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Tunoghocpamaszus — zenemuueckoe 3abonesanue, KOmMopoe XapaKmepu3yemcsa CHUNCCHUEM YPOGHA W e0UHOL (ocamasbl.
HesvipazumenvHnan KiuHUYecKas KapmuHa 3a001e6anus y 63p0Ocivix Hepeoko 3ampyonusem ouaznocmuky. Ilpuseoenst 0sa naonio-
OCHUA: 8 OOHOM CIyuae DONbHYI0 OUMETbHO JeUUNU ANb(aKanbyUO0N0M U NPEnapamamu Kaibyus no noeody ouudouHozo oua-
2H03GQ — NOCHIMEHONAY3ANbHbLIL 0CIEONOPO3, OCTIOICHEHHDBLIL NEPETIOMOM MeNa NO360HKA, — XOMs NPU 00Pau{eHUN Y NAYUEHMKU
OmMeuanocy, munuinoe 01 unogochamazuu chudicenue yposusn wienounou ocpamasvl. B opyzom ciyuae y nayuenma c oua-
2HO30M Acenmu4ecKull HeKpo3 201106KU GeOPEeHHOIl KOCHU NPU 00C1e006aHU HA BbIABTIEHIE OMKIOHEHUI MEMAOONUIMA KOCHHOIL
mKanu (npu acenmu4eckom HeKpo3e 603MOICHbL MAKUE HAPYUIEHU, U OHU MPeOyIom KOPPeKyuu 6 00 U 6 NOC/1e0nepayuoHHOM ne-
puooe) 6viA61€HO Pe3KOe CHUNCEHUE YPOBHA UWeN0UHOU hochamasbl. B 06oux cyuasax ouazno3 noomeeprcoen npu 2eHemuyeckom
uccnedoganuu. /Ina nayuenma ¢ acenmuiecKum HeKpo3oM noomeepicoeHue OUAZHO3A AGAAEMCA OCHOBAHUEM OJiA NPOGEOCHUSA 6
nocneonepayuoHHOM nepuode 1evenus achomasoil anbha, YUMo no360aUM COXPAHUMb CINAOUIBHOCHL IHOONPOMeE3d.

KnioueBble cinoBa: cunogocghamasusn wienounan pocpamasza, mxanecneyuguueckas wenounan gpochamaza, memadonuue-

CKue ocmeonamuu, 0Cmeonopos, OCmeomaniayu.

I'mmogocdaraszus (I'OPD) — penkas reHeTHUECKast
IaTOJIOTHsI, 00YCIIOBJICHHAS! MYTAIMSIMU B T€HE TKaHe-
crienduueckoi menouHoit ¢ocdaraspl, xapakTepu-
3yeTcsl CHIDKCHUEM ee POIyKImK. B 3aBucuMocty ot
BO3pAcTa MOSBICHHS CHMITOMOB Pa3INYaioT TIepHHA-
TaJIbHYI0, MH()AHTHIBHYIO, AETCKYIO H B3pOCIIyIo (op-
My 3aboneBanus (1). Illemounas ¢ocdaraza (LD),
npezcTaBsieT coboil ceMeicTBO M30(epPMEHTOB, KOOHPYEMBIX
pasHbiMu reHamu. Oxun u3 HuX TNSALP, xonupyet n30(hepMeHT
1@, sxcripeccupyrommiicst BO BCEX TKaHIX, HO HanOoIee akTHB-
HO — B II€4YeHH, KOCTsIX U noukax. [en TNSALP pacnonaraercs
Ha KOPOTKOM Imiede xpomocombl (1p36.1-34) u cocrour u3 12
9K30HOB, 3aHuMaromux 50 000 mykieorunos (2,3). 3abonena-
HHE HacJeMyeTcsl Kak 10 ayTOCOMHO-IOMUHAHTHOMY (BO3MOXKHO
Oornee JeTKO€ TEUEHHE), TAK U ayTOCOMHO-PELIECCHBHOMY THILY,
Ooree TsDKENOE KIMHHMYECKOe MposiBieHHe (4). AyTOCOMHO-pe-
[ECCUBHBIN THUIT HACJIETOBAHMUS BKIIIOYAET TETEPO3UTOTHOE TIPHU-
obperenne IByx pa3inuHbix awteneir TNSALP (5). K nacrostie-
My BpeMeHH ¢ I'OD cBs3biBatoT 267 pasnuyHbIX MyTanuid u 16
nomamop¢u3MoB reHa TNSALP (6). [IpaBna, 6onpumHCTBO (74,5
%) MyTaluii OTHOCUTCSI K MECCEHC-MYTAIMSM, IPHYEM YaIle 3T0
TpHeMIIeMbIe MyTAaIlUH, KOTZla CBOHCTBA KOIHPYEMBIX OEIIKOB He
W3MEHSIOTCS ¥ KIIMHHUKA MIPAKTHYECKU OTCYTCTBYET (1).

