hak NepBMYHOro runepnapatmpeosa (MIFMT), HO NPWYUHBI ee MOryT 6bITb pasHble:
ype3MepHoe NOCTynneHne Kanbums n3BHe — yBenmyeHne abcopbumm, n3bbiToyHas pe3opbums KOCTW 1 NOBbIWEHHas
peabcopbums B noykax. OoHaKo U rmnokanbLMeMns MoXeT COMPOBOXAATLCS BTOPUYHBIM runepnapatupeosom (BITIT).

BosHukaeT obpaTHasi 3aBUCUMOCTb MeX Yy ero KOHLEeHTpauunei Ca*u ckopocTbto cekpeunn MNTI, T. €. YeM HUXe

KOHLeHTpauus Ca2*, Tem Gonblue BoipabaTbiBaetcs MTI. Boinenerve MTI yBennumBaeTcs npu nabbiTke hocgaTos B
KPOBW.

M36b1To4Has cekpeuns MTI NPUBOAMT K BbIMbIBAHMIO KaNbUWUS U3 KOCTEN, K MOBbIWEHWNIO aKTUBHOCTM OCTEOK/IACTOB C
BblAENEHVNEM MW NIMMOHHOI KUCNOTbl. Bo3HUMKatoWmMin BCNEACTBME 3TOr0 MECTHbIN aumnno3 crnocobeTeyeT nepexony
gocpaTa 1 KanbLmsa U3 KOCTen B KPOBb. OTO BEAET K NOTEPE KOCTHOWN Macchbl, 0NOCPenoBaHHOM PeLenTopHbIM
aKkTMBaTopoM simepHoro dpaktopa kanna-6eta nuraHaa (RANKL, Takxe n3BecTHOro kak gpaktop Hekposa onyxonu 11
®HO-SF11), octeonoposy (B HaCTHOCTK, B MecTax, 6onee 6oraTbix KOPTUKANBHOW KOCTbIO) Y XPYMNKOCTU KOCTEN.

B noukax MTI nopaBnsieT peabcopbumio chocdopa B NoYeUHbIX KaHasbLax, YTo Bbi3biBAET aK TUBHYIO 3KCKPEeLWio ero ¢
MOYOI U CHUXEHMWE COAEPXaHNs B KPOBU. DTO BieYeT 3a coboi KOMNeHCaTOPHbI BbIXO4 HEOPraHNYecKx coeanHEHW
goocdpbopa 13 KoCTen B KPOBb.

BcnencTBue BBICOKOrO YPOBHS KanbLus B KPOBY MPOUCXOAMT 06pa3oBaHne KanbLMHATOB BO BHYTPEHHMX opraHax. Mpu
3TOM 60/blle BCEro CcTpatatoT NOYKM U CTEHKU COCYIOB. PasBmBaeTcs MHCUNMAAPHBIA CUHAPOM (MOANYpUs 1
nonuaunncus). MoBblleHe KOHLEHTPaLMUK KanbLus B KPOBM 1 B MOYe CMOCOBCTBYET HECPPOKanbKynesy u
HedppokanbLMHO3y. M36biTok CaZ* cHUXaeT HEPBHO-MbIlUYHYI0 BO36YAMMOCTb 1 BbI3bIBAET MbILLIEYHYIO FMMOTOHNIO.
MeTtabonmueckume 6one3Hn KOCTEN MOryT NpoTekaTb Kak ¢ U3ObITKOM, Tak U C HEAOCTATKOM KOHLEHTPaLMKN Kanbums B
kposu. Ho B pesynbTate MoXeT pa3suTbes kak BITTIT, Tak 1 runonapartmpeos, npotekatowme ¢ runokansunemmei. MNpu
9TOM BONBWMHCTBO TakMx 3aboneBaHuii CONPOBOX AAOTCS OCTEONEHMEN 1 ocTeMansunei [7].

Ho3onorunyeckue coopmbl
TlepBUYHBINA runepnapaTupeos

B netckom BospacTte MNIMT BcTpeyaeTcs kpaiiHe peako. Y HOBOPOXAEHHbIX U feTel Mnafwero Bo3pacta oH obycnoeneH
WHaKTUBMPYIOWNMM MyTaUNSMUN B FEHE KanbLMinYyBCTBUTENbHOMO peLenTopa, Torga kak y geten ctaplero so3pacrta u
noapoctkoB MIMT passusaeTcs Bcnenctene nubo aneHombl, nubo runepnnasmm MNUX 1 MmoxeT 6biTb NMbo
cnopaanyeckmm, nmbo HacneacTBEHHbIM.

B 80-85% cnyuyaes MNI'MT obycnoeneH conutapHoit ageHomow MUX, B 10-15% cnyvaes — runepnnasmeli HECKONbKUX
nnn Beex MUX; B 1-5% — kapumHomoit MUK, Yawe scero MITIT cBsSi3aH ¢ MHOXXECTBEHHOW SHOOKPUHHOM HEonnasunei
(M3H). Moa aTmMn 3aboneBaHNSIMM NOHUMAIOT (DOPMUPOBAHMNE B ABYX Unv Bonee opraHax aHAOKPUHHOM CUCTEMBI
HacneACTBEeHHbIX [OBPOKAYECTBEHHBIX UMW 3/10KAYECTBEHHbIX OMyX0nei n apyrux (AnddysHblX, y3n0BbIX)
rmnepnnacTM4YecKux NPOLECCOB C NOBLIWEHHOM NPOAYKLMEA TOPMOHOB C 2y TOCOMHO-AOMUHAHTHBIM TUMOM HacnenoBaHWs
[8].

JunarHoctuka 3aTpynHeHa n3-3a HEBO3MOXHOCTM cobpaTb MNOMHOLEHHbIV CeMeliHbI aHamHe3. [Npu BbiiBNeHUN
HeobxoLMMO NPoBoANTL 06CcnenoBaHNe cpeay POACTBEHHUKOB NEPBOro nopsaka (bpaTtobes, cectep, ponutenen). Y
nauveHToB ¢ MIMT oMarHocTMpyoT runepkanbLuypuio, MOTOMY YTO Harpy3ka Ha omnbTpaumio kanbuus 6onblue, Yem
CNocobHOCTb NOYKM NPOLYKTUBHO peabcopbupoBaTh kanbuuii aaxe non BavsHuem MTI.

C eMelHbIN N30/TUPOBaHHbIA rurnepnapaTupeos

KnuHnyecku Taxenblii HeoHaTanbHbI rvnepnapaTmpeo3 06bI4HO MPUBOAUT K BbIPaXX EHHOMY MOBLILEHMWIO YPOBHEA



kanbumsa n MNTI B cbiBopoTKe. OH NPOSIBNSETCA O4EHb PaHO, B NMEPBbIE OHU XMW3HW, Koraa y pebeHka B HeoHaTanbHOM
nepvone pasBrBalOTCS rMNOTOHWS, BSNIOE COCaHWe, HapyLWeEHNe FNoTaHus.

TWNWMYHO Pa3BUTUE PECTIMPATOPHOrO AUCTPECC-CMHAPOMA, aCCOLMMPOBAHHOMO C AedpopMaLIMsaMmn rpyaHoN kneTku. Hapsay
C KNIMHMYECKMMI CUMMTOMaMM 415 3TOoro 3aboneBaHuns xapakTepHbl runepnnasus MUX, nemmHepanmsauus ckeneta,
O4eHb Bbicokas koHueHTpaums MTI, 4To NPUBOANT K MOBBIWEHWUIO KanbUns LO YPOBHS, YrPOXaloWero XusHu, n
BC/IeACTBME STOr0 BbICOKOW NneTanbHOCTU. [pu BEICOKOM runepkanbuueMmnm no BUTanbHbIM NoKasaHUsiM NPOBOANTCS
XMPYPrMYeckoe NeyYeHrne ¢ ToTanbHoli napaTupeonaskTommeit [9).

B opyrux cnyyasix, korna sabonesaHue He yrpoxaeT XuaHu 60NbHOro, MOXHO UCMONb30BaTh MEAVNKAMEHTO3HYIO
Tepanuio ANs NoAAepXaHns YPOBHS KanbLus, OTBEYaoWero 340p0BoV XNU3HW. B 6oNbWMHCTBE CnyYaes TAXenoro
HeoHaTanbHoro runepnapaTtupeosa Mytauun reHa CASR, kapTupoBaHHOro Ha xpomocome 3g21-g24, o6HapyXuBatoTcs B
060ux KOMnusX reHa, T. e. pebeHoK nonyyaeT MyTMPOBaHHYIO annenb OT KaXAoro n3 poauTenei, CTpanaoWwmnx ceMenHom
rMnoKanbLMypuyeckon runepkanbuvemmeir. Hapsioy ¢ aTUM MMetoTcsl TakXXe CooblleHnsl 0 MyTaumusix de novo, Korna
MyTaums obHapyXXusanack y 04HOro U3 poanTenei i He obHapyxusanace Boobue [10].

