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TAMEJIbIE KOCTHbIE OCJIOXKHEHUA NMEPBUYHOIO TMMNMEPNAPATUPEO3A

Y MONOAOoro NALMUEHTA C BEPUOULUPOBAHHOW MYTALIMEN B TEHE MEN1
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CVHAPOM MHOXECTBEHHbIX SHAOKPWHHbBIX Heonnasuin 1 Tuna (M3H1) — 3To peakoe HacneAcTBEHHOe 3aboneBaHue, NpPo-
ABNAOLEeCA PasNNYHbIMKU KOMOMHaUMAMUN 13 6onee yem 20 SHAOKPUHHBIX Y HESHAOKPUHHBIX onyxoseit. K coxaneHuto,
HW OfHa 13 onncaHHbIX MyTauun MENT He Gbina cBA3aHa co cneundUUecKnm KNMHNYeckum GeHoT1nom faxe B npegenax
opgHoun cembu. CnHgpom MOH1T — camana yactaa npuymMHa HacnefCTBEHHOro NepBMYHOro runepnapatnpeosa (MIMT), ne-
HeTpaHTHOCTb 3aboneBaHnA KOTOpbIM MpeBblwaeT 50% K 20 rogam u gocturaeTt 95% Kk Bo3pacty 40 net. B 1o e Bpems
MNrAT ¢ pa3BuTUEM rvnepnaasmMm AN ageHOM OKOMOWUNTOBUAHbIX Xene3 (OLLXK) — Hanbonee xapakTepHoe nposAB/eHne
cuHgpoma M3H1. K ogHomy 13 Kntouesbix cumntomos npw MITIT, Kak npy cnopafnyeckom, Tak U HacneacTBeHHoW dopme
3aboneBaHnA, OTHOCUTCA MOpPaxeHe KOCTHOM TKaHu. Ha MomeHT noctaHoBkM auarHosa npw MNIMT/M3H1 muHepanbHan
NNOTHOCTb KOCTHOWN TKaHW, Kak MpaBuo, HUXe B CpaBHeHUW co cnopaguueckoin popmoit MNIMT. 3To moxeT 6bITb 06ycnos-
NEeHO KaK M30bITOYHON ceKkpeLmen NnapaTMpeouaHOro ropMoHa B nepriog Habopa nuKka KOCTHOWM Macchl, CONYTCTBYOLUMU
KOMMOHEHTaMn CUHAPOMa, 60MbWKM 06beMOM OMEPaTUBHOMO NeYeHUs, Tak U HeNMoCPeACTBEHHbIM BAVAHNEM MyTaLun
B reHe MeHWHa Ha KOCTHOe peMofenpoBaHue. B npeacraBneHHOM KNMHUYECKOM HabnogeHUn Mbl ONMCbiIBaeM MOJIOLOMO
nauueHTa c pegkon myTtaumeri reHa MENT n TaxenbiMm TeueHrem Grbpo3HO-KncTo3Horo octenta Bcneactame MIMIT. QuarHos
MIMT 6611 ycTaHOBAEH CNYCTA 5 NeT OT NePBbIX KOCTHBIX OC/IOXHEHWI U MOBTOPHbIX OpTONeAMYecKMX BMeLlaTenbCcTB. MNocne
ycnewHoro xupyprudeckoro nedenus MIMT Habnoganca CMHAPOM «rofoAHbIX KOCTeN», a Yepe3 6 mecALeB, Ha poHe Tepa-
Ny npenapatamu ButamuHa D n kapboHaTa KanbLms, oTMeyanacb NONoXKUTENbHasA AMHaMMKa B BUE NPUPOCTa MUHepanb-
HOW NJIOTHOCTM KOCTHOW TKaHMW B OCEBbIX OTAENax ckeneTa.

KJTFOYEBDIE CJ/TOBA: CUHOPOM MHOXeCmeeHHbIX SHOOKPUHHbIX Heon1duli muna 1; nepeuyHsil 2unepnapamupeos; CHUXeHue MUHepanbHoul
naomHocmu kocmeli; MeHUH; (hubpO3HO-KUCMO3HbIU 0OCmeum; namoJiozudeckue nepesioMel Kocmed.

SEVERE BONE COMPLICATIONS OF PRIMARY HYPERPARATHYROIDISM IN A YOUNG PATIENT
WITH THE RARE VERIFIED MUTATION OF MEN1
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Multiple endocrine neoplasia type 1 syndrome (MEN1) is a rare inherited disorder that can include combinations of more
than 20 endocrine and non-endocrine tumors. Unfortunately, none of the described MENT mutations has been associated
with a peculiar clinical phenotype, even within members of the same family, thus a genotype-to-phenotype correlation
does not exist. MEN1 syndrome is the most common cause of hereditary primary hyperparathyroidism (PHPT), the disease
penetrance of which exceeds 50% by the age of 20 and reaches 95% by the age of 40. At the same time, PHPT with hyper-
plasia or adenomas of the parathyroid glands (PTG) is the most distinctive manifestation of the MEN1 syndrome. One of
the main symptoms of PHPT, both in sporadic and hereditary forms of the disease, is bone damage. At the time of diagnosis
in PHPT/MENT1, the bone mineral density is generally lower in comparison with the sporadic form of PHPT. This may be due
to excessive secretion of parathyroid hormone during the period of peak bone mass, concomitant components of the syn-
drome, extended surgical treatment, and the direct effect of a mutation in the menin gene on bone remodeling. This clinical
case describes a young patient with severe bone complications of PHPT and uncertain rare MENT mutation. PHPT was diag-
nosed five years later from the first onset of bone complications and repeated orthopedic operations. There was the <hungry
bones» syndrome after successful surgery of PHPT, which was managed with vitamin D and calcium carbonate supplemen-
tation and there is a positive dynamic in increased bone mineral density in the main skeleton after 6 months.
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AKTYAJIbHOCTb

C/HOPOM MHOXKECTBEHHbIX SHAOKPWHHBIX Heonnasnmn
1 1mna (M3H1) (OMIM ID #131100) — ayTOCOMHO-AOMUHAHT-
Hoe 3aboneBaHue, B KNacCYeCckom BapriaHTe XapaKTepusy-
€TCA COYETaHHbIM Pa3BUTUEM OMYXOSEe OKONOLWNTOBUAHON
Xenesbl (90%), OCTPOBKOBOro anmnapaTta NogKenygouyHown
xenesbl (30—70%) n ageHorunodusza (30-40%). Pexe ana-
FHOCTUPYIOTCA OMYXOSN HafMNOYEYHNKOB, HEMPOIHAOKPVIH-
Hble HoBoOOpa3zoBaHusa (H3H) Tumyca, nerknx n xenygou-
HO-KMLUEYHOro TpaKTa, aHrModnbpombl, KoslareHoMbl,
nunombl 1 gpyrve obpasosaHus. bonblWMHCTBO HOBOOGPa-
30BaHUN B pamKax CMHAPOMa ABMAIOTCA f0OpOKauecTBeH-
HbIMI, KNIMHMYeCKas KapTUHa 3aboneBaHus, Kak npasusio,
0b6ycnoBnieHa rOPMOHANbHOWN TUNepPCceKpeLnen nnm npo-
ABNeHneM «Macc-3ddeKTa», OLHAKO COXPAHAETCA BbICOKUN
pUCK 3/10KaueCTBEHHOW Mporpeccumn 3Tmx onyxonen [1].
Okupgaemasn NPoJOMKUTENIbHOCTb XKN3HW NaLMEHTOB C CYH-
apomom M3H1 Hmxe no cpaBHeHUtO ¢ 0bLen nonynaunen
M cocTaBnseT okono 55 net. Havbonee yactoi NprMunHON
CMepTU CTaHOBATCA fyoAeHO-NaHKpeaTuyeckue HIH [2].

B 60NbLUMHCTBE MCCNIeA0oBaHMIA COOOLLIAETCS O Npeanosa-
raemoli pacnpocTpaHeHHOCTY 3aboneBaHna okono 1-3 cny-
yaeB Ha 100 000 uenosek [3]. MpnunHa pPa3BUTMA AAHHOTFO
cmHgpoma — MyTauma B reHe MENT, npogyKTom sKkcnpeccun
KoToporo siBnseTcs 610-aMVHOKNCIIOTHBIN GeNIOK MEHWH, pe-
rYNMPYOLWUIA pa3nuyHble GYHKLMU KNETOYHOrO Y reHOMHO-
ro romeoctasa. MeHVH MoZynmpyeT akTVBHOCTb MHIMOUTO-
POB KNETOYHOTO LMKNA, Ha AAEPHOM YPOBHE MHaKTUBUPYET
baKTOpbl TPAHCKPUNLUN 1 YYaCTBYeT B NpoLieccax penapa-
uvn OHK. JaHHbIN GenoK 3KCNpeccMpyeTcsl BO BCEX TKaHAX
1 NpenmyLLecTBeHHO pacnonaraetca B agpe. CynpeccrBHbIN
3bPeKT MEHMHA JOCTUrAETCA 33 CYET ero B3aMMOZEeNCTBMSA
C PasVYHbIMU JOMEHAaMU — FUCTOHMOAUGMLMPYIOLWMMU
depmentamu (MLL1T, EZH2 n HDAC), dpakTtopamm TpaHCKpun-
uvn (JunD, NF-kB, PPARy, VDR) u gpyrumu 6enKoBbIMU KOM-
nnekcamu (AP-1, Smad). Ha cerogHawHMn AeHb OMUCaHO
6onee 1500 HE3aBNCUMBIX COMATUYECKNX N FEPMUHATUBHbBIX
MyTauui B Kogupyowmx yyactkax MENT [4]. BonbwmHcTBO
U3 HUX ABAAIOTCA VHAKTUBUPYIOWMMM, T.e. aCCOLMMPOBAHbI
C CMHTE30M HEMOJIHOLEHHOrO 6esika, He CMOCOOHOro pea-
NN30BaTb OCHOBHOW OHKOCYMPECCOPHbIN 3PPHEKT MeHUHa.
HepocTtaTouHOCTb QYHKLMOHMPYIOLLErO MeHVHa Npu noTepe
obewnx annenet MENT npuBognT K ONyXoneBomMy POCTY.

