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"mnonapatmpeos (runollT) — aTo aHOOKPUHHOE 3aboneBaHne, XapakTepuayoleecs HeOCTaTOYHbIM CUHTE30M,
cekpeuuein nnn nepuceprmyecknm gencrenem napatmpeoungHoro ropmona (MTI). Cneacteuem runolT asnsetcs
HapylweHne gociOpHO-KanbLmMeBoro obMeHa. MmnokanbumMeMmsi — OCHOBHOW NMpU3HaK aToro 3abonesaHus, 04HaKO
MPUYKHbI €€ MOryT BbITb pasHble.

Kanbumit (Ca) urpaet BaxHyio ponb B (PYHKLMOHUPOBAHMM 060 KNETKM 1 B 0OBMEHHbIX NpoLeccax opraHu3ma B LenoM.
OH yyacTByeT B MblllE4YHOM COKpaLIeHUW, SBNSETCA NOCPEAHVKOM NP nepefaye CUrHanoB Mexay Knetkamu, uameHseT
NPOHULLAEMOCTb MeMBpaH KNeToK.

OcHoBHbIM geno Ca B opraHnamMe cuMTaeTcst KocTHas TKkaHb (0kono 99%). MpubnnantenbHo 1% ero HaxoaMTCS B BULE
nabunbHbIX PocdaTHbIX CONER, KOTOPbIE MOTYT NErkO PacTBOPSATLCS U M3MEHATH KOHUEeHTpaumio Ca B nnasme KpoBy.

B1ONOrMyecky akTUBHOM (MPUMEPHO 50%) SBNSIETCS (hpakLmMsi CBOBOAHOrO (MOHU3MPOBAHHOrO) kanbums (Ca2*),
ocTanbHoii Ca cBa3aH ¢ 6enkamy nnasmbl KPoBY, UMTpaTamm, doocpaTamm, KOTOpbIe BAUSIOT HA MIOTHOCTb KOCTW.
LlenoyHas cpepna ysennumsaeT cBa3b Ca ¢ anbOyMUMHOM, YMEHbLAS My MOHU3UPYIOLLER dopakumm.

docchop B OpraHM3Me YenoBeka COAepXKUTCS B KpUCTaNNMYeckon oopMe B KOCTHOM TKaHU (85%), B MEXKNETOYHOW
XWIOKOCTY B 0OPMEe HeopraHn4eckoro gpocgpara n B MArkKMX TKaHAX B BUOE CNOXHbIX POCHOPHbIX 3CPUPOB.

BmecTe ¢ kanbuvem hoctop cocTaBnsieT OCHOBY KOCTHOW TKaHW. dPocdpaThbl y4acTBYIOT B NEPEHOCE SHepruv B suae
Makpoapruyeckux ceazen (T, ALD, kpeaTnHpocgat U T. A.), BXOAAT B cocTaB bydpepHbIX CUCTEM MNasMbl ¥ TKAHEBOWA
xugkocTu. docgopHas KMcnoTa BIMSET HA NPOLECCH! FNMKONN3a, IMOKOHEOreHe3a, 06MeHa XMPOB.

Kpome noHos Ca ansi ConpsixXeHHbIX NPOoLEeCcCcoB BO30YXAEHUS 1 COKpaLLEHNS HEOBXO0AMM U LMK INYECKUIA HYKNeoTna-
afeHo3unH 3-5 moHogpocat (LAMD). OH ABnsieTCs BTOPUYHBIM MECCEHAXEPOM B npouecce cokpaweHuns. Ca n LAM®D
cBsi3aHbl Apyr ¢ apyrom. Ca perynmpyeT CKOpoCTb CMHTEe3a 1 pacnag UAM®, B TO XXe BpeMs NocneaHnii KOHTPonMpyeT
BX04 B KNeTKy noHos Ca n Takum 06pa3om sIBASeTCs perynsiTopoM Uykia CokpalleHns n paccnabneHns moiwubl [1].

AHaToMus n d)l/l3|/|0]10r|/|9| napawuToBUOHbIX Xene3

MapawwnTtoBuaHble xenesbl (MLUX) 3aknanbiBaloTcs y 3apoibliiua Ha 5-i Henene BHyTpUYTPOBHOro pa3suTus u3 3—4 nap
xabepHbIX KAPMaHOB TOTOYHOM KUWKW. B ganbHemnwem aTu BoICTYMbl OTIWHYPOBBLIBAIOTCS C 06pa30BaHNEM 4 OTLeNbHbIX
OKONOWMTOBUAHBIX Xene3. [lononHutensHole MUK BCTpeyatoTcs B TKAHW WM TOBULHOWM U BUNOYKOBOW Xenes, B
nepenHeM 1 3alHEM CPELOCTEHUM, B NepMKapae, No3aam nuwesona, B obnactu 6udpypkaunm oblieit COHHol apTepuu.

Kaxpas MWX okpyxeHa coeanHUTENbHOTKAHHOW kancynoi. MapeHxrMa xenesbl npeacTasneHa Tpabekynamm un
CKOMMEHUAMU MeX Ay HAMU SHOOKPUHHbLIX KNEeTOK — napaTupoLnTOB.

MTI cnHTesunpyeTcs B rnaBHbIX aunaounbHbIX kKneTtkax. I'eH, koaupyownii cuHTes MNTI, nokanusyetcs Ha 11-i
xpomocome (11p15). B perynaunm skcnpeccum reHa MNTIT npuHmMaeTt yyacTtme ButamuH D (1,25(0OH)2D3), koTopbIid, Kak 1
Kanbuuii, MOXeT OeNCTBOBAaTb HE3ABUCUMO OPYr OT Jpyra.

