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OCTEOMANAUNA B MPAKTUKE SHAOKPUHOJIOIA: 3TUOJIOIT A, MATOTEHE3,

ANOOEPEHUMANIbHAA ANATHOCTUKA C OCTEONOPO30M
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OcTeonopo3 — Hanbosiee pPacnpPOCTPaHEHHAsA NPUUYUHA HU3KOW MUHepasibHOW MAOTHOCTU KocTu (MIK) 1 BO3HUKHOBEHUS
HM3KOTPaBMaTUYHbIX MEPenoMoB y B3pocsibix. OfgHako npu npoBeaeHny guddepeHLmanbHON ANarHoCTUKA C APYruMy Me-
Tabonmyeckumm 3aboneBaHMAMN CKenleTa HeOOXOAUMO TakKe YUUTbIBaTb ApYrue BO3MOXKHblE MPUUYUHBI CHUKeHUA MIIK,
B TOM YMC/le OCTEOMANALMIO, MOCKOJbKY CXEeMbl IeYEHUA NMPU AaHHBIX COCTOAHMAX OyayT 3HauMMO pasnuyaTtbea. Octeoma-
NAUMA — CUCTEMHbIV NATONOMMYECKUIN MPOLIECC, XapaKTePU3YIOWNNCA CHUMKEHMEM MPOYHOCTM KOCTHOM TKaHW B pe3ynbrarte
N36bITOYHOIO HAKOMNEHNA HEMMHEPANTM30BAaHHOTO OCTEOUA M HECOOTBETCTBUEM Mexy 0O6pa3oBaHeM KOCTHOrO MaTpUK-
ca u ero MMHepanusaumein. Hambonee yacto octeomanauma y B3poC/iblX pa3BrBaeTCA BC/IEACTBUE BblpaXkeHHOro geduruuta
BuTamuHa D nioboii sTmonornm, pexe — Ha poHe NaTonorMn NoYeK, MeseHxXMasbHbIX OMyXOMen, CeKpeTUpyLWrX pakTop
pocTta ¢pubpobnactoB 23, HaClIeACTBEHHbIX METaboIMYecKUx 3aboneBaHUn ckeneta. KnuHnyeckue cMMNTOMbl OCTEOMans-
UMM HecneumdmnyHbI, MPOABNAITCA reHepannm3oBaHHbIMK AndOY3HbIMM 6ONAMYM B KOCTAX, MbILIEYHON CTaboCTbio, CKeneT-
HbIMK fedopPMaLMAMM 1N YaCTO OCTAKOTCA He3aMeUYeHHbIMU Ha HayanbHoW cTaguy 3aboneBaHus. lMctomopdomeTpuyeckoe
nccnefoBaHue ABNAETCA Hanbonee TOYHbIM METOLOM AJ1A YCTAaHOB/IEHNA AUarHo3a ocTeoManaumm, No3BoNALWMM OLEHNTb
CKOPOCTb KOCTeobpazoBaHmA U Kanbundukaumm. OCHOBHbIMM 3adayamMu NpU IeYeHn ocTeoManaumnm 6o sTrnonormm
ABNATCA yCTpaHeHne fgeduumTa BuTammnHa D, rmnokanbumemun, runopochatemuu, npefoTepaLleHne NporpeccnpoBaHmns
nedpopmMaLmin KOCTEN Y MbILIEYHOWN TMMOTOHMWM.

KJTKOYEBBIE CJTOBA: runokanbuuemus; runodpocharemus; Butammt D; dakTop pocta ¢prbpobnactos 23; MUHEpanu3aLus; ocTeonopos;
ocTeomansyys.

OSTEOMALACIA IN PRACTICE OF ENDOCRINOLOGIST: ETIOLOGY, PATHOGENESIS,
DIFFERENTIAL DIAGNOSIS WITH OSTEOPOROSIS
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Osteoporosis is the most common cause of low bone mineral density (BMD) and low-traumatic fractures in adults. However,
differential diagnosis should also consider other causes of decreased BMD, including osteomalacia, as treatment for these
conditions vary significantly. Osteomalacia is a systemic disorder characterized by decrease in bone strength due to
of excessive accumulation of non-mineralized osteoid and uncoupling between bone matrix formation and mineralization.
Osteomalacia in adults mostly develops due to severe vitamin D deficiency of any etiology, less often — along with kidney
pathology, mesenchymal tumors secreting fibroblast growth factor 23 or hereditary metabolic bone diseases. Clinical
symptoms of osteomalacia are nonspecific and mostly manifest by generalized diffuse bone pain, muscle weakness,
skeletal deformities and often go unnoticed at initial stage of the disease. Histomorphometric examination is the most
accurate method of the diagnosis, which allows assessment of bone formation rate and calcification. The utmost priority
of the treatment of osteomalacia of any etiology is the elimination of vitamin D deficiency, hypocalcemia, hypophosphatemia
and prevention of bone deformities progression and muscle hypotension.

KEYWORDS: hypocalcemia; hypophosphatemia; vitamin D; fibroblast growth factor 23; mineralization; osteoporosis; osteomalacia.

BBEAEHUE CTBYeT Pa3BUTMIO BTOPUYHBIX Aedopmaunii U nepesioMoB
kocten [1].
KocTHble MrHepanbl 06pa3yloTca ManbiMy HECOBEpLLEH-

HbIMU TiAPOKCManaTuTHbIMU Kpuctannamu [Ca, (PO,) (OH) 1.

OcTeomansaumsa — cuctemHoe 3aboneBaHne CKeneTa, Xa-
paKTepusylolleeca HapyLIeHeM MUHepanusauum unm ge-

beKTHOM MVHepanu3auren BHOBb 06Pa3OBaHHOIO KOCTHO-
ro MaTpuKca y B3poc/bix. B otnuume ot octeonoposa, npu
ocTeoManAUunnN Ha I'IepBbIﬁ NnaH BbICTynaeT 136bITOYHOE Ha-
KoMsieHne HeMuHepanvM3oBaHHOrO ocTeoupa, YTo cnocob-
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Ina noSIHOUEHHOW MWHepanu3auun KOCTM HeobXoauMmbl
Kanbumi, pocdat n wenouHas docoarasa (LLUD). 3ToT npo-
Lecc Hapywaetca npu geduuute ButamuHa D, CHMXeHWK
BCACblBAHMA KanbUMA B KUIIEYHMKe, runodpocdaremmy,
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MyTauum B reHe ALPL, kopupymowem Hecneunpuyeckmn
TKaHeBol u3odepmeHT LD (tissue nonspecific alkaline
phosphatase, TNSALP). XapakTepHbiM Mpr3HaKom Hepo-
CTaTOYHOU MUHepanu3auumu npu Groncum KoCTu ABNSAETCA
MOBbILLIEHHOE COAEPXKaHMEe OCTEOUa — HOBOCUHTE3VPOBAH-
HOFO HEMUWHepPanM30BaHHOIO KOJlareHa Ha MOBEPXHOCTU
KocTn. Hanbonee Bblpa)keHHasi HelOCTaTOYHas MUHepa-
nusauma oTMmeyaetcs npu runodocdartasny, YTO CBA3AHO
c nonHbim oTcyTcTBUEeM TNSALP [2].

KNMHNYECKUE NPOABJIEHUA OCTEOMANALUNUN

JunarHoctuka octeoMansiuum B GOMbLUMHCTBE CllyYaeB
ONMpPaeTCa Ha pe3ynbTaTbl KIUHUYECKUX, N1abopaTopHbIX
VI PEHTIEHONOrNYeCKMX nccnegoBaHnin. B 1o e Bpemsa cxog-
CTBO CUMMTOMOB OCTEOMANALMY C APYTUMI METAabONINYECKU-
MW OCTEONATUAMY, @ TAKXKE C COCTOAHUAMU, HE CBA3AHHbIMU
C NaToNIOrMel CKeneTa, HepefKo 3aTPyAHAET AMarHOCTUKY
(tabn. 1).

Mcxons 13 KNMHUYECKOW KapTuHbI 3aboneBaHus, pas-
nuuat ase ¢Gopmbl ocTeoManAuMm - 6eCcCMMMITOMHYHO
n maHndecTHyo. beccumntomHas dopma xapaktepusyert-
CA OTCYTCTBMIEM OYEBUIHbLIX MPU3HAKOB U Kanob, ofHaKo
Mo pe3ynbTaTaM PEHTFEHOBCKUX NCCIIeOBaHNI BbISIBNAETCA
CHUXeHMe M1HepanbHOM NAoTHOCTK KocTy (MITK) [3].

OpHoM 13 OCOBEHHOCTEN KIMHUYECKOrO MpPOABIEHNA
MaHUPeCcTHON GOopPMbl OCTEOMANALMUN ABMAETCA BblPAXKEH-
Has MbllleyHasa cnabocTb, oOycnoBneHHaa AeduunTOM
Kanbuua nnu ¢ocdpopa, NPUHUMAILLMX HEMOCPEACTBEHHOE
yJyacTve B nepefaye HEPBHO-MbILLEYHOFO MMMYNbCa, a Tak-
e BblpakeHHbIM fedpuLmTom BuTaMmuHa D [4, 5]. MblweyHas
CnabocTb, XapakTepHasa Ansa MaHUPeCTHON GpopmMbl OCTeo-
Manauum, onpepenseT HapyLleHre NOXOAKN, KOTopasi onu-
CbIBAeTCA OOMbHBLIMM KaK «BaTHas». «YTUHaA NMOXoAKa» npu
xopbbe BCNeacTBrie MbILLEYHOW FTMIOTOHUN U aTpodum AB-
NAETCA CepPbe3HbIM KIIMHUYECKAM MPU3HAKOM, MO3BOJIAI0-
MM 3aM0of03pUTb ANArHO3.

leHepanu3oBaHHble AnMdPy3Hble 60NN B KOCTAX, ABNSA-
olmMeca CNefCcTBYEM PACTSKEHUSA HAAKOCTHWLbI Mpu fe-
dbopmaumm KocTei, 0COGEHHO B MOACHUYHOM OTAENe NO3BO-
HOYHWKA, KOCTAX Ta3a U HUWKHMX KOHEYHOCTAX, — elle OfHa
pacnpocTpaHeHHas anoba 60nbHbIX MaHubecTHON dop-
MOW ocTeomansuuu. MNpn ocMoTpe BbIABAAETCA GONE3HEH-
HOCTb NP Nanbnawnm B 30HaX NPOEKLMI KOCTEN, UCKpUBIe-
HWUA MO3BOHOYHMKA, AepopMaLun rpyaHON KIETKU U Ta3a,
0COBEHHO NPU ASINTeSIbHOM TeUeHUM 3aboneBaHus [3].