OnucaH nepBblii Clyvaii TSXenoro HeoHaTanbHOro runepnapatupeosa B Pd. OcobeHHOCTbO NPenCTaBNIEHHOMO
naumeHTa SBNSIOTCA OYEHb BbICOKMIA YPOBEHb KanbLUs U NapaTropMoHa, Hannyne xapakTepHbIX 4Ns runepnaparTnpeosa
KJMHUYECKMX CUMMTOMOB B OTCYTCTBME NOPaXeHUs ONNHHBIX TpybyaTbix kocTeit. Mpu nccnenosarnmm reHa CASR anarHos
TSI)XENOro HeoHaTaNnbHOro runepnaparTupeosa 6ol NOATBEPXAEH Y NauueHTa, a y poamTeneii pebeHka BoisBneHa
cemelHas runokanbLmypudeckas runepkansumemms. Y faneHme BCex OKONOWNTOBUIHBIX Xenes3 NpuBeno K
HopManmaawuum cCoCcTOsIHWSA naumeHTa n nabopaTtopHbix nokasartenei [11].

CeMeliHasi runoKkanbuuypundecKkas runepKaibLumeMmnst

CeMmeitHas runokanbumypuyeckas runepkanbumeMns — peikoe HacnencTBeHHoe 3aboneBaHne ¢ ayTOCOMHO-
OOMVHAHTHBIM TUNOM HacnenoBaHus, Bbi3BaHHOE AedDEeKTOM KabLMeBbIX PELIENTOPOB B NOYKaX 1 OKONOLUMUTOBUOHbBIX
xenesax. [MpnurHa Bo3HMKHOBEHUS 3aboneBaHns — nHakTuempyiowme mytauum B reHe CASR3q13.3-9.21. ameHeHHble
peLenTopbl XyXe CBA3bIBAIOT KanbLUWiA, MOSTOMY HOPMabHAas CbiIBOPOTOYHAS KOHLEHTpaUMs Kanbumns BOCNPUHUMAETCS
Kak NMoHWXeHHas.

Lns ceMeriHoW rMnoKanbLMypuUHecKon runepkanbLUmMeMun XxapakTepHbl yMEPEHHas rnnepKanbLUUeMmst  CHUXEHNe
3KCKPELMM KanbLus C MOYOM, & TakXe HECOOTBETCTBYIOWNA STUM N3MEHEHWSIM HOPManbHbIA ypoBeHb MTI . JOMUHAHTHBIN
BapUaHT HacnenoBaHus 3Toro 3aboneBaHns 6bin OTHECEH K rannoHeaocTatoyHocTy reHa CASR, npu koTopoii 6enkoBbli
peLenTop, NPOLYyLMPYEMbIA OOHUM 3L0POBbLIM anneneM, He MOXeT NOLAEPXMBATb HOPMANbHY OYHKLINIO, XOTS 3TOr0
MoxeT BbiTb LOCTATOYHO ANS BbIXMBAHUS opraHnama [12].

OpHako B nocnefHee BPEMSI HEKOTOPbIE MyTaummn reHa 6bino NPeaioXeHO paccMaTpuBaTh Kak ayTOCOMHO-PELLECCUBHBIE,
TaK Kak 4acTo reTepo3nroTbl He UMEIOT HUKaKMX NPOSIBNEHN (CoaepXaHue KanbLuns B KPOBU B Npenenax HopMbl Unu
YMEPEHHO NOBbIWEHO). KNnuHMyeckne cMMnToMbl OTCYTCTBYIOT, MO0 MMEIOTCS Takme HecneumgUYHbIe NPOSBNEHUS, Kak
cnabocTb, BANocTb, 60nm B cyctasax. O 60n1e3HM MOXHO NPEANON0XMUTb NUlLb NOCNE UCCNELOBAHNUS BUOXUMUYECKOTO
aHanmaa KpoBW, B KOTOPOM BbISIBIIETCS MOBbIWEHHbIA YPOBEHb KanbLus NPy HEOAHOKPATHbIX UCCNea0BaHUSIX.
O6cnenoBaHye YNEHOB CEMbM MOXET BbISIBUTb AaHHOe 3aboneBaHue. [MNpw nerkoi doopMe NPOBOANTCS KOHCEPBATUBHOE
neyexve. [leTun, He UMetOWME KNMHNUYECKMX CUMMTOMOB, TPpebyIoT AMHAMMYEeCKOro HabnoaeHus.

CemenHas runepkKanbLypundeckKkasi ruriepkajibunemMus

B nutepatype onucaHa cembs, y 20 4neHoB KOTOPOW onpenensnach runepkansumemMms B CO4eTaHUM C YMEPEHHO
NoBbIWeHHbIM ypoBHeM MTI 1 runepkanbumypuei. Y HekoTopbix 60NbHbIX MOCE YaCTUYHO NapaTMpeonasKToMmum
cogepxaHume CbiIBOPOTOYHOro Kanbuns v BblaeneHne ero ¢ MOYoM npuwnn K Hopme. ["eHeTnveckue ncecnenoBaHms
BbigBUAN MyTauun B reHe CASR, npvBepwer K 3aMeHe 04HOW U3 aMMHOKMCNOT B C-KOHLIEBOM BHYTPUK/IETOYHOM AOMEHE
peuenTtopa [13].

MHoXecTBeHHasl a3HOOKPUHHAs Heonnaaus 1-ro Tvna (cuHapom Bepmepa)

CuHapom MBOH-1 xapakTepmnayeTcs OryxonsiMu OKONOWMTOBMAHBIX XeNes, rmnocusa u ocTpoBkoB JlaHrepraHca
noAaXenynoyHon xenesbl. HagnoyeuHvkn npu cuHapome Bepmepa nopaxarTcs 4acTo. 370 06bI4HO rOPMOHANbHO-
HeakTVBHbIE ONYX0NW (MHUMAEHTANoMa), KOTopble SBASIOTCS CNyYanHON HaxX0OKOM NPy BU3yann3aummn KOMNbIoTEPHOM
Tomorpadouei.

3abonesaHune HacnenyeTcs No ayTOCOMHO-LOMVHAHTHOMY TUMY, a PeHOTUNMYECKME NPU3HAKN XapakTeprayoTcs
BbICOKOW NMeHeTPaHTHOCTbI0. B nutepatype onucaHo 6onee 20 pas3nuyHbix KOMBUHALWA SHLOKPUHHBIX U METAB0NNYECKUX
HapyLlweHuiA B paMKax AaHHoro cuHppoma. MNpumepHo B 40% cnyyaes MOH-1 nopaxatoTcsl Bce Tpu SHOOKPUHHBIE Xenesbl.

MpuunHoii 3aboneBaHmns IBAAOTCA MyTaLUn B reHe MEHMHA, KOTOPbIV PacnonoXeH Ha ANIMHHOM finedye XpoMocoMbl 11
(11g13). Obbl4yHO naumeHTbl ¢ MOH-1 HacnenyOT HEAKTUBHYIO PEBEPCULD OT poauTeneit, Ho B 10% cnyyaes MyTauums
nposiBnsieTca de novo. MNprnobpeTeHHas comaTnyeckas nHakTuBauus apyroi konmm MOH-1 B ogHOM napaTtupouunTe,



npmeoasiwas K OTCyTCTBUIO prHKLI,VIOHa)'IbHOFO MEeHWHa, CI'IOCOﬁCTByeT KJIOHa/NbHOMY BO3HUKHOBEHUIO ONYyX0NKn
napawmToBULHOW Xenesbl U Apyrux onyxonew y naunenta [14].

MepBble KNMHUYeckme cuMnToMbl Y 50% nauneHToB nosienatoTcsa k 20 rogam. Hanbonee xapakTepHbIMM
HoBOOGpPa30BaHMsIMK, CBOMCTBEHHbIMU ANS cMHAPoMa BepMepa, sBnseTtcs runepnnasus nm onyxonu napawmnToBraHbIX
xenes, obycnasnueaiolwme passmMTue y nauneHTa nepBnYHOro runepnaparnpeosa. Yaue nopaxatorcs nnbo tpu, nnbo
BCE YeTbipe NapalmnToBMaHbIe Xenessbl.

M3-3a HapylweHuns kanbLmeBoro obMeHa 60nbHblE UCMBITLIBAIOT MOCTOSIHHOE YyBCTBO XaXAbl, Pa3BUBaIOTCA NOAUAUNCUS,
nonmypusi, MouekameHHas 60ne3Hb Unn HedppokanbLUMHO3, a BNOCNEACTBUM NOYeYHas HELOCTATOYHOCTb. Y MONOBUHbI
60NbHbIX C rMNepnapaTMpeo3oM OTMEYATCS CUMMNTOMbI CO CTOPOHbI NULWEBAPUTENBHON CUCTEMBl — MOTEPS anneTuTa,
TOWHOTA, PBOTA, METEOPU3M, HAPYLIEHNS CTYNa, CHUXEHNe Macchl Tena, y 10% — BO3HMKaT nenTuyeckne A3sbl
Xenynka v nseHanuaTtunepcTHom Kuwkm [15].

