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AVATHOCTUKA FTMNO®OCOATA3UM BO B3POCJIOM BO3PACTE: ®
poe

KNAHWYECKUE CNTYYAU N OB30OP JIUTEPATYPbDI

© C.T. MareppamoBa*, 10.B. TiotiornHa, XK.E. benas

OIbY «HaumoHanbHbIN MegULIMHCKUN LIEHTP SHAOKpUHonorum» Mmnnsgpasa Poccum, MockBa, Poccuna

lmnodocdatasua (HPP) — HacnefncTBeHHoe MeTabonuyeckoe 3aboneBaHve, XapaKTepusyweecs HU3KOM aKTUBHOCTbBIO
TKaHb-Hecneundmnyeckon wenoyHol pocoartasbl (TNAP) Bcneactsue mytauuin B reHe ALPL [1]. Hu3kasa aktmBHocTb TNAP
NPUBOAUT K CUCTEMHOMY HaKOTMJIEHWIO ero CybCTpaToB, a MMEHHO HeopraHuuyeckoro nupodocdata (PPi), cunbHoro nHru-
6UTOpPa MUHEpanu3aLmu, n NnupugoKcanb-5-¢pocdata (PLP), kodakTopa HECKONbKIX PepPMEHTOB, KOTOPbIE B 3HAUNTENBHON
cTeneHn OOBACHAIOT CKENeTHO-MblLIEeYHble U CUCTEMHble 0cobeHHOCTM 3aboneBaHuA. MMnodocdaTtasua xapakrepusyerca
LIMPOKMM CMEKTPOM MPOABIEHNN WU PA3IMUYHOW CTEMEHbBIO TAXKECTW: OT 6ECCMMMNTOMHOIO TEUEHUA Y HOCUTENEN MyTaLun
ALPL po BHyTpuyTpobHOM CMepTH Npu NnepuHaTtanbHon dopme. B aaHHOM cTaTbe ByneT paccMoTpeHa MaHudecTauma 3abo-
neBaHVisl BO B3POCSIOM BO3pacTe, KoTopas TpebyeT aAuddepeHLmanbHON AMarHoCTUKM C MOCTMEHOMay3abHbIM OCTEONOPO-
30M.

KJTIOYEBBIE CJTOBA: runodocdatasus; mytauma 8 TNSALP; acdoTasa anbda; KNMHUYECKNI Clyyait.
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Hypophosphatasia (HPP) is an inherited metabolic disease characterized by low activity of tissue non-specific alkaline phos-
phatase (TNAP) due to mutations in the ALPL gene [1]. The low activity of TNAP leads to the systematic accumulation of its
substrates, namely inorganic pyrophosphate (PPi), a strong inhibitor of mineralization, and pyridoxal-5-phosphate (PLP),
a cofactor of several enzymes, which largely explain the musculoskeletal and systemic features of the disease. Hypophos-
phatasia is characterized by a wide range of manifestations and varying degrees of severity: from asymptomatic course in
carriers of the ALPL mutation to intrauterine death in perinatal form. This article will discuss the manifestation of the disease

in adulthood, which requires differential diagnosis with postmenopausal osteoporosis.
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AKTYAJIbHOCTb

K Hactosilyemy BpemMeHM 3aperncTpupoBaHo 60-
nee 400 mytaumin reHa ALPL (B OCHOBHOM MMCCEHC)
https://alplmutationdatabase.jku.at/portal/, Hacnegyembix
nmbo ayTOCOMHO-AOMMHAHTHbIM, NGO peLecCUBHbIM CMO-
cobom. Tskenoe TeuyeHue runodocdaTasum BCTpeyaeTcs
penko, ero yactorta coctasndaet ot 1:100 000 xuBopoxkae-
HuI B KaHage [2] no 1:300 000 B EBpone [3], B TO BpemsA Kak
npegnonaraeMas PacnpoCcTPaHEHHOCTb CPABHUTESIbHO 60-
nee nerkou B3pocnon ¢opmbl coctasnseT ot 1:3100 go 1:508
y eBponenues [4, 5, 6].

C MOMeHTa nepBOro onucaHus 3abonesaHus k. K.
PatbyHom B 1948 1. [7] BOCTUTHYT 3HAUMTENbHbINA NPOrpecc
B U3yUYeHUM NaTopu3MoNorim, a Takxke B ANarHOCTUKe 1 fie-
yeHuu runodocdatasum [8,9, 10, 11].