CHayana cMHTe3npyeTcsa NpenporopmMoH, HacumThiBaowmin 115 aMMHOKMCAOTHBIX OcTaTkoB. lanee oT Hero oTwennseTcs
CUrHanbHbIA NeTua, cogepXxainini 25 aMMHOKUCIOTHBIX OCTATKOB, 1 06pa3yeTcs NPOropMOH, KOTOPbIV NEpEMeLLAaeTCs B
annapart [fonbaxu. B Hem nponcxoauT npespatieHre ero B 3penblil FOPMOH, CKNaanpyIoWMACA B CEKPETOPHbBIX rpaHynax.

B kposu MTI™ unpkynupyeT B TPEX OCHOBHbIX (POpPMax: UHTAKTHbLIA NapaTropMoOH C MONEKYNSApHOW Maccoi 9500,
610N0OrMYecKn ak TUBHBIV KapBOKCUbHBIA doparMeHT ¢ MoNekynspHol maccoit 7000—-7500, 61MoN0rMYeckn ak TUBHbIN
hparMeHT ¢ MonekynsipHoli Mmaccoi 4000. ObpasoBaHue oparMeHTOB MNPOUCXOANT B NMeYeHU U noykax. MIHTakTHbIi
rOPMOH B AanbHeiweM pacnagaeTcs Ha KOPOTKME 3BeHbS, KOTOPble CBA3bIBAIOTCS C PELIENTOPaMM Ha KneTKax-MULWEHSX

[1].

Perynsauus cekpeunn MTIT npoucxoamT ¢ NOMOLWbBIO KanbLMA-4yBCTBUTENbHBIX peuenTopoB (CaSR) Ha noBepxHOCTK
napatmpeounaHbIX KNETOK M HOCUT MybCUPYIOWMNIA XapakTep: B TeYEHNEe KOPOTKOro BPEMEHWN Yepes MOHM3NpoBaHHbIi Ca,
a npy ANUTENbHOM CTUMY NSILMM COBMECTHO C BUTamuHoM D. Cekpeums MTT MakcumanbHa npu HU3koM yposHe Ca2*,
MoBbllWEHWE NocneaHero noaasnseT ee [2]. Bpems 6uonormueckoi nonyxmaum MNTI B opraHmame okono 18 mux. MTI
MOMHOCTbIO NHAKTUBMPYETCA B TEYEHMNE HECKONbKMX 4aCOB B KYNAPEPOBCKUX KNeTKax neyeHn u B noyvkax. B MUK
BblpabaTbiBaeTCs TAKXe XPOMOrpadomH.



Mpun poxaeHum MLX xopolo passuTbl, PYHKLUNOHANBHO aKTUBHbI, HO NMPY 4OCTATOYHOM TpaHCMnnaHUeTapHOM
TpaHcnopTe kanbums cekpeuns MTI noHnxeHa. YeenuueHne koHueHTpaumin MNTI B CbIBOPOTKE KPOBU HOBOPOXAEHHOIO B
paHHU afanTauMoHHbIA Neprod NPONUCXoaAnT 0LHOBPEMEHHO CO CHUXEHNeM KoHueHTpauum Ca. HopManbHbIi nnm
noBblWeHHbIR ypoBeHb MTI y 300p0oBbIX HOBOPOX AEHHbIX YyCTaHasnnesaetcs Yepes 2—-3 oHsa [3].

OpraHamu-muweHsamm ons MTI gBns0TCA KOCTYM 1 NOYKK. B HMX pacnonararTcs Kanbuuii-4yBCTBUTENbHbIE peLenTopbl,
BO3OencTBYS Ha koTopble MNTI akTuBmpyet ageHmnatumknasy. OHa Bnunset Ha AT®, npeBpalias ero B LMKANYECKnii
afeHo3nHMoHopocdaT (LAMD), KoTopblil B CBOIO 04epeb MOBUIN3YET MOHbI KanbLUs U3 BHYTPUKNIETOYHbIX 3aMacos.

MTI KOHTPONMPYET KOHLIEHTPALMIO LIMPKYIMPYIOWNX B KPOBY ABYXBANEHTHbLIX KATUOHOB, B OCHOBHOM Mg+ n Ca2*, a
Takxe cogepxaHme UAM® B knetkax IMUX.

MarHwuii yyacTByeT, B YAaCTHOCTW, B aKTUBaLMM MUTOXOHApManbHOW ATP-cuHTeTasbl, perynmpyeT akTMBHOCTb HEKOTOPbIX
WOHHbIX KaHanos 1, obnanasi CBOMCTBOM 06pa30BbIBATb YCTONYMBBIE TPEXKOMMNOHEHTHBIE KOMMNEKCHI C HYKIEOTMAAMY,
yyacTByeT B MpoLeccax CMHTE3a HyKNENHOBLIX KUCNOT, TPAHCKPUNUUK 1 TpaHcnsuun [4].

BeeneHue B opraHnam 6onbLKX KONMYECTB MarHUs 3Ha4NTENbHO CHMxaeT cekpeumio MNTI, 4T0 NCMONb3YeTCs B KIMHUKE
npv runepnapaTupeose.

OcHoBHas dpyHkuus MTI 3aknoyaeTcs B NoanepXaHny NoCTOAHHOIO YPOBHS MOHU3UPOBaHHOro Ca B KpoBUW, KOTOPYHO OH
BbIMOSHAET, B/INSASt HA KOCTHYIO TKaHb, MOYKM U ONOCPELOBAHHO Yepe3 BUTaMmH D Ha KuweyHuK.