MepBuuHbin runepnapatnpeos (MIMT), Kak npasuno,
CTaHOBUTCA MepBbIM MNPOABNEHNEM cMHApPoMma (po 75%),
npu 3TOM pacnpocTpaHeHHOCcTb M3OHT cpegn nmaumeHTOB
c MIMT Bapbupyet ot 1 fo 18%.

MeHeTpaHTHOCTb 3aboneBaHnA Npesbiwaet 50% K 20 ro-
Jam n pgocTtuiraeTt 95% K Bo3pacty 40 net [4]. K ogHOoMmy
13 Kntoyesbix cumntomos npwu MMIMTIT, Kak npu cnopaguye-
CKOW, TaK 1 HacneacTBeHHON popme 3aboneBaHus, OTHO-
CUTCA MOpPaXkeHWe KOCTHOWM TKaHW, MpoABAAOWEeeca CHU-
XEHNEM MWHepPANbHOM MAIOTHOCTU KOCTHOM TKaHu (MIIK)
BMOTb A0 OCTEONOPO3a C HU3KO3HEPreTMYeCcKMMm nepeno-
MamMu 1 GUBPO3HO-KNCTO3HbIM OcTenToM [5]. Tem He MeHee
B TEUEHUWN Pa3BUTUA KOCTHbIX OC/IOXKHEHWA y MaUMeHTOB
¢ MNIMT, accoynmpoBaHHbIX ¢ MyTaumamn B reHe MENT u,
Kak cnegcTteue, cmHgpomom M3H1, HabnogaeTcs psg oTiv-
unii NO CPaABHEHMIO CO crnopaanyeckon popmon 3abonesa-
HuA. Tak, Hanpumep, Ha MOMEHT NOCTaHOBKU AnarHo3a npwm
MIMT/M3H1 y 6onbwurHcTBa nauyunentoB MIK Huxe [6, 7].
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Takke Ba’>KHO OTMETUTb, YTO NPX OCTEONOPO3e, ABNAIOLLEM-
cAa cnepcTerem cnopaguyeckoro MITIT, Habop KOCTHOM Mac-
Cbl Noc/e yaaneHusa ageHoMbl OKONMOLWMTOBUAHOW Xere3bl
NPOVCXOANT OTHOCUTESIbHO ObICTPbIMM TEMMamu; B CBA3U
C 3TVM B MepBble HECKOJIbKO NeT Nocsie BMeLlaTenbCcTBa na-
LUMEeHTaM Ja)ke He Ha3HayaeTcA Tepanua ocTeonoposa [8].
Temnbl e Habopa KOCTHOW Macchl MOCNe napaTnpeonsIK-
Tomun (NT3) y naumenTos ¢ MIMT/M3H1 moryT 6bITb CyLue-
CTBEHHO HuXe [9].

MprnunHbI 3TUX PasNUuUin Ha CErOAHAWHUN fEeHb OAHO-
3HaYyHO He ycTaHoBJieHbl. C OfHOW CTOPOHBI, N3ObITOYHARA
natosiormyeckasa cekpeuua MapaTMpeougHoro ropmMoHa
(NTT) npu maHudectaumum MSH1 Hepelko BO3HUKAET B ne-
puog Habopa NrKa KOCTHOW Macchl, NOBbILLEHHasA pe3op6b-
LMA KOCTHOW TKaHW NPrBOANT K paHHel noTepe KoOpTMKab-
HOrO 1 TPabeKyNAPHOro BELLECTBA KOCTU, UTO KIMHUYECKU
nponasnseTca 6onee pPaHHUMU KOCTHBIMU OCIOXHEHUAMU,
B CpaBHeHWY co cnopagunyeckoi popmon MNIMIT. Takxe K fo-
nonHuTenbHomy cHukeHuto MK npu MITIT B pamkax MOH1
MOTyT NPUBOAMNTb COMYTCTBYIOLIE KOMIMOHEHTbI CUHAPOMA,
Hanpumep, roOpMOHasibHO-aKTMBHble HIOH enygouHo-Ku-
weyHoro TpakTa (KKT) [10]. Hu3kme Temnbl Habopa KOCTHOM
MacCbl MOC/e XUPYPrUYECKoro fieyeHns MoryT ObiTb cnep-
cTBUEeM Gorbluero obbema onepaLym 1 BbICOKOW YacToTbl
nocseonepauoHHOro rmnonapatpeosa [9]. Tem He meHee,
COrNacHO COBPEMEHHbIM MpPeACTaBieHNAM, He WCKIoYa-
eTCA BNMAHUE HEeMNOCPeACTBEHHO MyTaLUW B reHe MeHMHa
Ha KOCTHOe pemogenupoBaHue. [latoreHeTnyeckne mexa-
HM3Mbl B3aMMOCBSA3Y MHAKTMBALIMM MEHMHA 1 pa3obLeHns
KOCTHOrO pemofenvpoBaHuA akTMBHO n3yyatoTcs. B pasge-
ne «O6CyXaeHME» N3NOXKEHDBI KITIOUEBbIE TMMOTE3bI, 0OBAC-
HAIOLWME NPUYMHbI TAXKENOro octeonopo3a npu M3H1.

B maHHOI cTaTbe NpeacTaBneHo KINNHNYeCKoe Habnoge-
HWe 3a nauneHTom C pegkon mytaumen B reHe MENT n Taxe-
NbIM TeyeHnem GMOPO3HO-KNCTO3HOIO OCTENTA BCIIEACTBME
MroT.

OMUCAHUE CNYYAA

Bnepsble B Bo3pacTte 18 neT (2015 r.) BO BpeMA NpbiKKOB
yepes cKakasky y nauuneHTa M. npousoLlen HU3KosHepreTu-
YeCKUN Nepesiom KOCTeWN NPaBoun rofIeHW B HUXHEN TpeTu.
CnycTta nonrofa, Npv NageHnmn C Benocuneaa, BO3HUK nepe-
JIOM KOCTeN NpaBoW rofeHn B BepXHen TpeTu, KOHconmaa-
LMA Nepenoma npovsoLusa npu runcosom dukcayun. Yepes
3 roda AMarHOCTUPOBaH NaToNOrMYeCKNn Nepesiom mMmeTas-
nndr3a neBol NneyeBor KOCTU Ha PpOHE KOCTHOWM KUCTbI
(nogTBEepXKAeH PEHTreHONornyeckn), NPoBeaeH OCTEOCHH-
Te3 WinpTom C 6HNoKMpoBaHMEM B COYETAHWM C ayTOMNNACTU-
Ko fedekTa.

B cBA3M C BO3HMKHOBEHWEeM OONEBOro CHMHAPOMA
B 2018 I. npu peHTreHorpadummn BbIABIEH MATONOMMYECKUN
ouyar B JIeBOWN KioumLe: OANCTaNbHbIA KOHeL Kiounubl ge-
dbopmupoBaH, «B3ayT», CTPYKTypa KOCTHOW TKaHW HEOLHO-
podHa 3a CYeT yyacTKa MPOCBETNEHMA C YETKUMU KOHTY-
pamn 13x42 MM, KOPTUKaNbHbIA CION UCTOHYeH. [laHHoe
0b6pa3oBaHe OblNo PAacLEHEHO KaK KIUCTa IEBON KIHOUMLbl.
B cBA3M ¢ nporpeccrpoBaHriem 601€BOro CHAPOMA 1 Orpa-
HMYeHneM oObemMa ABUKEHMI B JIEBOM MJIEYEBOM CyCTaBe
B 2019 r. BbINOSIHEHA KpaeBad pe3eKLnsa ANCTaNIbHOMo KOHLA
NEeBOW KNOUMLbI C ayTONNacTMKoON aedeKkTa U3 Kpbina nog-
B3JOLLUHOWN KOCTW.
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B nione 2020 r. nocne HU3KO3HepreTUYeckon TpaBmbl (Ma- o AaHHBIM MarHUTHO-pe3oHaHCcHOM Tomorpadumn (MPT) Takke
[EHUA) MPU PEHTTEHONOMMYECKOM WCCNefOBaHNM MPABOrO  MOATBEPKAEHbI MPU3HAKM MHOMXECTBEHHbIX KACT B AWCTasb-
KOMIEHHOrO CyCTaBa BbIIBMIEHbl MHOXECTBEHHble ouyary Ae-  HbIX MeTasnndm3zax GefpeHHbIX U NMPOKCMMANbHbIX OTAenax
CTPYKLMM KOCTel, 06pa3yoLLimX KONEHHBIN CycTaB. [JaHHble n3-  60sbLue6epLIOBbIX KOCTEN C 06erxX CTOPOH, ClpaBa — C pa3py-
MEHEHUSA PacLiEHEHbl Kak MHOXXECTBEHHbIE KUCTbI (puc. 1,3,6).  LIEHMEM KOPTUKaNbHOrO C10s KOCTU (puc. 2, a, 6).