MHoXxecTBeHHasi 9H.00KpUHHasi Heornnasuns Tuna 2A (cuHapom Cunnna)

CuHaopom M3OH-2A obycnosneH ToyeyHol MyTaumein B RET-NpoTOOHKOreHe, 10Kann3oBaHHOM B NapaueHTPOMEPHOM
yyacTtke anuHHoro nneda 10-i xpomocomsl. MNepenaeTcs No ayToCOMHO-LOMUHAHTHOMY Tuny. RET — aTo
TUPO3MHKMHA3HbIA PeLenTop, KOHTPOMPYOWMIA POCT N ANGPEPEHLMPOBKY Pa3BMBAIOWNXCS TKAHEN, 0COBEHHO TeX, 4TO
hopMUpOBannCh M3 HepBHOro rpebHs. 9To obycnasnmMBaeT xapakTEpPHYIO Tpuaay: runepnapaTmpeos, MeaynnspHas
KapuvHoMa WUTOBUAHON Xenesbl n goeoxpomoumToma. RET-MyTaums B kogoHe 634 ces3aHa ¢ passutuem MNITIT. Onyxonn
napawmnToBuHbIX Xenes Bo3HukawT y 10-25% naumeHtos ¢ MOH-2A; npvMepHO y NONOBMHBI U3 HWX He Habnoaanach
runepkansuvemust. N'mnepnnasuns napawmtoBnaHblx xenea npun MOH-2A Bctpevaetcs B 20% Cny4yaeB 1 XxapakTepuayeTcs
MATKUM TeyeHnem [16].

MHoXxecTBeHHas 9HOO0KpUHHas1 Heornnasusi 4-ro tuna

CuHapom MBOH-4 xapakTepnsyeTcs Hannynem napartmpombl, ONyXonsMu ageHornnodnsa, penpoayKTUBHbIX OPraHos,
noyek v Hagnoye4yHnkos. OpHako y 10—-30% nauneHToB C PEHOTUNNYECKMM NPOSIBIEHNEM, XapaKTepHbIM ANs CUHAPOMA
M3H-1, MyTaummn B aHanornyHoM reHe oTCyTCTBYIOT. Y HEKOTOPbIX 60/bHBIX 0BHapYXmBatTcst MyTauum reHa CDK1B,
KOTOpPbIA KOANPYET UHIMBUTOP LIMKNNH-3aBUCUMON KMHa3bl (p27). B cpasy G1 (nokos) p27 (KIP1) obHapyxwnBaeTcs B sape,
roe OH KOHTPONMpyeT NPOABMXEHNE KNeToYHOro umkna ot gasbl G1 k S. B nponndepupyrownx knetkax p27 (KIP1)
NoKanMa3yeTcs B LMTOMNA3Me, BbIMOMHAET MPOOHKOreHHY0 doyHKLMIO. COBOKYMHOCTb CPEHOTUNNYECKM NPOSBAEHHbIX MOH-
1-accoummpoBaHHbix onyxonein 1 CDKN1B-myTaumm 0603Ha4eHbl Kak HOBbI CUHAPOM, Ha3BaHHbIA MOH-4 [17].

CMHAPOM HacJs1ieQ4CTBeHHOro rurieprnaparnpeo3a C OlfnyxXoJ/1bro YeJ1ioCTn

CuHIpOM HacneACTBEHHOro runepnapaTnpeosa C onyxosbio YeNoCTN — 3TO pPedkoe ayTocoMHoe 3aboneBaHue,
JEHOTUNNYECKN NPOSBAAIOIWEECS B PA3BUTMMN OMNyxonel NapawmnToBuOHbIX Xenes ¢ BbICOKOW NpenpacnonoXeHHOCTbIo K
KapuvHoMaMm napawmToBmaHbix Xenes (15%), occugpukaumein, prbpoMoit BEpXHEN 1 HAXHEN YeNtocTel 1 nopaxeHnem
noyek u matku. MNpruunHoi sBnsetca Mytaums B reHe CDC73. OTOT onyxoneBbili FeH-Cynpeccop koampyeT 6enok
napachunbpoMuH, aKCnpeccHpyowWwuiics B noYkax, cepaLe, HaanovyeyHnkax u ckeneTHow Myckynartype. MNMapadmbpomuH
ABNSAETCS YaCTbio NonmMMepas-accounnposaHHoro dpaktopa 1 (MAM-1), KOTopbI perynmpyeT TPaHCKPUMLMIO U
mMoaundmkaumio xpomaTtuHa [18].

BTopuyHbIA runepnaparupeos

B netckoM Bo3pacTe yalle BCTpeyaeTCs BTOPUYHBINA runepnapaTnpeo3 — komneHcaTopHas runepnnasus MUX. YpoeeHb
MTI noBbiwaeTcs B 0TBET HA ANUTENbHYIO rMnokanbUMemMmio nan runogocgaremmio. Yawe sctpeyaetcs y 601bHbIX C
negouuntoM ButammHa D u xpoHunyeckoii 6onesHbto noyvek (XBIT). B nocneaHnx cnyyasx ycmaneaeTcs pe3opbuns KOCTHOM
TKaHW, YTO B JallbHEWIEM MOXET NPUBOAUTDL K runepkanbunemun. OcHoBHbIMU NpuynHamu BITTIT senstoTcs:

3aboneBanuns Xenyno4yHo-KNLLe4YHOoro Tpakta

CuHapoM Manbabcopbumn (HapyLieHe BCachiBaHUS KanbLys B TOHKOM KULIEYHIKE) MOXET ObiTb Bbi3BaH pPasnyHbIMM
COCTOSIHUSIMM, TAKUMM KaK reHeTMYecKy 00yCnoBeHHble aH3nMonatusamu, 601e3Hblo KpoHa, SHTepUTOM, NaHKpeaTUToMm,
onepaTuBHLIMU BMELWATENbCTBA (Pe3eKUmMsi TOHKOro K1WeyHnKa), AMchak Tepro3oM, NOBbLIEHHON MOTOPHOM qoyHKLUMeN
KULWEYHMKA.

Paxur

Paxut — 3aboneBaHve paHHEro 4eTCKOro Bo3pacTa, CoONpoBOX Aatolweecs HapylweHneM pocdopHo-Kanbumnesoro obMeHa,
npuBoasiLiee K 0TCTaBaHMO B POCTE U HApPYLLEHUO doopMmpoBaHns TpybyaTbix KocTel. I naBHbIMU 3TNONOr NYECKUMU
ghaKkTopamu paxuTa SBNSOTCS HeQOCTaTOYHOE NOCTYNEeHNe C NUILEl Kanbumsl nyu obpasoBaHme B KOXe rpynnbl
BMTammHoB D.

K 39TOMY MOryT NpnBoaOUTb HepauhoHanbHOE NTaHue, Maﬂb3600p6LI,VIF|, HeaoocTaTto4yHada nHcondauma scnencrtene



3anblIEHHOCTN, BbICOKOM BNIAXHOCTU BO3Jyxa ropofoB, 3aTPYAHSAOWNX NPOX0OXAEeHWE YNbTPadNoNeToBbIX nyqe|7|, a
Tak>Xe HenoctaTto4yHoe npeéblsaHme JeTeil Ha CBeXeM Bo3ayxe.

B oTBeT Ha runokanbumneMuto nosbiwaeTtcs coyHkumsa MUK, CHuxXeHve KanbLuusi B KPOBY NMPUBOAUT K HApPYLIEHUIO
MbILLEYHOr0 COKPAILEHNS N MAHEPanM3aLmn KocTel 1 3y6oB. BelpaxeHHas rMnoTOHMS MbllL, (00 NOHOW NoTepw
npuobpeTeHHbIX HaBbLIKOB: pebeHoK nepecTaeT Non3artb, X0ANTb, CAAUTLCS, AepXaTb ronosy). Ans KNMHNYECKOW
KapTWUHbI MOLOCTPOro paxmnTa XxapakTepHbl KOCTHLIE M3MEHEHNS: «KYPUHASA Tpyab>» UK «Tpyab canoxHuka», FapucoHosa
6opo3na, O- nnm X-o6pasHoe NCKPUBNEHNE HUXHUX KOHEYHOCTEW, CUMNTOM «4eTOK», «BpacneTok».