Tranecnenuduueckas menoynas ¢ocdaraza (THID)
UTPaeT BaXXHYIO POJIb B MHUHEPATHM3AIMU KOCTHOW TKaHHU, TaK
KaK sIBISeTCS (EpPMEHTOM, KOTOPBIH pacIICIUIsieT HECKOIbKO
(hochoprmpoBaHHBIX COSANHEHHH, B T. 4. HEOPTaHMYECKUHT ITH-
podocoar (HIID), mupunokcains-5’-pocdar (IVID) u pocdos-
tanonamue (ODA). [Ipu HenocTaTke MENoYHO Bpocdaraspl 3TH
3 coeMHEHNs] HAKAIUINBAIOTCS B TKAHSAX, BBI3BIBASI HAPYIICHUS
MHUHEpaIH3auu Koctel, 3yooB (1). OCHOBHas poJib B MOABIIC-
HUU MUHepaiu3auuu otBoautcs HakorieHuto HIID, koropsrii
UHTUOMpyeT (GOPMUPOBAaHUE KPUCTAIIA THAPOKCHanaTuTa. 13-
BECTHO, YTO MUHEpaIN3anys OCTEON 1a IIPOXOJUT B 2 ITarna: CHa-
yajna KaabIui 1 Gocdop HAKAIIMBAIOTCS B CBSI3AHHBIX C MEM-
OpaHoii ocreoOnacta opraHeiiax (MeMOpaHHBIX BE3HKyax),
KOTOPBIE 3aT€M Pa3PhIBAIOTCS U COAEPKUMOE BE3UKY MOMAIaeT
B KOCTHBIH MaTpHUKC, I7ie IPOMCXOAUT AalibHenee Gpopmupoa-
Hue kpucraia ruapokcuanarura (I'A). [pu I'OD u3bsrTounoe
coziep)kaHHe HEOpraHWm4eckoro mupodocdara, MUPUAOKCATH-5
(docdara u pocdosrTaHoTaMUHA TOTTIOIMACTC aMOP(HBIM (oc-
(haTOM KaJbIH, 9TO IPEJOTBPAIIaeT Kak (POPMHPOBAHUE HOBBIX
KpucTamioB I'A, Tak u Ha PocT yxke MMEIONIUXCSl KPUCTALIOB
T’A. Hapymaercs u nponecc otinoxenus I'A B ocreous. ImeHHO
HaKOIUICHHE OCTEOHJA U BBISABILSIETCS MPH THCTOIOTUYECKOM H
TECTOMOP(OMETPUIECKOM HCCIIeIOBaHusIX. brorcus kocTu no-
3BOJISIET BBISIBUTH M3MEHEHUS IO PEHTT€HOJIOTHYECKOH CTamanu

3aboneBanus (7). [Ipu ructomopdomerprun GHONCHITHOTO MaTe-
pHana oTMe4aloTcs TaKue M3MEHEHUs, KaK: YBEIMUCHHE YUCIIa
tpabekyn (Tb/N), nocToBepHOE CHIIKEHHUE Cerapaiiuy TpadeKyIt
(Tb/SP), noctoBepHOE yBenmueHne oobema ocrteouaa (OS/BV)
u noBepxHocTH octeonna (OS/BS), yBennuenue uucna Ob, HO
ripu 3ToM umnciio OK octaercs B npeaenax HopMbl. OTMeuas mpe-
BaJIMPOBaHNE HEMUHEPAIN30BaHHOTO OCTEOH 1A HaJl MHHEpalIH-
30BaHHBIM U TPOBE/SI CPABHUTENBHOE HCCIEI0BAHHE CO 370PO-
BeIMH Jinamy, F. Barvencik ¢ coasr (8) Bersiuiy, uro npu 'OD
B OOJBIIEH CTENeHN HapyIIaeTCsl HHAUALNSA MHUHEPAIU3aIUH,
4YeM ee MpoJoJDKeHne. FIHTepecHO OTMETHTh, YTO MEXaHU3M Ha-
pYIICHUS MUHEpaIH3aliy Mpu runogocgarasun ObUT yTOYHEH
TOJIBKO I10CJIE IOKA3aTeIbCTBA CBA3H MOBbILEHUs ypoBHs HIID
B IUIa3M€ U MOYE C HEJAOCTaTOUHOW akTHBHOCTHI0 THIL[D.