PucyHoK 1. PeHTreHorpadusa npaBoro KOJIEHHOro cycTaBa C IMTUYeCcKMm oyaramu 6eapeHHol n 6onbliebepLioBoii kocTtelr, 2020 r. (B npsamol (a)
1 60KoBOW NpoeKkuusax (6)).

PUCYHOK 2. MarH1THO-pe3oHaHCHas ToMorpadus NpaBoro KONEHHOro CycTaBa B pexume T2, 2020 r. (B KOpPOHanbHOM (a) 1 carnTTanbHON Npoekuusax (6)):
MP-KapTHa MHOXeCTBEHHbIX KOCTHBIX KCT B 6efipeHHON 1 6onbluebepLoBoit KocTax. OTMeyaeTcs NCTOHYEHVE KOPTUKANbHOMO CNOA KOCTW, MecTamm
B3ayTHe.
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PucyHok 3. OgHOQOTOHHasA 3MWUCCMOHHAA KOMMbloTepHaa Tomorpadus

¢ MupdoTtex 99mTc Bcero Tena: reHepann3oBaHHbIN OCTeOONACTUYECKNI

N OCTEONUTUYECKUI MPOLIECCbl B KOCTHON TKaHW, C Hanbosee BblpaXeHHbIM

nposBfieHNeM B MPOKCMManbHOM MeTaduse npaso GonbluebepLioBoi
KOCTU.

[na yTouHeHnA reHe3a KOCTHbIX HAPYLUEHWUA WU UCKITO-
YeHNA MeTacTaTMUYEeCKOro MOpPakeHUsi CKefeTa Mo MecTy
XKUTENbCTBA NpoBefeHa cumMHTUrpadusa ¢ MNMupdpotex 99mTc
BCEro Tena, No pe3ysnbTaTaM KOTOPOW Habnoganucb reHepa-
NM30BaHHbIe 0CTEO6MIACTNYECKME N OCTEONIUTUYECKIE MPO-
Leccbl B KOCTHOW TKaHu (puc. 3). MNMauneHT 6bin 0CMOTpPeEH
OHKOJIOroM, npoBefieHa OGMOMNCUs KUCTO3HbIX M3MEHEHMN
npasou 6onbluebepLoBON U 6eipeHHON KOCTEN, MO pe3ynb-
TaTaM KOTOPOU MosyyeHbl pparmeHTbl GUOPO3HON TKaHU
C BK/IIOYEHUSIMU HeBOMbLUMX OYaroB PEeakTUBHOIO KOCTe-
06pa3oBaHNA, SNUTENNANIbHAA BbICTUIIKA HE onpefensnach.
lmcTtonornyeckn BepudrLMpPoBaHbl KOCTHbIE KUCTbI. Jlabo-
paTopHOE ucc/iefoBaHMe COCToAHUA $ochopHO-KanbLUme-
BOro obmeHa B 3TOT Nepuof BPeMEHU HE MPOBOAUIIOCH.

B pamkax 3aouyHom TenemeguLMHCKON  KOHCYJb-
Tayum B OIBY «HMWL TpaBmaTonorum u opTtoneguu
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um. H.H. Mproposa» MuH3gpasa Poccrmn nauneHTy 6bin1o pe-
KOMeHJ0BaHO AoobcnenoBaHue, BKoYalollee broxmmmye-
CKUWe 1 FOPMOHAJIbHbIe MOKa3aTeny MUHEPArIbHOro obmMeHa,
MPT B cneumanbHom pexume andody3MOHHO-B3BELLEHHON
BU3yanv3aumm c nogasnieHmemM GOHOBOIO CUrHana C Lenblo
WCKIIIOYEHNA PacnpoCTPaHEHHOIO OHKOJMIOMMYeCKOoro mnpo-
Liecca, peHTreHOBCKaa OEeHCMTOMETPUA OCHOBHbIX OTAENIOB
CKeneTa, KOHCYNbTaLmA reHeTnKa AN UCKIOYEHUA reHeTuYe-
CKM OBYCNIOBNIEHHBIX NMOPaXXeHWI cKeneta. PekomeHAoBaHO
cobnofieHre OpTONeAMUYECKOro pexrma: Xxogpba npy nomo-
LW KOCTbINEN, BHELWHAS drKcauus B rurce/oprese.

MprnabopaTopHOM MCCefOBaHUN 3apUKCUPOBaHa runep-
KanbLuemusa (Kanbumii 06Lmn — 2,7 MMOJb/T, KanbLniA MOHW-
3UpPOBaHHbIN — 1,65 MMonb/n), rMnepKanbLnypua (Kanbumn
CYTOYHOW MouM — 14,2 MMONb/CYT), NOBbIWeHne ypoBHA TTT
[10 45 nvonb/n (pedpepeHcHble 3HauYeHus (PU) 1,45-10) Ha poHe
Tspkenoro aeduvuuta ButammHa D (25(0OH)D — 9 Hr/mn), uto co-
oTBeTcTBOBasO guarHosy [MITIT. Kpome Toro, otmeyeHo npesbl-
WweHne pedepeHCHbIX rpaHKiL, MapKepPOB KOCTHOW pe3opbuuu:
wenoyHasa pocdatasza 346 En/n (P po 270), C-koHUeBoOW Te-
nonenTtug Komnareda 1 mna — 1,490 vr/mn (PA 0,087-1,200),
N-TepmuHanbHbI nponenTug npokonnareHa 1 Tuna (PTNP) —
148 Hr/mn (PU 15-115), octeokanbumH — 68 Hr/mn (24-70).
Mo pesynbTatam OCTEOAEHCUTOMETPUM MOACHUYHOIO OTAena
NMO3BOHOYHMKA MaKCuManbHoe cHKeHne MIIK coctaBuno
-1,15 SD no Z-kputepuio.

MNpwn MP-nccnepoBaHmm BbisIBNEHbI KUCTO3HbIE N3MEHEHVA
NpaBow NOAB3Q0LIHON 1 NEBOW IOHHOM KOCTeN. A TakXe BU-
3yanv3npoBaHO OKpPYrioe 0bpa3oBaHMe KaydasibHee JIeBOM
JONV LMTOBMAHOWM »ene3bl, NapaTpaxeanbHO CfieBa, rvne-
PVHTEHCMBHOIO CMrHana Ha T2-B3BELUEHHbIX M300paXKeHUsAX
(T2-BW) n ymepeHHO runouHTeHcmBHOro Ha T1-BY, Heckonbko
HeoOHOPOAHOW CTPYKTYpbI, pasmepamu 1,5%1,9 cm. B pesynb-
TaTe 0OCNefOBaHUA WCKIIIOYEHO HanvMume HacseACcTBEHHOM
ocTeoancTpodrm 1 Apyrmx METAbONMYECKUX OCTEONATUIA.

B nepuoa npoxoxpeHns o6cnefoBaHysA, HECMOTPA Ha pe-
KOMeHZJaLu, NaLreHT He coboaan opToneanyeckuii pexim
1 MPpY NpUCEaAHM OTMETUN Pe3Kyto 607b B IeBOM befpe, Mpu
obcnenoBaHUM AUArHOCTMPOBAH 3aKPbITbIA MATONOrMYECKN
HaAMbILLESTKOBbIV Nepesiom fieBol beapeHHo kocTu. MNpose-
[eHa OTKpblTaA peno3vuua nepesioMma, MeTasiooCTe0CUHTES
nnacTMHaMK C asionnacTkon aedekta (puc. 4).

lNocne NOBTOPHON TenemeguUMHCKOW KOHCynAbTauum
B OI'bY «<HMWL] TpaBmaTonorum n optoneguu um. H.H. Mpuo-
posa» MuH3gpasa Poccun 3anogo3speH MNIMIT, pekomeHaoBa-
Hbl NPOBeAEeHME TONUYECKON ANArHOCTUKN W HanpaBs/ieHme
nauuveHTa AnA ganbHenLero neyeHnsa B cneynann3npoBaH-
HbI SHAOKPUHONOIMYECKNIA CTaLNOHaPp.