Y 60nbHbIX BbiSBNSeTCA HU3KUiA ypoBeHb 25(0OH)D3 1 1,25 (OH)oD3, CHUXXEHWE KanbLums B KPOBUW, NPY TSXKENOM TEYEHNM
nosbiweHune MTI. Mpn peHTreHoNorMyeckom nccneaoBaHumn KOCTen BbISBNSIOT AeheKThl MUHepann3aummn, paclumpeHme
30H pOCTa, yToNuweHne metadpmaos. JleyeHmne NpoBoAAT NpenapaTamm xone- u aprokansuugoepona no 2000—4000 EN n
npenaparamm KanbLus.

Butamunn D-3aBucumbii paxut tuna IA

ButamnH D-3aBucumblin paxut tuna IA (ncesgosutaMmH-D-0erLUMTHBIA paxuT) — 3TO peaKoe BPOXAEHHOe
HacnencTBeHHoe 3aboneBaHne, Nepenarolleecs No ayTOCOMHO-PELLECCMBHOMY TuMy. PoanTtenn 601bHbIX AeTel SBASIOTCS
HocuTensimm natonoruydeckoro reHa (CYP27B1), nokanusosaHHoro Ha xpomocome 12q14.1(OMIM: 609506). Cnenctemem
aBnseTcs geduumnT 1-a-rmapokcrnassl B NoYeYHbIX KaHanbLuax, kotopas Heobxonuma ans npespawenns 25(0OH)Dg B
akTuBHbI 1,25(0H)oD3. ¥ Takux 60/bHbIX COnepXaHne NOCNEAHErO B KPOBY 3HAYUTENIbHO CHUXEHO. V3-3a
rmnokanbuvemMun nosbiweH ypoeeHb IMTI, ¢ Moyol TepsoTca goocdpaTthl. BcacbiBaHve KanbLus B KUWEYHUKE U €70
9KCKpPEeUUns ¢ MOYOM CHUXEHDI.

KnuHn4eckne cUMNTOMbI TSIXKE/0r0o paxmTa BbiSIBASIOTCS B MepBble ABa roja XW3HWU. XapakTepHbl KOCTHbIE NPOSBNEeHNS
paxuTa: oTcTaBaHue B pOCTe, UCKPUBEHNE HUXHMX KOHEYHOCTEN, MaTONOrMYeckme nepenomsl, «<kBaapartHas dpopma
ronoBbl», BbICTynatowme nobHble 1 TeMeHHble Byrpbl, AedoopmMaLms rpyLHON KNeTku, LedekTbl 3y6HOoR amanu.

YpOBHM KanbLms 1 oocdaTos B CbIBOPOTKE CHUXEHbI, WenoyHas docarasa sbicokas. B kposu onpenensercs
HopManbHbI ypoBeHb BuTamuHa 25(0OH)Ds, conepxanmne 1,25(0H)sD4 cHuxeHo, napaTropMoH Bbicokmii [19, 20].

NeueHvie NpoBOOAT aKTUBHBLIMW Npenapatamu ButammHa D3 — kanbuntpuon, anbgakanbumnon s gosax 0,5-3 mMkr/cyT,

KOTOpble ObICTPO BOCCTAHAB/MBAIOT HOPMaSbHbIE YPOBHM KanbLUMs U ¢oocdiopa 1 POCT KOCTe. 3aMecTuTeNbHyto Tepaniio
NPOBOAAT NOL KOHTPOJEM rnokasartenei goocopHO-KanbLUMeBoro obmMeHa.

Butamun D-3aBucuMbii paxut 1B Tuna (n3onnpoBaHHbIA 25-ruapokcu ButaMuH D-aedpuLNTHLIN paxuT)

ToYHbIX AaHHbIX 0 YacToTe 3aboneBaHusi HeT. HacnenyeTcsi No ayTOCOMHO-peLeccuBHoMy Tuny. MyTaums npomcxoanT B
reHe CYP2R1, koTopblii kapTuposaH Ha xpomocome 11p15.2 (OMIM: 608713). BpoxaeHHbin gedpuunt cdoepmeHTa 25-
rnapoKcunasbl B NEYEHOYHbIX KNeTKax BeAeT K HapyLWeHWo rmapokCaMpoBaHms xonekanbungepona — HapyLwaeTtcs
CUHTE3 npomMexyToyHoW doopmbl 1,25(0OH)D3 (kanbuuanona) u COOTBETCTBEHHO akTMBHOW hopMbl BUTammnHa Dj

(kanbumTpurona).

Mpw paHHOW chopMe paxuTa KnumHuKa u nabopaTopHble faHHbIe aHanoruYHbl TeM, KOTopble HabnaaTcs npy BUTaMUH-D-
3asucumom paxmte 1A Tuna. JnarHoctmka OCHOBbIBAETCS Ha BbISIBNIEHUN HN3KOrO YPOBHS B kpoBn 25(OH)D3(20). Takum

60/IbHbIM Ha3HAYalOTCS aK TUBHbIE npenapartbl BUTaMMHA D3.

Paxut ButammuH D-3aBncuMmbivi tuna Il

OT1a hopma BUTAMUH-D-pe3nNCTEHTHOrO paxmTa HacnenyeTcs No ayTOCOMHO-PELLECCUBHOMY TUMY, HO ONWCaHbI
cnopagnyeckune goopmel. B Mupe onncaHo 6onee 100 cnyyaes ¢ reHeTUYecKU NOATBEP K AEHHBIM ANArHO30M.

Matonornsa cesizaHa ¢ mytaumein reqa VDR, koTopebii kapTupoBaH Ha xpomocome 12g13.11(OMIM: 601769). MNpnynHa
3abonesaHust — gecekT peuentopos 1,25(0H)sD43 k ropMoHy 1,25(0H)oD3 B kneTkax-muweHsx. HapyweHrne

B3ammoneiicteus 1,25(0OH),D5 ¢ peuenTtopom MoxeT 6biTb 06YCNOBNEHO NOMHBIM OTCYTCTBUEM PELIENTOPOB UK
pedpekTamu ero.

B peaynbTate MyTaumii reHa VDR 4yBCTBUTENBHOCTb TKaHen-MuwWeHel K 0eACTBMIO BUTaMmHa D cHuxxaeTcs nnm
MOJIHOCTbIO OTCYTCTBYET, YTO B CBOIO OYepedb NPUBOANT K HEBO3MOXHOCTM abcopbumm kanbums u gocdopa B
KULWEYHMKe, a Takxe peabcopbumm kanbumsi B noykax. BoipaboTka ButamuHa D B opraHuame He HapylweHa. CoaepXxaHue
KanbLUUTpPUOIa B KPOBW BbICOKOE.

BonesHb YacTo BCTpeyaeTcs B CEMbSIX, FAe pacrnpocTpaHeHbl 611M3kopoacTBeHHble Bpaku. KnnHrka 3abonesaHust
pasBepTbiBAETCS HA NEPBOM roay XU3HU U CKNaabiBaeTca U3 TUMNYHBIX CUMNTOMOB paxuTa. leTn oTcTaloT B pocTe.
HabniopatoTcsa TaxXxenbiii kapyuec 1 runonnoavs 3ybos. Anoneumst y aTux 60nbHbIX BCTpeyaeTcs B cnyyasx nedpekra B
JNHK-cesi3aHHOM nomeHe VDR [21].



NabopatopHas auarHocTtuka 6asvpyeTcst Ha Hannymm BbIcokoro ypoBHs 1,25(0OH),D3, nosbiweHns conepxanus MTT,
runokanbuvemMun, runogocdaremMun. B nevyeHny npmMeHsoT BbICOKME A03bl aKTUBHbIX aHanoros eutamunHa Dj
(anbgpakanbunpon nnm kansuutpuon 30-80 MKr/cyT) n npenapartbl Kanbumsa 1-3 r/cyT.

'mnogpocgpareMudecknii paxmr

Mpwn X-cuenneHHoM JOMUHAHTHOM rMNogocdaTeMMYECKOM paxnTe MyTaLmm B reHe oocdaT-perynmpytoLeit
rOMOMIOrMYHOM 3HOOMNENTNAA3bl B OKyce Xp22.1 NpMBOAST K HAPYLIEHUIO (DEPMEHTHBIX CUCTEM, OCYLIECTBNSIOWMNX
npoTteonna OPdD-23. N36biTok PPP-23 obycnasnueaeT HapyleHne peabcopbunm goocpaTtos B NPOKCUMaNbHbIX
KaHanbLax no4yek, 4To POPMMPYET XapakTepHbIn BUOXMMUYECKUI OEHOTMMN, NPOSBASIOWMIACS ddocdaTypurei,
runocpocchaTeMmnein, HU3KMM U HOPMarbHbIM, HO HEaLEKBATHO CHUXEHHBIM OTHOCUTENIbHO runodpochaTeMmnyt ypoBHEM
1,25(0OH).D3 [22].