B kocTax MTI akTuBupyeT pe3opbTrBHbIE NpoLUecchl. B KOCTHO TKaHu cofepXMTCs Tpu BUIA KNETOK: OCTEOLUTDI,
ocTeobnacTtbl (MONoAbIe KNETKU, CO3AatoWmMe KOCTHYIO TKaHb) M OCTEOKNACTbI (paspyliarT KOCTHYO TkaHb). B kocTHoi
TKaHu peuenTopbl K MNTIT pacnonaratoTcs TONbKO Ha ocTeoumTax u octeobnactax. Mpu cesabisaHum MNTI ¢
ocTeobnacTtamu OHU HAYMHAKOT YCUIEHHO CUHTE3MPOBATb MHCY IMHONOAO06HLIN dhakTop pocta 1 (MDP1) n pasnnyHble
LUMTOKMHBI. DT BELECTBA BNMSIOT HA OCTEOKNACTbI, CTUMYIMPYS NX METABONNYECKYIO aKTUBHOCTb.

OcTeoknacTbl CMHTE3NPYIOT NPOTENHA3bI, TaKue Kak WenoyHaa dpocpartasa u konnareHasa, Kotopble BAUAIOT Ha pacnag
KOCTHOro maTpukca. B pesynbtate mobunusytotrcs Ca n gpocatbl BO BHEKNETOUHYIO XMAKOCTb. C 39TUM ero AeicTemem
CB513aHO NOBbIWEHWE codepXaHus kanbums B kposu. Bozpencteue MTIT Ha KOCTHYIO TKaHb MPOUCXOANT TONbKO B
npucyTcTBum BuTammnHa D3 (xonekanbundepona).

B noukax MTI, kak n BuTamuH D, ycnnneaeT peabcopbumio Ca B AMcTanbHblX OTAeNax KaHanbLes, TEM CaMblM CHUXas!
€ro BblBeleHNe C MOYOM 1 NOBbIWas ero yposeHb B kposu. MexaHnam gencteus MNTI Ha doocdaTbl B MOYEYHbIX KaHanbLax
NpsIMO MPOTUBOMOMOXEH BRMsiHWIO BUTaMmHa D. MepBbiit nogaensieT peabcopbumio gpocdaTa B HedppoHax, HanpoTuB,
BuTamuH D ycunueaeT ero peabeopbuumio [3]. doccaTtypudeckinini appekT napaTropMoHa nNpensaTCTByeT 0TNOXEHWIO
dbocparta Kanbuus B MArKUX TKaHsX.

ButamuH D geiicTByeT B KMWeYHKKe, yBENUYMBas BbIpaboTKy KanbuuiicBasbiBatowero 6enka, Heo6xoaMMoro ans
TpaHcnopTa ak3oreHHoro Ca yepes KNeTo4Hyo MeMbpaHy CnuaucTol 060104KUN KULLIEYHKKA.

CuHTe3 akTnBHOW doopmbl BUTammuHa D3 (10,25(0OH)sD3 — D-ropmoHa — kanbumTprona) NpoucxoamT npu yyactum

doepMeHTa 1a-rmapokcunasbl B NPOKCUManbHbIX OTAeNnax noYeyHblX kKaHanbues nod koHtTponem MTI. B cuHTese atoro
KNtoYeBOro doepMeHTa HeobxoAMMbl TakXe NMonoBbie, TUPEOUAHbIE, COMATOTPOMHLIA FOPMOHbI, MPONAKTWH, KanbUUTOHMH.

OcHoBHas cpuaunonoruyeckas pyHkums sutammHa D (ero akTMBHbIX METABONMTOB) B OPraHU3Me — Perynsumns u
noanepXaHve Ha HeobxoonMOM ypoBHE POCHOPHO-KaNbLIMEBOro roMmeocTasa, obecneyeHne MmHepanuaauum koctei. B
kocTsx 1a,25(0OH)oD3 cesi3biBaeTCS € peLenTopamu Ha octeobnacTax, NoBbIWas SKCNPeCccuio akTneaTopa sLepHOro

gakTopa RANKL. D10 yckopsieT co3peBaHme NPEe0CTE0KNaCcTOB 1 UX NPEBpaLleHne B 3perble 0CTeoknacTsl [5].

B KOCTHOI TKaHW Kanbungepon MobnnnayeT KanbLuidi 1 UICNONb3yeT ero Ans NPoLEeccoB MUHEPANN3aLnmn BHOBb
obpasoBaBluelics KOCTU. Hapsaaoy ¢ 3TMM OH BAUSIET HA CMHTE3 KONnareHa, y4yacTByolwero B 06pasoBaHum MaTpukca
KOCTHOM TKaHW. MexaHn3Mm BcacblBaHUS KanbLms B KMIWEYHMKE CBA3AH C CUHTE30M SHTEepouMTaMmn KanbLuincea3bisatollero
6enka (CaCb), ooHa Monekyna KOToporo TpaHcnopTupyeT 4 atoma kanbuus. B Hopme yenoeek notpebnset okono 1
rpamma Ca B cyTkn. OT 25% 00 50% Kanbums BcacbliBaeTCa Npu yyacTum kanbumdpepona.

NTak, B nna3my Kposu Kanbuunmn nocTtynaeTt n3 Kune4dHuka, BcacbliBasiCb U3 BOObl, NULLN UK NYTEM pe30p6uv||/| KOCTHOM
TKaHW. YpOBeHb Kanbuus B CbiIBOPOTKE NUMeeT 60nblWwoe 3HayeHve ans 6onbloro KonnyecTea pursnonornyeckmnx
npoLeccos, NOCKO/bKY naxe HebonbluMe OTKNOHEHUS BAUSIOT Ha pas3nnyHble KNneTo4yHble OYHKLNN. YDOBeHb Kanbuusd B
CbIBOPOTKE 00bI4HO nonnepXxmnBaeTcsa B O4EHb Y3KOM gunana3oHe.