Mo paHHbIM Y3U WUTOBUAHOM N OKOMOLLMTOBUAHBIX XKe-
ne3 NaTonorMyeckmx U3MEHEHUn He BbIABMANOChb. [JononHu-
TeNbHO NpoBOAMNIAaCcb OAHO(POTOHHAA 3MUCCMIOHHAA KOM-
nblotepHaa Tomorpadua (ODIKT) c TexHetpmnom 99mlc
(MUBW), B TMpeomnpHyto ¢asy (uepe3 60 MKH) B nepegHem
CpefoCTeHny, 3a rPyaMHON, Ha PaccTOAHUN 18 MM OT HUX-
Hero Mosioca fIeBor oMK, BM3yanu3MpoBaHO Obpa3oBaHue
19,4%x13,8 mm. B napatupeongHyio ¢asy (4epes 2 u) onpepne-
NAnNMcb okonowmutoBuaHble Xenesbl (OLLUXK) B Buae ovaros
oKpyrnon ¢popmbl, pazmepom o 2,0 MM, C MOBbILLEHHbBIM BKJTHO-
yeHvem TexHeTpuna Tc-99m B npoekuun nesown gonn — 4,
npaBow [oNn — 2; BONONIHUTENTbHO COXPAHANCA oyar rmnep-
duKcaumm pagrodapmnpenapata B nepegHem CpegocTeHnm
(pwnc. 5). Mpu MCKT, nog neBon fonen LWMTOBULHON Mene3bl
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PucyHok 4. PeHtreHorpadua neBoro KoneHHoro cyctaBa, 2021 r. (B npamoli (a) n 6okoBoi npoekumsax (6)): coctoaHne nocne onepaTMBHOIO feyeHna —
0OCTeOCMHTE3a 6efJpPEHHON KOCTN B HUXKHEN TPETK, anioniacTuky aedekra.

PucyHok 5. OfHOPOTOHHaA SMMCCMOHHAA KoMMbloTepHas Tomorpadus ¢ TexHetpunom 99mTc (MIBI), 2021 r.: ouar runepdukcaumm POMN B obnact neson
HVI>KHEN OKOMOLLMTOBVAHON »Kene3bl.
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Ta6nuua 1. Pesynbratbl 1abopatopHOro o6cnefoBaHmnsa NP NOCTYMNEHNN B CTaLMOHAp

MokasaTtenu En. nusmepeHns PU 3HayeHune

MapatropmoH nr/mn 15-65 208,5
Kanbuwii, ckop. Ha anbbymuH MMOJb/N 2,15-2,55 2,96
®ocdop Kposmn MMOSb/N 0,74-1,52 0,8

25(OH)BuTtamuu D nr/mn 46,01
Kanbumin B cyToyHOM Moue MMOJb/CyT 2,5-7,5 8,22
OcTteoKanbuuvH HI/MN 24-70 97,53
C-KoHUeBoOV TenionenTug KonnareHa 1 Tmna Hr/Mn 0,1-0,85 1,68
LenouHas pocdarasa ea/n 40-150 120

KpeaTnHuH MKMOSb/N 63-110 78,9
pCKO EPI MI/MWUH/1,73 m? >90 120

noaTBepAeHO 0bpa3oBaHye HenpaBWIbHOW GOpPMbl, pasme-
pamm 15X11x20 MM, HATUBHOW MNAOTHOCTBIO OT 5 1o 40 HU, npwn
KOHTPACTMPOBAHNM MAaKCMManbHO HaKamnvBaloLlee KOHTPacT-
HbI npenapat go 150 HU.

[na noobcnengoBaHWA U leuyeHNUs NauneHT . HanpaeneH
B OIBY «<HMWL, sHpokpuHonorun» Munsgpasa Poccun.

OCHOBHbIMU anobamy naumMeHTa Mpv MOCTYMEHNN
B OTAe/ieHe MaToNorny OKOJNIOWUTOBUAHbLIX Xene3 6binn
BblpaXkeHHble 60NN B KOJMEHHbIX CyCTaBax, 3aTpyAHsaioLWume
CaMOCTOATENbHOE NepPeaBMKeHNe, CMOHTaHHble 6onn B ne-
BOM Jlyuye3anAaCTHOM CyCTaBe, B MOACHUYHOM OTAese MNO3BO-
HOYHMKa, 3N130A4bl CUIbHBIX TOJIOBHbIX 6onen (oo 1 pasa
B MecCAL), yyalleHHOe MoYencnycKkaHue.

Mpu ocMoTpe oTMeueHbl AePULNT Macchl Tena (MHAEKC
Maccbl Tena 16,8 Kr/m?), BblpaXKeHHOEe CHWXeHue obLien
MbILLEYHOM MACCbl, 0CO6EHHO B obnactn 6efep. KoxHble
MOKPOBbI OOBbIYHON OKPACKU, CYXre, MHOXXECTBEHHbIE MO-
crfieonepauunoHHble pybLbl B MecTax NpoBeAeHUst TpaBma-
TONOMMYECKNX BMeLLaTeNbCTB. BbiABNeHbl rpygHoOn runep-
Kndo3, orpaHUYeHne NoaBMXKHOCTU B MPABOM MJIeYEBOM
N KOMNEHHbIX CyCTaBax C ABYX CTOPOH, NP Nanbnauum yme-
peHHasi 601e3HEHHOCTb, NepeaBMKEHNE C MOMOLLbIO TPO-
ctn. WutoBuaHan xenesa He yBenuuyeHa, 6e3bonesHeHHas,
MOABVXKHAsA, Y3/10Bble 00pa30BaHNA He ManbhnMpyoTCA, ne-
pudepuyeckrie WwernHble NMMdOY3sibl HEe YBENUYEHDI.

Pe3ynbTathl nabopaTtopHoro o6cnefoBaHms 6oiim cono-
CTaBUMbI C MOKa3aTenAmu, onpeaeneHHbIMI Ha ambynaTop-
HoMm 3Tane (tabn. 1).

Mpu Y3/ Bu3yanusnpoBaHo 06pa3oBaHKe JIEBOWN HIX-
He OLLPK pasmepammn 2,0x1,4%x1,3 cM, 4TO CoOBMagano
C AaHHbIMK paHee npoBefeHHbIXx OOIKT n MCKT. C uenbio
oueHKM TakecTn ocnoxHeHun MNITIT BbinonHeHo Y3 nouek,
BbISIB/IEHbI MPW3HaKM HayanbHOro HeppoKanbLUMHO3a, nue-
NO3KTa3us Cnpasa, MMKPONnTbl 06erx noyek. Mo pesynbra-
TaM OCTEOAEHCUTOMETPUM NOATBEPXKAEHO CHKeHne MIK

OTHOCUTENIbHO OXKMAAeMOW NO BO3pPacTy B MPOKCMMAalb-
HOM oTaene 6egpeHHON KocTu 0 -3,0 SD, B MO3BOHOUYHUKE
-1,5 SD v B nyyeBoii Koctu -1,7 SD no Z-kputepuio.

B cBA3M ¢ Monogbim Bo3pacTtom aedtota MNITIT, ana uckno-
YeHUs HacnieAcTBeHHol ¢opMbl 3aboneBaHVsi NPOBEeAEHO
nosnHoe cekBeHnposaHuve reHa MENT: B 10 5K30He BbIsiB/1IEH Ba-
PUWaHT MyTaLMK B reTepo3MroTHOM COCTOAHNM, BEPOATHO MaTo-
reHHas — c.1609G>T, p.Gly537Cys (rs587780843). [laHHbI Ba-
PUaHT BCTpevaeTcs B 6a3ax AaHHbIX C OYeHb HN3KOM YacTOTOM
(3 annens Ha 250 106). B nutepatype paHee onu1caH He Obi.

YunTbiBasA Hanuume reHeTUYeCckom MyTauuu Y nauueHTa
., ero popctBeHHNKaM 1-11 NIUHKM 6bIO PeKOMEHA0BAHO 06-
cnefloBaHue Al NCKIoYeHUst HapyweHnin ¢ochopHO-Kanb-
LMeBoro obmMeHa, NMaToNorMyYecKkrnX OTKIIOHEHWI BbISBIEHO
He 6bis10 (Tabn. 2), CeMeNHbIN aHaMHE3 MO SHAOKPUHONOrNYe-
CKUM 3a601eBaHUAM 1 OCTEONOPO3Y OTATOLLEH He OblJl.

Camomy nauueHTy B OTAENeHUU MPOBEAEHO pacluu-
peHHoe ropMoHanibHoe obcnefoBaHWe, MATONOMUU TUMO-
¢u3a He BbIfABNEHO (MOKa3aTenu TUPEOTPOMHOro FOpPMO-
Ha — 1,17 mME/n, uHcynuHonogo6Horo ¢akTopa pocTa
1 Tmna — 182,3 Hr/mn, nponaktnHa — 385,9 mEn/n, B npe-
fenax pedepeHcHbiX 3HadyeHuin). Mo pesynbratam paHee
nposegeHHon MPT natonormyeckux obpasoBaHUi nop-
XKenyoouyHoOW Kenesbl U HaAMOYeYHNKOB He OBOHapy»KeHo.
Takum 06pasom, 13 BO3MOXKHbIX KOMMOHEHTOB M3H1 y my»x-
YMHBbI Obl1 NoATBePXKAEH ToNbKo NMITIT.