BcTtpevaetcs ¢ yactoton 1:20 000 HOBOPOX AEHHbIX. BoneT Manbynku. Y XeHLWmH, KOTOpble NMEIOT MyTaHTHbIV reH,
BbISABNSOT YMEPEHHOe CHUXeHne dpocdoopa B Kposu. MonekynsapHo-reHeTuyeckmne nccneoBaHuns nokasanu, Y4To rex
PHEX koonpyeT cboccpatperynupytowmii 6enok. OCHOBHblE (oyHKLMM AaHHOro 6enka 3aknioyatTcs B perynmpoBaHnm
peabcopbummn dpocgaToB 1 MeTabonnama sutammHa D.

"eHeTNYeCcKMin nedekT NPUBOAMT K HapyLweHuio peabcopbumm dpocdaToB B KaHanbLiax NOYEK M ero BcachlBaHUo B
TOHKOW KuMwKe. HepoctaTok doocgopa SBASETCS NPUYMHON HapYLLEeHNst MUHEpanm3aummn KocTel ckeneTa u 3y6os,
CHUXeHUsi obecrneyeHunst Molww, ATD, 4To B COBOKYMHOCTM crnocobeTByeT pa3snTuto paxmta. lMpu naHHoM 3aboneeaHum
MOXET CHUXATbCS aKTUBHOCTb 1-a-rMApoKCMasbl B moYkax, NoaToMy HapywaeTcs obpasoBaHve Kanbuutpuona na
HeakTMBHOW ¢hopmbl BUTammnHa D [23].

3aboneBaHne MaHugecTpyeT B Bo3pacte 9—13 MecsueB. KnmHnyeckas KapTuHa NposiBNsSieTCs OTCTaBaHWEM B POCTe,
pa3HoobpasHbIMM cMMNTOMaMu paxuta (Hambonee paHHUA CUMITOM — NPOrpeccupytollee, HECMOTPS Ha NPOBeLeHNE
NpochUNakTUKK paxmTta 0bbl4HbIMM L03aMU BUTaMuHa D, NCKPUBNEHNE HUXHNX KOHEYHOCTEW).

XapakTepHbIM/ BUOXUMMYEeCcKMM NpuaHakamy 3abonesaHus SBASOTCS runodpocgatemus, runepdocdaTypus,
NoBbIlEHNE akTUBHOCTU WeNoYHOW chocdaTasbl, HopManbHbIA YPOBEHb KanbLus, yMEPEHHO MOBbIWEHHbI NapaTropMoH B
CbIBOPOTKE KPOBW, HU3KUA YPOBEHDb KanbuuTpuona [24].

CuHOpoM PaHKOHN

CuHapom daHkoHu (ae ToHn—[ebpe) — 3aboneBaHve, BbI3BaHHOE HAPYLWEHWEM TPaHCMOPTa aMUHOKMCOT, TOKO3bI,
Kanus, HaTpus, Boabl, pocdaTos, GukapboHaToB, MOYEBOI KUCIOTbI B MPOKCMMASbHBIX KaHanbLax noYek. SToT CUMHAPOM
B OOMbLIMHCTBE CNYYaeB HOCUT Cropadnyeckuii xapakTep.

B peakunx cnyyasx 3abonesaHve HacnenyeTcsl N0 ay TOCOMHO-PELLECCMBHOMY UMK 2y TOCOMHO-AOMUHAHTHOMY TUMy.
CeMeliHble BapnaHTbl cMHApoMa PaHKOHW BbI3biBAIOTCA MyTaumein B 15-i xpomocome — 15q15.3. YactoTa BCcTpeyaemocTu
1:200 000 HOBOPOX AEHHbIX [25].

CuHopom daHKoHU y aeTelt MoXeT 6biTb KOMMOHEHTOM APYrux reHeTnyeckmnx 3abonesaHuii, Takmx Kak LMCTUHO3,
ranakTo3emusi, HaCNeACTBEHHAS HENEPEHOCUMOCTb (PPYKTO3bl, TUPO3NHEMMS (Tun 1), ravkoreHos (Tun I), onesHb
BunbcoHa—KoHoBanoBa, MUTOXOHApUanbHble LuTonaTum, 6onesHb [eHTta, cuHapom Jloy; MoXeT BbiTb BbI3BaH NPUEMOM
NeKapCTBEHHbIX NPenapaTos (reHTaMULMH, TeTPaLUMKVH, aHTUPETPOBMPYCHble cpeacTea). Hanbonee yacTto BbISBNSETCA
fedbekT nM3ocoManbHOro nepeHocUmnka LmMcTuHa B pesynbtare mytauum B reHe CTNS (xpomocoma 17p13) (OMIM:
219800).

MuToxoHapranbHasa TybynonaTtus BoidbiBaeT HapyweHne peabcopbumm rnokoabl, aMUHOKUCIOT, oocdaTos 1
6ukapboHaToB B KaHanbLax noyek. MoTeps aMmHokucnoT 1 BrukapboHaTa cnocobCcTByeT pasBUTUO MeTaboIMYeckoro
aumnosa, Ha hoHe KOTOPOro ycunmeaeTcst pe3opbumsi KOCTHON TKaHW U CHuxaeTcst peabcopbuusi Kanus u Kanbuus B
KaHanblax noyek, 4To MPUBOAUT K Pa3BUTMIO rMnoKanueMnm n runepkanbunypun. MNoteps gocdopa BeeT K pasBUTmio
paxuTononobHbIX USMEHEHWI cKeneTa, a 'y AeTeit cTaplero Bo3pacTta kK octeoMansiumm [26].

MepBble NpuaHaky 3aboneBaHUs NOSBAAOTCSA BO BTOPOM NONYroAuM XU3HU. BoNbHbIE 3HAYMTENBHO OTCTAOT B
h13MYECKOM PA3BUTUN, BSTbIE, MbILWEYHbI TOHYC PE3KO CHUXXEH, BbipaXeHa Xxaxaa v nonvypus. N'mnokanbumemms
hopMMPYET PAXUTUYECKMNIA TUM TENOCNOXEHUS, NMPOSBNSIOWMIACS KOCTHBIMW AedhopMaLmsaMi HOT (BarnbryCHble unu
BapyCHbIE), NO3BOHOYHOrO CTON6A, rPyAHON KNeTKWU. PEHTFEHONOrMYeCKM BbISIBASIOT OCTEONOPO3 KOCTEN. B pesynbTate
CHUXXeHust peabcopbumm bukapboHaToB B KaHanbLax noyek HabnoaaeTcs runepxnopeMmnyecknii aunaos Ha gooHe
n3bbiTka napatropMoHa. JuarHocTmka OCHOBaHa Ha BbISIBNEHWUM METaboIMYeCcKoro aumnno3a, reHepanm3oBaHHOM
amyHoaumaypun, NPOTENHYPUN, FIIOKO3YpUn.

XpoHunyeckas 6one3Hb nodek (XBI)

Mpwn XBIM cHuxeHne ckopocTu knyb6oukoBoit domnbTpaummn (CKD) conpoBoxaaeTcs HapyweHUeEM aKCKpeLnn goccpopa.



MmnepdpocdateMns cnocobCTBYET YMEHbLWEHMIO KOHLIEHTPALMN NOHU3UPOBAHHOIO KanbLns B CbIBOPOTKE KPOBMU.
OnHoBpeMeHHO TOpMO3UT 0Bpa3oBaHme akTMBHOW hopMbl BUTaMmnHa D3 (kanbumtpuona), HeobxoauMoro 4ns BcacblBaHUS
Kanbums B KuweYHvke. PasesneaeTcs runokanbuueMusi, Kotopas ctumynupyeT cuHtes MTr.

HapyweHune doctopHo-kanbumnesoro obmeHa npv XbI1 nosensetcs yxe npy CK®D 70 Mn B MyH. Ha HavyanbHbIX cTaamnsx
06bluHO pa3BuBaeTcs octeomansums. Mpu ymepeHHbix coopmax XBIM nosbiweHve yposHs MTIT HabnopaeTcs
npnbnuantensHo y 10% naunMeHToB, Npu TaxXenbix gpopmax — y 90% NauneHToB, Hy X JaloWwmxcs B remognannse.

YacTto BI'TIT obHapyxmBaeTcs npu 06bl4HOM nabopatopHoM TecTuposaHum. Mpu HapactaHum XBI1 Ha nepBebli nnaH
BbiCTynaeT oMOPO3HO-KNCTO3HbIA OCTENT, BbI3BaHHbIN M36bITOYHOM cekpeuweid MTI. OcTeocknepos passmBaeTcs yaue Ha
NO3OHNX CTAANAX XPOHNYECKOM NOYEYHON HeJOCTATOYHOCTHU. MN0THOCTb KOCTU YBENNYMBAETCS, O4arn yCuneHHoro
06pa3oBaHns MaTpUKca HAYMHATCS MUHepanM3oBaTbes. Y Takux 60/1bHbIX BOSMOXHO Pa3BUTUE BHEKOCTHOM
Kanbumdpukaumuu [27].