M3-3a pepkoi BCcTpeuyaemocTn 3aboneBaHus, HefoCTa-
TOYHOW OCBEAOMJIEHHOCTM MPaKTUKYIOLWMUX Bpayeln o AaH-
HOW MaTONOrMN 1 OTCYTCTBMA MAaTOFHOMOHUYHbBIX CUMMTO-
MOB, 0COBEeHHO Mpu nerkon ¢opme y B3pOCIIbIX, BCE elle
CYLLECTBYIOT 3HaUUTESIbHblE TPYAHOCTM B €0 CBOEBPEMEH-
HOW AMArHOCTUKE 1, COOTBETCTBEHHO, ieueHun [12].

Knaccudumkauma runopocdaTtasmm ocHoBaHa Ha Bo3pac-
Te NayueHTa Ha MOMEHT NMOABEHUs NEPBbIX MPU3HAKOB MY
CMMMNTOMOB 3aboneBaHus. Takum 06pa3om BblAENAT Nepu-
HaTanbHyI0, UHGAHTUIIbHYIO, AETCKYIO, B3POCIYI0 GOpMbI 3a-
6oneBaHuA u ogoHTtormnodpocdartasumio [13]. bonbwmHCTBY
KnnHnYecknx ¢Gbopm 3aboneBaHus NPUCYLL OOHU U Te Xe
NMPU3HAKM 1 CUMMTOMbI C MEPEKPbIBALWUMACA KIVHUYe-
CKMMU MPOABNIEHNAMY, KOTOPbIE Pa3NYaloTcAa MO WHTEH-
CUMBHOCTM. XOTA Cepbe3Hble OCIOXHEHNA BO3HMKAIOT Mpe-
VIMYLLIECTBEHHO B 1€TCKOM BO3PacTe, OHU MOTYT Pa3BUTbCH
B llobom Bo3pacTe [14].

Mpu nepuHatanbHo popme runodocdartasvm, Hanmbo-
nee Taxenon ¢dbopme 3aboneBaHus, Mpu3Haku 3abonesa-
HUA MOTYT NPUCYTCTBOBATb Npu Y3U-ckprHuHre. Tak moryT
BbIABATLCA MPU3HAKM YKOPOUEHUA TPybUaTbiX KOCTEN, X
AeMyHupanu3sauuu. 31a popma 3aboneBaHna NpoaBnseTCs
andoy3Hom geMrHepanusaumen KocTen, rmnoniasuen ner-
KUX, ObIXaTeIbHOW HeAO0CTaTOYHOCTbIO, TpebyloLlen Uckyc-
CTBEHHOW BEHTUAALUN NIETKNX, TMMOTOHUEN 1 Cygoporamu,
06ycnoBneHHbIMY aebuuutTom BUTammHa B6 B ueHTpasb-
HOW HEPBHOW CUCTEME, OTCYTCTBMIEM HOPMANIbHOTO Habo-
pa Beca. MepuHaTanbHasa ¢dopma runodochaTtasnn nmeet
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He6NMaronPUATHbLIA MPOrHO3 W MPU OTCYTCTBUW JleUYeHUs
NpUBOAMT K neTanbHoMy ucxogy [15, 16, 17].

WHpaHTUnbHaa ¢opma runodocdatasum npossnseT-
CA B MepBble 6 MeCALEB XU3HU 1 MOXET BapbUpPOBATbCA
OT JIerkou cTeneHu go Tsxenon [13]. Y naumeHToB ¢ MHbaH-
TUNbHON dopmoii rmnodocdaTasmm HabNLATCA N3MEHe-
HUA KOCTEN, TUMNYHbIE AN PaxuTa, TakMe Kak yTosLieHre
pebepHO-XPALLEBbIX COUNIEHEHWI, PaCUMPEHNE CYCTaBHbIX
LWernen, HeogHOPOAHaA CTPYKTypa metadumsa un gedpopma-
LM KOHeYHocTeln. HU3KniA pocT 1 MblweyHas cnabocTb cro-
COOCTBYIOT 3afjepKKe MOTOPHOro pa3suTuA [13, 18].

OpoHTornnodocdatasms, Hanbonee pacnpocTpaHeHHas
¢dopma 3aboneBaHus, NPOABNAETCA pPaHHEN MoTepen Mo-
NOYHbIX 3yOOB B JETCTBE WM PAHHEN MOTEPEN KOPEHHbIX
3y60B BO B3pOC/IOM BO3paACTe NPy OTCYTCBUM KOCTHbIX aHO-
Manuii. MoTepa 3yb6a NpoucxoanT MpY HEMoBpEeXAEeHHOM
KOpHe 1 Bbi3BaHa aHOMANUAMU LEMEHTA, YTO MPUBOAUT
K 0cnabneHuto nprKkpenneHus 3yba B anbeeosne [20].