V B3pocabix cumnTombsl '@ yare BBISABIAIOTCS B CPEIHEM
BO3pacTe, HECMOTPS Ha TO, YTO MAI[UEHTHI OBLIH 30POBBI B MO-
nonocti. HekoTopsle W3 HUX yKa3bIBAIOT Ha MEPEHECEHHBIH B
JIETCTBE PAXUT, MHOTAA MPEXKIEBPEMEHHYIO TOTEPI0 MOJIOYHBIX
3y0oB. MccnenoBareny HEpeaKo OTMEUAIOT CBSI3b KIMHUYECKON
KapTHHBI C MepeIOMaMy Pa3INIHBIX KOCTEH CKeleTa: peruau-
BUPYIOIIE MeTarap3albHble MEepeOMbl IUTIOCHEBBIX KOCTEH,
TIO/IBEpPTENBHEIE TICEBO- MEePETOMBl OSIPEHHBIX MM OOJbIIe-
6epuoBsix kocteit (4,9). IlceBnomepenomsl Oempa Harie BCero
BO3HHUKAIOT B JIATEPAJILHON, HO HE B MEANAIBLHON YaCTH KOPTH-
KaJIbHOM KOCTH ¥ MEUIEHHO TIPOTPECCUPYIOT. Y ITHX MAIUEHTOB
MOT'YT OBITh YKa3aHHs HAa paHHEe BBINA/ICHNE WIN yalIeHHe 110~
cTosHHBIX 3y00B, HII®-apTponaruro, o THIy ICEBIONONArpHI,
KaJIbLM(UKATBI C IEPUAPTPUTOM, Hallle BCETO B CBSI3KAX I103BO-
HOYHUKA, XOHAPOoKanbuHO3. [Tpu ['®D onucana gaxe KIMHUKA
MIEPBUYHOTO TUNEpapaTupeosa (4).

U3 nabopaTopHbIX IOKa3aTelieli OCHOBHBIM JMarHOCTHYe-
ckuM kputepueM ['OD apnsercst Hu3kuil yposens LD B cbiBo-
potke [4]. Ilpu '®D kpome Toro, mosbimaercss yposens [1JID
B iazme, HII® B chiBopoTke 1 DA B ChIBOPOTKE WU MOUE.
B ornmmume ot apyrux GopM paxuTa WIH OCTEOMANSAINH, TOBBI-
mrenre yposas [1JI® HaGmromaercs Toipko mpu 'O, nostomy
ero omnpezeneHne (B 1aOOpaTOPHOH IHAarHOCTHKEe 0003HaTaeTCst
Kak BUTaMuH B6) B cbiBopoTke Hapsay co LL®D sensercs Hau-
OoJiee IPOCTHIM TecToM Juist quarHocTuku [ dd. Kak npasuo,
yeM Tsokenee popma ['OD, Tem Hinke koHneHTpayst LD B cbI-
BOpOTKe U Bhille koHUeHTpauus [1JI® B mazme. Onpeznenenue
ypoBHS ®DA He mMeeT OOIBIIOTO 3HAYCHHUS 110 JIBYM IPUYH-
HaM: OIIPe/IeNIITh MOXKHO B CIIEIMATN3HPOBAHHBIX JIabOpaTopH-
SIX W TIOBBIIIEHHE €r0 YPOBHS MOXKET BCTPEUATHCS IIPU JPYTUX
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MeTtabonnueckux octeonarusx. Onpenenenne HII® B peanpHoi
KIMHUYIECKOH IpaKTHKEe HE MPOBOAMTCS H3-332 ONpEeTIeHHBIX
CJIOKHOCTEH MCCIIEA0BAHUS.

Ilo KNIMHUKO-PEHTI€HONIOTHYECKOMY IposBieHUI0 I'OD y
B3POCIBIX HIMEET CXOACTBO C APYTHMH METaOOIMIECKUMHU OCTe-
omatusiMi (OCTEOIOPO3, OCTEOMAJISILIUS), KOTOPhIE TaKXKe Mpo-
SBIIAIOTCS MIepeoMaMy MPH HE3HAYUTEIbHOH TpaBMe, 30HAMU
nepecTporky OeAPEHHBIX WM IUTIOCHEBBIX Koctel [1], uto 3a-
TpynHseT AuarHocTuky. OcoOeHHO CIIOKHO MPOBOAUTE T de-
PEHIMAIBHBIA AUarHo3 C CHCTEMHBIM OCTEOMOPO30M, TaK KakK y
OosbHBIX ¢ ['®D coxpaHAOTCS B Ipesenax HOpMbI [TOKa3aTeau
KaipIus U Gocdopa KpOBH, a HAKOIUICHHE HEMUHEPAIN30BaH-
HOTO OCTEOM[A, KaK U TOTEPs] MacChl KOCTH IPU CHUCTEMHOM
ocTeornopose (TIe HeT HapyIIeHWH MHHEepaTH3alin), TIPOsBIII-
ercst HM3kuMu 3HaueHnssMu MIIK. B xadecTBe moaTBepxaeHus
CKa3aHHOMY TIPHBOANM ClIe[yIollee HaOIIoeHUE.