O6bIYHBIMM MecTaMy KanbLmdmKaLumm SBnsIOTCS KPOBEHOCHbIE COCYAbl CPeAHero kannbpa, NoakoXHas knetyaTka,
CycTaBHble 1 OKONOCYCTaBHbIE TKaHW, rnasa, Muokaps u nerkue. Mpu ymerblwernun CKP no 20 ma/muH, MTI 6onblue He B
COCTOSIHUM MOBbLIWATL 3KCKpeuunto gpocdopa. PassmBaeTcs nepcuctupytowas runepgocgaremus. dopmupyeTcs
runepnnasug scex MLX.

KnuHnyeckasn KapTuHa

KnuHnuyeckas kapTvHa NepBrYHOrO runepnapaTtupeosa BapbrpyeTcs o1 6eCCMMNTOMHBIX (DOPM (Yalwe HabnonaeTcs B
cTpaHax, rae 6GroXMMUYECKUI CKPUHWHT SBNSIETCS PYTUHHBIM) LO TSXENbIX MOPaXeHU KOCTHON TKaHW, XPOHWYECKOM
6onesHu novek, runepkanbLEeMMYecKoro kKpusa. B 3aBUCMMOCTM OT CTeMNeHU BbipaXkeHHOCTH KIMHUYECKMX CUMMTOMOB
BbILENSIOT:

HopMokanbunemMmyeckyto oopMy — BapvaHT runepnapaTmpeosa, XxapakTepuayowniics ctabuabHO HopMasbHbIMM
YPOBHSIMM 0BLWEro (BepXHsst rpaHmua < 2,6 MMO/b/N) U MOHU3UPOBAHHOIO Kanbums (BEpXHSS rpaHuua < 1,4 MMonb/n) B
CbIBOPOTKE B COBOKYMHOCTW C MOBbIWEHHbIM NokasaTteneM MNTI, yacto siBnsieTcs cnyyaliHoin Haxo ko npu obcnenosaHum
nauneHTOB C HU3KOW MUHepanbHOM NNoTHOCTbIO KocTen (MIK). [ns ycTaHOBNeHMsa guarHo3a nokasaHo AByKpaTHoe
onpeneneHune obuero n NOHU3MpPoBaHHOro kKanbums, MTI B MHTEpBane 3—6 mec.

Msrkyto dpopMy, KOTOPOIA CONyTCTBYIOT Hecneunguyeckne xanobbl. 3anono3puTb 3TOT BAPUAHT MOXHO Npu
06Hapy>XeHNM yMEPEHHOIO NOBbIWEHNS KOHUeHTpaummn kanbums (Ca > 3,0 mmonb/n) n MTI B KpoBK, Takxe npu
YMEpPEHHOI BbIpaXXeHHOCTM KOCTHBIX HApPYLWeEHWIA (OCTEOMNEHMUS, OTCYTCTBME HA3KOTPaBMaTUYECKUX nepenomoB). O6blYHO
ABNAETCS CNy4yanHoW HaXo4KOW Npu nposeaeHnn tectuposaHng MIIK.

HenasHue nccnenosaHust ¢ UICNONb30BaHMEM Nepudepnyeckon KonnyecTBeHHoOM KomnbioTepHo Tomorpadoun (KT) ¢
BbicokuM paspewernem (HRpQCT) npoaeMoHCTpUpoBanu, YTo 3aTparuaroTcs Kak KopTrKasbHble, Tak 1 TpabekynsipHble
KOCTHble OTAeNbl. BoBneyeHne TpabekynsipHOro otaena npoBoLUpyeT yBENUYEHNE NEPENOMOB B NOSICHUYHOM OTAene
MO3BOHMYHMKA, YTO [OKa3blBaeT HEOOXOAMMOCTb BK/IIOYEHMS BU3yanv3aLmnm No3BoHKOB nMbo No peHTreHorpadum, nmbo
no KT B cnucok obcnenosanwii npu MIMAT [28].

CnepnoBaTtenbHO, AMArHO3 BbICTABNSIETCS NPU HANMYUW CNELYOWNX KPUTEPUEB: OTCYTCTBUE BUCLIEPASIbHBIX MPOSIBNEHUIA 1
yKasaHuii Ha naToorn4yeckune nepenomel B aHamHese, cHuxerme MIMK He 6onee yem Ha 2,5 cTaH4APTHBIX OTK/IOHEHMWS OT
HOPMaTMBHbIX 3HAYEHMWA MonoabIX Ntoaei (no T-kputepuio) B NoHOI n3amepeHHon obnacTu ckeneta (MOSCHAYHbIE
NMO3BOHKW, MPOKCUManbHble OTAeNbl 6eApeHHO KOCTU, CPedHSs TPeTb Ny4eBoit KOCTK).

MaHudpecTHas cbopmMa xapakTepuayeTcs SpKOn KNMHUYECKON KapTUHOW KOCTHBIX W/ BUCLEPasbHbIX HAPYLWEHWA,
PUCKOM PasBUTUS rnepkanbLneMmyeckoro Kkpuaa. B 3aBMcuMoCcTu 0T HanMums nopaxeHuin pasnuyHbliX CUCTEM 1 OPraHoB
BblAENAIOT POPMbI:

e KOCTHYlO (OCTEOMNOPO3, rMneprapaTtmpeonnHas octeoanctpodus nnm 6onesHb PekrnvHrxayseHa, aedpopmaumm
KOCTEeN, Nepenombl, HapyLWeHNs NOX0OKN);

e BYCLiepasibHYI0 C MPENMYLECTBEHHBIM NopaxXeHneM noyek (HedponmnTmas, HedppokanbLMHO3, CHUXEHWE
PUNbTPALNOHHOM U KOHLEHTPaLMOHHOW (PYHKLMM NOYeK);

e CepleyHO-COCYMCTON CUCTEMbI (apTepuanbHas runepTeH3ns, rmnepTpodus Mmokapaa nesoro Xenynoyka u
AnacTtonnyeckas OUCHPYHKLMSI NEBOro Xeyaoyka, HapyleHus pyutMa 1 NpoBOAMMOCTM cepaua);

® XeNnyno4HO-KMWEYHOro TpakTa (aHopeKcvm, TOWHOTA, pBOTA, 3anopbl, NoOXynaHne, peunomsmpyrouas A3BeHHas
60nes3Hb Xenynoka un JJ,BeHa,EI,LI,aTI/II'IepCTHOVI KNWKN, XpOHI/I‘-{eCKI/IVI naHKpeaTuT, NnaHKpeakanbkynes, naHkpea-
KanbLWHO3);

e CMellaHHyI0 — coYeTaHne KOCTHOM 1 BucLiepasbHbIX OOpM.

B knnHKKe BTOPMYHOrO rvnepnaparmpeosa SOMUHUPYIOT NPOSIBAEHNS OCHOBHOro 3abonesaHns. CUMATOMbI, CBS3aHHbIE C
runepkanbLmemMmein, CXoaHbl C TaKOBbIMY NPU NEPBUYHON hopMe: ocanrum u aptTpanrum, cnabocTb B NPOKCMMasbHbIX
oThenax KOHEYHOCTEN, NaToNorMyeckume nepenomMel 1 geopmanmm ckeneta. BHEKOCTHbIE KanbLUHATbI Pa3NMYHO



nokanusaumu obycnasnmBaroT NECTPYIO KNMHUYECKYIO KAPTUHY: KanbLMEUKaUnNs poroBuLlbl 1 KOHbIOKTUBbI C
pPeLnaBUPYIOLLAM KOHBIOKTUBUTOM, HA KOHEYHOCTSX HabnoaalnTcs nepmapTukynspHble KanbUmuHaThl, a npu
KanbumMdomkauum apTepuii MoryT BO3HUKaTb UWEMUYECKME NBMEHEHNS — Kanbundmnakcus [1].

Y naumeHToB C AeduumMToM BUTaMUHA D3 BbISABNSAIOT OCTEONEHWNIO, OCTEOMANSALNIO C NOBbIWEHHbIM PWUCKOM nepenoma. B
nocnegHue ronbl NnauneHTbl CTann 4awe NposBnATb Xanobbl Ha 6051 B KOCTAX.

runepkanbuneMnyeckuin Kpu3

"MnepkanbuMeMuyYeckuii KpnU3 pas3srnBaeTCcs B pedynbTaTte HbICTPOro 1 BHe3anHoro noBbIlWeHWs YPOBHS KasbLusl B KPOBMU,
BbI3bIBAIOLEr0 COCTOSHME OCTPON MHTOKCUKALMKN. BbiCOKMIA puUCK pasBnTus npu ypoBHE Kanbums > 3,5 MMO/b/N
(voHM3MpoBaHHOro > 1,8 MMonb/n). CNnpoBOLMPOBATL 3TO TAXEN0E OCMOXHEHE MOTYT Nepeno3uposka sutammHa D,
WHPEKLMOHHbIE 3aboneBaHuUs, LNUTENbHAs MMMOBUNN3aLNS, ANMTENIbHOE MPUMEHEHNWN TUA3UAHbBIX OMYPETUKOB.