STnonornyeckas Knaccuoukaums ocTeoMansauumn
Y B3POCJIbIX 1 OCHOBHble JlabopaTopHble Npu3Haku andode-
peHUManbHOM ANarHoCTUKN CBefleHbl B Tab. 2.

Tabnuua 1. JuddepeHumanbHasn LMarHoCTUKa OCTEOMANALM

OCTEOMANALMA, CBA3AHHAA C AEOULUTOM
NOTPEBAEHUA BUTAMUHA D U KANbL A

Hanbonee uyacto ocTeomanauus pas3BMBaEeTCA BCsien-
cTBME BblpakeHHoro geduumta ButamuHa D (<10 Hr/mn)
no6ON 3TNOMNONK, a TaKKe HapyLIeHU ero MeTabonusma,
YTO MPUBOAUT K CHUXKEHUIO abcopOLmmn KanbLmsa B KulLey-
HUKe 1 CONPOBOXAAETCA MOCTOAHHOM UM TPAH3UTOPHOM
rmnokanbuuemmen [6]. Ha cerogHAWHWMA eHb HeQOCTaToOu-
HasA ob6ecrneyeHHOCTb BUTaMUHOM D xapaKTepHa AJ1a OCHOB-
HOW MAcCbl HaCeNeHUs yMePEHHbIX reorpapuyecKmx LWnpor,
a B HEKOTOPbIX CTpaHax aebuumnT BuTammnHa D npu3HaH naH-
AEeMMNYECKUM COCTOAHUEM.

Mpy HopMmanbHOM GYHKLUMOHUMPOBAHUM MOYEK rUMo-
Kanbunemus, obycnosneHHasa gedrymutom Butamuna D, B oT-
nnymre oT rMnonapaTnpeosa, conposoxaaeTca runopocda-
TEMUEN 1 YBEIMYEHHBIM MOYEYHbIM KIMPEHCOM pochaToB.
MopobHoe yBenuuyeHne knupeHca ¢ocdatoB - npAmoe
CcneacTBue KOMMEHCATOPHOro (BTOPUYHOMO) runepnapatu-
peo3a (BITIT) BcneacTeme runokanbLUneMmyeckomn CTuMyns-
LUumM cekpeummn napatmpeongHoro ropmona (MTT), akcnpec-
cum reHa MTT 1 nponudepaLmn KNeTok OKOMOLWUTOBUAHBIX
xene3s (OWX) [7]. OnpepeneHve copepxaHus ¢ocdartos
n MTT B cbIBOPOTKE KpPOoBU Heobxoaunmo ana anddepeHumn-
anbHOWM AMArHOCTVKM MOAOOHBIX HAPYLUEHWIA C runonapa-
TMpeo3oM. B ceoto ouepepb, BITIT npmBogut K ycuneHHon
MOGUNM3aUNN KanbLMA U3 KOCTEW, MOBbILIEHHOW peabcopb-
LMK KanbLUms B NMOYKaX 1 yBENNYEHMIO TMAPOKCUIVIPOBAHNA
25(0OH)D B 1,25(OH)2D3 Ta-rugpokcunason (CYP27B1). Bbl-
pakeHHbI gepununt ButammHa D (<10 Hr/mn), Kak npaBuso,
COMPOBOXAAETCA HU3KUM YPOBHEM 1,25(OH)2D3, Torga Kak
Ha ¢oHe ymepeHHoro geduuuta ButammHa D (<20 Hr/mn)
ctumynauma CYP27B1 nog gencteuem [Tl moxkeT npuBo-
OVUTb K HOPManbHOMY WX [a)ke MOBbIWEHHOMY YPOBHIO
1,25(CH),D, [8].

B nogaenaowwem 60NbLUMHCTBE CJlyYaeB OCTEOMANALMS,
pa3BuBaoLWanca B CBA3M ¢ geduumtom BuTammHa D, npo-
TeKaeT 6e3 KIMHMYECKON CMMMTOMATUKW N NMPOSBAETCA
NPOKCUMANIbHON MUoNaThen 1 6ONAMU B KOCTAX, OAHAKO
[aHHblE CUMMTOMbI MOTYT ObITb HEAPKMMU M YaCTO OCTAOTCA
He3aMeUYeHHbIMI Ha HaYyanbHOW CTagum 3aboneBaHus.

NHTepecHo, 4To Cnyyan pasBUTMA paxmTa y geTen Kak
BCcneacTeue geduumta BUTamuHa D npu agekBaTHOM Mo-
CTyMNIEHUU Kanbuus, Tak v npy gedbuuute Kanbums B yCo-
BMAX JOCTATOYHOWN 06ecneyeHHOCTN OpraHn3mMa KoJeKasb-
undeponom [9] onmncaHbl BO BCEX CTPAHAX MUPA, TOFAA Kak
y B3pOC/bIX OCTeOManAuua, CBA3aHHasA TONMbKO C HeJoCTa-
TOYHbIM NOTPEeGNEeHNEeM KanbLmsa C NPOAYKTaMU MUTAHMS,
He OTMeyasnach. VI3BeCTHO, YTO orpaHuyeHne noTpedreHns

CumnTombl

3a6oneBaHus

CHuxxeHune MIK
CkeneTHble gedopmauunm
bonb B KocTax
MblweyuHan cnabocTb

MNosbiweHune O

OcTeonopos, peHasbHasA oCcTeoANCTPOodMsA, NEPBUYHBIN rMNepnapaTupeos
OcteoxoHapogauncnnasum, runodocdarasna
PeBmaTnyeckaa nonvMmmnanrusa, aHKUIo3mpyoLnin CNoHANNoapTpos3, rnnodocdarasns
HepBHo-MbilweyHble 3aboneBaHnA

MepBrYHbIV rMNepnapaTupPeos, peHasbHan 0CTeoANCTPOGUA, KOCTHbIE MeTacTasbl
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Tabnuua 2. dTronornyeckas Knaccrdrkaums ocTeoOMansaLMm y B3poCibiX M OCHOBHble TlabopaTopHble Npri3Haky AnddepeHunanbHOM AnarHoCTKm
(apanTuposaHo 13 [68])

Ca*  ®ochop 25(0H)D 1,25(0H).,D, NI  fApyroe

MnokanbuneMus (NPUYKNHDI, CBA3aHHbIe C BUTaMUHOM D)

Hedununt ButammnHa D
(Hedocmamoy4Has UHCONAYUS, CUHOPOMbI

maneabcopbyuu, 8 MoM Yucsie y nayueHmos nocsie l l 1 T/N/L T
b6apuampuueckux onepayuli, HU3Koe cooepxaHue

sumamuHa D e nuwe)

MaTtonoruna neyexHn l l l l N/1T
MaTtonoruna nouek l T N/{ l T
ButamuH D-pe3ncTeHTHbIN paxuT n ocTeoManaumsa

7N | (HapyweHue 1a-2udpoKcuIupo8aHua 1 1 N 1l T
25(0H)D)

Butamun D-pe3ncTeHTHbIN paxuT n ocTeoManaumsa

Tun Il (pesucmeHmHocme opzaHos-muweHeti 1 1 N T T
k 1,25(0H),D,)

Mnodocdaremus, cBsizaHHaA ¢ U36bITouHON Npoaykumein FGF23

AyTOCOMHO-AOMUMHaHTHaA runodocdatemus
1 ocTeoManauma (MoyYKko8sie MUcceHc-Mymayuu N/ l N 1 N/1T T FGF23
8 2eHe FGF23)

AyTOCOMHO-peLiecCMBHbIN runopochaTemmnyecKuin
paxuT 1 octeomanauma (mymayuu 8 2eHe DMP1)

N/ 1] N 1 N/1 T FGF23

X-cuenneHHbIN JOMUHAHTHbIN
runodocdateMnUUecKnin paxuT (Mymayuu 8 2eHe N/L 1 N 1 N/T T FGF23
PHEX)

OcTteomanauua, MHAYLMPOBAHHAA OMYXOJlbio
(cekpeyusa FGF23)

CuHgpom Mak-KbtoHa-Onbpaiita—bpariuesa
(nonnocTto3Haa ¢pMbpo3Haa Ancnnasus) N l N l N/1 T1 FGF23
(mymauyuu e 2eHe GNAS)

N/4 1 N 1 N/T 71 FGF23

KoxHo-ckeneTHbI rmnodochateMmyeckuin
CYHAPOM, UK 3NAePManbHbI HEBYC-CMHAPOM N/4 il N 1 N/T T FGF23
(mymauyuu 8 2eHax RAS-uenu: HRAS, KRAS, NRAS)

Mnodocdaremus (Apyrve HapyLieHus, NpuBoAALLMe K CHIKeHuto pocpopa)

HacnencTBeHHbIN peLecCcUBHbIN

runopocdateMmuecknii paxmT fCant
C rmnepKanbunypuen (mymayuu e 2eHe SLC34A3 N ! N f N dochop

. B Moue
(NaPi-lic))
MNotepa ¢ocdopa c moyoin
(X-cuenneHHobll peyeccusHsili
2unogocgpamemuydeckuli paxum

. N il N N N
c 2unepkansyuypuel (6onesHs [JeHma),
cuHopom QAaHKOHU, OmpasJsieHue MsaxesnbiMu
Memasniamu, ompasseHue Kaomuem)
MN36bITouHOE NOTpebneHne aHTaLUngoB N l N T N
Tokcnueckasa octeomanauns
OTopunabl N N N N N
AnoMUHWIA (NapeHTeparnbHO) N N N 1 N
NmaTnHab 1 1 1 N T
[pyrve npuuunHbI ocTeoMansaLun