Bonpnast A.1955 roma poxnenust obpatmwiace B LIUTO B
Bo3pacte 48 net (2003 rox) ¢ xanobamu Ha 00K B COHMHE, KO-
TOpbIE YCHIMBAIOTCS B IIOJIOXKEHHHU «CTOs». B anHamHe3e xupyp-
ruyecKast MeHomay3a ¢ 45 net. Kaxoii-nnbo comarinueckoi nmaro-
noruu He otmedaer. [lo oOpamenns B LIUTO B Teyenue 3-x ner
B CBSI3U C paHHEIl MEHOMay30i MoJTydanaa 3aMeCTUTEIbHYIO TOp-
MOHAJIbHYO Tepanuio. OTMeuaeT, 4To 601 B CIIMHE MOSBUIINCH
JI0 HACTYIUICHUSI MEHOIIAy3bl M MaJl0 M3MEHWINCE TIPH TIpHeMe
3aMECTHTENFHON ropMoHaNbHON Tepanuu. C y4yeToM aHaMHe3a
U XapakTepa 0oyu B crivHe (TOSIBIISIOTCS MPU HAarpy3ke U Mpo-
XOIISIT B «IIOKOE») OOJNBbHAS B MOMEHT OOpalIeHus o0cie1oBaHa
C LENTbI0 MOATBEPKICHHS TTOCTMEHOIAY3albHOTO OCTEONOPO3a.
IIpn peHtreHorpaduy MO3BOHOYHHKA BEISBICHA KIMHOBHIHAS
nepopmarms L1 1o3BOHKA, MpH PEHTIEHOBCKOH OEHCHTOME-
tpuu — noteps MIIK B L1—L4 -2SD no T-xpureputo, B 1ielike
o6enpa— 1.5 SD o T-kpureputo. [lokazarenn kanpuus, pocdo-
pa, maparropMoHa KpoBH, Kanblus U pochopa CyTouHOH MOUM
OCTaBaJHCh B Ipenenax HopMbl. OOpammano BHIMaHUE TOJIBKO
CHIDKCHHE aKTUBHOCTH IIenoyHoi (ocdaraser: 27,3 En/n npu
KosieOaHusAX HOpMBI [uts taboparopun 42-98 En/n. Hanmuuue me-
penoma Tena L1, Bo3HuKIIero 6e3 TpaBMBI, CTaJO OCHOBaHHUEM
JUISL TIOCTAaHOBKH TMarHo3a: IOCTMEHOIay3albHbIH 0CTE0N0opo3,
OCJIOKHEHHBIH aTonoruyeckuM nepeiaomom L1 nozsonka. Hus-
KHH ypOBeHb MIeN0uHOH (hocdara3sl ObLT OMIMOOYHO pacIEeHEH
KaK TNpOsIBJIEHHE HU3KOH WHTEHCHBHOCTH KOCTEOOpa30BaHUS.
Tak Kak B TOT HEPHOA B CTpaHe HE OBLIO MPEIapaToB, CIOCO0-
HBIX CTHMYIHPOBATh KOCT€OOpa3oBaHME, MAIMEHTKE Ha3HaYeH
anb(haKantbUaon B CyTo4HOH no3e 0.5 MKr B KOMOMHAIUH C
kapOonarom Kanbius (800-1000 mr B cyTkn). [1o pexomenmarim
THHEKosora OoJIbHAs ellle B TeUeHUE 3-X JIET IPOIOIDKALT HOJTy-
gare 3['T. Ha mpotsbkennn nocienyromux 12 net U 10 HacTo-
SIIETO BpeMeHU octaeTcs non Hadbmonenuem LIUTO, npoxon-
JKaeT TOJIy4aTh alb(haKanbIUIol, 1032 KOTOPOTO MIEPHOINIECKH
(B 3aBHCHMOCTH OT ypPOBHS KaJbIHs KPOBH) YBEIHMIHBAIACh 10
0,75 Mmkr B cyrku. Taxxe mpoomkaeT MONydaTh Ipenaparsl
KaJbLHs, 1032 KOTOPOTO MepHOIUIecKy cHIKanack 10 300-500
MT B CYTKH U3-32 MOBBIIIEHHOTO €r0 BhIJETIEHHs ¢ MOUYOil. Ypo-
BCHb IIETOYHOH (ocdaTasbl (Hapsmy C IOKa3aTeNsIMH TOMEO-
CTa3a KaJbLUs KOHTPOIUPOBAJcA Kaxaple 6-12 mecsien), ocra-
BAJICSI HU3KUM (HH B OJJHOM CJIydae He JOCTHTal JjaXke HIDKHEH
TPaHUIBI HOPMBI), XOTSI MCCIEIOBAHHE 3a CTONb JUIMHHBINA Iie-
pHOZL HAOMIOIEHHUS BBINOJNHAIOCH B pasHbIX jaboparopusx. Uro
KacaeTcs MaHHBIX JIXA, To mpu IMHaAMHYECKOM HaOIIOAEeHHH
orMeueHo nocreneHnoe cHimkenne MIIK: B 2005 MITK B L1—4
-2.2 SD no T-kputeputo, B 2008 rony — 2,4SD, B 2015 rony—
2.6SD o T-kpureputo. [Toreps MIIK B melike Genpa yBennan-
nacek nout Ha 15%. Cumxenne MIIK npoucxonuio, HecMoTpst
Ha YJIOBJIETBOPUTEIEHOE CAMOTYBCTBHE OOJIBHOM U IIOCTOSHHBIN
npueM anbhakaabUIoNa ¢ IpenapaTaMu Kaasuus. B 2015 roxy
B CBS3M C HEI(P(DEKTUBHOCTBIO JICUCHUS alb()aKAIbINI0IOM,
OTCYTCTBHEM IOKA3aHUH I Ha3HAYEHHS aHTHPE30pOTHBHOM
Tepanuu (MapKepbl pe30opOLrH OCTAaBAIKCh HU3KUMHU) U JUTH-
TEJLHBIM BBIPKEHHBIM CHIDKEHHEM YPOBHS IIETIOUHOH (pocda-
Ta3bl OonpHast o0ciiefoBaHa B TEHETUYECKON JIabopaTopuu Ayt
uckiroueHus runodocdaraszun. [Ipn npoBeneHun mMojaHOro aHa-
n3a reHa AL PL BBIsSBIICH TOMAMOP(HBIA BAPHAHT B TOMO3UTOT-
HOM cocTostHuU ¢.330C>T(p.Serll(0)=) u BapuaHThI B IeTEPO3U-