Kpwn3 conpoBoxx aaeTcs HapacTatowein cnabocTblo, anaTuei, CUIbHOR XaX aoW, CHUXEHHbIM anneTuToM, TOWHOTOM,
HEeyKpOTMMO PBOTOM, CACTUYECKMMU abaoMMHANbHBIMU BONSIMU, PACCESIHHOCTbBIO, apTPaIrUsSMU 1 MUANTUSIMUA,
CNyTaHHOCTbIO CO3HAHUS, cygoporamu. uarHos runepkanbumeMmyeckoro kpunsa 6asnpyeTcst Ha AaHHbIX KNTUHUYECKOM
KapTWUHbI, a Tak>XXe 9KCTPEHHOro onpelenieHns B yCNoBusIX ctaumoHapa ypoBHel Kanbums 1 gpocgpopa B CbIBOPOTKE KPOBU
n 9K [28].

OudbdbepeHumnanbHasa guarHocTuka ¢ 3aboneBaHUSIMU, NPOTEKAIOLLLUMU C FTUNepKanbLueMmen
lNepenosupoBka ButaMuHa D

3TOT Npenapart HasHayalT 4718 NPOMUNAKTAKMN U NIeYEHNs paxnTa, rno-u runepnapartmpeosaa. Mpu owmnboyHoOM unm
6eCcKOHTPONIbHOM MprEMe NpenapaToB BuTammHa D pa3BMBaloTCs CUMNTOMbI FunepaBsnTaMmHo3a. OCNoXHEHUs MoryT
npoTekaTtb B OCTPOW 1 XPOHUYECKOW chopMe. Y AeTet rpyAHOro Bo3pacTa nosiBNsTCA CUMMNTOMbI MHTOKCUKALMK:
BSINIOCTb, HAPYWAETCS COH, YacTble CPbIrMBaHMS, PBOTA, XaXAaa, 3anop WM XWAKWiA cTyn, ofbluka, obeasoxusanue. Mpu
XPOHMYECKO Nepeao3npoBke BUTaMMHoM D runepkansuueMms nprBoaMT K 06pasoBaHuio qoocOpHO-KanbLMEBBIX
KOMMNEKCOB B MSFKMX TKaHSIX U B cocynax. Takas MetacTaTnyeckas kanbLugukaumsi cnocobcTByeT pasBmTiio HEKPO3OB 1
CK/1epo3npoBaHnio ¢ 06pa3oBaHMEM CTEHO3a a0PThbl U NErOYHOM apTepun, POPMUPOBaHMS XPOHUYECKOM 6ONEe3HM NoYek.

CuHapoM BunbsiMca

CuHapom Bunbsimca (cvHopoM «nuua anbha») — peakoe reHeTnyeckoe 3abonesaHve, nepeaarolleecs no ayToCoMHO-
LOMUHAHTHOMY Tuny. MprYnHO cnHapoMa siBnsieTcs aeneuns 7-in XpoMocoMbl B 06nactv ee AfIMHHOMO nieya, Ha KOTOPOM
pacnonaraeTcs ot 25 00 29 pas3nnyHbIX reHoB.

"MnepkanbuMeMns cBsidaHa ¢ OTCYTCTBUEM reHa kanbumntoHmHa CGRP. OgHako y HeKoTopbIX 60/bHbIX C CUHAPOMOM
BunbsiMmca oH 06HapyX1BaeTCsl, XOTS YPOBEHb KalbLUWs B KPOBMW BbICOKMA. BEpOSITHO, B 3TUX Cy4Yasix npuynHa
runepkanbumvemun obycnoBneHa opyruMm npudnHaMu. XapakTepeH BHeWHNiA Bua 60NbHOr0 — «anuuo anbga»: ManeHbkoe
NINLO C OMYyLIEeHHbIMX BHU3 WeKaMu, Nnockas nepeHocuLa ¢ OKpYribiM HOCOM, 60MbLWO POT C NOAHLIMK Fybamm, HeboNbLwo
3a0CTPEHHbI NoaA60POAOK, ANMHHBIMA U peaKuMy 3y6amu, BbICTYNatoWMA 3aTbiNoK, ANMKAHTYC, KOCornasue u ronybole
cknepsbl [29].

Y 60onbHbIX BbISIBNAOTCS pasHoobpasHbie Nopoku cepaua. Mopokmn cocyamcTon cucTembl 06ycnasnmealoT apTepuansHyto
rmnepTeHaunto. BonbHble OTCTAlOT B MCUXMYECKOM 1 YMCTBEHHOM Pa3BUTUMN. B BMOXMMMYECKOM aHann3e KpoBM BbisSIBNSETCS
runepkanbLUMeMisi, CUMNTOMbI KOTOPOI NMPOSIBASIOTCS B NepBble 4 rofa Xu3Hu.

MTr-nono6bHeie nenTuabl

HekoTopble HeMPO3HOOKPUHHbIE OMYX0NKW, CAPKOMbI MOTYT CEKPeTUPOBaTh NapaTropMOHNOA0OHbIA NenTa, KOTopbIi
obnanaet cpoAcTBOM K peuentopam MTI 1 Bbi3biBaeT cxoaHble peakuun. MTI-noaobHbIe NenTuabl CBS3bIBAOTCS C
peuentopamu MTI B KOCTSX U NOYKaX, BbI3bIBAS YCUNEHHYIO pe30pOLMI0 KOCTEN, yTHETEHME OCTEOreHe3a, NOBbIWEHHYIO
KaHanbLeByo peabcopbumio kanbuus, docdaTypmio.

DT ONyX0NU BLIAENSIOT (PAKTOPbI, aKTUBMPYtoWmMe octeoknacTol, U1-1a n UM-1B, ®HO-a n dHO-B, d®HO-a n PHO-B.
Bce aT1 umTOoKUHbI, B 0ocobeHHocTu UN-IB n dHO-B, akTBMPYIOT OCTEOKNACTbI 1 TEM CaMbiM yCUAMBaOT pe3opbuuio
kocTu. Bce aTo npmBoaut Kk runepkanbuvemun. Copepxanue MNTI cHmxeHo. MNTIM-noaobHbie nenTuabl ¢ BLICOKUM TUTPOM
BbISIBNSOT NPUMEPHO Y 80% 60NbHbIX C MapaHeonnacTUYeckol runepkansumemmueit [30].

Wccneposanue MTI-nonobHbIX NENTULOB CNefyeT NPOBOAUTL B CNyYasix BbIABNEHUW rUNepKanbLUEMUN y ONyXoNeBbIX
60/bHbIX. B WMpoKo NpakTuke OHN He NCCNeayoTCS.

3nokayecTBeHHasi runepKanbLuneMus

SBnsetcsa cnegcTBMEM OCTEONUTUYECKOMO agodpekTa MeTacTa3oB B KOCTHYIO TKaHb. ﬂpm 9TOM BbIAENAOTCS B 60/bLIOM



KONMYyecTBe LUIMTOKUHbI 1 d0akTopbl BOCNaNeHns, KoTopble U obnapatot OCTeOKﬂaCTaKTI/IBVIp)/IOLI.leﬁ CMOCOBHOCTbIO U
NOBbLIWAKT KOCTHYIO pe30p6u|mo N BbIXO4 Kanbuns B KPOBb. Takoe coCTOsSiHUE O4eHb XapakTepHo 4Ns paka MOIo4YHOM
Xenesbl U MHOXECTBEHHOW MUENOMbI.

"paHynemaTo3Hble 3a60NEBaHNS MOryT COMPOBOXAATLCA rMnepKanbUneMmneit (Capkonios n Apyrue nMMeouaHble
onyxonwu). B numcbonaHbix kneTkax BoipabatbiBaoTcs 6MONOrnyecky ak TUBHbIE BEWECTBA, Cpean HuUX 1-a-rmpporeHasa,
KoTOpas y 300POBbIX NOAEN CUHTE3NPYETCS TONBbKO B Noykax. [poncxoanT nosbllueHne BbipaboTky Kanbuutpuona B
rpaHynemax u, Kak cneactsue, passutue runepkansumemMun n cynpeccus yposHs MTI [31].

CuHgpom BepHerra

MOoM0YHO-WENOYHON CMHOPOM, XapaKkTepusyowWwmnincs Tpuanon — runepkanbunemmeii, MeTabonmyeckm ankano3om un
noYyeyHoOn HegocTaTouHOCTbIO [32]. B HacToswee Bpems BCTpeyaeTcs peako.