PaHHAA noTepsa 3y60B MoXeT HabnogaTbcA nNpu Bcex
dopmax runodocdatasum u ABNAETCA BaKHbIM MPU3HAKOM
3aboneBaHus B AETCKOM Bo3pacTe [21].

B3pocnas ¢dopma runodocdatasum xapaktepusyetca
MOBbILLIEHHBIM PUCKOM MEPESIOMOB, OCOGEHHO XapaKTepPHbI
nepenombl MIOCHEBbLIX KOCTEN 1 nepeniombl 6eapa, KoTo-
pble MOXXHO KnaccnduumpoBaTb Kak aTUMMYHbIE NMepenombl,
MbILLEYHOW CNaboCTbl0 U XPOHUYECKOW MbILLIEYHO-CKeNeT-
Hoi 6osnbio [19]. Kpome Toro, n36bITOK HepaspyLUEHHOro
nupodocdarta oTKNaAbIBaeTCA B CyCTaBax M XpsLlax B BUuge
nupodocdata KanbLuus, YTO MPUBOAUT K XOHAPOKANbLUHO-
3y, 60N1EBOMY CHAPOMY U KITMHUYECKM NposBnsaeTcs 6onee
ObICTPbIM NPOrPeCCUPOBaHNEM OCTEOAPTPUTA U B PAAE Ciy-
YyaeB — PaHHMMK 3aMeHaMu CyCcTaBOB [22]. SKTonuuyeckas
Kanbuudurkauma pasfnyHOW CTEMEHU TAKECTU SBNAETCA
yacTbiM MposBMeHEeM B3pocsion ¢opmbl runodocdata-
3um [23]. Beuay HecneumouyHOCTU CMMMTOMOB MaLMEHT
¢ runodocdatasunernt MOXKeT NOMyYaTb JIeYeHUE OCTE0APTPO-
3a U OCTEONOpPOo3a, OCTaBasiCb HEANArHOCTUPOBAHHBIM, MPY
3TOM Hanbosee YacTo NPYMEHAEMbIE NpenapaThbl As fneve-
HUA ocTeonoposa — bucdocooHatol (bD) [24, 25] — Asns-
l0TCA aHanoramu nupodocdaTta M NPOTUBOMOKa3aHbl Npu
runodocdartasnm. Takum ob6pasom, BaxXHO, YToObl y Bpauei,
KOTOpble 3aHMMAKTCA NPOGIEMOI OCTEONOPO3a, COXPaHs-

Tabnuua 1. Nepenombl B aHaMHeHe3e NauneHTKn

Nnacb HACTOPOXEHHOCTb B OTHOLLUEHWW 3TOro pegkoro 3abo-
NeBaHNA, KOTOPOE MOXET ObITb BriepBble ANarHOCTUPOBAHO
Cpeamn craplien Bo3pacTHoW rpynnbl. Mbl npegctasBnsem
KIMHWYECKUA Clydyal NauueHTKn ¢ MaHudecTaumen runo-
docdarasny Bo B3poC/iom Bo3pacTe.

OMUCAHUE CNYYAA

MaumeHTKa A. 55 neTt obpaTnnach C Xanobamu Ha Mbi-
WeyHble 60NN BO BCEM Tefe, YCUNBAOLWMNECS YTPOM, CKO-
BaAHHOCTb MO YTpPaM, MbILLEYHbIE CMa3Mbl, CyAOPOrn »KeBa-
TESIbHbIX, LWWENHbIX, UKPOHOMHbBIX MbILLIL, NPENMYyLLECTBEHHO
BEYEPOM, FrOJIoBHble 601U, 60/ B MOACHWLE TAHYLLErO Xa-
pakTepa. [pn ocmoTpe: TenocnokeHne NpaBUiIbHOE, HOP-
mocTeHnyeckoe (MMT — 24,1 kr/m?). I3 aHamHe3a 13BeCcTHO,
YTO Y MALMEHTKN yXe Oblnn nepenombl MAOCHEBON KOCTM
1 nepenom 6eapa, BO3HUKLLNE NPU MUHVMAasbHOW TPaBMe,
a Takxke gpyrve nepenomsl (1abn. 1). NMayuneHTka Habnoga-
€TCA Y HEeBPOJIOra C AUarHO30M: XPOHUYecKas, exeHeBHasn
ronosHaa 6onb, obycnosneHHas AMCHYHKUMEN NepuKpa-
HMANbHbIX U »eBaTeSIbHbIX MbILL; TOPCUOHHAA ANCTOHMS,
KpaHuanbHas OVWCTOHUS B BUAE AWCTOHUYECKOTO TPU3Ma,
OVCTOHNYECKNIA TPEMOP ronoBbl. [InuTenbHoe BpemMs nony-
YaeT neyeHue: KnoHasenam rno 1/4 TabneTkn Ha Houb (Mprem
HeperynspHbil), 6aknopeH (MUOPENAKCAHT LEHTPAIbHOMO
gencteua) 10 mr no 1 TabneTtke Ha HOub.