TOTHOM COCTOSIHUH ¢.863-71>C, c8764>C(pro292=). BrlsaBie-
HO 2 3amenbl. 1 3amena CM 980072, onucanHas B 6a3e JaHHbBIX
HGMD, npuBozsmas Kk U3MEHEHUIO B aMHHOKHCIIOTHOM PSIy
p.Tyr263His (c787T7>C) B TeTepO3UTOTHOM COCTOSHHHU. [Ipu
aHaJM3e MAaTOT€HHOCTH 3aMEHBI OTMEUEH ITOIMMOP(U3M 3TOH
3aMeHbl. Bropas 3amena ¢.6/G>A (pGlu2lLys) B reTepo3uror-
HOM COCTOSIHWM OIIMCaHa BIIEPBbIC. AHAJIHW3 NAaTOT€HHOCTH 3a-
MEHBI HOATBEPAMI ee MmoauMophu3M. M3BecTHO, 4TO MyTamus
c.61G>A (pGlu21Lys) MOxeT ObITh TIATOTCHHON W BIUITH Ha
MIPOAYKT SKCIPECCUH yKa3aHHOTO reHa. s runodocdarasun
ONMHUCaH JOMUHAHTHO-HEraTUBHBIN b dekt, npu kotopom | ma-
TOTE€HHAs! MyTallysl B T€TEPO3UTOTHOM COCTOSTHUU MOXKET BIIHSTH
Ha 00LIyI0 aKTUBHOCTH pepMeHTa in vivo. Takum oGpazom maH-
HBIE TEHTUYECKOTO UCCIIEA0BaHMs MOATBEP I AuarHo3 [ Od.

JanHoe HaOmoneHne nonreepxaaet, 4ro ['OD B3pocibx mo
CBOEMY KJIMHUKO-PEHTT€HOJIOTHYECKOMY MPOSBICHUIO CXO0Xa C
CHCTEMHBIM OCTEOIIOPO30M, ¥ €IMHCTBEHHBIM OTIIMYHEM SIBIISICT-
csl HU3KHUH YpOBEHb ILENOYHOH (ocdaraspl, KOTOPHIA HAMH JUTH-
TENbHO HE NPUHHUMAJICS BO BHHMaHHe. [10 JaHHBIM pa3IMYHBIX
aBTOPOB HCIIONb30BaHNE anbgakamsnugona mpu ['OD moxer
MIPUBECTH K THUNEPKANBIMEMHIHN, MBI 3TOTO HE OTMETHIIH, XOTSI Ma-
LIMEHTKa ToJTyJana npenapar B tedenue 12 jer. OTcyTcTBHE TH-
TMIepKaIBIUEMHIHU MBI CBSI3BIBAEM C JI-HEIOCTAaTOYHOCTEIO, KOTOPast
ObLIa MOATBEpIKIeHA TOIbKO B 2015 yKe mociie MoATBepKICHHS
nuarHoza ['@®. ¥V B3pociblX MalMEHTOB HAKOIJICHUE HEMMHE-
paTM30BaHHOTO OCTEOHJA MAET TOpa3fo MEICHHEE, YeM IpH
JIeTCKoM 1 nH(aHTHIFHOH (opMax, BO3SMOKHO, IMEHHO IO3TOMY
y ManueHTKH 3a 12 et HaOmoneHus He BBLBJICHO HOBBIX Iepe-
nomoB. [Tonaraem, 4to nporpeccupoBanne qedopMayy KocTei,
KOTOpO€ IPHUBONUT K HAPYIIEHHIO OMOPOCIIOCOOHOCTH, (DYHKIHN
1 UHBAJMAN3ALHUHY, 1 OTMEYEHHOE MOYTH Y MOJIOBHHBI TAIIUEHTOB,
CKOpee BCEro, OTHOCUTCS K 00bHBIM ['DD, y KoTOphIX 3a001eBa-
HHUE KIMHUYECKH MPOSBISIETCS B IETCKOM Bo3pacte [1].