MatoreHes

ABCONOTHBIA MM OTHOCUTENbHBIA HepocTaTok MTI BefeT K NafeHnio akTUBHOCTM OCTEOKIACTOB, CHUXEHNIO pe3opbunm
KOCTHOW TKaHW 1, COOTBETCTBEHHO, MOCTYMNNEHNIO KabLMs U3 KOCTUM B KPOBb. B noykax ns-3a Hepgoctatka MNTI



YMEHbLUAEeTCA CUHTES3 aKTMBHOro BUTaMmHa D, HapacTaeT peabcopbums chocgatos, cokpaliaetcs BcacoiaHue Ca, B
pe3ynbTaTte 4yero passmsaeTcs runepdgocgaremMms n runokanbunemmns.

OTpuuaTenbHblil KanbUWUEBBIV 1 MONOXUTENbHbIA (DOCOPHbIA BanaHc HapywarT aNeKTPONNTHOE paBHOBECHE,
N3MEHSIOTCS COOTHOWEHMS KanbuniA/dpoctpop 1 HaTpuid/kanmin. 970 BeAET K YHMBEPCanbHOMY HapYLWEHWIO
MPOHULIAEMOCTM KNIETOYHbIX MEMOPAH, B YaCTHOCTM, B HEPBHbIX KNETKax, K M\3BMEHEHMIO NMPOLIECCOB NONspu3aunm B
o6nacTu c1Hancos.

BosHukalowee B pesynbTaTe 3TOro noBblWeHWe HEPBHO-MbIWEYHON BO3OYAMMOCTU 1 06LWel BereTaTMBHON peakTUBHOCTY
NPVBOINT K MOBBIWEHWIO CYyLOPOXHON rOTOBHOCTY U TETAHUYECKUM Kpu3aM. B reHese TeTaHnm 3HaunTenbHas ponb
NpUHALNEXUT TakXe HapyleHnio MeTabonmama MarHust 1 passuTuio rmrnoMarHeavemMmm, cHxatrowmx cuHtes MNTr. 91o
obneryaeT NPOHMKHOBEHVE VOHOB HATPUS B KNETKY W BbIXOA U3 KNETKW UOHOB Kasusl, 4TO TOXe Ccnocob6CTBYET MOBLIWEHNIO
HepBHO-MbIlWeYHol B036yAMMOCTW. Takoe Xe LeiCTB/e OKasblBaeT Y BO3HMKAIOWWIA NPU 9TOM CABUI KUCNOTHO-OCHOBHOIO
COCTOSIHUS B CTOPOHY ankanosa [6].

Ho3onoruyeckue coopmbl
TeraHus HOBOPOXOEHHbIX

TeTaHns HOBOPOXX AEHHbIX BCTPEYAETCH OTHOCMTENbHO YacTo. COnpoBOXAAETCSA runokanbLUMeMme u Hepeako
runogoocdpatemMmen. BoaMoXXHO, 4TO 9TMONOrMYECKMM (PaKTOPOM B MaTOreHe3e HeoHaTanbHOM rMnokanbUMeMnn SBnsSeTcs
PE3NCTEHTHOCTb OPraHOB-MUWEHEN K MapaTropMOHy 1 TPaH3UTOPHbIV runol1T. B kpoBm 300p0BbIX HOBOPO X AEHHbIX
KOHLeHTpauusa naparropMoHa Unm o4eHb HU3Ka Unm He ornpenenseTca CoBCeM, 1 TOJIbKO Ha 4-e CYTKM Moce poXaeHns
HaYyMHaeTcs napannenbHoe yBennyeHne B Kposu cogepxanmsa MNTI, cBS3aHHOro 1 NOHNM3MPOBAHHOIO Kanbums. B neprogn
HOBOpOX AeHHOCTK peaepsbl N y aeten cHuxeHbl. OgHAKO yMEeHbLWEHNE KOHLEHTpaUUN KanbLumsa B KPOBU HE BCeraa
conpoBoxaaeTcs nosblweHnem dpyHkumm MIWX, yto cBnaeTenbcTByeT 06 y4acTMM AOMONHUTENbHbBIX HEU3BECTHbBIX
hakToOpOB B reHe3e HeoHaTaslbHOW runokanbLunemMmnn.

Y HOBOPOXAEHHbIX TMMNOKanbLUEMUSt MOXET MPOSBAATLCA NNOXMM HABOPOM BECa U 0BUNBbHLIMU CPbLIFMBAHNSAMN,
reHepann3oBaHHbLIMI Cy40pOraMu, OCTPOV CepAeYHO-COCYAMCTON HeAOCTATOUHOCTLIO [7].

C eMeliHbIA U30/TUPOBaHHbBINA rurionapaTupeos

Bpox AeHHbI N30IMPOBaHHbIA rnonapaTupeos vauwe Bcero o6ycnoBneH HacneacTBeHHbIMU HAPYLWEHNSMI CUHTe3a
napaTupeounnHoro ropMoHa. Bolgensiiot nsa tuna 3abonesaHus: runonapaTMpeos MHGAHTUNbHbINA X-CLEenIeHHbI (reH
KapTupoBaH Ha Xq26-q27) 1 CeMeiHbIl rMnonapaTtupeos ¢ ayTOCOMHO-AOMUHAHTHBIM TUMOM HacnenoBaHus (reH
KapTMPOBaH Ha KOPOTKOM rnede 11-i xpomocomebl) [8]. 3aBucKMble OT Nona oopMbl 3aboneBaHns MMeoT Hnaronpus THbIN
nporHo3. Y neteli aToi rpynnbl o6HapyXusatoT runonnasuto nnu aktonuio MUK, runonnasuto unm otcytctene
BMIOYKOBOW Xeneabl.

Y neTeli ¢ BpoXAeHHOM HepocTaTo4HocThio MWK comepxaHne KkanbLuusi B KPOBU CHUXEHO, HAPYLEH POCT KocTei, 3y6oB
1 BONOC, HabnoaaTCs OANTENbHbIE COKPAILEHUS MbIWeEYHbIX FPYNN (NMPeanneybs, rpyaHoM KNeTku, FNoTKU 1 ap.).