C yyeToM MONoforo BO3pacTa, TAXKENbIX KOCTHbIX OC-
NOXXHEHW NaLMeHT HanpaB/ieH Ha XUPYpPruyeckoe neyeHune
MNITT. B npegonepauOHHOM NePUOAE Ha3HAYEH LIMHAKalb-
LueT C TUTpaumen fosbl Ao 60 Mr/cyT, o4HaKo 3HauyMMOro
CHWXKEHUsI YPOBHA KaNibLuA KPOBU He OTMeYeHO (anbby-
MVH-CKOPPEKTMPOBaHHbIN Kanbuuni 3,06 MMonb/n).

B xoge onepaTMBHOro BMELLIATENbCTBA Y HUMMXHEro Mno-
noca N1eBOM OONM WUTOBUAHOW »Kenesbl onpenensanocb
obpa3oBaHue pasmepamm 2,5x1,5%1,0 cm. MNog KoHTponem

Ta6nuua 2. Pe3ynbTathl 1a6opaTtopHOro 06cefoBaHNA POACTBEHHMKOB MaLMeHTa

Kanbuuin o6wmin Kanbuuni, cko MaparropmoH, KpeaTnHunH
MM:)‘nb/n (:llll) " AnuGymum, r/n Ha a:b6, MIII: . nmonb/n I\':KMOHb/ﬂ’
y (PV1 1,45-10,41)
Oreu, 44 ropa 2,34 (2,10-2,55) 43 2,28 8,1 97
Martb, 43 roga 2,35 (2,10-2,55) 45 2,25 6,7 73
Cectpa, 8 net 2,41 (2,20-2,70) 43 2,35 2,9 48
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Ta6bnuua 3. Pe3y.l'|bTaTbI na60paT0pHor0 o6cnenoBaHNA NauveHTa B nocneonepaynoHHOM nepuope

Mokasarenu m?.M(IeE :(;Hlnﬂ Py qne:ci?:ntll;n qne:c?e‘lﬂn"l"gc lllne(::'cz‘;se6I1“"Il'(;c

MapaTropmoH nr/mn 15-65 60,5 33,3 22,51
Kanbuwii, ckop. Ha anbOymMuH MMOJIb/N 2,15-2,55 2,07 2,3 2,18
®ocop Kposu MMOSb/N 0,74-1,52 - - 1,16
Kanbuun B CyTOYHOM MoYe MMOJb/CyT 2,5-7,5 - - 6,15
OcTeoKanbLyH Hr/Mn 24-70 - - 31,55
C-KoHUeBOW TenonenTua KonnareHa 1 tmna Hr/Mn 0,1-0,85 - - 0,61

LLlenoyHas ¢pocdatasa en/n 40-150 - - 83

BO3BPATHO-TOPTAaHHOIO HepBa BbINOJSIHEHO YAaneHue aTu-
nuYHO pacnonoxeHHon OLLPK, TakxKe BbiNnoNHeHa peBm3MA
MeCT TUMYHOro pacnonoxeHuns OLLK cneBa, BU3yannsmpo-
BaHbl JlIeBaA BEPXHAA 1 NIeBas HUXKHAA HOPMasbHbIX pa3me-
POB 1 CTPYKTYpPbl. YUMTbIBAA HEYTOUHEHHOE KMHUYecKoe
3HaueHve myTauum MENT, oT pganbHenwen pesmsnn Gbino
peleHo Bo3gepKaTbca. Ha pa3pese obpa3oBaHue yaaneH-
Houn OLLPK ageHomaTo3HOro BMAa.

Mpwn ructonornyeckom nccnegoBaHUU nocneonepaym-
OHHOro MaTepuana noaTBepxaeHa ageHoma OLUXK conng-
HOFO CTPOEHMA U3 OKCUPWIBbHBIX KNETOK, Mo nepudepuu
onyxonu obHapyxeHa TkaHb OLLXK ¢ nnnomatosom.

YpoBeHb mMHTpaonepaunoHHoro IMTI go yganeHua co-
ctasun 211,1 nr/mn, yepes 15 MWH Nocne yaaneHna obpa-
30BaHuA OLLPK — 28,9 nr/mn, uto CBMAETENbCTBOBASO O pa-
OUKaNbHO BbINOJIHEHHONW onepauunn. [TocneonepaunoHHbIN
nepuopg npoTtekan C KINHNYECKNMIN MPU3HaKamMmmn rmnoKasb-
umemumn BCneacTeme CUHAPOMA «rofI0AHbIX KOCTeN», B CBA-
31 C YeM VHNLUUMPOBaHa Tepanua npenapaTtamm akTUBHOIO
MeTabonnTa M HaTMBHOro BuTammHa D (anbdakanbumpon
1 MKr/cyT u konekanbuudepon 2500 ME/cyT) n kKapboHaTta

Kanbuwusa 1500 mr/cyT. PesynbtaTbl nabopaTtopHoro obcneno-
BaHVA B AUHAMWKe NpeacTaBneHbl B Tabn. 3.

MNpw noBTOpHOW rocnuTanusaunn, CNycTa 6 mec nocne
xupypruyeckoro nevenus MITIT, nogTeepxaeHa pemmuccms
3aboneBaHua (cm. Tabn. 3). Mpy NOCTynAeHNM NaLWEHT OT-
METUI XPYCT 1 BbIPaXKEHHYIO 60/b B 0611aCTK NeBOro nyye-
3anACTHOro CycTaBa Npu nogbeme TaxecTu. [1o pesynbratam
peHTreHorpadu BbIIBNEHA KUCTOBUAHO-AMCTPOdUYECKan
nepecTporika AUCTaNbHOrO anumeTadusa NEBON JTOKTEBOW
KOCTU € gecTpykumamun oT 3,9 mm go 10,7 MM, KINHNYECKN
AVarHoCTMpPOBaH nepenom (puc. 6). OTMeyeHa HopManusa-
LA MapKepoB KOCTHOIO MOZEeNIMPOBaHMsA, No pesyfbraTam
PEHTreHOBCKON OCTeOAEeHCUTOMETPUN NOJIOXKNTENb-
Haa AnHamrka ¢ npupoctom MIK B no3BoHOUHMKe +5,7%
(-0,9 SD) n B 6eppeHHol KocTn +7,7% (-2,4 SD), B nyyeBom
KOCTU — 6€3 3HauMMbIX n3ameHeHun +0,7% (-1,7 SD). Kpome
Toro, npv KT HWXHUX KOHEYHOCTEN BblAABNIEHA MONOXNUTENb-
Has AMHaMVKa B BUe NpeobnafjaHus yyacTKoB OCTeOCKIe-
po3a B MecTax KMCTO3HOW TpaHCcpopMaLmu, NPU3HaKm KOH-
convpauun nepenioma U GopMMPOBaAHMA KOCTHON MO30/M
neBoi 6egpeHHON KocTu (pUc. 7, a, 6). YuntbiBasi HU3KO-HOP-

PucyHokK 6. PeHTreHorpadusa Kuctei c iyyesanacTHbIMY cycTaBamut. Indpdy3Hoe CHIKeHMe NNOTHOCTY KOCTel, KNCTOBUAHO-ANCTPOdMUeCcKan nepecTpoika
CTPYKTYpPbl AMCTANbHOTO 3MNMeTadr3a NeBON TIOKTEBOW KOCTU C AecTpyKumAMM oT 3,9 mm o 10, 7 MM Ha ¢poHe noKanbHol ncespobynnusaumn. Cnpasa —
ynbHapHaa feBvauua Anadusa 5-i NACTHOM KOCTU C KOHCONMAUPOBAHHbIM MepenioMoM B CpefjHel TpeTw, fedopmauma C ocTeoamcTpoduyeckon
NepecTPOKON CTPYKTYpPbI FONOBKK 1 CyOKanuTanbHOM 30HbI. [lepecTpoeyHblie NepenioMbl B CTaann KoHconuaaummn anadusos 3-i 1 4-i1 NACTHbIX KOCTeln
npaBoWi KUCTW MO MeAVanbHbIM NoBepxHOCTAM. DopMUpyOLWMeCH KUCTbI B AUCTaNbHbIX MeTasNMpr3apHbIX 30HaX Jy4YeBbIX KOCTel C 06enx CTOPOH oT 1 Ao
3 MM, a TaKXe B LUMIOBUAHO 30He ANCTasIbHOro anudur3a NpaBo JIOKTEBOW KOCTY 1 B Teflax 1aibeBUAHON 1 NONYYHHON KocTel npaBoit Kuctu (0,5-2 mm).
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PucyHok 7. MynbtucnvpanbHas KomnbloTepHas ToMmorpadus nesoit 6eapeHHON KocTy B AuHaMuKe: ncxogHo (2020 r, a, B) U1 yepes 6 mecAleB nocne
napatrpeougsktomum (2021 r., 6, r) B carnTTanbHOW U KOPOHANbHOW NPOEKLMUAX.
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PucyHok 8. MarHuTHo-pe3oHaHcHas Tomorpadua NpaBoro KOIEHHOro cycTaBa B pexume T2, 2021 r. (B KOPOHanbHoOW (a) 1 carnTTanbHON npoekuuax (6)):
MP-kapTrHa occuduKaLmm 1 ynnoTHEHUA COAEPKMMOTO PaHEE BbIABNEHHbIX KUCT.