Mpy MHOrOKpAaTHbIX UCCIefoBaHUAX LienoYHan docda-
Ta3a Haxo[wnach HKe pedepeHCHOro NHTepBana: Bnepsble
B Bo3pacTte 51 roga — 23 Ea/n (40—120), B 3TOM Xe BO3pac-
Te y MauMeHTKM HacTynuia meHonaysa. B Bo3pacte 50 net
y NaLUEHTKN MPOU30LLEN NePENoM LLENKN NeBor beipeHHOM
KOCTV MPU NaZieHUU C BbICOTbI COBCTBEHHOIO POCTa, KOTOPbIN
MOXO 3aXMBaN HECMOTPA Ha MPOBeAEeHHOe XUPYpruyeckoe
neyeHvie. Ha TOT MOMEHT, Npy AEHCUTOMETPUN, MUHEPaJibHas
MIOTHOCTb KOCTHOM TKaHu (MINKT) B L1-L4 —-1,4SD, B weike
6egpa — -0,1SD, total — -1,65D no Z-kpwutepuio. MaymeHTKa
HeperynapHo npuHumana anbdakanbuugon 0,25 MKr/cyr,
OT MpefsIoKeHHOW MHOY3UN 30/11eJPOHOBON KUCOTbI 5 Mr
Bo3gepxanacb. [lpy KOHTPONbHOW OEHCUTOMETPUM B BO3-
pacte 55 net otMeyanacb oTpuuaTtenbHaa gvHamuka: MK
B L1-L4 — -2,2SD, B weiike 6eagpa — -2,4SD, Bce 6eapo —
-1,55D no T-KpuTtepuio, MO BCEN BUAUMOCTU, OOYCNOBNIEHHAS

Bospacr Jlokanusauyna nepenoma
17 net Mepenom KocTell B 0611acT 1IEBOr0 rofIeHOCTONHOrO CyCTaBa

45 net MNepenom Mmn3nHUa neBo ctonbl (yaapunacb 06 ABEPHOI KOCAK)

49 net Mepenom wenku neBon 6egpeHHoOW KOCTU (Npu NaieHn C BbICOTbl COOCTBEHHOIO POCTa)

52ropa MNepenom ocHoBaHUA V NOCHEBOW KOCTY NTEBON CTOMbI (NOABEPHYNa HOrY)

54 ropa MNepenom ocHOBHON danaHr BTOPOro nanbLa neBow cTonbl 6e3 cmelleHna (yaapunacb 0 KameHb
BO Bpems nnaBaHmsA)

54 roga MNepenom ocHoBaHWA V NAOCHEBOW KOCTU NPaBon CTOMbI

55 net 3aKpbITbIN KpaeBol Nepesiom HagKoNeHHNKa 6e3 cMelLeHUs, iereHepaTBHOE NoBpeXaeHne
Hapy>HOro MeHu1cKa (ynana Ha KoJsieHn)
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Tabnuua 2. [laHHble nabopaTopHOro 06ceqoBaHNA NaLNEHTKN