lmnodocdatasusa (B3pocnasa popma) N N N N N o
MeTabonuyeckun aungos N N 1
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Kanbuus C nuwen BefeT K yBennyeHuio 3GGeKTMBHOCTU
abcopbuumn Kanbuusa B KULLEYHUKE BCNEACTBME aKTMBaLUK
cekpeuumn [T, KoTopbIN, B CBOKO ouyepefdb, UHAYLMpPYeT
cvHTe3 la-rupgpokcunasbl (CYP27B1) B MpOKCMManbHbIX
M3BUTBIX M MPAMbIX KaHasbLax MovyeK C nocieayowmm ob-
pa3oBaHnem 1,25(OH)2D3 [10]. Buonornyeckoe pencreue
1,25(OH)2D3 OMnoCpefoBaHO yepes3 AaepHble peLenTopbl
BuTamnHa D (vitamin D receptor, VDR) [11]. Bsanmogen-
cteue VDR c 1,25(0H),D, npusoaut K runepdochopunm-
poBaHui0 Gefika C nocnegywyMn KoHGOPMaLUOHHbIMU
n3meHeHnsamun [12, 13] n aktmBaumen VDR Ha anuKkanbHoM
MeMbpaHe KNeTOoK KULLeYHrKa. B pesynbTtate nHayumpyetcs
SKCMPECCUsi TeEHOB BbICOKOCENEKTMBHBIX KallbLMEBbIX Ka-
HanoB TRPV6 (transient receptor potential cation channel,
subfamily V, member 6, TRPV6), reHOB KanbLuii-CBsA3bIBaLO-
wux 6enkoB (kanbbuguH D28k, kanbbuauH D9k) n gpyrux
reHOB, Y4YacCTBYIOLMX B TPaHCLUEIONAPHOM TpaHcnopTe
Kanbuua C ero nocnegyollen abcopbumeln B KULLEYHKKE
[13-15]. Kpome Toro, MNTI coBmecTHO ¢ 1,25(OH)2D3cmmyn|/|-
pytoT peabcopbLmio KanbLus B MOYEYHbIX KaHasbLaX, He3a-
BMCUMO OT KOHLEHTPAUMKX KanbLuua B KyboukoBom ¢usib-
TpaTe, YMEHbLIAT €ro 3KCKPeuuio C MOYOW, TEM CaMbIM
YBENMUMBasA BHEKJIETOUHYIO KOHLEHTpaumio. DToT 3dpdekT
YCUNIIBAeTCA MOBbILLEHHbIM BbIAE/IEHVEM KalbLUA-CBA3bI-
BaloLWMX 6enkoB — KanbbuanHa D28k n kanbbuauHa DIK,
Kotopoe ctumynupyetca 1,25(0H).D, [14]. Peabcopbuusa
KanbLua TakXe HanpsMyl YCUIVMBAETCSA Mpu Nobon TeH-
OEHLUMM K TMMOKanbLUeMUN, KOTOPYIO YNaBiaUBalOT Kajb-
uun-yyscTBuTeNbHble peuenTtopbl (CaSRs) ¢ nocnegyowen
mMogynAaumen cuHTesa n cekpeuyum MTI. Banadne HepgocTat-
Ka KanbuuA B paumoHe cOoKpaliaetca npumepHo Ha 15%
3a CYET BbICBOOOXKAEHWSA KallbLMA N3 KOCTHOWN TKaHW B OTBET
Ha pencteue MTT n 1,25(OH)2D3. B pesynbrate onumcaHHbIX
roMeoCTaTMYeCKNX MEXaHU3MOB Y NOAEN C HeJOCTaTOYHbIM
noTpebneHnemM KanbLuns COXPAHAIOTCA OKONOHOPMasbHble
YPOBHV OOLLEr0 Y MOHN3UPOBAHHOTO KasbLUs B CbIBOPOT-
Ke KpOBW, OQHAKO MPUCYTCTBYIOT yBeNMUYeHHasa abcopbuumsn
Kanbuma B KMLIEYHVKE, NMOBbILEHHAA pPe30pouUnsi KOCTHOM
TKaHU 1 NporpeccrpyoLlas OCTeoneHus, NoBbILLEHHasA pe-
abcopbuus Kanbuma 1 CHXeHHan peabcopbumsa docdatos
B MOYEYHbIX KaHanbLax, H13Kas 3KCKpeuns Kanbuusa v no-
BbllLEHHAaA KCKpeLus G¢ochaToB C MOUYON, a TAKXKe BblCOKas
KoHueHTpauusa [Tl B CbIBOpOTKE KPOBW.

OCTEOMANAUMNA BCNEACTBME HAPYLUEHNA
rMAPOKCUNIMPOBAHUA BUTAMUHA D B MEYEHU

C KIMHNYECKOW TOUKW 3PEHUSA, BbIPAXKEHHDbIN Aebuuunt
BUTaMuHa D, BO3HMKawLWMi BcneacTsmne 3aboneBaHuns ne-
YeHU, BCTpeYaeTca peako, NOCKONbKY CTeneHb AeCTPYKUUn
neyeHy, HeobxoaMMas ANA HapyleHUs TMAPOKCUIMPOBA-
Hua ButamuHa D B monoxeHunn C25 ¢depmeHtom CYP2R1
¢ obpaszoBaHuem 25(0OH)D, HecoBmMeCTUMa C JONTOCPOYUHbIM
BbKMBaHMEeM. OnucaHbl CembM, y KOTOPbIX KIMHMYeCKne
1 Grioxummnyeckme MPU3HAKM yKasblBany HAa HACNefCcTBEH-
HbI gedeKkT 25-rugpokcnnupoBaHus [16-18]. OgHako re-
HEeTMYEeCKU aHaNn3 HEPOACTBEHHbIX MeXay cobon nogen
He NO3BONWJI BbIAABUTb MyTaLMM HM Ha KOQUPYIOLWEM YyacT-
Ke, H/1 B TouKax cnnancunra reHa CYP2R1 [19]. MonyyeHHble
[aHHble B COBOKYMHOCTU C HAabNIOAEHNAMY, COMNTACHO KOTO-
pbiM 0cobu mbiwein ¢ reHotunom Cyp2r1” umenu cHuxe-
Hue ypoBHa 25(0OH)D Tonbko Ha 50%, yKa3bIiBaloT Ha TO, UTO

CYP2R1 - He eAUHCTBEHHBIN pepPMEHT, CMOCOOHbIN OCYyLLeCT-
BNATb 25-rmapokcunmposaHue Butammnna D [20].

NATOTEHE3 OCTEOMANALUN NPU 3ABOJIEBAHMNAX
MNOYEK

PasnuyatoT ABe rpynnbl 3aboneBaHnii NoYek, OKa3biBalo-
LWMX CYLLECTBEHHOE BNIMAHME Ha COCTOSIHME KOCTHOW TKaHW:
XpOHUYeckasa 6onesHb nouek (XbBI) n 3aboneBaHus, cBs-
3aHHbIe C NPerMyLLEeCTBEHHbIM MOPaXeHNEeM KaHanbLeBbIX
byHKUMI noyek, — cuHgpom e ToHn-Lebpe—-DaHKoHW, pe-
HanbHbI TyOYNAPHBIN aungos.

KoHeuHbI 3Tan akTuBaumm BUTammHa D — rugpokcu-
nuposaHmne 1a-r’MgpoKCUIa3on B 1,25(OH)2D3 B MPOKCU-
MasbHbIX U3BUTbIX KaHanbLax novek [21]. Mpu xpoHuye-
CKOI 6OMe3HN NMOYEeK HapyLIATCA BCE 3BEHbA PErynsaymm
MMHEPaNbHOIrO OOMeHA, NPOABAAIOWMECA YXKE HAa PAaHHMX
cTagmax 3aboneBaHNA CHUKEHMEM CUMHTE3a KanbUWUTPUO-
na, KOHTPOJIMPYIOLErO aKTVBHYIO peabcopbumio Kanbuus
B KULLIEYHUKE, YBENUUYEHUEM npoaykumm dbaktopa pocTa
¢dmbpobnacto 23 (fibroblast growth factor 23, FGF23),
B HOpMe npegynpexpawowero passutve runepdocoa-
TEMMWM, MOBbILIEHNEM 3SKCMPECCUN TEeHOB CKJIepPOCTMHA
n Dickkopf-1[22, 23].

MNepBuyHoe nosbiweHme FGF23, cHMKatoLwee akTMBHOCTb
Ta-rmapoKcunasbl, ABNAETCA OCHOBHOWN NpuunHON aeduun-
Ta KanbLTprOna, Nnpefonpeaenss B AabHenLWem pa3suTme
KOCTHO-MMHepasibHbIX HapyLleHni y 6onbHbix XBI [24]. Mpu
HopMasibHOM ypoBHe ¢ochopa B CbIBOPOTKE KPOBU CUMHA-
nom ana ycuneHuna npogykumn FGF23 BbicTynaeT BHyTpu-
KNeTouHbln pocdaTt, a TakKe HakonneHve docdarta B NpokK-
CUMarnbHbIX KaHasbLax novek. NockonbKy nageHue crHTesa
a-Klotho, BbisiBnsiemoe faxe y 6onbHbix ¢ XbI1 | ctaguu, one-
pexaeT nosbiweHue FGF23, nmeloTca ocHOBaHUA Npegnona-
ratb, yto fedunuut Klotho ABnseTca nepBUYHBIM COObITUEM
B Pa3BUTMU peHarnbHol ocTeoauctpodum [25, 26].

Ha paHHux cTagusix 3abonesanus nouek (XbI Il cragun),
elwe B OTCYTCTBME M3MEHEHWN noKasaTenen MUHepasibHO-
ro obMeHa Mnop BAUSHMEM MPOBOCMANNTENIbHbIX LIUTOKN-
HOB, TpaHcpopmMupytoLlero dakTopa pocta-f (transforming
growth factor beta, TGF-f3), TokcMHOB (MHOOKCKUN cynboda-
Ta), YCUINBAETCA SKCMPECCUsi CKepoCTUHa B OCTeoumTax
1 MOBBILIAETCA €ro YpoBeHb B CbIBOPOTKE KPOBW, Bbi3blBas
HapyweHuna Wnt-CUrHanbHOro nyTv, YTO TOPMO3UT CO3pe-
BaHUue n gnddpepeHLMpPOBKY OCTEOONACTOB, HO UHTNOMpPYET
npogykuuio MTT [27]. OpHOBpemeHHO pa3BuBaeTca fedu-
unT a-Klotho n ycnnusaetca cekpeunsa FGF23 octeoyutamu
1 octeobnactamu, npegynpexgas runepdocdaremuio [24].
Mo mepe nporpeccuposaHna XbIN npeogoneBaeTca NHIK-
6upytowee BnusaHue FGF23 Ha cekpeuuto MTT u nosbiwa-
etca yposeHb Dickkopf-1 n SFRP1 (secreted-frizzled related
protein 1) B cbiBOpoTKe 60nbHbIx [28]. Mpy 3TOM NpogyKuus
cKknepocTMHa cHuxaeTcs, a Dickkopf-1 ycyrybnsaer Hapy-
weHus Wnt-CUrHanbHOro NyTu U MUHEPANM3aLUmio KOCTHON
TKaHW, UTO B UTOore nHayumnpyet passutue BITIT [27].

CuHgpom ae ToHn-Lebpe-MaHKOHW — reHepann3oBaH-
Has MpoKCUManbHaa TyOyrnonaTvA, XapakTepusyolwasacs
HeceneKkTMBHbIM AepeKTOM CCTEM TPaHCMopTa U peabcop-
OUMM aMUHOKMCIIOT, MoKo3bl, dochaToB, GMKapOOHATOB,
MOUYEBOW KNCNOTbI, LUTPATOB, OEIKOB C HU3KOI MOMNEKYNAp-
How maccon [29]. Mpu JaHHOM CUHAPOME KanbLUWiA, MarHUM,
HaTpUN, Kanuin 1 Boda TakXKe dKCKPETMPYIOTCA B OOMbLLIOM
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KonmyectBe. Pa3nmyaloT HacnefCTBEHHblE U MPUOOpPETEH-
Hble BapUaHTbl JaHHOTO 3a00NeBaHNMA.