ManbHbIA YPOBEHb KanbLMA KPOBM, a TakXkKe C LieNbio yBe-
NIMYEHMA MUHEpPanM3aunm KOCTHOM TKaHWU yBenuyeHa Jo3a
anbdakanbuugona go 1,5 MKr/cyT, npogomkeHa Tepanus
Konekanbundeponom 1 KapboHaToM KanbLus.

MpnHMMaa BO BHMMAHWE BbIPaXXEHHOCTb KOCTHbIX OC-
NOXXHEHWN 3aboneBaHus, AnA onpenesnieHns AanbHenwen
TaKTUKN BeAeHMA MauueHT HanpaBfieH Ha KOHCYNbTauuio
B CNeyvanM3upoBaHHbIN  TPABMATONIOTMYECKNN  LIEHTP.
HononHutenbHo BbinonHeHa MPT KoneHHbIX CyCTaBoOB,
Ha KOTOPOW TaKXe OTMeyYeHa YacThyHasA penapauns yyacT-
KoB HpMOPO3HO-KMCTO3HOIO ocTerTa (puc. 8).

OBCYXXAEHUE

OCO6eHHOCTbBIO HALLEro KIMHUYECKOTO CJlyyas ABNAETCA
Hanuuue y monogoro nauuenta W. MIMT npn pegkon rete-
po3urotHon mytauuu B 10 3k30He reHa MEN1, 0CNOXXHEHHO-
ro TAXKEeNbIMU KOCTHBIMU HAPYLLEHNAMU C MHOMECTBEHHBIMN
MaToNIorMYecKMM nepeniomamm Ha GoHe reHepann3oBaH-
Horo ¢prbPO3HO-KNCTO3HOrO OCTenTa.

YactoTa n xapakrtep nopaeHus KOCTHOM TKaHu npu
MNIMT y nauneHToB ¢ myTauyuamn B reHe MENT npeacrasnaet
0OCOOEHHbIN UHTEPEC ANA KIUHULKCTOB, Tak Kak Mo pesysb-
TaTaM KJIMHUYECKNX WUCCNeAOBaHUN HEOQHOKPATHO Obliv
NPOAEMOHCTPMPOBAHbI Hosiee TAXKeNoe TeuyeHre oCTeono-
po3a npwu MNIMT y nauneHToB ¢ MOH1-cMHApPOMOM MO CpaB-
HeHuIo co cnopagnyeckumm popmamm MITIT 1 3HAUNTENBHO
6onee Mea/IeHHOE BOCCTAHOBIIEHME MOCIIE XMPYPruyeckoro
neyenwna MIMT [6, 9, 11-13]. Mo pe3ynbTatam nccnefoBaHnA
POCCMCKON NONyNALUK CNOPAANYECKN rmneprnapaTnpeos
CONPOBOXAAEeTCA KOCTHbIMU OCNOXHeHUAMU B 87% ciyya-
eB [14]. Mpwu MIMT B pamkax M2H1 (NMIMT/M3H1) cHuXeHne
MK onpepensetca y 58-72% Ttakux naumeHtoB [12, 15].
B pabote A. Silva et al. npupoct MIK B TeueHne nepso-
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ro roga nocse pagukanbHoro neyexua MNIMT y nauneHToB
¢ M2H1 Habnoganca ToNbKo B MOACHWYHOM OTAesNe No3Bo-
HouHMKa (p=0,2), B TO BpeMsA KaK y naLueHToB CO Cnopaau-
yeckoi popmori 3aboneBaHVA NPUPOCT Hbl JOCTUTHYT Kak
B MOSACHUYHOM OTAesie MO3BOHOUHWKA, Tak 1 B 6egpeHHOoN
KOCTW, B TOM YMCie B ee NpoKcumanbHom oTgene (p<0001;
p=0,0004 1 p=0,0001 cooTBeTCTBEHHO) [9].

Obcyxpaetca NoTeHUMANIbHbIN BKNag  mytauum
B reHe MENT B pa3Butue KOCTHOW natonoruv. HepasHO
Crabtree et al. coo6LMNY, YTO FOMO3UTOTHAs NHAKTMBALIA
MEHVHa y Mblllel NPUBOAMT K AedeKTam MO3roBoro v nu-
LieBOro yepena, Torga Kak reteposurotHas myTauus 6bina
dbeHoTMNUYECKN cxoxa ¢ cuHagpomom M3HT y nogen [16].
MockonbKy KOCTM uyepena 00pasyloTcsa 3a CYeT NPsSMOro
(BHYTPUMeMOpPaHHOrO) OCTEOreHe3a, a He OnoCcpefoBaHHO
Yyepes XpsALLEBYIO TKaHb (SHLOXOHAPaANbHY0 0CCdUKALIMIO),
JaHHble pe3ynbTaTbhl NPEANONOXKUIN BO3MOXKHOCTb Y4YacTuA
MEHVMHa B AuddpepeHLUpPOBKE MYNbTMME3EHXUMATbHbIX
CTBOJIOBbIX KJIETOK B OCTEO6NACTHbIV psg [17].

Ha MbIWWHBIX MOAENAX NPOAEMOHCTPUPOBAHO, YTO Me-
HUH OeNCTBUTENbHO MHAyUmpyeT auddepeHuuposky MCK
Mo NyTn pa3BUTMA 0CTe0ONACTOB U MHIM6UPYeT bonee No3p-
Hee CO3peBaHMe YyXe 3anporpammmrpoOBaHHbIX OCTe0obOna-
cToB. [laHHOE nccnegoBaHvie JOKasbiBaeT MOZYNMPYIOLLYIO
pofib MEHMHA KaK perynatopa TPaHCKpUMNUUM N OfHOBpe-
MeHHO cynpeccopa onyxonu[17-19].

CyllecTBYIOT BaXKHellIMe MeAuaTopbl Mnepegaun Cur-
HafoB NSl KOCTHOro pemopenupoBaHna. K HUM OTHOCATCA
BMP-2 (Bone morphogenetic protein-2), Smad1 n Smad5
(reH-cneundunueckme ¢akTopbl TpaHcKpunuun Similar to
Mothers Against Decapentaplegic). [eHOMHble caiiTbl CBA-
3biBaHMA SMAD MoOryT HaxoaMTbCA Kak Ha MPOKCMMaIbHbIX
3N1EMEHTAxX MPOMOTOPA, TaK M Ha SHXAHCEPHbIX dNIEMEHTaXx.
Take KnoueBbIMM paKTopaMm TPAHCKPMNUUN 0CTeobnacToB
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ansaoTca Runx2 (Runt-related transcription factor 2) n JunD
(KOMMOHEHT akTUBaTOpHOro 6enka-1 (AP-1), komnnekca dak-
TOPOB TPAHCKPUMLUK, KOTOPBIN UTPAET BaXKHYIO pPosib B MO-
[enMpoBaHNN N PeEMOLENPOBaHMM cKkeneTa) [20, 21].

B nocnepgyrowmx sKkcnepumeHTax Obl10 TakKe NoKasaHo,
YTO MPU UHAKTMBALMM MEHMHa 3adrKCMPOBaHA CBEPXIKC-
npeccna JunD, nosblwatowaa npogykuyuto Runx2, Konna-
reHa 1 Tvna, ocTeoKanbUMHa 1 WenoyHon pocdartasbl, UTo
B LIEJIOM OTPA*aeT BbICOKYID METaboNMYeCKylo akKTMBHOCTb
B KOCTHOW TKaHW. M3 3Toro 6binu cenaHbl BbIBOAbI, UYTO
MEHUWH MOAABMIAET CO3PEeBaHME OCTEOONACTOB YaCTUYHO
3a CYeT MHrMbupoBaHus aHabonnyeckoro fgenctaus JunD
B KOCTHOW TKaHW 1 ypaBHOBeLLMBaeT paboTy octeobnactos
1 ocTteoknacTtos [17-19].

B mpyrom mccnepgoBaHun 6bislo MPOAEMOHCTPUPOBAHO,
YTO MEHVH AUKOro TUMA HAMpPAMYIO YBENMYMBAET TPaHC-
KPUMUMOHHYIO aKTMBHOCTb [ABYX CTEPOWAHbIX peLenTo-
POB, UrPaOLLKX BAaXKHYIO POJib B MOAENVPOBAHN U PEMO-
JenupoBaHMN KocTen, — peuentopa ButamuHa D (VDR)
n peuentopa acTporeHa a (ERa). B knetkax OLLX ButamuH D
nogaenset TpaHckpunuuio NTT u nponudepauuio KNeTok.
CHmxeHmne aktmBHocTu VDR nocne yTpaTbl MEHVHA MOXeT
cnoco6ctBoBath nNponudepauum knetok OLUK n passutnio
afeHombl [22].