CeMeliHasi runepKkanbLuypuyeckas runokanbLueMmnst

CeMellHas runepkanbLmypuyeckas runokanbuneMmns — ata ayToCOMHO-AOMUHAHTHAS rMnokanbuMemMms Boi3aBaHa
akTusumpytowen mytaumen reHa 3q13.3-g21, koompyrowen KanbLUMn4yyBCTBUTENbHbIA peuenTtop. 3-3a akTusmpyoLei
MyTaummn YyBcTBMTENbHOCTH CaSR BbiCOKAS, H4TO MO TUMNY 06paTHOI CBA3W NPUBOAUT K NojasneHunto cekpeuumn MNTI n
COCTOSIHMIO runokanbumemMun. OgHako MK y 3Tux naumMeHToB OyHKLMOHMPYIOT HOpManbHO, X0Ts 3aboneBaHue
npotekaet ¢ KAMHUKou runollT.

Ocoboe BH/MaHWe cnedyeT yaensTb NauveHTam ¢ 3Toi popmoii 3aboneBaHnsl, MOCKONbKY OHW MMEIOT aHOMasbHO
BbICOKYIO MOYEYHYIO SKCKPELIMIO KabLus B OTBET Ha NleyeHne fobaskamu KanbLmsi, YTo NPUMBOANT K BbICOKOMY PUCKY
pPasBuUTUS MOYEYHON KanbLMgUKaLUM 1 MOYEYHOM HeJOCTAaTO4HOCTH [9].

Unuvonarndecknui, win aytonMMyHHbINA, runollT

WavonaTtuyeckuii, nam ayTonMMyHHBbIA, runolT MoXeT BbiTb KaK M30NMPOBaHHbBINA, Tak 1 BbITb YaCTbi MHOXECTBEHHOM
ayTOMMMYHHOW 3HAO0KPMHONATUW.

Mpw n30nMpoBaHHOM ayToaHTUTENa Hanpas/eHbl K peLenTopam Kanbums Ha Membparax knetok MUK, a uMeHHo Kk
CBSI3aHHOMY C HUMU LeH30py, benky G120 k[a, KOTopbIli yNnaBnuMBaeT caMoe MUHUMANbHOE CHUXEHWE YPOBHS KanbLus B
CbIBOPOTKE KpoBW. Tak Kak aHTuTena ceasaHbl ¢ 6enkom G120 Kna, nocnegHuii He CTUMYNMPYEeT B HYXXHOW CTEMNeHN
cekpeumto MNTI, ypoBeHb ero B CbIBOPOTKE KPOBY HWU3KUIA, BCNELCTBUE YEro passuBaeTcs runokansumemus [10]. CuHapom
naMonaTnyeckoro ayTouMMyHHoro runol1T OTHOCMTCS K YACTY PeKUX (DOPM SHIOOKPUHOMNATWIA, 0AHAKO Cly4yam ero
pasBMTWS B 0ETCKOM BO3paCTe MOTYT BCTPETUTCS.



AYTOMMMYHHBIA NONMUINMaHAYNSAPHbIA CUHAPOM 1-ro TUna

AyTOVMMYHHBIA NONUF NaHAy NAPHbIA cMHapoM 1-ro Tuna (AMNC-1) — MoHoreHHoe 3abonieBaHne C ayTOCOMHO-PELIECCHBHbBIM
TUMOM HacnenoBaHNs, pexe BCTpeyalTcs cnopaauyeckne cnyvyaun. B ocHoBe cuHapoma nexuT MyTtaums CTPyKTypbl reHa
ayToummyHHoro perynsatopa (AIRE).

["'eH pacnonoxeH Ha xpomocome 21022.3, cocTomT u3 14 3K30HOB 1 NPENMYILECTBEHHO 3KCNpeccupyeTcs B TuMyce. B
HacToslee Bpems yctaHoBneHo 6onee 50 MyTaumii naHHoro reHa. CambiMy pacnpocTpaHeHHbIMU senstoTcs R257X,
109del13, R139X. OTn MyTaumm 3atparmeatoT o6nacTu reHa, KOTopble 0TBETCTBEHHbI 3a hopmuposaHme OHK-
cBs3blBaOWMX goMeHoB [11].

Accoumnaums AlNC-1 c ranotnnamm HLA oTtcyTcTByeT. vk MaHudecTaumm NnpmxoamTcs Ha 12 net. XapakTepHbiMm
npuaHakamun AlMC-1 9BRAOTCA CAN3NCTO-KOXHbIA KaHOMA03, NEPBMYHAA XPOHMYECKAs HaANOYEeYHMKOBAS
HeJocTaTo4yHocTb 1 runollT.

KombuHaums cMMnTOMOB, CPOKM NPOSIBNEHUSI U CTEeMNeHb UX BblpaXeHHocTn npu AMC-1 y neteil 3Ha4nTENbHO BapbUpYIOT.
B 6onbwmHcTBE cnyyaes neboT 3aboneBaHnsi CONPOBOXAAETCS Pa3BUTUEM KOXHO-CIM3NCTOrO KaHanno3a B nepsbie 10
NeT XW3HW, Yale cpasdy nocne poxaeHusi pebexka. Mpy 3ToM 0TMeYaeTcs NopaxeHue CAN3UCTbIX POTOBOW NMOMOCTH,
reHUTanuin, KOXu, HorTen. Pexe B NpoLecc BOBNEKAETCS XeNyoOYHO-KUILEYHbIA TPAKT, OblXaTeNbHbIE U MOYEBLIBOASILNE
nyTu [8].