MpuobpeTeHHbIn cuHgpom DaHKOHW BO3HWKAET npwu
OTPAaBNIEHVM COMSAMM TAXENbIX METANOB (CBUHEL, Kaj-
MU, PTYTb), TOKCMYECKOM BO3AENCTBUM NEKAPCTBEHHbIX
CPeAcCTB, PasNYHbIX XMMUKATOB, COeAWHEHWI, NpuBoasA-
WUX K MOBPEXAEHUIO MPOKCUMANbHBIX KaHamnbLeB Moyek
U, KaK CNIefiCTBUE, CHUXKEHMIO peabcopbuun pocdaTos v no-
BblleHHON notepe docdopa ¢ moyon [30]. PazBmBalowianca
runodocdateMus HapyLIAET HOPMaNbHYO MUHEPANN3aLMIO
KOCTHOW TKaHU, a MeTabonnyecKuin aungo3s npuBOAUT K CHU-
XeHuno akTnBHocTh LLD. Kpome Toro, y 605IbHbIX CUHAPO-
Mom DaHKOHU HepenKo HabnogaeTca OTHOCUTENbHOE CHU-
XeHue ypoBHA BUTamuHa D B cbiBopoTKe Kposu [31].

PeHanbHbIN TyOYnApHbIN aungos — elle ofHa rpynna Ka-
HanbLieBbIX 3a00MeBaHMI NOYEK, AN KOTOPbIX XapaKTepPHO
HapyleHne peabcopbumn brkapboHaTa, cekpeunn BOfO-
pPOAOHbIX MOHOB WM covyeTaHue oboumx pedekTtoB. Bcneg-
CTBME HapylleHna peabcopbuuu 6uKapOOHATOB B MPOK-
CUMaNbHOM KaHanble, 6rkapboHaTypua pa3BrBaeTca Npu
HOPMasnbHOWN KOHLEHTpaLuumn 61kapboHaToB B Ma3me Kpo-
BV, UTO NPUBOAUT K MeTabonnyeckomy aumaosy, HeCMoTps
Ha COXpaHHble MEeXaHM3Mbl AMCTANbHOW CEKPeunr MOHOB
BogopoAa. Kak TONMbKO KOHLEHTpauua mniasmeHHbIX 6u-
KapbOOHATOB CHUXKAETCA HUXKE MOPOroBOro 3Ha4YeHus], Npo-
¢bunbTpoBaHHbIe 6GUKapPOOHATBHI HAYMHAKOT MONTHOCTBIO pe-
abcopbuposaTbca [32]. Co CTOPOHbI KOCTHOWM TKaHM TaKXe
OTMEYAIOTCA M3MEHEHMSA MO TUMY PaxmTa y feTelN U OCTeoMa-
NALMM Y B3POCIIbIX.

OCTEOMANAUMNA HA ®OHE TMMOOOCOATEMUN

KoHueHTpauma ¢ochaTtoB B CbIBOPOTKE KPOBU perynu-
pyetca HaTpuir-3aBUCUMbIMKA KoTpaHcnoptepamu NaPi-lla
n NaPi-llc, akcnpeccnpyembiMy B MPOKCUMArbHbIX NoYey-
HbIX KaHanbLax. CHUXXeHMe KaHasbLeBoWn peabcopbuuny,
Hanpumep, Npu NaToNorMyeckomM nosbiweHnn yposHA MTT
B CbIBOPOTKE KPOBU Ha GOHE NepBMUYHOIO U BTOPUYHOTO
runepnapaTtnpeosa, npu MTInl-cBA3aHHOW/3aBUCMON -
nepkanbLmeMun Ha GoHe 3/10KaueCTBEHHbIX OMyXoJiei Co-
npoBoXxaaeTca pa3sutuem runodpocparemmm.

Jpyrve npuuvHbl HapyweHus peabcopbummn pocdatos
B MOYEYHbIX KaHanbLax BKOYAOT OCMOTUYECKUI ANypes,
CBA3AHHBIN C MJIOXO KOHTPONUPYEMbIM CaxapHbIM Aunabe-
TOM, a/IKOrOfIM3MOM, FMepanbgoCTEPOHN3MOM U BO3AeN-
CTBMEM pAfa NpenapaToB Wy TOKCUHOB, TaKMX KakK aLeTta-
3onamug, ndocdamng, BbICOKME [03bl MTIOKOKOPTUKOWIOB,
UnCnnaTuH 1 gpyrue.

HeckonbKo pexe NpuYmMHON OCTEOMANALNN Y B3POC/bIX
cTaHoBUTCA runepnpopykuna FGF23. Ananm3 cuenneHus
y NOABEPKEHHDbIX 3a00N1E€BaHNI0 POACTBEHHUKOB MO3BOMUI
BbIABUTb MyTauuio reHa FGF23 Kak OCHOBHYIO NPUYMNHY ay-
TOCOMHO-JOMUHAHTHOW runodocpatemun u ocTeomans-
uum [33]. ToyeyHble MMUCCEHC-MyTaLMK B reHe FGF23 n3me-
HAIT aMMHOKUCNIOTHYIO MOCNefoBaTENbHOCTb Ha y4yacTKe
pacwennenna FGF23  ¢ypuHonopgobHol  npoTteason
(R176XXR179/5180), uTO CONpOBOXKAAETCA YBENUYEHMEM
KOHUeHTpauun akTneHomn ¢dopmbl FGF23 B kposu [34]. TMo-
BblLEHHbIN YpoBeHb FGF23 Takxe OTMeyvaloT Npu ayToCoM-
Ho-peLeccuBHom runodocpateMmm, obyCIOBIEHHON MyTa-
LUUAMU B reHax, KOAVPYIOLWUX MAaTPUKCHBIN 6eNoK AeHTVHa-1
(dentin matrix protein-1, DMP1) n FAM20C. DMP1 skcnpec-

CcUpyeTcs B OCTeoUMTax Y, NPefnosioKUTENIbHO, Perynmpy-
eT nokanbHbi cnHTe3 FGF23 [35]. FAM20C npencrtaBnset
cobol cekpeTupyemyto KrHasy, Kotopasa ¢ochopunupyert
FGF23 psagom c yyactkom pacuienneHus ¢ypuHa. lMogobHoe
dochopunrpoBaHmne HEOOXOANMO AN MHAKTUBALMM paclle-
nneHus ¢yprHonogobHom npoTeason [36]. Boicokue ypoBHU
FGF23 B KpoBM TakXe HabnogaTcsa npu X-cuenneHHoM Jo-
MUWHAHTHOM TrMnodpochaTeMUUECcKOM paxmte, 0OyCrOBNEH-
HOM WMHAKTUBUPYIOWUMK MyTaumammn B reHe PHEX [37,38],
npy OCTeOMansALuMK, MHAYLMPOBAHHOW OMyXoJbio, CeKpe-
Tupytowen FGF23, snmgepmanbHoM HeByc-cuHapome [39],
a Takxke NpubnusmTenbHo y 50% nNauMeHTOB C CUHLPOMOM
Mak-KbloHa-On6pavita—bpaiiuesa [40].

MoyeuHblin KNupeHC $ochaToB MOXKET OblTb TakkKe Ha-
pyLIeH BCNeACTBUE VUHAKTUBUPYIOLMX MyTaLU B KOTPaHC-
noptepe NaPi-llc, KoTopble Bbi3blBalOT pefikoe 3ab0neBaHue,
M3BECTHOE KaK HaCnedCTBEHHbIN peLeccBHbIi runodocda-
TEMUYECKMI PaxunT C runepKanbuuypueid. MNpy gaHHoM 3a6o-
nesaHuu noteps GocdaToB yepes noyeyHble KaHasbLbl 00y-
CNaBfvBaeT CONyTCTBYIOLLEE NOBbILIEHWE YPOBHA 1,25(OH)2D3
B CbIBOPOTKE KPOBY, Bbi3biBas runepkanbuuyputo [41].

MonaratoT, YTo TepanuA C MPUMEHEHMEM MHIMOUTOPOB
NPOTEUHTUPO3NHKUHA3bI — UMATUHNOA N HUNOTMHMOA BbI-
3bIBaeT pa3suTtue rmnopocdatemmny BCIeCcTBME UHIMOMPO-
BaHMA 06pa3oBaHMA Kak 0CTe06/1aCcToOB, TaK U OCTEOK/IACTOB,
CHWXKEHUsI cofleprKaHusi KanbLys B CbIBOPOTKE KPOBW, CTU-
mynupys passutne BITIT [42-44].

APYITME NPUYUHDBI OCTEOMANALUN

KpaiHe pegKko npnynHOn ocTeoManauum CTaHOBUTCA M-
nodocdartasus — peikoe HacneaCcTBEHHOe MeTabonmyeckoe
3aboneBaHne, 0bycnosneHHoe MyTaLusamMu B reHe ALPL [2].
Mpwu runodocdatasum N3bbITOUHOE HAKOMNEHNE HEOPraHW-
yeckoro nupodocdara, Nupngokcans-5-pocdata u pocdo-
STaHONIaMMHa HapyLlaeT Npoueccbl MMHepanu3auumn KocTen
1 obpa3oBaHUs KPUCTA/NIOB rngpokcuanatuta [45]. Heko-
Topble cumnATOMbI runodocdaTtasny, BoifBAAEMbIE Y B3POC-
NbIX, MOTYT YKa3blBaTb Ha NepPEHeCeHHbIV B JETCTBE PaXuT.
OcHoBHOW nabopaTopHbIii Npr3Hak runodpocdatasuu, no-
3BonAWmMI npoBecTn AnddepeHUManbHy0 ANAarHOCTUKY
C Apyrummn metabonmyeckumuy 3abonieBaHUsAMU CKeneTa, —
BblpaeHHoe cHkeHue LLO B Kposwm [46].