Hpyroe nabmonenue. [lanuent H. 45 net, oOpatuics B mo-
muxmuauky [IUTO B ¢espane 2010 1. ¢ xanobamu Ha 6016 B
o0acTy 1eBOro Ta300eApeHHOr0 CyCTaBa, HapyIIeHHE IOXOIKH.
Co cnoB nanyenTa 60716 OSCIIOKOUT B TeUEHHE 2-JIET, Hauaso 3a-
0oeBaHMs CBSA3BIBAT ¢ (HM3MUECKUM MepeHanpsbkeHueM. [Ipo-
BOAMMOE JIeYeHHE HECTEPOHIHBIMH MTPOTHBOBOCTIAIUTEIEHBIMU
cpencTBaMu okasanock HeddexTuBHbIM. [Ipn obpamennu B
LWUTO BmepBble BBINONHEHBI PEHTTCHOTPAMMBI JIEBOTO Ta30-
OeApEeHHOro CycTaBa M ANArHOCTUPOBAH aceNTHYECKUI HEKPo3
TOJIOBKH JICBOH OEIPEHHOW KOCTH B CTaaAWu (hparMeHTauH
TOJIOBKH. [IpOBOIMIOCH KOHCEPBAaTUBHOE JICUEHWE, BKIIOYAs
COCYIHICTBIE Tpernaparsl, XOHAPOIPOTEKTOPHI, (H3HOTEepaneB-
THUYECKOE JIEUEHNE, MACCaK ATOAUYHBIX MBIIII. Takxke ObIT pe-
KOMEHJIOBaH Ha 3 Mecsla opronenuueckuil pexum. B Tedenue
4-x mocnenyourx JeT HaOIogacs Mo MeCTy KUTenbeTRa. [1o-
BTopHO B LIUTO obparuincst 2015 roxy A pemieHus: BOIpoca o
1eJIecO00Pa3HOCTH ONEePaIlH YHIOIPOTE3NPOBAHNS JICBOTO Ta-
300eapenHoro cycrasa. [Ipu oOparieHnn coXpaHsIuCh Kano0bl
Ha BEIpa)KEHHBIC OOJIM B JIEBOM Ta300€IPEHHOM CYCTaBe, HEBO3-
MOXKHOCTb TIEPEABIKEHUSI 0€3 TPOCTH, OTPaHWIEHHE JBIDKSHHUN
B cycTaBe M ()OpPMHUPOBAHHE NPHUBOJSNICH KOHTPAKTYpbl. YUH-
THIBasl BRICOKHI PUCK Pa3BHUTHS paHHEH aceNTHUeCKOH HecTa-
OMJIBHOCTH IIPU SHAONPOTE3UPOBAHUH Ta300€IPEHHOIO CyCTaBa
y MAaIMeHTOB C aCeNTHYECKUM HEKPO30M, OOIBHOMY PEKOMEH-
JI0BaHO 0OCIIeJOBaHNUE Ha MIPEAMET BBISBICHUS HApYIICHUH Me-
TaboJM3Ma KOCTHOM TKaHU U MX KOPPEKIHH NPH HEOOXOANMO-
ct. B ananmmsax kpoBu 0OHapyXEHBI THHOKAaIbIUEMUS (Kajb-
i o6uwmit 2.08MMOJIB/T IPU HIDKHEH rpaHuiie HOpMbI 2,15),
MIOBBIIICHHE YPOBHS MapaTropMoHa a0 85,4mnr/miu (mpu HopMe
11,9-67,0), camxenune yposus 25(OH), no 8,1ur/mi, npu HOp-
MaJbHOM YpOBHE OCTeOKanbluHa (44,77Hr/Mi), MOBBHIIICHHE
ypoBHA ne3okcunupuauHonuna (17,40 v/M/MM CRE npu Bepx-
Hel rpanuie HopMsl 10 5,4 M/M/MM CRE) u BelpaxkeHHOE CHH-
xenue menounor ¢pocdarassl (30,3 En/m mpu HOpMe 40-129).
[To mannbemM XA ormeuena notepst MIIK B L1—L4 -1.3SD
(T-xpurepnit), B melike npaBoii OeApeHHON KOCTH (Ha CTOpOHE
0e3 acentuueckoro Hekposa) nmoreps MIIK cocrasuna -1,0 SD
(T-xputepuii). BbIsBICHHbIE OTKJIOHEHUs IaBajli OCHOBaHHE
JUISL TMarHO3a: Ne(QUINT BUTAaMUHA D, BTOpHYHBIN rHnepnapa-
THpeo3, runodocdarasusi.
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OcHoBaHueM I AMarHosa — runodocdarasusi sBIsIoCh
BBIP2)KCHHOE CHIDKCHHE YPOBHS IenouHoi ¢ocdarassl, koto-
past ocraBajlach CHW)KGHHOM, HECMOTPS Ha HaJM4ue AeUIUTA
BUTaMHHa D 1 BTOPUYHOTO THIIEpHIapaTHpeo3a.