MokasaTtenb Pesynbrar Pe¢depeHcHble nHTepBanbl

Kanbumii CKOppeKTMPOBaHHbIN Ha anbOyMWUH, MMOJb/N 2,27 2,15-2,6
®ocdop, mmonb/n 1,33 0,74-1,52
Marnuin, mmonb/n 0,94 0,7-1,05
LenoyHas pocdoTasa, ea/n 29 (oBymsA gHAMYN no3xe 29) 40-150
[mnioko3a, mmonb/n 5,08 3,1-6,1
KpeaTuHuH, Mkmonb/n (pCKO) 69,6 (85 mn/MnnH/1,73 m?) 50-98
Keneszo, MKMonb/n 18,1 9-30,4
TTI, MME/n 1,22 0,25-3,5
MapaTropmoH, nr/mn 25,08 15-65
C-KOHLEeBOW TenonenTua, Hr/mn 0,65 0,3-1,1
OcTeoKanbLUWH, HI/Mn 25,31 15-65
ButamuH D, Hr/mn 32 >30

meHoray3oM. B Bo3pacTe 54 net B CBA3M C MHOTOKPAaTHO NoA-
TBEPKAEHHBIM HU3KMM YPOBHEM LefNoYHol pocdaTtasbl y na-
LUMEHTKM 6bina 3anogo3peHa runodocdarasus, u NpoBeaeHo
cekBeHupoBaHue no CeHrepy, BbIAABNEH OMUCAHHbIA paHee
KaK MaToOreHHbIVi BapuaHT HYKNeoTUAHOW NnocnefoBaTeNbHO-
CTN B 3K30He 4 reHa ALPL c.211C>T, B reTepO3UroTHOM COCTO-
AHUU NPUBOAALLMI K MUCCEHC-3aMEHE.

MauyneHTKe 6bINI0 MPOBEAEHO 06C/IeOBaHME A1l OLEHKN
cocToaHusa GpocPpopHO-KanbLMeBoro obMeHa, BCe NoKasaTe-
nn 6binn B Npefenax pedepeHCHbIX 3HaYeHWi, 3a UCKIIo-
yeHVeMm LienoyHon docdaTtasbl, KOTOpas Npu ABYKPATHOM
onpeneneHun 6oina cHUXKeHa go 29 Ea/n (40-150) (Tabn. 2).

MpoBegeHa noCTypanbHaA PEHTrEHOrpaMma HUKHUX
KOoHeuyHocTel (purc. 1), BbIABNEHO YKOPOUEHMe LeNKn JIeBoN
6efpeHHON KOCTU Ha POHEe KOHCONMAOMPOBAHHOIO nepe-
noma cneBa ¢ gepopmauren CybKanuTanbHON 30HbI, KOH-
CONMANPOBAHHDLIV MepPesioM OCHOBaHWUSA Tena NeBON cefa-
NIMLLHONM KOoCTu ¢ aedpopmaumeli NoaB3aoLWLHO-CEAANTNLLHON
60po3abl, acMMMeTpUs NoOKoBOro crmdusa ¢ onyLeHNEM
1 CMeLleHreM K3aau neBor nonosBuHbl o 0,6 Mm, poTauu-
OHHble MOABbLIBUXW TONIOBOK 6efpeHHbIX KoCTel, 6onblue
CneBa, BUAVMOE CYXXEHue NEBOrO 3anuMpaTtesibHOro OTBep-
CTrA Ha GOHe OMOPHON NepeHarpy3KM ¢ HapyXHoro pebpa
npaBo CTOMbl Ha 30HY JIEBON NATKN.

PucyHok 1. KoHCOnMarpoBaHHbIii NMepesioMm OCHOBaHWA Tefa IEBOV CeAaNIMLLHON KOCTU ¢ AedpopMaLieil NoAB3A0LWHO-CefaNLIHON
60po3abl.
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PucyHok 2. MPT rpyaHoro otgena no3BOHOYHMKA.

Mpn nccnepgoBaHUM COCTOAHMA KOCTHOW TKaHW Map-
Kepbl KOCTHOro obmMeHa — B npegenax pedepeHCHbIX
3HAYeHnn: ocTteoKanbumH — 25,31 wr/mn (24,0-70,0),
C-KoHueBoOM TenonenTua KonnareHa 1 Tuna — 0,65 Hr/mn
(0,10-0,85). No gaHHbIM MPT rpyaHOro n NOACHNYHOrO OT-
[enoB NO3BOHOYHMKA (pUc. 2, 3) — KapTUHa fereHepaTmB-
HO-AUCTPODUYECKNX N3MEHEHU (OCTEOXOHAPO3, CMOHAN-
N0apTpOo3), rpbiXa MEXMNO3BOHKOBOrO AMCKAa Ha YpPOBHe
Th5-6 n Th8-9, BbiCTOAHME MEKMO3BOHKOBOro [ANCKa
Ha ypoBHe Th7-8, Th11-12, Th12/L1 n L4/L5, remaHruoma
B Tesie Th8 No3BOHKa, MPOTPY31A MEXMNO3BOHKOBOIO ANCKA
Ha ypoBHe L4/L5. [JaHHbIX 3@ HanMuyne KOMMPECCUOHHbIX
nepenomMoB NMO3BOHKOB He BblABNEHO. [10 AaHHbIM peHT-
reH-4eHCUTOMETPUN BbiABNEeHO cHmkeHne MIKT B L1-L4
0o -2.5 SD no T-kputepurio — COOTBETCTBYET OCTEONOPO3Y,
B LWEeWKe neBol beapeHHon Koctn — ao -2.2 SD, B 6egpe
B Uenom — go -1.9 SD, B nyueBown koctn — 1/3 go -2.0 SD
no T-kputeputo.