W3penka myTauum B 06omx annensx reHa CYP27B1, koawn-
pytoLLero 1a-rmgpoKcunasy, MoryT Bbi3BaTb PE3UCTEHTHOCTb
K BUTaMuHy D. C GUOXMMMYECKON TOUKWU 3peHns AaHHoe
3aboneBaHne, HasblBaemoe nceBao-ButamnH D-geduunt-
Hbli paxuT, XapakTepmsyeTca runokanbuvemmen n BITIT.
EauHcTBEHHOE MeTabonnyeckoe HapylleHue, MO3BOs-
lowiee oTANUMTb 3aboneBaHune oT geduumTta BUTamMmHa D
B pauWOHe, — HOPMAsbHbI WU MOBBILWEHHbIA YPOBEHb
25(0OH)D B cbIBOpOTKE KPOBU, CONMPOBOXAAKLMIACA HA3KON
KOHUEeHTpaumen 1,25(OH)2D3 [47]. MceBpo-BuTamunH D-pe-
OULUTHBIN paxuT HacneagyeTca No ayTOCOMHO-PELIECCMBHO-
My TUMNY U NPOABNAETCA B BUAE paxuTa, OCTEOManALum 1 cy-
pnopor. CBoeBpeMeHHOE BbISIBNIEHVE laHHOTO 3ab0eBaHMs,
Ha3HauyeHue aKTUBHbIX MeTabonmMToB BUTaMmuHa D npusoant
K KIIMHUYECKOWN PEMUCCUN.

MyTaumm B reHe VDR obycnaBnvBatoT pa3Butue elye
OOHOr0 Pefikoro HacNeACTBEHHOTO 3ab0NIeBaHUA C ayTOCo-
MHO-pPeLEeCcCMBHbBIM TUMOM HacnieoBaHuA — BUTamH D-pe-
3UCTEHTHOTO paxmTa 1 OCTEOMANALNN, XapaKTepusyoLerocs
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HAYYHbI OB30P

Pe3NCTEHTHOCTbBIO K GUOoNornyeckomy feicTeuio 1 ,25(OH)2D3.
Brioxummnyeckan KapTvHa JaHHOro 3aboneBaHus coBnafgaeT
C KapTHOW pgedumta BUTamriHa D 1 BKIovaeT B cebs rnno-
Kanbuuemuio, runodocparemmio n BITIT, ogHako, B oTnnumne
ot geduunTta BUTaMmrHa D, HabnogaeTcs NoBbILLEHHOE coaep-
*aHve 1,25(0H),D, [48]. Y 6ONbLUMHCTBA NaLMeHToB 3abone-
BaHWe NPOSBAAETCA B paHHEM [ETCTBE B BUJE PaxuTa, rmno-
dochatemun, cygopor u anoneuuu, OgHaKo B NUTepaType
MMETCA Coo0LLEeHNA 0 MaHUdecTauumn 3aboneBaHnA B No3a-
HeM NOAPOCTKOBOM BO3pacTe M Aaxe y B3pocnbix [49-51].
BcnepacTBre pe3sncTeHTHOCTM OPraHOB-MULLEHEN K aKTUBHO-
My MeTabonuty BuTamirHa D, eguHCTBEHHOW TepaneBTuiye-
CKOW BO3MOXHOCTbIO SIBMIIETCS Ha3HaUEHWe aKTVBHbIX MeTa-
6onuToB BUTaMuHa D 1 Kanbums B cynpadpu3nonornyeckmx
[103ax WV NapeHTepasibHbIX MHPY3UIA NpenapaToB KasbLus
ONA KOppeKUuMn OCTeOManATUYECKMX nopaxeHun [52,53].
MccnepoBaHua Ha mblwax ¢ 3ab10KMpoBaHHbIM reHom Vdr”
MoKasasnu, YTo nogaep>kaHne HopMaJsibHOro romeocTasa mMu-
HepaJibHbIX MIOHOB NPefOTBPALLAEeT BCE OC/IOXKHEHMsA 3abone-
BaHWs, 33 UCKloYeHnem anoneuun [54].

B page pabot 3apybexHbix nccnefoBaTenen npeacTas-
NEHbI KNUHUYECKIME CJlyYyau, OnuncbiBatoLLrie 60MbHbIX C OCTe-
omansaunen Ha GoHe XPOHNYECKOW MHTOKCUKaLuun dbTopuaa-
MU [55-57]. IHTepecHbIM ABNSAETCA TOT $GaKT, UTO, HECMOTPS
Ha BbIPA’>XEHHOCTb KIMHUYECKUX NPOSIBIEHUN, OCTeOMans-
uua Gbina BbiABIEHa NULWb NPU AeTalbHOM 06CNef0BaHMM
MauveHTOB MO MOBOAY MMEILWMNXCA KOCTHbIX HapyLIeHWIA,
60neBOro CMHAPOMA B CYCTaBax U MblLLLIAX.

WHCTPYMEHTAJIbHAA AUATHOCTUKA
OCTEOMANAUMN

3onoTtoi cTaHgapT AuddepeHLmanbHOM AMarHOCTUKM
KOCTHbIX HapyLweHui npu XbIM - KocTHas 6roncus ¢ TeTpa-
UUKIUHOBbIMMA MeTKamu. BaXHbIM acnekTom neKapcTBeH-
HOW Tepanuu Npy HU3KOOOMEHHOI NaToNornM KOCTW ABNS-
€TCA orpaHuYeHne HazHauyeHna bucdocdoHaTos.

lmctomopdomeTpryeckoe NcCnefoBaHME ABIAETCA Han-
6onee TOYHbIM METOZIOM [j151 YCTAHOBNEHMWSA ANArHO3a ocTe-
omanAuny, NO3BOJIALUM OLEEHUTb CKOPOCTb KOCTeobpa3o-
BaHMA 1 Kanbundrikaumm. YpoBeHb anmno3nuum MMHeparsos,
CKOPOCTb OCTEOreHe3a, a Takke 06bem ocTeonaa/KOCTHON
TKaHU MOXHO OnpeaennTb No pesynbraTtam ogHow buoncum,
HO TOMbKO MOC/e nocsiefoBaTeNIbHON MapKUPOBKN TeTpa-
LUUKIIMHOM, HeOOXOAVMOW 15l U3MEPEHNA PACCTOAHMA MEX-
ay nByma GpoHTaMu MyHepanusaumu [58, 59]. MHTepBansbl
MapPKUPOBKN HECKOJIbKO BapbUPYIOT, OfHAKO, Kak NpaBuso,
cocTaBnAwT 3 cyT B Havane (1-3-n cyTkun) n ganee 3-21 cyt
C npumeHeHnem 250 Mr TeTpaumknuHa 3-4 pasa B CyTKMW.
OnoopecumpyoWwnin TeTPaUMKINH NO3BONAET ONpeaenuTb
CKOPOCTb OOHOBJIEHUA KOCTHOWM TKaHW, KOTopas B HOpMe
cocTaBnaeT oKono 1 MKM/CyT, B TO BpeMsA Kak Afif NofaHON
MUWHepanun3aLum ocTeoraa B HOpManbHO KOCTU TpebyeTca
10-21 cyT [60]. TonwuHa cnos octeomaa ob6bIYHO He NPeBbl-
waet 15 MKM, a NOBEPXHOCTb KOCTU, MOKPbITaA OCTEOUAOM,
coctaBnaeTt meHee 20% [61]. MNpn ocTeomanauumn paccTos-
HUe MeXay ABYMA TEeTPaLMKIMHOBbIMA MeTKaMU YMEHbLUa-
eTCA, a TakXkKe MOoABNAETCA HEMUHEPANM30BaHHbIA MaTPUKC
B BMAE OCTEOUOHOW MNONOCKN WNPUHON >15 MKM 1 3apepiK-
Ka MuHepanm3aumm >100 cyT [62].

PeHTreHONnornyeckmMu npusHakamy 3aboneBaHus ABA-
I0TCA YBENUYEeHne NPO3PayHOCTN KOCTW, Pa3MbITOCTb Tpa-

6eKyNspHOro PUCYHKa Tesl MO3BOHKOB BCNIEACTBME Heaflek-
BaTHOW MUHepanu3auny octeonga, JIMWEHHOro Kanbuus,
U paccacbiBaHWA BTOPUYHBIX Tpabekyn. Mpu gnurenbHom
TeyeHun 3aboneBaHua npovcxoanT AedpopmMaums 3amblka-
TeNbHbIX MJIACTMHOK TeNl NO3BOHKOB B BUAE UX BAABNEHUA
(«pblGbM MO3BOHKM»), OTMEUAIOTCA Kndockonnos, pebopmm-
POBaHHbIN TPEYrofbHbIN Ta3 C NPOTPY3NEN Mbica KpecTua,
fedopmMauumn AnuHHBIX TpybuaTbix KocTen [63]. Hambonee
XapaKTepHbI PEeHTreHONOrnMYeckMii CUMNTOM OCTeoMans-
LUK — y3Kune nonepeyHble INHUN WMPUHON 2-5 MM, pacno-
NOXeHHble brnaTepanbHO N CUMMETPUYHO Y ABAAOLMECS
nepesioMamy KOPTUKaNbHOrO CNofA KOCTW BCNeAcTBue ne-
perpysku, BbI3BaHHOW CTPECCOBbIM BO3[EACTBMEM (30HbI
TpaHcpopmauum Jloosepa, N1003epOBCKME NMCEBAOMNEPENO-
Mbl) [64]. NMogo6HbIE NMHUN NPEUMYLLECTBEHHO pacrona-
ralTcs B 06nacTu WenKn 1 meguanbHoOn vactu amadusa,
okonio 6onblioro BepTena GeApeHHON KOCTW, B JIOHHOM
COUNIeHeHUN Y CefanuLiHbIX byrpax, pexe — B fonaTtkax,
Knounuax, pebpax, NOKTEBbIX M MIOCHEBbIX KOCTsX. [pu
CUMHTUrPadUN KOCTEN NOO3ePOBCKMUE MCEBOOMNEPENOMDI
NPOABNAOTCA B BUAE «ropauYmx» nAteH [65]. MHOXecTBeH-
Hble 30Hbl TpaHcdopMmauun Jloosepa B NuTepaType Onuchl-
BAOT Kak cuHgpom MunkmeHa (Milkman syndrome).

BBy cxopcTBa  PEHTreHONOrMYyeckux MpPU3HAKOB
ocTeoMansuuio Heobxoaumo auddepeHuMpoBaTb OT CU-
CTeMHOro octeonoposa. OCcTeonopoTMyeckrne M3MeHeHun
B TpabekynapHol YacTy nepudepuyeckoro ckeneta Bbipa-
aloTCA aHaNIorMYHbIM pPaccacbiBaHeM TpabeKys, UTo peHT-
FeHONIOrMYECKN MPOABMAETCA Pa3pPeXeHNeM UX PUCYHKa.
OpHako Mpu ocTeomManAuMu, B OTIMYME OT OCTEOMNOpO3a,
KOpTUKasibHble 1 TpabeKynsapHble CTPYKTYPbl MPaKTUYECKU
He anddepeHUMpPYIOTCS, YTO OTYETIIMBO 3aMETHO B GOKOBO
npoekunn. Kpome Toro, CTONT OTMETUTb, UTO PEHTIeHOrpa-
duA He CNYXUT METOLOM ANArHOCTUKU OCTEONOPO3a U 1C-
Nosb3yeTcA NMLWb NPY NOAO3PEHUN Ha Hanmume Komnpec-
CMOHHbIX MepenomMoB Te NO3BOHKOB 1 OCTEOMOPOTUYECKNX
nepenomMoB Apyrux nokanusauum. [osbiweHre Npo3payHo-
CTU KOCTHOWM TKaHW Ha PEHTTEHOBCKNX CHMMKaxX — Hecneum-
dUYHBIA CUMNTOM, BO MHOTOM 3aBUCALLMIA OT TEXHUYECKIX
YCITOBUI CbEMKU M KaueCTBa NPOABAEHNA PEHTIEHOrPaMM.