Ha ¢poHe kaHaunosa y 84% naumeHToB auarHocTupytoT runollT, KoTopblili 06bIYHO pa3BUBAETCS B NMEPBYIO AeKady XMW3HU
pebeHka. KnnHnyeckne nposisneHns runollT pa3HoobpasHbl: 0T XapakTepHbIX NapecTe3mnii U MbILEYHbIX CYLOPOr A0
pasBMTWS NPUCTYMOB, CXOLHbIX C anunencueit. NMepBUYHbIA rMNOKOPTULU3M LAUTENBHOE BPEMS MPOTEKAET B NATEHTHOM
hopMe 1 MaHMpecTUpyeT y BONbILMHCTBA NALUEHTOB B TEYEHNE BTOPOrO AECATUNETUS XU3HW OCTPOIA HAaANOYEYHNKOBOA
HEe[OCTaTOYHOCTbIO.

KnuHunyeckue peHoTumnbl Npy 0aHHOM CUHAPOME reTeporeHHbl U He UcYepnbiBaTCA 3TUMU cuMnToMamn. Knaccmyeckon
Tprane 3abonesaHns MOryT CONyTCTBOBaTb NEPBUYHbIMA FMMNOrOHaAN3M, MEPBMYHBIA FMNOTUPEO3 Ha DOHE ayTOUMMYHHOMO
TUPOMANTA, caxapHblii anabet 1 Tuna [12].

Cpenn HeaHOOKPWHHbIX 3a6onesaHuii npu AMNC-1 BbISBASIOTCS anoneuns, BUTUANIO, NMEPHULMO3HAS aHEMUS, CUHAPOM
mManbabcopbumm, ayTOMMMYHHbI renaTtuT, aHoManus 3ybHol amanu, askTofepmanbHas oUucnnasus, 3onmMpoBaHHbIi
neguunt IgA, 6poHxuanbHas actma, rnomMepynoHedpput. MNosiBneHne BollweykasaHHbIX KIMHWYECKUX KOMMOHEHTOB 3TOMO
CYMHAPOMA MOXET PacTArmBaTbCs HA MHOTME rofpl, YTO 3aTPyOHAEeT AMarHoCcTuKy. PaHHasa noctaHoBka AlNC-1 Bo3MOXHa B
cnyyasx onnTenbHOro KaHanMao3a U MOHO3HAOKPUHHONM naTtanorun npu nccnenosarHum reqa AIRE [10].

SpTpOreHHbIN runonapaTnpeos

SApTporeHHbii runolT sBnsieTcs Haubonee YacTol NPUYMHOM NocTxMpyprudeckoro runollT (2—10%), KoTopbIi
passuBaeTcs B cBA3M ¢ noBpexaeHuem MUX npu onepaumsx Ha wee B nepsbie cyTkn. CornacHo aaHHbIM Garrhyetal,
runolT B 38% cnyyasx 6binn CBA3aHbl C TOTaNbHOW TMPEOMASKTOMUER, B 9% — C YaCTUYHOW TUPEonLaKToOMUeN, B 21% —
C napatumpeonaskTommen n B 5% — ¢ apyrumu onepaumsamm Ha wee. Puck passutus runol1T nocne onepauun Ha wee BO
MHOroM 3aBucuT OT onbiTa xupypra [13]. Y 60nbWKUHCTBA NauneHToB pasBuBacs TPaHanTopHblin runolT. dyHkums MUK
Y HUX NMONHOCTbIO BOCCTaHaBNuBanacb yepes 6 mecsues. Y 15-25% passueancsa xpoHudeckuin runolT [14].

UnpunbrparnsHo-guctpogpudeckmnii runollT

VHpunbTpaTuBHO-amMcTpodmyeckuii runollT cBsA3aH ¢ 0TNOXEHNEM B TKaHSIX Xenesbl pas3nnyHbiX BEWECTB Npwu
CUCTEMHbIX 3aboneBaHunsXx.

reMOXpOMaTO3 — HacnegcTtBeHHoe 3a6oneBaHv|e, XapakTepusyueecs HapylweHnem obmMeHa xenesa B opraHuame,
HapyLUeHHOVI perynﬂumem BCacCbiBaHusA Xenes3a B KUlle4YHunKe, nosblleHHbIM ero cooep>XaHnemM B CbiIBOPOTKE KPOBU N
HakonjeHneM B TKaHAX 1 opraHax.

Tanaccemuss — 370 reTeporeHHas rpynna HapyweHuin, SBSIOWNXCS Pe3YbTaTOM CHUXEHUS AN OTCYTCTBMUS NPOAYKLMM
HopManbHbIX Lenen rnobuHa. B peaynbTtaTe NpoucxonmuT yeuneHHbIn pacnan remornobuHa v nsbbiTouHoe obpasosaHue
MUrMeHTa reMocUAepUHa 1 OTIOXEHME ero B TKaHAX Xenesbl.

BonesHb BunbcoHa—KoHoBanoBa — HacneacTeeHHoe 3aboneBaHve, nepeaaroweecs no ayToCOMHO-PELLECCUBHOMY TUMY.
BoaHukaeT B ycnosusix Mytaumii B reHe ATP7B, koaupytowem 6enok MegpTtpacHnopTupyiowein ATdasbl neyeHu.
XapakTepHblii Npu3Hak 6onesHn BunbcoHa — HakonneHne Mean B pasfiMyHbiX OpraHax u TKaHsix, B 60/blel cTeneHmn B
neYyeHn 1 6asanbHbIX raHr nsx.

PaguaumnoHHbIN runonaparupeos

PanmaumnoHHbIi runonapaTtMpeos Bo3HMKaeT BCeacTeme nyyesoro nospexaeHus MUWX npu ouctaHumoHHOM o6 nyYeHun



OpraHoB ro/0BbI M WeW, a TakXe 3HA0reHHOM 06yYeHUn Npu NeYeHn OMgdy3HoOro Tokcuyeckoro 306a nnum paka
WNTOBMOHOM Xenesbl paanoakTUBHbIM A000M.