[na oueHKn TonepaHTHOCTU K U3UYECKON Harpyske
NPOBeAEH TECT C 6-MVHYTHOW X0AbOON — ANCTaHLMA COCTa-
Buna 162,5 metpa nNpu HOPManbHOM 3HayeHUn ot 450 me-
TPOB.

Taknm 06pa3om, aHaMHeCTUYeCKre AaHHbIe O Nepesiome
MJIIOCHEBOWN KOCTW U nepesioMe 6egpa B Bo3pacTte 50 nerT,
3HAUMTENbHOE CHIKEHVE GYHKLIMOHANbHbBIX BO3MOXHOCTEN
(TecT ¢ 6-MmHYTHOI xoabboli 162 M), MHOrOKpaTHOe nopa-
TBEPXKAEHNE CHIKEHHOIO YPOBHSA LUeNoyHon ¢ocdaTasbl
KPOBU M reTepo3nroTHasa Mytauus B reHe ALPL, ona Kotopon
XapakTepeH JOMWHAHTHO-HEraTUBHbIN 3¢deKT, NO3BONAT
BepudrumpoBaTb AnarHo3 runodocdarasuy, B TOM UUC-
Ne COrMacHO KOHCEHCYCy O AMarHocTuKe runodocdarasm
y B3pocnbix [26]. MNaumeHTKe pekomeHaoBaHa Tepanus npe-
napatom acdoTtasa anbda, OT KOTOPOro oxugaercs 3bpekt
KaK ana npegynpexneHunsa HOBbIX NaToNorMyeckmx nepeso-
MOB, TaK 1 [J1A BOCCTAHOBJIEHUsA ee GYHKLMOHANbHbIX BO3-
MOXHOCTeN.

PucyHok 3. MPT noAcHMYHOro otaena no3BOHOYHMKA.

OBCYXAEHUE

JaHHbIN KNMHMYeCKn cnyyaim noaTeepxgaet, uto FO®
B3POC/IbIX MO CBOEMY KIMHUKO-MHCTPYMEHTalbHOMY MpOo-
ABNEHNIO UMEET CXOACTBO C CUCTEMHbIM OCTEOMOPO3OM.
EQVHCTBEHHBIM OTAMYMEM ABNAETCA HU3KNUIA ypoBeHb LU,
KOTOPbIA MOXET OblTb OWMOOYHO VHTEPMPETUPOBAH Kak
NposAB/eHNe HU3KOW WHTEHCUBHOCTM KOCTHOrO OOMeHa.
Cnegyet NOMHWTb, YTO AnarHo3 MO He ncknyaeT pasBu-
TUe MOCTMEHOMNay3anbHOro OCTeonopo3a. Tak, Y MeHLMH
B MOCTMEHOMNay3e 1 y MyX4nH cTaplie 50 neT B KOCTHOW
TKaHW, MOMUMO TUMUYHBIX Ana runodpocdatasum Hapylue-
HUA HOpMasibHOro (GOPMUPOBAHUA TMAPOKCMANMATITA,
MOTYT MPOMCXOANTb MPOLECChl N3ObITOYHOrO pa3pyLleHUs
KOCTHOW TKaHW C NOTepen KOCTHOW MacCbl, HapyLleHnem
MUKPOAPXUTEKTOHMKN KOCTHOW TKaHW, TUMUYHbIMA ANA
ocTeonopo3sa [27]. NMpu 3Tom Ha3HauyeHus brchochoHaToB
B KayecTBe Tepanuy OCTeonopo3a MOryT CMocob6CTBOBaTb
ZJanbHenwemy cHmkeHuto LLUO 1, BO3MOXHO, ycyrybnaTb Te-
YyeHue runogocdaTasmu, NPOBOLMPYA B TOM YMCSie aTUNny-
Hble nepenombl [25].