Ha cerogHAWHUN aeHb Hanbonee BOCTPeOOBaHHLIM
meTogoMm oueHkn MIK aBnaetca [ByxaHepreTnyeckas
peHTreHoBckaa abcopbunometpua (dual-energy X-rays
absorptiometry — DXA). HecmoTps Ha Bce npenmylyecTBa
OaHHOro mMetoga guarHoctnkn, DXA He no3BonAaeT oueHnUTb
KOCTHbI 06bEM U CTPYKTYPY KOCTHOW TKaHU, a Takxe — Npo-
BecTy AnddepeHUranbHyl0 AWArHOCTMKY U YCTaHOBUTb
NPUYMHY CHVXXEHUA KOCTHOWM MacChbl, MOCKOJIbKY HUW3KMe
3HaveHua MIMK moryT HabniogaTbcs M Npu OCTEONOpPO3e,
U npu octeomansaummn. Takum obpa3om, B Ciiyyae BrepBble
BbISIBIEGHHOIO OCTeornopo3a no pesynsbratam DXA Heobxo-
Ammo nposegeHve anddepeHUnanbHON ANarHOCTUKK 1 1C-
KJouyeHre apyrux Metabonmyecknx 3aboneBaHUN CKeneTa,
npu KOTOpbIX CHKeHre MIIK n/vnn HU3KoTpaBMaTUUHbIE
nepenombl ABAATCA OCHOBHbIM NPOABIEHUEM [66].

JIABOPATOPHAA ANATHOCTUKA OCTEOMANIALNN

Hapagy c vHCTpymeHTanbHOW [MarHOCTMKON HeobXxo-
AUMO npoBefeHVe pAafa GUOXMMUYECKUX WCCNefoBaHUN,
XapaKkTepmaylowmx coctosHue $GoCcPOopHO-KaNbLMEBOTO
obMeHa 1 KOCTHOro MeTabonusma. JlabopaTopHbie N3MeHe-
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Ta6nuua 3. VI3ameHeHuA na6opaT0prlx nokasaTesnien Npu anuMeHTapHbIX NPUYMHAX OCTEOMANALMN NO AaHHbIM PETPOCNEKTUBHOIO NCCIefoBaHMA Basha

B. [69], Bhambri R. [70]

MapameTp 3HauyeHune Yacrora BcTpevyaemoctu, %
Kanbumin l 27-38
®ocdop il 27-38
nTr 1 100
LLlenoyHas pocdatasa T 95-100
25(OH)D, Hr/mn <15 100
JKCKpeLuma Kanbuma C MOYon l 87

HUA NPY OCTEOMANALM BKJTIOYAIOT MOBbILLEHWE aKTUBHOCTU
LL®, MTT, He3HaunTeNbHOE CHUXKEHME Kanbuua u ¢ocdopa
B CbIBOPOTKeE KpoBW, CHukeHre 25(0H)D <15 Hr/mn (Tabn. 3).

PALMOHAJIbHbBIE MOAXOAbI K NEYEHUIO NALMEHTOB
C OCTEOMANALMEN

Mpu aHanu3e nabopaTopHbIX AaHHbIX B 3aBMCUMOCTU
OT NOJTyYEHHbIX Pe3yNIbTaTOB MOXKHO MPEAMNONIOKNTb Ty UK
nHyto dopmMy octeomanaumm (cm. 1abn. 1). OgHako OCHOBHOW
3agavert Npy NeyeHnn oCTeOManAUUNU NoOON 3TOoNOrUK
ABNAETCA YCTpaHeHue gedurumuta BuTamrHa D, runokanbum-
emum, runodocdatemun, NpefoTBPaLLEHNE MPOrPeccupo-
BaHUA aedpopmaunin KOCTEN 1 MbILLEYHOW TMMOTOH WM.

Bo Bcex cniyyasix runokanbunemMmun HeobxoaMMo HasHa-
yeHVe 3dneMeHTapHOro KanbuuA. Mpu BbisBneHUn dedu-
uuTa BUTaMUHa D unum pesancTteHTHOCTU K Hemy MeTabonut
BMTaMrMHa D nopbupatoT B 3aBUCMMOCTU OT 3aboneBaHus.
Hanpumep, npu XBI, ButammnH D-pe3ncteHTHOM paxuTte
Ha3HayvaloT MeTabonuTbl, He TpebyioLLe COOTBETCTBYIOLLEN
mMoanduKaumm (Kanbuutpuon unu anbdakanbuuion B Jo3e
o1 0,25 po 1 MKr/cyT, B page cnyyaes fo 3-4 MKr/cyT). Y na-
LUMEHTOB C OCTEOMaNALUMEN, CBA3aHHOW C Aedpuumutom mno-
TpebneHnA BuTaMuHa D 1 Kanbuus, oNTUMasbHbIM ABNAETCA
npumeHeHue neyebHbIX f03 Konekanbundepona [67].

Bce naumeHTbl, NpMHUMaoLWme MeTabonutel BUTammnHa D
W npenapaTbl KanbLus, JOMKHbI ObITb OCBEAOMIIEHBI O MO-
TeHLUMaNbHbIX TepaneBTUYECKNX OCNOKHEHMAX N HAXOAUTb-
CA nog AMHAMMYECK M HabnogeHnemM SHAOKPUHOOra.

3AKNIOYEHUE

OcTeomanauusa, TaK Xe Kak 1 0CTeonopos, umeeT 60sb-
LWoe CoUMaNbHO-3KOHOMUYECKOE 3HauyeHne B CBA3M C Mo-
BbILUEHMEM PUCKA BO3HMKHOBEHUA HU3KOTPaBMaTMYECKUX
nepenomoB. K coxaneHuio, 60nblUMHCTBO paboT npeacTas-
nseT cobon onuncaHne OTAENbHbIX UM HEGONbLINX cepui
CNyyaeB, YTO He [AEeT BO3MOXKHOCTM OLEHWTb UCTUMHHYIO
pacnpocTpaHeHHOCTb oCcTeOManAuMK B nonynauuu. ina nc-
KJOYEeHNA OMarHoCTUYECKON OWnbKY, B CllyYyae BblpakeH-
HOrO CHMXeHMA KOCTHOM Maccbl no pesynbtatam DXA, nepen
Ha3HauYeHMeM aHTMOCTEONOPOTMYECKOW Tepanuy pPeKo-
MEHAYETCA NPOBEefEHNE AOMOMHUTENBbHBIX J1abopaTOPHbIX
UCCNeoBaHUA U, B HEKOTOPbIX Cllyvasx, — rmctomopdome-
TPUYECKOTO MCCeoBaHNA GuonTaTa NnoAB3hoLWHON KOCTH
C uenbio anddepeHUnanbHON ANArHOCTMKMA OCTeomnoposa
1 OCTEOManALNN.

AONOJIHUTENIbHAA UHOOPMALINA

UctouHuk ¢uHaHcnpoBaHuA. [loncKoBO-aHanUTMYeckas paboTta
1 MOAroToBKa CTaTb/ MPOBEAEHbI Ha JIMYHbIE CPEACTBA aBTOPCKOrO KOJI-
neKTrBa.

KoHpnuKT mHTepecoB. ABTOpbI AEKNapUPYIOT OTCYTCTBME ABHbIX
1 NOTeHLMasbHbIX KOHGJIMKTOB MHTEPECOB, CBA3aHHbIX C My6nvKaLumen Ha-
cToALWen cTaTbi.

YyacTne aBTOpOB. BCe aBTOPbI BHECNM 3HAUMMbIN BKNaj B NpoBe-
feHne MOUCKOBO-aHANIMTNYECKOW PaboTbl 1 MOArOTOBKY CTaTby, NPOYNM
1 ofobpunu GUHanNbHY0 BepCUio A0 NyOANKaLun.

CMNCOK JINTEPATYPbI | REFERENCES

1. Bilezikian JP, Bouillon R, Clemens T, et al, eds. Primer on the Metabolic
Bone Diseases and Disorders of Mineral Metabolism. 1st ed. Wiley; 2018.
doi: https://doi.org/10.1002/9781119266594

2. Whyte MP. Hypophosphatasia - aetiology, nosology, pathogenesis,
diagnosis and treatment. Nat Rev Endocrinol. 2016;12(4):233-246.
doi: https://doi.org/10.1038/nrendo.2016.14

3. Gifre L, Peris P Monegal A, et al. Osteomalacia revisited :

a report on 28 cases. Clin Rheumatol. 2011;30(5):639-645.
doi: https://doi.org/10.1007/5s10067-010-1587-z

4. Whyte MP, Thakker RV. Rickets and
osteomalacia. Medicine. 2009;37(9):483-488.
doi: https://doi.org/10.1016/j.mpmed.2009.06.004

5. Reginato AJ, Coquia JA. Musculoskeletal manifestations
of osteomalacia and rickets. Best Pract Res Clin Rheumatol.
2003;17(6):1063-1080. doi: https://doi.org/10.1016/j.berh.2003.09.004

6.  Christakos S, Li S, De La Cruz J, Bikle DD. New developments
in our understanding of vitamin metabolism,
action and treatment. Metabolism. 2019;98:112-120.
doi: https://doi.org/10.1016/j.metabol.2019.06.010

7. Bove-Fenderson E, Mannstadt M. Hypocalcemic disorders.
Best Pract Res Clin Endocrinol Metab. 2018:32(5):639-656.
doi: https://doi.org/10.1016/j.beem.2018.05.006
8. Khundmiri SJ, Murray RD, Lederer E. PTH and
Vitamin D. Compr Physiol. 2016;6(2):561-601.
doi: https://doi.org/10.1002/cphy.c140071
9. AggarwalV, Seth A, Aneja S, et al. Role of calcium deficiency
in development of nutritional rickets in Indian children: a case
control study. J Clin Endocrinol Metab. 2012;97(10):3461-3466.
doi: https://doi.org/10.1210/jc.2011-3120
Adams JS, Hewison M. Extrarenal expression
of the 25-hydroxyvitamin D-1-hydroxylase. Arch Biochem Biophys.
2012;523(1):95-102. doi: https://doi.org/10.1016/j.abb.2012.02.016
Margolis RN, Christakos S. The nuclear receptor superfamily
of steroid hormones and vitamin D gene regulation.
An update. Ann N Y Acad Sci. 2010;1192:208-214.
doi: https://doi.org/10.1111/j.1749-6632.2009.05227 x
Morris HA. Vitamin D activities for health outcomes. Ann Lab Med.
2014;34(3):181-186. doi: https://doi.org/10.3343/alm.2014.34.3.181