Kak y XeHLWMH, TaK U Y My>KUMH KOCTHasA mMacca JocTumra-
eT NnKa B Bo3pacTe okono 20 net. B cBA3M ¢ HacneacTBeH-
HoWM nmpupogon cuHgpoma MOH1 n monogbim BO3pacTom
Hayana naToJIorMyecKrx NPoLeCcCcoB HapyLIeHNe KOCTHOTrO
MeTabosnM3ma y 3TON KaTeropuy nalueHTOB MPOVCXOaUT
Ha CambIX PaHHMX 3Tanax GOPMUPOBaHUSA CKeNeTa 1 B nepu-
0f HaKonneHnA KOCTHOM Macchl [23]. B coBokynHoOCTM Bcex
BblLLeNnepeyncieHHbIX GakTOPOB HapyLLAETCA BHYTPEHHUN
KOHTPOJ/b 3a KOCTeo6pa3oBaHUEM 1 KOCTHOW pe3opbuu-
eil. Bo3HMKaeT BbICOKas CKOPOCTb CO3peBaHUA ocTeobna-
CTOB C nocsiegylowen akTMBaumnen oCTeoKNacToB Kak nog
BnnaHnem runepcekpeunn MTI ¢ skcnpeccnen RANKL
(Receptor activator of nuclear factor kappa-B ligand), Tak
W, BEpPOATHO, B paMKaxX OTCYTCTBMA WHAKTUBMPYHOLLErO
pevictBua meHnHa. RANKL crHTe3mpyeTca octeobnactamm
W aKTMBMPOBAHHbIMK T-numdoumnTamm 1 peanusyeT CBOU
a3ddekTbl yepes cneynduryeckmii peuentop RANK Ha ocTe-
OKnacTax U JEeHAPUTHbIX KreTKax. IToT 3dpdeKT HenTpa-
NN3yeTCcA OCTEOMNPOTErepUHOM, KOTOPbIA CeKpeTnpyeTca
Pa3NNYHBIMU TKAHAMW U OENCTBYET KaK dHAOreHHbIN pac-
TBOPUMBIV PeLenTOPHbIA aHTaroHUCT. OCHOBHbIM MCTOY-
Hukom RANKL ABnAoTCcA oCcTeoumTbl KOCTHOMO MaTpuKca.
RANKL u ero cneunduuecknin peuentop RANK — He Tonb-
KO KJ/IOUEBbIE PErynATOpbl PEMOAENMPOBaHNA KOCTHON
TKaHW, OHW UTPalT TakXKe BaXKHYI0 poJib B MMMyHObMOMO-
rmyeckux npoueccax. OcteoknacTnyeckas pesopbums Ha-
yrMHaeT NpeobnafaTtb Hag MYHepanu3aunen KOMNaKTHOro
BeLLeCcTBa KOCTU U MOXET NpMBOANUTb K obpa3oBaHuio du-
6pO3HbIX KNCT. DMOPO3HO-KMNCTO3HbINA OCTENT — MO3LHEe
KOCTHOE OCJIOXKHEHMe npu crnopaguyeckon popme MITIT,
¢duHanbHOM cTapuelt KOTOporo sBnAeTcA o6pa3oBaHue
TaK Ha3blBaeMblx «OypbIx onyxonen». «bypble onyxonu»
He sBNATCA HOBOOOPA30BaHUsAMM, a MPeACTaBAAIT CO-
60/ OVHOYHbIE WU MHOXECTBEHHbIE OCTEONIUTUYECKUE
YUYaCTKU NMOpaxXeHUs KOCTel B pe3yrnbTaTte ObICTPON noTepu
KOCTHOW MaccChl C 3amelleHrneM KOCTHOTO MO3ra rpaHyns-
unsamm 1 GpubpPo3HOIM TKaHbio [24]. MNpu 3ToM B CTPYKType
KOCTV MOryT ObITb BbIsIBIEHbI 30HbI HEKPO3a C 0b6pa3oBa-
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KNUHUYECKIMI CNYYAW

HUEM KWCT C ONpefensoWwmnmcsa YPOBHEM XUOKOCTH, KPO-
BOM3NMAHUA 1 obbi3BecTBAeHU [25]. TucTonornyeckas
CTPYKTYpa KUCTO3HO-GUMOPO3HbIX U3MeHeHuin npu MIMT
CBOUM CTPOEHMEM M KNETOYHbIM COCTaBOM MOXET Hamno-
MWHaTb TMraHTOKNETOYHbIE OMYXONM M HEKOTOpble BUAbI
capkom [24, 26], noatomy obnAsatenbHa auddepeHumnann-
HaA QuarHoCTMKa C ApYrMMuy IMTUYECKUMN NOpPaKEHNAMUN
CKesleTa, B MepBy0 o4yepeb CO 3/10KaYeCTBEHHbIMU OMYXO-
namu. B npeactaBneHHOM KIIMHUYECKOM Cllyyae nepBoOHa-
YanbHO NpeAnosiaranocb BTOPUYHOE MOPAXeHUe KOocCTewn
BCNeACTBME MapaHeomnIacTMYeckoro npouecca, B CBA3NU
C yem npoBoaunacb cuMHtTUrpadua kocten. besycnosHo,
BbIAIBJIEHHbIE NMPW Hel n3MeHeHna TpeboBanu obasaTtenb-
HOro onpeaeneHns OCHOBHbIX NOKa3aTenen M1UHepPanbHo-
ro 06mMeHa, YTo NO3BONMUIO Obl CBOEBPEMEHHO YCTAaHOBUTb
NpPaBW/bHbIN OMarHos.

MyTauumn B reHe MENT moryT npuBoAnTb K pa3sBUTUIo
rOPMOHANIbHO-aKTUBHbBIX OMyXOnen Apyrux Jokanusa-
uun. B ceolo ouepeb, U3BbITOYHAA CEKpeLus TOPMOHOB
runodu3sa, HaAMNOUYEUYHNKOB, WMTOBULHON >KeNne3bl TakxKe
HeraTMBHO BNINAET Ha KOCTHYIO TKaHb. Y Halwero nauuex-
Ta 10 HACTOALWEro BPeMeHU He BbIABNEHO APYrNX KOMMO-
HEHTOB HaC/IefCTBEHHOro CMHAPOMA, YTO He WCKNYaeT
1 cnopaguuecknin xapaktep mytauum MENT. Tem He meHee
TpebyeTcss AMHAMUYECKNA KOHTPOJSib C OLIEHKOW ropMmo-
HanbHOM GYHKUMM rnnodur3a n COCTOAHNA NOAXKENYL0YHOM
Xenesbl. Takxke, HECMOTPA Ha OTCYTCTBUE HapyLleHui oc-
¢$bOopHO-KanbLMeBOro 06MeHa y pOACTBEHHUKOB 1-1 TIMHMK
POACTBA, PEKOMEHLOBAHO X MOJIEKYNIAPHO-TEHEeTNYECKoe
obcnepoBaHve AnA BbisiBNEHUA 6€CCMMNTOMHbBIX HOCKTe-
nen mytaumn [27]. Yawe Bcero B npefenax ogHoOW ceMbMu
BbIABMIAIOTCA OQHOTUMHbIE MO JIOKANM3aUMM U XapakTepy
MyTaumn [28]. Ho Kaxkabli KNMHUYeCKNA BapunaHT M3OH1
He JaeT foCTaToyHOW MHopMaumMn AnA YeTKoro onpege-
NeHUnA yxe BbiABNEHHbIX MyTauui. CnegoBaTtenbHO, HOCU-
TeNn NopakeHHOro reHa B cemenictee MOH1 gonmxHbl npo-
BEPATbCA NEPUOANYECKN Ha Hanuume ApYyrux onyxonewn,
HETUMUYHbIX ANA KOHKPETHOro CeMeNCTBa, HO TUMUYHbIX
ana M2H1 [29].