B nutepatype onucaHbl CXOXUe KAUHYECKue Ciyyau.
B ogHOM criyyae 60sibHYO ANUTENBHO Neuynnu anbdakanb-
LUMZONOM 1 MpenapaTaMm KasbLys no noBogy ownboyHoro
AVarHo3a — MNOCTMEHOMay3asibHbIl OCTEONMOPO3, OCOX-
HEHHbI NepesioMOM Tefa NMO3BOHKA, — XOTA Npu obpalye-
HUW Y NaLUeHTKM OTMEeYasioCb TUNuYHoe ansa runodocda-
Tas3nu CHMXeHne ypoBHsa LL®. B gpyrom cnyyae y naymeHTa
C AVMarHo3oM «ACenTMYecKknii HEKPO3 rofoBKM 6eipeHHON
KOCTU» npu 06CNefoBaHNM Ha BbIABJIEHNE OTKIIOHEHUN
MeTabonm3ma KOCTHOM TKaHM (Mpy acenTUyeckoM HeKpo3e
BO3MOXHbl TaK/e HapyLUEHWA, N OHU TPebyloT KoppeKuun
B lO- 1 B MOCNeonepaLoHHOM Neproge) BbIABIEHO pe3Kkoe
CcHuKeHue ypoBHsA LD [28]. B o6omx cnyyasx guarHos 6bin
NnoaTBEPKAEH NPU reHeTUYeCKOM nccnegosaHuu. MNpu sTom
BbIAABNIEHHbIA FeHETUYECKNI BapUaHT Kak NpaBuio BAUAeT
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Ha KJIMHMYECKYIo KapTuHY 3aboneBaHunsA: Tak, Npu He3Haun-
TesIbHOW MoTepe akTVBHOCTU GpepMeHTa y YesioBeKa MOryT
ObITb MVHVMasIbHblEe HAPYLUEHWA C Pa3BUTMEM CAMMTOMA-
TUKU MO Mepe UCTOLLEHUs aKTUBHOCTU pepmeHTa LLD. Pas-
NMYHaA cTeneHb NoTepu akTMBHOCTM LLID moxeT 06bACHATD
LWUIMPOKYIO KapTVHY MaHubucTaumm 3aboneBaHna OT MUHN-
MasibHbIX MPOSIBEHUN [0 NeTanbHON GOpMbl C NMepBbIMU
NPOoABIEHUAMU BHYTPUYTPOOHO [26].

[lo HepfaBHero BpemeHy eAUHCTBEHHO BO3MOXHbIM Me-
TOgOM NeueHnsa runodocdatasvy ocTaBanacb CUMMATOMA-
Tnyeckas Tepanusa. B 2008 r. 6bin co3aH HOBbI Npenapat
c nabopatopHbiM Kogom ENBO0040, Asfotase Alfa, 3aperu-
CTPUPOBaHHbIN B oKTAGpe 2015 1. B CLUA [29]. Ha cerogHaw-
HU aeHb acdoTasa anbda ofobpeHa BO MHOMMX CTPaHaX,
B ToM umcne B Poccnn, gna nevyenus runodocdartasun.
Acdortaza anbda (STRENSIG) npeacTtaBnset cobon pekom-
OVHAHTHBIN 6eNoK, COCTOAWMIA U3 BHEKNETOYHOM YacTu
THLL®, yyacTka KoHCTaHTHOro Fc-pervioHa MMmyHoOrno6y-
nuHa G1 yenoBeKa 1 MUHEPANOCBA3bIBAKOLEr0 MOTUBA Je-
Ka-acnapTaTa, HanpaBAsIOWEro PEeKOMOUHAHTHBIA 6enoK
K noBepxHocTn KocTu [30]. B nutepatype ectb coobuieHre
06 3¢ PeKTNBHOCTU NpUMeHeHUs acdoTasbl anbda B Cliyyae
No34Hero yCTaHOBNEHMs AnarHo3a npu getckom popme [31].
BmecTe ¢ Tem, XOTA KNMHMYECKME NCCNeoBaHWA NPOBOAY-
NUCb MPY BKIIIOYEHUUN [eTcKon popmbl 3aboneBaHus, na-
UMeHTbl ¢ 6onee MAMKMM TEUYEHVEM U YCIIOBHO B3pPOC/ION
dbopmoli MOryT NMonyunTb MOMb3y U MOSIHOE BOCCTaHOBJIE-
Hue oT hepMeHT-3aMecTUTeNIbHOM Tepanuy acpoTason asnb-
¢a [28]. CornacHo KOHCEHCYCY 3KCNepToB, OnybanMKoBaHHO-
My B 2023 1., JaHHbIA KNMHUYECKUI Cflyvall COOTBETCTBYeT
KpUTEPUAM AUArHOCTUKK B3pocsion ¢dopmbl runodpocdaTa-
31K (MMeeTCcA CTOMKOoe CHMKeHue ypoBHA LD, natoreHHan
MyTauma B reHe ALPL, aTUNMYHbIA NIOXO 3aXunsBalowunm ne-
penom 6efpa, NepesioMbl MIOCHEBbIX KOCTEW, CHUXEHME
byHKUMOHanNbHbIX BO3MOXKHOCTel) [26]. COOTBETCTBEHHO,
Mbl MOXEM OXKUAaTb NpefynpeKaeHns HOBbIX NeEPesioMoB
N BOCCTaHOBMNEHME GYHKLMOHANbHbBIX BO3MOMXHOCTEN Npu
Ha3HauyeHun Tepanun. BmecTe ¢ Tem, cornacHO MHCTPYKLNN
K npenapary, UCCnefoBaHusl MPOBOAUINCH TONBbKO Mpu AeT-