OcTeonopos u octeonatuu. 2019;22(2):23-31

10.14341/0steo12117

Osteoporosis and Bone Diseases. 2019;22(2):23-31




30 | Octeonopos 1 octeonatun / Osteoporosis and Bone Diseases

20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

Pike JW, Meyer MB. The vitamin D receptor: new paradigms for
the regulation of gene expression by 1,25-dihydroxyvitamin

D(3). Endocrinol Metab Clin North Am. 2010;39(2):255-269, table

of contents. doi: https://doi.org/10.1016/j.ecl.2010.02.007

LiYC, Bolt MJ, Cao LP, Sitrin MD. Effects of vitamin D receptor
inactivation on the expression of calbindins and calcium
metabolism. Am J Physiol Endocrinol Metab. 2001;281(3):E558-564.
doi: https://doi.org/10.1152/ajpendo.2001.281.3.E558

Van Cromphaut SJ, Dewerchin M, Hoenderop JG, et al.

Duodenal calcium absorption in vitamin D receptor-

knockout mice: functional and molecular aspects.

Proc Natl Acad Sci U S A. 2001;98(23):13324-13329.

doi: https://doi.org/10.1073/pnas.231474698

Molin A, Wiedemann A, Demers N, et al. Vitamin D-Dependent
Rickets Type 1B (25-Hydroxylase Deficiency): A Rare Condition or

a Misdiagnosed Condition? J Bone Miner Res. 2017;32(9):1893-1899.
doi: https://doi.org/10.1002/jbmr.3181

Al Mutair AN, Nasrat GH, Russell DW. Mutation of the CYP2R1 vitamin
D 25-hydroxylase in a Saudi Arabian family with severe vitamin

D deficiency. J Clin Endocrinol Metab. 2012;97(10):E2022-2025.

doi: https://doi.org/10.1210/jc.2012-1340

Casella SJ, Reiner BJ, Chen TC, et al.

A possible genetic defect in 25-hydroxylation

as a cause of rickets. J Pediatr. 1994;124(6):929-932.

doi: https://doi.org/10.1016/50022-3476(05)83184-1

Tosson H, Rose SR. Absence of mutation in coding regions of CYP2R1
gene in apparent autosomal dominant vitamin D 25-hydroxylase
deficiency rickets. J Clin Endocrinol Metab. 2012;97(5):E796-801.
doi: https://doi.org/10.1210/jc.2011-2716

Zhu JG, Ochalek JT, Kaufmann M, et al. CYP2R1 is a major, but

not exclusive, contributor to 25-hydroxyvitamin D production

in vivo. Proc Natl Acad Sci U S A. 2013;110(39):15650-15655.

doi: https://doi.org/10.1073/pnas.1315006110

Jones G, Prosser DE, Kaufmann M. Chapter 5 - The Activating
Enzymes of Vitamin D Metabolism (25- and 1a-Hydroxylases).

In: Vitamin D. Volume 1: Biochemistry, Physiology and

Diagnostics. 4th ed. Academic Press; 2018. p. 57-79.

doi: https://doi.org/10.1016/b978-0-12-809965-0.00005-7
Thambiah S, Roplekar R, Manghat P, et al. Circulating sclerostin
and Dickkopf-1 (DKK1) in predialysis chronic kidney disease (CKD):
relationship with bone density and arterial stiffness. Calcif Tissue Int.
2012;90(6):473-480. doi: https://doi.org/10.1007/500223-012-9595-4
Evenepoel P, D'Haese P, Brandenburg V. Sclerostin and DKK1: new

players in renal bone and vascular disease. Kidney Int. 2015;88(2):235-240.

doi: https://doi.org/10.1038/ki.2015.156

PoxwuHckaa J1.4., benaa K.E, Nlyuerko A.C. HoBble BO3MOXHOCTM
NeYeHsA BTOPUYHOTO rMnepnapaTMpeosa y nauveHToB

C TEPMUHANBHOM CTaANEN XPOHUUECKOM HONE3HM MOYEK,
NOMYYAIOLMX 3aMECTUTENBHYIO MOYEYHYIO Tepanmio
remogmanmsom. // Octeonopos 1 octeonatnm. — 2017. —

T.20. — Ne1. — C. 32-38. [Rozhinskaya LY, Belaya ZE, Lutsenko
AS. Novel treatment options for secondary hyperparathyroidism
in end-stage kidney disease patients on hemodialysis therapy.
Osteoporosis and bone diseases. 2017;20(1):32-38. (In Russ.)]

doi: https://doi.org/10.14341/0ste02017126-33

Barker SL, Pastor J, Carranza D, et al. The demonstration

of alphaKlotho deficiency in human chronic kidney disease with

a novel synthetic antibody. Nephrol Dial Transplant. 2015;30(2):223-233.

doi: https://doi.org/10.1093/ndt/gfu291

peberHnkosa T.A, benasa XK.E, Llopres T.T, v Ap. SHAOKPUHHAA
GYyHKUMA KOCTHOM TKaHW. // OCTeonopo3 1 octeonaTtnm. —

2015. — T.18. — Ne1. — C. 28-37. [Grebennikova TA, Belaya

ZE, Tsoriev TT, et al. The endocrine function of the bone tissue.
Osteoporosis and bone diseases. 2015;18(1):28-37. (In Russ.)]

doi: https://doi.org/10.14341/0ste02015128-37

Fang Y, Ginsberg C, Seifert M, et al. CKD-induced wingless/
integration1 inhibitors and phosphorus cause the CKD-mineral
and bone disorder. J Am Soc Nephrol. 2014;25(8):1760-1773.

doi: https://doi.org/10.1681/ASN.2013080818

Silver J, Rodriguez M, Slatopolsky E. FGF23 and PTH--double agents
at the heart of CKD. Nephrol Dial Transplant. 2012;27(5):1715-1720.
doi: https://doi.org/10.1093/ndt/gfs050

Klootwijk ED, Reichold M, Unwin RJ, et al. Renal Fanconi syndrome:
taking a proximal look at the nephron. Nephrol Dial Transplant.
2015;30(9):1456-1460. doi: https://doi.org/10.1093/ndt/gfu377

HAYYHbI OB30P

30.

31

32.

33

34.

35.

36.

37.

38.

39.

40.

41.

42.

43.

44,

45.

46.

47.

48.

49.

50.

Hall AM, Bass P, Unwin RJ. Drug-induced renal Fanconi syndrome. QJM.
2014;107(4):261-269. doi: https://doi.org/10.1093/gjmed/hct258
Foreman JW. Fanconi Syndrome. Pediatr Clin North Am.
2019;66(1):159-167. doi: https://doi.org/10.1016/j.pcl.2018.09.002
Alexander RT, Bitzan M. Renal Tubular Acidosis. Pediatr Clin North Am.
2019;66(1):135-157. doi: https://doi.org/10.1016/j.pcl.2018.08.011
Bai XY, Miao D, Goltzman D, Karaplis AC. The autosomal dominant
hypophosphatemic rickets R176Q mutation in fibroblast

growth factor 23 resists proteolytic cleavage and enhances

in vivo biological potency. J Biol Chem. 2003;278(11):9843-9849.
doi: https://doi.org/10.1074/jbc.M210490200

Saleem S, Aslam HM, Anwar M, et al. Fahr’s syndrome: literature
review of current evidence. Orphanet J Rare Dis. 2013;8:156.

doi: https://doi.org/10.1186/1750-1172-8-156

Lorenz-Depiereux B, Bastepe M, Benet-Pages A, et al. DMP1
mutations in autosomal recessive hypophosphatemia

implicate a bone matrix protein in the regulation

of phosphate homeostasis. Nat Genet. 2006;38(11):1248-1250.

doi: https://doi.org/10.1038/ng1868

Noonan ML, White KE. FGF23 Synthesis and Activity. Curr Mol Biol Rep.
2019;5(1):18-25. doi: https://doi.org/10.1007/s40610-019-0111-8
Sako S, Niida Y, Shima KR, et al. A novel PHEX mutation associated
with vitamin D-resistant rickets. Hum Genome Var. 2019;6:9.

doi: https://doi.org/10.1038/541439-019-0040-3

Zhang S, Zhang Q, Cheng L, et al. [Analysis of PHEX gene
mutations in three pedigrees affected with hypophosphatemic
rickets]. Zhonghua Yi Xue Yi Chuan Xue Za Zhi. 2018;35(5):644-647.
doi: https://doi.org/10.3760/cma.j.issn.1003-9406.2018.05.005
Avitan-Hersh E, Tatur S, Indelman M, et al. Postzygotic HRAS mutation
causing both keratinocytic epidermal nevus and thymoma and
associated with bone dysplasia and hypophosphatemia due

to elevated FGF23. J Clin Endocrinol Metab. 2014;99(1):E132-136.
doi: https://doi.org/10.1210/jc.2013-2813

Imel EA, Econs MJ. Fibrous dysplasia, phosphate wasting and
fibroblast growth factor 23. Pediatr Endocrinol Rev. 2007;4 Suppl
4:434-439.

Hasani-Ranjbar S, Ejtahed HS, Amoli MM, et al. SLC34A3 Intronic
Deletion in an Iranian Kindred with Hereditary Hypophosphatemic
Rickets with Hypercalciuria. J Clin Res Pediatr Endocrinol.
2018;10(4):343-349. doi: https://doi.org/10.4274/jcrpe.0057
Berman E, Nicolaides M, Maki RG, et al. Altered bone and mineral
metabolism in patients receiving imatinib mesylate. N Engl J Med.
2006;354(19):2006-2013. doi: https://doi.org/10.1056/NEJM0oa051140
Vandyke K, Fitter S, Dewar AL, et al. Dysregulation of bone
remodeling by imatinib mesylate. Blood. 2010;115(4):766-774.

doi: https://doi.org/10.1182/blood-2009-08-237404

O'Sullivan S, Lin JM, Watson M, et al. The skeletal effects

of the tyrosine kinase inhibitor nilotinib. Bone. 2011;49(2):281-289.
doi: https://doi.org/10.1016/j.bone.2011.04.014

Addison WN, Azari F, Sorensen ES, et al. Pyrophosphate

inhibits mineralization of osteoblast cultures by binding

to mineral, up-regulating osteopontin, and inhibiting alkaline
phosphatase activity. J Biol Chem. 2007;282(21):15872-15883.

doi: https://doi.org/10.1074/joc.M701116200

PoanoHosa C.C, 3axaposa E.lO., byknemuiwes tO.B., 1 ap.
fnnodocdatasua y B3pOCTbIX: KNVHUYECKME Cydan 1 0630p
nutepatypbl. // Octeonopos 1 octeonatnm. — 2015. —T. 18. —
Ne2. — C. 25-28. [Rodionova SS, Zakharova EY, Buklemishev YV,

et al. Hypophosphatasia in adults: clinical cases and literature
review. Osteoporosis and bone diseases. 2015;18(2):25-28. (In Russ.)]
doi: https://doi.org/10.14341/0ste02015225-28.