Cunapom Lu L xop.oxuv

Cunapom Ou Oxopmaxun — reHeTnyeckoe 3abonesaHne, 06yCnoBNEHHOE HapyLWEHNEM SMOPNOHANBHOrO Pa3BUTUS
TPETbEero 1 YeTBEPTOro paprHreanbHbIX MELWKOB.

BctpeyaemocTb cuHgpoma Oun Oxopaxu coctasnset 1:3000-20 000. Takoe 3HauYMTENbHOE PACXOXAEHNE AaHHbIX
06yCroBeHO TeM, YTO LOCTOBEPHAS U YeTKas rpaHuLa Mexay aTum 3abonesaHneM 1 BenokapamodaumanbHbiM
CMHOPOMOM [0 CUX Nop He ycTaHoeneHa. OTnununem 6onesHn Ou O xopoxu aBnsitoTcs rpybble MMMYHONOrMyeckne
HapyLweHus, KoTopble cnabo BblpaxeHbl Npy BenokapanogaumanbHOM CUHAPOME.

"eHeTnyeckas npupona cuHapoma du [XXopaXxu 3aknio4aeTcs B NOBPEXAEHUN LIEHTPanbHOM YacTu ANMHHOro nneva 22-
" xpomMocoMmbl (22022.3), rae NpeanofioXnTeNbHO pacrnonaranTCs FeHbl, KoaMpyowre npouecchl amMbproreHesa. OnHUM
13 3aTUX reHoB sBnsetcs TBX1, koTopblit nponssoant 6enok T-box. [okazaTenbCcTBOM B3avMOCBSA3U cuHapoma [u
Oxopnoxu n TBX1 aBngetcs T0T pakT, YTO HE3HAYMTENbHDBIA NPOLEHT 60/bHBLIX HE UMEET BbipaXXeHHbIX NOBPEXAEHWI
22- XpOMOCOMBbI, a MPUCYTCTBYIOT TONbKO MyTauuun B 3TOM reHe [15].

MHoruve nposiBneHus cuHapoma Ou [xXopaxu onpenenstoTcs cpasy nocne poxaeHus pebexka. Yauwe Bcero nepebiMm
06HapyXnBaloTCA aHOManMn passmTnsa nnua — pacllenfeHne Markoro u Tsepnoro Heba, MHOr4a B COYETaHWU C «3as4beit
ryboit», nporHaTus HUXxHewn yentoctu. Oetu ¢ cuHapomom Oun [1Xopaxu yaie HU3KOPOC/bie, UMEIOT KOPOTKUIA HOC C
WWPOKOM NepeHocuuen, 4edopMMPOBaHHbIE NN HEA0PAa3BUTbIE XPALWM YILHLIX PAKOBUH, runepTenopusm. MNpu
OTHOCMTENIbHO NIErKOM Te4yeHun 3aboneBaHmns BCe BblllenepeyncneHHbIe CUMITOMbI MOTYT ObITb BbipaXeHbl [OBO/bHO
cnabo, fjaxe pacwenneHme TBepaoro Heba MoXeT BO3HUKATb TOMbKO B 3a[lHEN €r0 YacTu U BbISIBASITLCSA NULWb NPW
TwaTtenbHOM OCMOTPE OTOPUHONAPUHIONora.

PesynbtaTtom runonnasuu MNIX asnsetca necouumnt MNTI 1 nepcmucTmpytowas runokanbunemMns, BCNeacTBue Yero
passBMBaEeTCs CYyAOPOXHbIA CUHOPOM, KOTOPbIA MOXET NPOSBUTLCS YXe B NEePBbIe Yachl XWU3HU (HeoHaTanbHas TetaHus).
OTa natonorus coyeTaeTcs ¢ caMbiMM pa3HoobpasHbiMK AeddekTaMu cepLeyHO-COCYaNCTO cnucteMbl — TeTpaaa danno,
nedekT Mex Xenyno4koBon neperopoaku, HesapalleHme apTepmanbHoOro NpoToka u apyrue.

CuHAPOM xapakTepuayeTcsl NOMHbIM UK YaCTUYHBIM HELOPA3BUTHEM BUNOYKOBOW Xenesbl, Fae oopMUPYeTCS KNETOYHBINA
uMMyHUTET. B KpoBM onpeaensetca numMgooumTonenns. Jdeduumt T-nuMounToB NPOSIBASETCS CKNOHHOCTbIO K
BUPYCHbIM, FpOKOBbIM 1 6akTepnanbHbIM MHOPEKLNSAM, KOTOPbIE HEPELKO NPUHUMAIOT 3aTSXHOE M TSXEeNoe TeueHue.

CuHapom bapakara
Cwunppom Bapakata, nnm cuiapom HDR (hypoparathyroidism, deafness, renaldisease).

970 penkoe reHetudyeckoe 3abonesaHve, cBsizaHHoe ¢ nedpekToM reHa GATA3 (10p15). FeH koampyeTt 6enok,
oTBevarowwmii 3a passutume MK, BHyTpeHHero yxa, noyek [16]. MMnokanbuuemMuyeckue agoebpunbHble CyLoporu 1
TeTaHns MOryT NPOSIBUTLCS Nocne poxaeHus unu B mobom sospacte. MULX npencrasnsioT coboit Hebonbwmne
9HOO0KpPUHHbIE 06pasoBaHus, cogepxaHue MNTIT pe3ko CHUXEHO UK He onpeaensieTcs. Y nauneHToB onpeaensieTcs
runokanbumeMunsi, HenpPoM3BobHOE COKpaLeHUe MbilL, (TeTaHWS) Ny cyaoporu B rpyaHoM Bospacte. JByCTOpOHHAS
HelpOCeHCoPHas TyroyxoCTb MOXET BapbUpoOBaTh OT Nierkoi go rnybokoi. Cpenan noYeyHbix aHOMasnnin BCTpeYatTCs
ancnnasug, runonnasng, annasus, rnokKoKOPTUKONA-PESNCTEHTHbIA HEPPOTNYECKUA CUHOPOM (MoYeyHas
HeLoCTaTOYHOCTb, NPMBOAsas kK notepe 6obworo konuyecTea 6enka B Moye).