3abonesaHne pa3BuBaeTCs B pe3ynbTate AJMTENbHOro npuema ¢ nuwei nerko peabcopbrpyembix Wenoyei (Monoka,
kapboHaTa kanbumsa u martms). KnmHuueckas kapTuHa cuHgpoma bepHeTTa couetaeT ancnencmyeckme CUMMNTOMbl —
OTBpalleHVe K MOSIOYHOM Mulle, TOWHOTA, PBOTA, NPMBOASAIWAS K AermapaTtaumnm n runoxnopemmu, obwas cnabocTsb,
HapyleHUe CO3HaHWs, 3y KOXMW.

['MnepkanbLMeMus Bbi3bIBAET NOpaxeHme rnas (OTNoXEHNS KanbLus B KOHBIOHKTUBE, @ B TAXENbIX ClyYasx U B
porosuue, KpaeBow KepaTuT).

B 6uoxmMmnyeckom aHanmae KpoBu HabnogaeTcsa runepkanbunemmst 6e3 runepkanbunypum u runodgocgaremmm, ankanos.
VHoraa Bo3HMKaeT novyeyHas HeLoCTATOYHOCTb C a30TeEMMiA. B aaneko 3awepwmnx cnyyasx obHapyXMBaKOT NOCTOSIHHYHO
nuyputo. Peakumsa moum wenoyHas. Ocobble 0CNOXHEHNS: MeTacTasmpytowme kanbundukaTsl, HeppokanbLMHO3,
rnoyeyHokameHHas 60neaHb.

WHorpa BITIT conyTcTBYET 9HAOKPUHHBIM HAPYLLEHUSM, TAaKUM Kak runepTupeos 1 Haano4Ye4yHnKoBas HeJoCcTaTo4yHOCTb,
NNn BO3HWKAET Ha poHe npuema nekapCcTBeHHbIX CPeAcTB (TnasnaHble oUypeTuku, sutammH A). B aTux cnyyasx
runepkanbLmemMun obbl4HO He Bonee 2,75 MMONb/MN, 0TMEYAETCs CHUXEHHBIV ypoBeHb kKanbuutpuona, MTr un
runepkanbumypms.

IdunarHoctuka

NuarHos MITT ocHoBbIBaeTCS TONLKO Ha AaHHbIX nabopaTtopHoro o6cnenosaqus! Mpu MMT yposeHb Ca2* > 1,4 Mmonb/n,
a obuero Ca > 2,7 MMonb/n. CofepxaHune B KposM CBOBOAHbIX NOHOB CaZt Hanbonee TOYHO OTpaxaeT PyHKLMOHANbHOE
coctosiHme M. HopmanbHas KoOHUEHTPaLKMs B CbIBOPOTKE KPOBM MOHU3MpoBaHHoro Ca — 1,1-1,3 Mmmonb/n, a obuwero
Ca —2,1-2,6 mmonb/n.

Ob6sa3aTenbHbiM ons noctaHosky IMT sBnsieTcs uccnenosaHvne ypoBHel gpoccpopa (Hopma 0,7—1,4 MMONb/N), MarHus
25(0OH)D3, 1,25(0H)»D3 napatupeonaHoro ropMoHa, Weno4yHon pocoTasbl, MOYEBUHbI, KPEaTMHNHA, SKCKPEeLmn
KanbLms ¢ MOYOI C y4EeTOM KpeaTuHMHA B MOYe 1 nnasme, a Takxe onpepeneHre Mmapkepos pe3opbuum KoCTu:
CbIBOPOTOYHbIA C-TenonenTuiHbln nav moveson N-tenonentug u Mapkepbl 0OPMUPOBaHUS KOCTU: CbIBOPOTOYHASA KOCTHAs
cneundpmyeckas wenovHas ocparasa, NpokonnareH Unmn ypoBeHb ocTeokasnbumHa.

BHyTpurkneTouHyto runepkansunemmio cnegyert BbisenaTe Ha OKI. Kputepuem ee asnaotcs yanuHeHune nHtepeana PQ
[0 pa3suTusi 6nokan pasnuyHoi cteneHu, ykopoueHme QRS-komnnekca, ykopoueHme nHtepeana QT.

VIHCTpyMeHTanbHble MeToAbl AMarHOCTUKY runepnaparmpeosa n ero ocnoxHeHui sknovaot Y3U, KT, MPT
napatmpeoaneHom, Y3M n peHTreHorpaduio noyek Ang BoiBNEHNS HEPPOMTmnasa n HedppokaabLmnHoO3a,
pEeHTreHorpagomio N eHCUTOMETPUIO KOCTel. o KNMHMYecKMM nokasaHnsam cnegyeT NpoBOAUTb reHeTUYecKoe
TecTuposaHue [33].

JleyeHne

JleyeHue 3860H6B8HVIF|, CBA3aHHOrIo C rmnepKanbumeMmeVl, HanpaBNneHo Ha naToreHetTn4eckme MexaHn3mbl, Bbi3biBarowjme
ee noggepxaHume, — 136bITOYHOE BCACbIBaHME KanbLUus B XKenynoo4yHo-Knwe4yHoM TpakTe, Ype3MepHoe BbICBOOOX IeHNEe
M3 KOCTEN N He[OoCTaTOYHOE BblAEeIEHNEe NoYKaMu.

B octpom nepuoge, Korna conepxaHue cBAa3aHHOro kanbums > 3,5 MMOnb/n (runepkanbLMeMUYecKuii Kpus nnn Taxenas
runepkanbuMeMms), cnefyet HauMHaTh ¢ permapataumm ousnonormyeckmm pactsopom. [locne yctpaHeHns runosonemMun
HasHavatoT neTnesble AnypeTnkn (dpypocemmna 1—2 Mr/kr). dopcupoBaHHbIA anypes cumtaetcs 9P dPeKTUBHbBIM CPENCTBOM
neyeHns runepkansuvemnn. ns nogasneHns KOCTHON pe3opbunmn HasHavatoTcs BucdocdoHaThl (UnHakanbLerT,
neHocyMmab). 91 npenapaTbl 061a0a0T 0TCPOYEHHBIM FUMNOKANbLMEMNYECKUM 3P EKTOM (HECKONBKO OHEN).

[" nokokopTMKOMabI (TMAPOKOPTU30H, NPEAHN30/I0H, JeKCaMeTasoH) CH1XarT adpdekTrnBHoe BcacbiBaHne Ca B
KuweyHmke, ocobeHHo npu runepasntammnHose D. Memoamanus ¢ ncnonb3oBaHmem 6eckanbLmneBoro ananuaara nokasaH



npuW rmnepkanbLMeMNYeCcKOM Kpr3e, OCNIOXKHEHHOM ONMroaHypuei [6].

B cnyyasix ¢ yMEpeHHbIM MOBbIWEHNEM YPOBHS KanbLysl AOMYCKAeTCs KOHCePBaTMBHOE BeAeHWe C NMPUMEHEHIEM
WHTEHCUBHOM perunaparauumn n orpaHmyeHmem notpebneHns kanbums n npyu Heobxoanmoctu ¢ nobasneHnem neTnesbix
LMYPETUKOB 4151 (DOPCUPOBAHHOrO Anypesa.

[Mpn xpoHMYeckon NoYe4Hom HeJOCTaTOYHOCTH 1 BbICOKOM YPOBHE dpocdopa C Lesbio NpodounakTuku octeonaTum
pekoMeHAayeTCs HasHauYeHue akTUBHbLIX MeTabonnToB BUTaMHa D B coyeTaHnm ¢ npenapatamum kanbuus (Npu CKIOHHOCTM
K CHUXEHWUIO).

PaxnTononobHble 3a60neBaHusi, CBsS3aHHble C HapyleHeM Metabonmama ButamuHa D, crefyeTt nednTb 0YeHb BICOKMMU
no3amu anbakanbumaona unm kanbumtpuona (30—60 MKr/cyT) B codeTaHuu ¢ npenapaTami Kanbums.

PaaukanbHasa 0gHOMOMEHTHas NapaTupeonasKTOMUS B COBOKYNHOCTU C UHTpaonepaunoHHbLIM MOHUTOPUHIOM
napaTnpeonoHOro ropMoHa nokasaHa npu ageHome MUK, HeoHaTanbHOM runepnapaTnpeocse nn HacneacTBEHHbIX
CMHApPOMax C MHOXEeCTBEHHOW Heonnasnen. CornacHo NocnenHUM KNMHUYECKNM PEKOMEHAALMAM 3TO CaMblil YCNEeLWHbIiA
MEeTO4 NlevyeHuns runepnapaTtumpeosa (95-98%). nsg npodmnnakTnku runonapatmpeoaa BbINONHAETCS ToTanbHas
napaTMpeounaKTOMMS C ayToTpaHCcMnaHTaumnen 0aHOM N3 OKOMOWMTOBUIHbBIX XeNe3 B YeTbipexrnasyio Mbiwly 6eapa [33].
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