ckon popme runodpocdaTtasuu, U HazHauyeHre npenaparta
B JJ@aHHOM Cilyyae [O/MKHO MPOM3BOAUTLCA MO BpayebHOM
KOMUCCUm.

3AKNIOYEHUE

lunodocdaTtasusa ABnsAeTCcA reTeporeHHbIM 3abone-
BaHMEM C Pa3HOW CTEMEHbIO TAXKECTU, KOTOPOe MOXeT
nopaxaTb BCe BO3pacTHble rpynnbl. HuxHne npegensb
ypoBHeli LLI®, KoTopble MOryT 6biTb XapakTepHbl ana OO,
MO-NMPeXXHeMY B 3HAUUTENIbHOW CTEMEHW UTHOPUPYIOTCH,
yTO 3aTPyAHAET AMArHOCTUKY 3abonieBaHUsA U YCTaHOB-
neHve ero ¢akTUYECKON PacnpOCTPaHEHHOCTU cpeam
HaceneHuA. [lna npaBuibHOW MHTepnpeTauum ypoBHEN
W® HeobxoaMMO YuMTbIBaTb 3HAYEHMUA, XapaKTepHble
AnA BO3pacTa 1 nona nauveHTta. AjekBaTHOe U cBoeBpe-
MEHHO HayaToe nevyeHue runodpocdaTasvm UMeeT OCHO-
BOnosaralolee 3HayeHue, MOCKOJbKY JieKapCTBEHHble
npenapartbl, 06bIYHO UCMOJIb3yeMbIe A NeYEHUs APYrux
MeTabonmyeckmx 3aboneBaHMin KOCTEN, MOTYT yXyAwaTtb
ee TeyeHue.

AONOJIHUTENIbHAA UHOOPMALINA

UcTtouHukn puHancmpoBanua. Ctatba ony6ivMKoBaHa B pamKax Bbl-
NonHeHNA rocypapcTBeHHoro 3agaHna NeHWOKTP 124020700097-8 npu
duHaHcoBo noppepxke MuHMCTEPCTBA 34paBOOXpaHeHus Poccuinckoin
Qepepaymn.

KoHpnuKT nHTepecoB. ABTOpbI AEKNAPUPYIOT OTCYTCTBME ABHbIX
1 MOTeHUManbHbIX KOHGIMKTOB UHTEPECOB, CBA3AHHbIX C COAep)KaHUeM
HacTosALWEN CTaTbM.

YyacTue aBTOpOB. BCe aBTOpbl 0806pUNM GUHaNbHYI0 BEPCUIO CTaTb
nepep nybnvkauuer, Bbipasun cornacme HecTM OTBETCTBEHHOCTb 3a BCe
acneKTbl paboTbl, NOAPAa3yMeBaloLLYIO HafJIeXallee n3yyeHne 1 pelueHne
BOMPOCOB, CBA3AHHbIX C TOYHOCTbIO UM AOOPOCOBECTHOCTbIO NHO6OI YacTh
paboTbl.

Cornacue naymeHTa. launeHTbl O6POBOIBHO NMOANMCANN UHPOPMU-
poBaHHOe corniacue Ha Ny6avKaLmio nepcoHanbHON MeaNLIMHCKON MHbop-
Mauum B 06e31MyeHHon popme (MIMEHHO B STOM XKypHane).
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