Bonpoc o Temnax npupocta MIK nocne ycnewHoun na-
patupeougsktommm B rpynne M3OH1-accounmnpoBaHHOro
MIMT ocTaeTcAa OTKPbITbIM, TaK Kak faHHble B nuTepaTtype
orpaHunyeHbl Hebonbwumu Bbibopkamu [30]. M.L. Brandi
et al. B cBoeM peTpoCneKTVBHOM MCCNefoBaHNN CPABHU-
NN KOCTHO-MMHEpanbHbIi 0OMeEH B AO- U Mocneonepalm-
OHHOM nepurogax B rpynnax nauuentos c MNIMT B pamkax
nogreepxpeHHoro M3H1 (n=133) n cnopagnyeckon dop-
Mbl (n=47). He3zaBncumo ot ¢opmbl 3aboneBaHusa go MNT3
Habntoganvcb nosblweHHble ypoBHY T, 06wero, MoHN3K-
POBaHHOrO KanbLUuA U fe30KCUNUPUANHONMHA, YTO YKa3bl-
BAET Ha aKTUBHble OOMEHHbIe NPOLECcChl B KOCTHOW TKaHMU.
Mpwn 3TOM naumeHTbl 13 rpynnol ¢ MOH1 umenn B npepo-
nepauvioHHOM nepuoge 60siee BbICOK/E YPOBHU KOCTHOM
wenoyHon ¢ocdatasbl (BALP), ykasbiBaowme Ha 6onee
BbICOKYIO aKTMBHOCTb ocTeobnactos: MIMT npu M3H1
24,1+14,1 mkr/n, cnopaguyeckmnn MIMT 17,2+7,4 mKr/n,
p<0,05). C ogHOM CTOPOHbI, HEMNOCPEACTBEHHO MOJSOAOM
BO3pacT nayueHToB ¢ M3H1 mMoXeT 06bACHUTL BbICOKME
ypoBH1 BALP, ogHako aBTOpbl He WUCKAYAT MNpPAMYIO
ponb peduunta MeHUHa. MNpu NMHCTPYMEHTANbHOW OLEeH-
Ke, comnocTtaBMMO C pesynbTaTamu uccnepgosaHun Wang
et al. [31], nayweHTol ¢ MIMT npn M3H1 B cpaBHEHUM
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CO criopagnyeckon popmon nmenmu 6onee H3KMe NOKasza-
Tenn MIK no Z-kputepuio B NOACHNYHOM OTAesne No3Bo-
HOYHMKa 1 WwelKe 6eipeHHON KOCTW, Npu 3ToM obe rpynnbl
He pa3nuyanncb No cpegHUM nokasatenam MIK no T-kpu-
Teputo. CpaBHEHME COBOKYMHbIX AaHHbIX AeHCUTOMETPUU
npu M3H1 go 1 nocne onepayuu nokasano, yto MT3 ynyu-
Wwana MPUPOCT KOCTHOW MacCbl BO BCEX OLEHMBAeMbIX
yyacTkax. BocctaHOBneHne KOCTHOW Macchl y nauyuveHToB
¢ M3H1 6bino 6onee Bbipa)keHHbIM B MOACHUYHOM OTAENE
NMO3BOHOYHUKA (TpabeKynApHasa KOCTb), YeM B Luelike Ge-
OPEHHOW KOCTU (KOpTUKaNbHaa KocTb). CpaBHeHMe npefo-
nepaLMoHHbIX U NOCNEOoNepPaLNOHHbIX NoKa3aTenen aeH-
cMTOMETpUM B NpeactaBneHHbix cnyyaax MNIMT npu M3H1
nokasaJso, YTo cTeneHb ynyyieHusa cHkeHHon MIMK nocne
MNT3 cunbHO BapbMpoBana u 3aBucena oT BPemMeHu, Npo-
Wweawero ¢ MOMeHTa NOCTaHOBKWU AuarHo3a Ao onepauuu.
B mogrpynne naumeHTOB, UMeloLWmnX TAXKENbIN OCTEONOopPO3,
Habnoganca 6onee orpaHuyeHHbI npupoct MIMK nocne
MT3, ocobeHHO cpenu nuL Monogoro Bo3pacTa. BeposTHo,
3TO CBA3AHO C ICXOHbIM «HEe[OCTUXKEHUEMY MNKA KOCTHOMN
maccbl [32].

AHanNorMyHbIN HaweMmy NpuMep TAXKENbIX KOCTHbIX OC-
noxHeHui MIMT B BUAe «bypbix onyxosnen» y NOAPOCTKa
17 net ¢ NMT (yposHu MNTI 896,2 nr/mn, Kanbuus obuie-
ro 12,5 mr/gn (8,6-10,0), KOCTHOW WenoyHon pocdarasbl
6onee 200 Ea/n) onncan M.E. Atabek et al. [33]. leHeTu-
YeCcKoro NccnegoBaHMA He NPOBOAMIOCh, CUHAPOM M3OH1
WCKNoYanca aBTOpaMM Ha OCHOBaHWM WCCefoBaHUA
YPOBHA NPOJSIaKTMHA 1 racTpuHa CbIBOPOTKU KPOBM, AaH-
HbIX PEBU3MNM LIen BO BPeMA XMPYPruyeckoro BMmeLla-
TeNbCTBa — Hanunuve conmMTapHoro obpasosaHus OLLXK.
HecmoTpA Ha OTCYyTCTBME 3HAUMMbIX U3MEHEHWN PeHT-
reHONorM4yeckon KapTuHbl ckeneTa yepes 2 roga nocne
napaTupeonasKTOMMK, MOBTOPHbIX HU3KOTPaBMaTUUHbIX
nepenomoB He Habnwopganocb. [lpur3Haku penapauuu
Y4acCTKOB KMUCTO3HOW NepecTponKn KOCTeN y Hallero na-
LUMeHTa CnycTa yxe 6 MecC nocse XMpypruyeckoro neye-
Hus MIMT no3BonAKT HageATbCA Ha 6GN1aroNPUATHBIN NPo-
rHo3. TemM He MeHee, yUnTbiBaA HanMumMe MHOXEeCTBEHHbIX
0YaroB JeCTPYKLMM KOCTHOW TKaHW U Yyrpo3y naTosioru-
yeckoro nepenoma KocTel, ocobeHHO B 0b6rnacT nNpok-
CMManbHoOro Metasnudusa npaBon 6GonbluebepLoBON
KOCTW, NaUMEHT HY>KaeTcA B fafibHeNleM onepaTnBHOM
nleyeHNn B YCNOBUAX CNeunanm3MpoBaHHOro TpaBMaTo-
JIOTNYECKOTO LeHTpa.
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3AKNIOYEHUE

BbifBNeHME HU3KOSHEPreTNYECKMX NepesioMoB Ha ¢GoHe
KMCTO3HbIX 00pa30oBaHMI CKemeTa B MOJIOAOM BO3pacTe CBU-
LETENbCTBYET NPEXAE BCEro O HEOOXOAUMOCTM UCKITIOYEHNSA
MITIT, B TOM uncne B pamKax HacneacTBeHHbIX dopm. CBOeB-
peMEHHO YCTaHOBJIEHHbIV AMArHO3 1 afekBaTHO NpoBefeH-
HOe XUpYypruyeckoe rneyeHre CroCoOCTBYIOT YNYULIEHMIO
MPOrHO3a B OTHOLLIEHMWU >KN3HU OOJIbHOTO, XOTs BbIPAXKEHHBIN
OCTEONopo3 1 ANUTENbHAA rurnepkanbUueMms B aHamHese
TpebyloT 06A3aTeNIbHON peabnnuTaLmm U KOHTPOJIA 33 COCTO-
AHMNEM KOCTHOW cMcTeMbl U noveyHow GyHKUMKW. [laHHbIN cy-
Yaii npepcTaBnseT 6e3ycnoBHbIA MHTEPEC BBULY KIUHWYE-
cKku arpeccusHoro TeueHus MIMT npy BeprdULMPOBaHHON
reteposurotHon myTtauum MENT. KnuHnyeckasa 3HauMmMocCTb
mMyTauum ¢.1609G>T, p.Gly537Cys (rs587780843) 3asBnsercs
BrepBble, HO TpebyeT yTouHeHnA. Mbl cunTaem, YTo coyeTa-
Hrie MaHudecTtaumm MNIMT B Monogom Bo3pacTe 1 pe3ynbTaThl
reHeTUYeCKoro aHanu3a B Gonbluel CTeNeHN COOTBETCTBYIOT
nposasneHuam cuHgpoma M3H1. MaymeHT oTHOCUTCA K rpyn-
ne pricka peungumsa MIMT nocne onepaTtMBHOro eYeHus, YTo
nofpasymeBaeT 6onee akTVBHYIO TaKTUKY HabnogeHns c pe-
ryNAPHBIM KOHTpONeM nokasatenell $ochopHO-KanbLmeBO-
ro obmeHa. Takke HEOOXOAVIM PEryNsPHbIA MOXM3HEHHBbIN
CKPVIHUHT C LeNblo PaHHEro BbIAABEHWA W IeYeHWA OpYrux
KOMMOHEHTOB Hac/efCTBEHHOro CMHAPOMA. YyacTue MeHrHa
B perynauumn MHOXeCTBa MONEKYNAPHbIX MyTer, B TOM Yncie
cpeau KNeTOK OCTEOTreHHOro pAfa, AVUKTYeT HeOOXOANMOCTb
ero fanbHenwero n3yyeHus. B nepcnekTee 310 MOXeET OT-
KpbITb HOBblE MULLEHW 1A MOJIEKYSIAPHOM Tepanumu Kommno-
HEHTOB CMHAPOMa.

AONOJIHUTENIbHAA UHOOPMALINA

UcTouHnk ¢puHaHcnpoBaHus. lNy6nvkaums HacTosLen paboTbl Nog-
nepxaHa rpaHtom PHO N2 20-75-00077 «XapaKTepuCcTuKa KNeTok OCTeoreH-
HOro pAAa B U30reHHOW MofeNbHON cructeme Npu MyTauum B reHe MENT».

KoHpnuKT nHTepecoB. ABTOpPbI AEKNapupylOT OTCYTCTBUE ABHbIX
M MOTeHUMaNnbHbIX KOHGIMKTOB MHTEPECOB, CBA3aHHbIX C Mybnukauuen
HacTosALWEN CTaTb.

YyacTme aBTOpOB. Bce aBTOpPbI BHEC/IN 3HAUMMBbIV BKNaf B MOArOTOBKY
CTaTby, NPOYNY 1 0JO6PVNIN GMHANBbHYIO BEPCHIO Nepeq nybnmkKaumen.

Cornacme naumenTa. lNayveHTom 6bina nognmcaHa popma NHdopPMK-
POBaHHOrO coracusa Ha MybnnKaumio NepcoHanbHON MeANLIMHCKON NHGOpP-
Maumn B 06e3nnyeHHomn popme B >KypHarne «[1pobnembl SHIOKPUHONOrN».
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