Glorieux FH, Pettifor JM. Vitamin D/dietary calcium deficiency rickets
and pseudo-vitamin D deficiency rickets. Bonekey Rep. 2014;3:524.
doi: https://doi.org/10.1038/bonekey.2014.19

Supornsilchai V, Hiranras Y, Wacharasindhu S, et al.

Two siblings with a novel nonsense mutation, p.R50X,

in the vitamin D receptor gene. Endocrine. 2011;40(1):62-66.

doi: https://doi.org/10.1007/512020-011-9450-9

Malloy PJ, Tasic V, Taha D, et al. Vitamin D receptor mutations

in patients with hereditary 1,25-dihydroxyvitamin

D-resistant rickets. Mol Genet Metab. 2014;111(1):33-40.

doi: https://doi.org/10.1016/j.ymgme.2013.10.014

Pang Q, Qi X, Jiang Y, et al. Clinical and genetic findings in a Chinese
family with VDR-associated hereditary vitamin D-resistant rickets.
Bone Res. 2016;4(1). doi: https://doi.org/10.1038/boneres.2016.18

OcTeonopos u octeonatuu. 2019;22(2):23-31

10.14341/0steo12117

Osteoporosis and Bone Diseases. 2019;22(2):23-31



REVIEW Octeonopos v octeonatuu / Osteoporosis and Bone Diseases | 31

51.  Koren R.Vitamin D receptor defects: the story of hereditary 63.  Fukumoto S, Ozono K, Michigami T, et al. Pathogenesis and diagnostic
resistance to vitamin D. Pediatr Endocrinol Rev. 2006;3 criteria for rickets and osteomalacia—proposal by an expert
Suppl 3:470-475. panel supported by the Ministry of Health, Labour and Welfare,

52.  Nakabayashi M, Tsukahara Y, Iwasaki-Miyamoto Y, et al. Crystal Japan, the Japanese Society for Bone and Mineral Research, and
Structures of Hereditary Vitamin D-Resistant Rickets-Associated the Japan Endocrine Society. J/ Bone Miner Metab. 2015;33(5):467-473.
Vitamin D Receptor Mutants R270L and W282R Bound doi: https://doi.org/10.1007/500774-015-0698-7
to 1,25-Dihydroxyvitamin D3and Synthetic Ligands. J Med Chem. 64. JohnTJ,van der Made T, Conradie M, Coetzee A.
2013;56(17):6745-6760. doi: https://doi.org/10.1021/jm400537h Osteomalacia and looser zones. QJM. 2019;112(6):455-455.

53.  Malloy PJ, Feldman D. Genetic Disorders and Defects in Vitamin doi: https://doi.org/10.1093/gjmed/hcy293
D Action. Endocrinol Metab Clin North Am. 2010;39(2):333-346. 65. Kim'S, Park CH, Chung Y-S. Hypophosphatemic
doi: https://doi.org/10.1016/j.ecl.2010.02.004 Osteomalacia Demonstrated by Tc-99m MDP

54.  LiYC, Amling M, Pirro AE, et al. Normalization of Mineral lon Bone Scan. Clin Nucl Med. 2000;25(5):337-340.

Homeostasis by Dietary Means Prevents Hyperparathyroidism, doi: https://doi.org/10.1097/00003072-200005000-00003
Rickets, and Osteomalacia, But Not Alopecia in Vitamin D 66. MenbHnyerko A, benaa K.E., PoxuHckaa J1.4., n gp. DegepanbHble
Receptor-Ablated Mice1. Endocrinology. 1998;139(10):4391-4396. KNMHMYEeCKMe PEKOMEHALIMN NO ANArHOCTUKE, NTeUeHWIO
doi: https://doi.org/10.1210/end0.139.10.6262 ¥ NpodurnakTke ocTeonoposa. // MNpobnembl SHAOKPYHONOTN. —

55.  lzuora K, Twombly JG, Whitford GM, et al. Skeletal Fluorosis 2017. —T.63. — No6. — C. 392-426. [Melnichenko GA, Belaya
from Brewed Tea. J Clin Endocrinol Metab. 2011;96(8):2318-2324. ZE, Rozhinskaya LY, et al. Russian federal clinical guidelines on
doi: https://doi.org/10.1210/jc.2010-2891 the diagnostics, treatment, and prevention of osteoporosis.

56.  Whyte MP, Totty WG, Lim VT, Whitford GM. Skeletal Fluorosis Problems of endocrinology. 2018;63(6):392-426. (In Russ.)]

From Instant Tea. J Bone Miner Res. 2008;23(5):759-7609. doi: https://doi.org/10.14341/probl2017636392-426
doi: https://doi.org/10.1359/jbmr.080101 67. Muraposa E.A, Poxurckas N1, benaa XK.E, n ap. KnuHuueckne

57.  Kurland ES, Schulman RC, Zerwekh JE, et al. Recovery From peKkomeHaummn POCCUCKOM accoumaLn SHAOKPYHONOrOB
Skeletal Fluorosis (an Enigmatic, American Case). J Bone Miner Res. No AMArHOCTUKeE, NEUEHMIO 1 NPOPUIAKTHKe AeduLnTa BUTaMVHA
2006;22(1):163-170. doi: https://doi.org/10.1359/jbmr.060912 Dy B3pocnbix. // [pobnembl 3HAOKpUHONorMn, — 2016. — T.

58.  Adams JE. Radiology of Rickets and Osteomalacia. 62. — No4. — C. 60-84. [Pigarova EA, Rozhinskaya LY, Belaya ZE,

In: Vitamin D. Volume 1: Biochemistry, Physiology and et al. Russian Association of Endocrinologists recommendations
Diagnostics. 4th ed. Academic Press; 2018. p. 975-1006. for diagnosis, treatment and prevention of vitamin D deficiency
doi: https://doi.org/10.1016/b978-0-12-809965-0.00054-9 in adults. Problems of endocrinology. 2016;62(4):60-84. (In Russ.)]

59. Bhan A, Qiu S, Rao SD. Bone histomorphometry doi: https://doi.org/10.14341/probl201662460-84
in the evaluation of osteomalacia. Bone Rep. 2018;8:125-134. 68. [lenos .M., MenbHnyeHko LA, SHOOKpUHOMOUA. HayuoHansHoe
doi: https://doi.org/10.1016/j.bonr.2018.03.005 Pykogodcmao. 2-e n3p. — M.: [S0TAP-Mepwa; 2018. [Dedov |,

60. Murshed M. Mechanism of Bone Mineralization. Mel'nichenko GA. Endokrinologiya. National guidelines. 2nd ed.
Cold Spring Harb Perspect Med. 2018;8(12):a031229. Moscow; 2018. (In Russ.)]
doi: https://doi.org/10.1101/cshperspect.a031229 69. Basha B, Rao DS, Han Z-H, Parfitt AM. Osteomalacia

61. Cazalbou S, Bertrand G, Drouet C. Tetracycline-Loaded due to vitamin D depletion: a neglected consequence
Biomimetic Apatite: An Adsorption Study. J Phys Chem B. of intestinal malabsorption. Am J Med. 2000;108(4):296-300.
2015;119(7):3014-3024. doi: https://doi.org/10.1021/jp5116756 doi: https://doi.org/10.1016/50002-9343(99)00460-x

62. Bitzan M, Goodyer PR. Hypophosphatemic 70.  Bhambri R, NaikV, Malhotra N, et al. Changes in bone mineral density
Rickets. Pediatr Clin North Am. 2019;66(1):179-207. following treatment of osteomalacia. J Clin Densitom. 2006;9(1):120-127.
doi: https://doi.org/10.1016/j.pcl.2018.09.004 doi: https://doi.org/10.1016/j.jocd.2005.11.001

NHOOPMALNA OB ABTOPAX [AUTHORS INFO]

*TonoyHuHa Onbra OnerosHa [Olga O. Golounina, Student, Medical facultyl; agpec: Poccus, 119991, Mocksa,
yn. Tpybeukas, a. 8, cTp. 2 [address: 8-2 Trubetskaya street, 119991 Moscow, Russia];
ORCID: https://orcid.org/0000-0003-2320-1051; eLibrary SPIN: 7793-2123; e-mail: olga.golounina@mail.ru

PyHoBa lNosenb EBreHbeBHa, k.M.H. [Gyuzel E. Runova, MD, PhD]; ORCID: https://orcid.org/0000-0003-2144-8595;
eLibrary SPIN: 3639-6932; email: guzelvolkova@yandex.ru

®ageeB BaneHTuH BukropoBuy, .M.H., npodeccop, uneH-kopp. PAH [Valentin V. Fadeyev, MD, PhD, Professor];
ORCID: https://orcid.org/0000-0002-3026-6315; eLibrary SPIN: 6825-8417; email: walfad@mail.ru

LUTUPOBATbD:

lfonoyHnHa 0.0., PyHoBa IE., ®apees B.B. Octeomanauma B npakTvke SHAOKPWUHOMOra: 3TWOMOrMA, natoreHes, and-
depeHUManbHaa guarHocTuka ¢ octeonopo3om. // Octeonopo3 m octeonatnn. — 2019. — T. 22. — N2 — (C.23-31.
doi: https://doi.org/10.14341/0osteo12117

TO CITETHIS ARTICLE:

Golounina OO, Runova GE, Fadeev VV. Osteomalacia in practice of endocrinologist: etiology, pathogenesis, differential
diagnosis with osteoporosis. Osteoporosis and bone diseases. 2019;22(2):23-31. doi: https://doi.org/10.14341/0steo12117

OcTeonopo3s n octeonatuu. 2019;22(2):23-31 10.14341/0steo12117 Osteoporosis and Bone Diseases. 2019;22(2):23-31


https://doi.org/10.14341/osteo12117
https://doi.org/10.14341/osteo12117