Hauaro neyenue anbdaxaapunmonoM B cytouHoit gose 0,75
MKT 1 HIperapataMy KaJiblus B cyTouHoi go3e 800 mr (kapboHar
KaJIBIIMS) WM TIOTPEOICHHS TIPOIYKTOB, COACPIKAIIIX YKBUBA-
JIEHTHOE KOJIMYECTBO KaNbIIHs.

BonpHOMY OBIT Tarkke pekOMEHIOBaH T'€HETHYECKHH aHa-
mu3. [lpy mpoBeaeHUH TONHOTO aHaim3a reHa ALPL BBISBICH
HOJUMOP(HBIN BAPHAHT B TOMO3UIOTHOM cocTostHuH ¢.330C>T
(pSerl10=) 1 B TETEPO3UTOTHOM COCTOSIHUH c.472+8delG. O6-
HapyxeHa 1 3ameHa c¢.984 966del CTT, onucannas B 6a3e naH-
HBIX ALPL-SESER u HGMD (CD971975) B reTepO3UrOTHOM
cocrosHuA. s runodocdarazun paHee onvucaH JOMHHAHTHO-
HeraTuBHBIH P deKT npu koTopoM 1 maroreHHast MyTauus B re-
TEPO3UTOTHOM COCTOSTHHU MOJKET BIIUSTH Ha OOIILyI0 aKTHBHOCTh
(depmenrTa in vivo.

Hexotopsle uccinenoBarenu [12], monararot, 4To BbIBICHHUE
mytanuid reHa TNSALP s auarsoctuku ['@D wve Tpebyercs.
OnHako, KaK CiexyeT W3 NPUBEACHHBIX BBINIE COOCTBEHHBIX
KIMHUYECKUX HAaOMIOACHUH, JaHHBIM aHaIN3 OMOTaeT IPH I10-
CTaHOBKE JMArHo3a y MalWeHTOB ¢ jJerkumu popmamu OO,
Yy KOTOPBIX, HA MOMEHT OOpaIeHus] KIMHIYECKOe TPOsIBICHIE
JEMHHEPaNTN3aiH KOCTell CKeJIeTa OTCYTCTBYeT, HET TUIHYHBIX
MepPEeCTPOCUHBIX MEPEIOMOB.

Hamm HaOmroneHns moaTBep:kAa0T MHEHHUE [4], 4TO U3 Ja-
60paTopHBIX MOKa3aTeneil OCHOBHBIM JHArHOCTHYECKUM KpH-
tepueM I'OD gapnsercs Huskuil yposens 1@ B ceBOpoTkKe,
MO3TOMY Ba)KHO TTOJB30BaThCS JAHHBIMHU CEPTUPHUITIPOBAHHBIX
naboparopuil. KOTOpPBIE YUUTHIBAIOT MOJOBEIE, BO3PACTHBIE pa3-
JIMYHSI HOPMaTUBHBIX 3Ha4YeHMH menodnoi gocdarasspr

[Ipu T'®D y B3pocnbIX, B OTIMYME OT AETCKUX BapUAHTOB,
YPOBEHB KaJbIus 1 hocdopa KpOBH COXpaHSETCS B IIpesieax Hop-
MBI, TaKXe B HOpMe Yalle ObiBaeT u ypoenb 25(OH)JL;, uto no-
3BOJISIET MPOBECTH I (phepeHIMaTBHYIO JUATHOCTHKY C OCTeOMa-
nsipeld. OJHAKO BO BTOPOM HallleM HaOJTFOlIeHHH M3-3a BBIPYKEH-
HOTo fedumTa BUTaMiHa D (BBISIBIICHA TETEPO3UTOTHAS My TaIlHsl
B VDR :A-373G(Cdx2) nmenuch OTKIOHSHHS B BHE BTOPHYHOTO
THIIepIapaTHpe03a, HO MPH 3TOM KaJIbIUH KPOBH OCTABAJICS JlaXKe
HIDKE HIDKHEH TPaHHIBI HOPMBIL, YTO CBUJIETENBCTBYET O BO3MOXK-
HBIX BapHaHTax HapylleHuil romeocrasa kampius npu [OD y
B3pOCIBIX. UTO KacaeTcst BOSMOKHOCTH SHAOMPOTE3NPOBAHUS IO
MOBOJY aCENTUYECKOTO HEKPO3a, TO yuuThbiBas Haiuuue [' O, ne
HCKIIIOYaeM I1eJIeCOOOPA3HOCTH HA3HAYCHUS B IIOCIICONEPAINOH-
HOM mepuoze acdorassl anb(da, KOTopast yKe 3aperiucTprupoBaHa
B EBpone u Kanazne B Bune npenapara «CrpeHzury. OcHOBaHHEM
JUTSI TIPOBEJICHMS TAKOTO JICYESHNUSI B TTOCIIEONIEPAIlIOHHOM HepHoIe
SBIISIETCSL TO, YTO YCTPAaHEHHWE BTOPUYHOTO THIEPHapaTHpeo3a U
KoMIieHcalws aeduiura putamuHa D npu ['OD He uckioyaroT
COXpaHEHUsI HEMHHEPAIM30BAHHOTO OCTEOHa, KOTOPBII MOXET
OKa3aTh HEraTHBHOE BIIMSHHE HA ()OPMHUPOBAHUE OHOJIOTHYECKOM
CTaOMIIFHOCTH ¥ MOJKET CTaTh NPUYMHOM paHHEH acenTHYecKoi
HecTaOMIbHOCTH. B 3T0if CBSA3M y HacC BBI3BIBAET COMHEHHUE PU3BIB
HEKOTOpbIX aBTOpoB [10[ He3aMeAIMTENbHO ONEpUpOBATH IEpe-
CTpOEYHBIE MEPETIOMbI y HaeHToB ¢ ['dD, Tak Kak U3BECTHO HA
HpUMepe 0CTEOMAIISILIMH, YTO [IOXO0 MUHEPaIN30BaHHasl KOCTh HEe
MOXKET 00ecIeunTh (HOPMUPOBAHNS TPOTHON MO30JHU M CPAICHHSL.