CuHapom KeHHn—Kaghgpu

CuHapom KeHHn—Kadhdou oTHoCUTCS K opdoaHHbIM 3a601eBaHUSIM, M3BECTHBIM Kak «akpoLedanononncMHaak Tunmmn»
(ACPS). Hacnenyetcs no ayTocOMHO-OOMUHAHTHOMY Tuny. B ocHoBe cnHapoma nexat mytaumm reHa TBCE (1943—44),
BbI3blBatOLWME N3MEHEHNS CTPYKTYpPbl KNeToK. MauneHTbl poxXaatTcs ¢ BHYTPUyTPOOHOM 3anepXKol passuTus.
BpoxaeHHble aHOManms 3atparvBaroT HECKONbKO CMCTeM opraHuama. KnmHuyecku aTo nposiBnseTcs NponopLmMoHanbHOA
Kap/IMKOBOCTbI0, MANIEHbKMM JIMLIOM 1 BbIMYK/bIM 160M, akpouedanumein (BbICOKUIA KOHMYECKWiA Yepen BCneacTeue
Npe>XXAEBPEMEHHOIO 3apalleHns YHePENHbIX WBOB), CUHAAKTUIMAMU AU NOANAAKTUNUSMUA.

Opyrve cumMnToMmbl BKNoYaT B cebs aHOManmMu opraHa 3peHus, NPUCTynbl TeTaHnm, cBsidaHHble ¢ runolT. KocTHble
MONOCTW U KaHarbl BCEX KOCTEN CyXeHbl (MELYNNSPHbIA CTEHO3) NPY HOPMANBHOM UMW YTOMWEHHOM KOPKOBOM BELLECTBE.
B aHanuse KpoBw BbISBNSIOT rMnoKanbUveMnto 1 runepgocdatemuto [17].

CurHapom KeHHn-Kagpgpu tuna 2

Cunapom KeHnn—Kadbadpu trna 2 (KCS2) saensetcs YpessblyaiHO peakor naTonornein ckenerta, BbiI3BaHHON MyTauven B
reHe FAM111A, ¢ ayTOCOMHO-AOMWUHAHTHBIM TUMOM HacenoBaHNS.



JeTn poxaalTcs Manopocrbie U ¢ HU3KoI Maccol Tena. fonosa ruapouedansHoi (oopMbl, 106 BbIMyKbIA,
MUKpodpTanbMns. XapakTepHbIM SBNSETCS yToNWweHne TpybyaTtbix KOCTEN N OCTEOCKNEPOS.

["'MnokanbuMMmMyeckmne CyLoporu MoryT BbISIBNSITbCS YXXKe B Nepuoae HOBOPOXAEHHOCTN, KOTopble cBsidaHbl ¢ runollT [18].
Cunnpom CaHbsina—-Cakatu

CwvHapom CaHbspa—Cakatu (cuHaopom HRD, hypoparathyroidism/retardation/dysmorphism) nasecteH takxe kak
akpouedpanononucnHpgakTuams Il Tuna. 9ToT CMHAPOM BbI3BaH AedpekToM reHa 19.42-g.43. Xots cuHapom CaHbsna—
Cakatun nMeeT OAUH 1 TOT Xe NOKYC C ayTOCOMHO-peLeccusHon gopmoin cnHapoma KeHHn—Kadpu, naumeHTsl npu
nocnefHeM OTINYAIOTCA HOPMabHbBIM UHTENNEKTOM U CKENETHLIMUA OCOBEHHOCT SIMU.

CurHOpOM XxapakTepmayeTcsl BHYTpUyTPOOHOM 3aaep>XKoi pocTa, Mukpouedanueit. Jlnuo BbiTSHYTOe, y3Koe, rnasa
rny6oKo nocaxeHbl, HOC KNOBOBMAHbLIN, yiun 6onblimne u BUcaWme, rybbl TOHKME, NepeHocuLa Nnockasl, MUKporHaTus,
LNVHHBIA onnbTp. 3adepXka yMCTBEHHOro pasBuUTUS fierkas UM yMepeHHo BblpakeHa.

Kpome Toro, npu cuHapome CaHbsna—CakaTtu HapylwaeTcs pa3BmTe KOCTHOM CUCTEMBI: AedpopMaLLMm PyK W HOT,
KOpOTKMe nanbubl (bpaxnoakTunms), NonMaakTununS, cnabopassmTocTb KOCTEN roNeHN U aHoManum 6eLpeHHbIX KOCTEN.
JeTn poxaalTcs ¢ BPOXAEHHbIMU NMOpoKamy cepaua 1 rnas. Y HEKOTOPbIX BbISBASN AedEKTbI (POPMUPOBAHNS COCY 0B
(M3BMANCTOCTb COCYOB CETHATKM, BEPXHEN BpblXXeeyHo apTepum), MOMyTHEHNE POrOBULbI.

BpoxaeHHbiin runolT nposiBnseTcs paHo TeTaHMen UmM NOBLIWEHHON CyA0POXHON FrOTOBHOCTbIO. [aumneHTb
3HaA4YNTENbHO OTCTaloT B pocTe [19].
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