Acdoraza anppa (STRENSIG) npencrasisier coboit pe-
KOMOMHAHTHBIH OEJIOK, COCTOSIIMII W3 BHEKJICTOYHOW 4YacTH
THIL[®, yyacTka koHCTaHTHOTO Fe-pernona mMmyHormio0ynnHa
G1 dyenoBeka ¥ MHHEPAJOCBS3BIBAIOIIETO MOTHBA JIeKa-acmap-
TarTa, HaNPaBIISIONIETO PeKOMOMHAHTHEIA O€JIOK K OBEPXHOCTH
koctH [11]. B skcriepumMenTe aBTOpamMu MOKa3aHo, YTO Y JKUBOT-
HBIX, TTOJIy4aBIIHNX acoTasy anbda (exeaHeBHbIE II/K HHBEKIINU
B TeueHHe 52 nHeil), Habmonancs HOpMaJIbHEIH pocT 6e3 nedex-
TOB CKeJleTa, 3a00yieBaHus 3y00OB M CyIOPOT. YPOBEHb KaJbI¥s,
HII® u TUVI® ocraBaics B mpenenax HOpMbl. MbllH, He MOITy-
yaBILIUe JICYCHUs], yMUpain uepe3 18,5 nus (MeauaHa), crpanas
OT TSDKEJIBIX NOpakeHWil ckenera. [IpexBapuTenbHBIN aHAIN3
TIOKA3aJl MOJIOKUTETbHBIC PE3YIbTAaThl JOTIOITHUTENBHBIX KIIHHH-
YECKUX UCCIICOBAHUM C yuacTreM noapocTkoB ¢ [DD. V nereii
¢ TsDKeIol opMoii 3a00JIeBaHMS YiIydIIanach MHHEPaH3aIis,

YMEHBIIATNCH PEHTTEHOIOTHYECKHE pU3Haky paxura. OJHaKO
ClIelyeT cKa3arh, YTO KIMHUYECKOe u3ydeHue ac(oTasbl aabda
B ZI0JITOCPOYHBIX PACIIHPEHHBIX HCCIICIOBAHHUSX TPOIOIKACTCS.

Takum 00pa3oM, CBOEBpEeMEHHAsI TUATHOCTHKA 3a00IeBaHUS
U TOSIBUBILASICS. BO3MOXKHOCTh KOHCEPBAaTHBHOTO JICUCHHS MTO3BO-
JIMT YIy4LIATh KQ4ECTBO XKU3HH ManueHToB ¢ [D®d, B ToM yncie
U B CIIy4asix ee NepBOro KIMHUYECKOTo NPOSIBICHNUS Y B3POCIbIX.

SUMMARY

Hypophosphatasia is a rare inborn error of metabolism
caused by mutations in the gene encoding tissue-nonspecific iso-
enzyme of alkaline phosphatase. Inexpressive clinical picture of
the disease in adults is often difficult to diagnose. We present two
clinical observations: in one case, the patient was treated for a
long time with alfacalcidol and calcium supplementation due to
misdiagnosis of systemic osteoporosis with pathologic fractures
of the vertebras, although at the presentation the patient had a
typical for hypophosphatasia decrease of alkaline phosphatase.
In another case, a patient with diagnosis of aseptic necrosis of
the femoral head had a sharp decrease in alkaline phosphatase
levels at presurgical evaluation. In both cases, the diagnosis was
confirmed by genetic testing. For patients with aseptic necrosis
the confirmation of the diagnosis of hypophosphatasia deter-
mines the need for treatment with asfotase alfa in the postopera-
tive period to preserve the stability of the endoprosthesis.

Keywords: hypophosphatasia, alkaline phosphatase, osteo-
porosis, tissue nonspecific isoenzyme of alkaline phosphatase,
osteomalacia.
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