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OcTeoneTpo3 («mpamopHas 60ne3Hb») — 3TO rpynna 3aboneBaHuil, xapakKTepusylouwascs HeCnocoO6HOCTbLID OCTeoKnacToB
OCYyLLeCTBAATbL pe3op6Lui0 KOCTHOAW TKaHW, 4YTO NPUBOAMT K MOBbILIEHHOW NOMKOCTU KOCTEW, HECMOTPS Ha yBeAWYeHue Wux
NNOTHOCTU. AHaNN3 AaHHbIX 27 60bHbIX MHDAHTUNLHOI (3710KaYeCTBEHHO) ay TOCOMHO-peLeccusHoi (ARO) chopmMoii ocTeoneTposa
(21 manbumk n 6 geBoyeK) NO3BOAMA ONUCATb W CYMMUPOBATb OCHOBHble KAIWHWYECKME NPOABNEHMA: NofaBneHne QyHKLUN KOCTHOro
mMo3ra, renaToCnNeHOMeranuto, HapyLeHve 3peHus, cnyxa, 3afep>< Ky NCMXOMOTOPHOro pa3BuT us, pyrne HeBPONOTrMYeckne CUMNTOMBI,
naTOrHOMOHUYHbIE PEHT FeHONOrNYeCKne N3MEHEeHUs KOCT eil.
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Osteopetrosis (“Marble disease’) —isagroup o fdiseases characterized by inability o fosteoclasts to resorb the osteal tissue that leads to increased bone
fragility, despite density increase. Analysis o fdata 0f27 patients with infantile (malignant) autosomal recessive osteopetrosis (ARO) (21 boysand 6girls)
allowed to describe and summarize the basic clinicalfeatures: hematopoiesis suppression, liver and spleen enlargement, vision and hearingfailure,

delay ofpsychomotor development, other neurological symptoms, specific radiological bone changes.
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BBefieHve

OcTeoneTpo3 —3T0O KNMHUYECKUIA CUHAPOM, Xapak-
TEepPU3YyHLWKNIACA HECnoCcO6HOCTLID OCTEOKNacToB OCy-
LeCTBNATL Pe30p6bLMI0 KOCTHOW TkaHu. Mpu 3ToM 3a-
6oneBaHMM npoueccsl NpoAyKuMM KocTu npeobnaga-
0T Haj ee pe3opbumnen, 4To CBA3aHO C (hYHKLMOHaNb-
HOW HecOoCTOATE/IbHOCTbK OCTEOKNACTOB WM UX CHU-
XXEHHbIM Konu4yectBoM [1, 2]. 3T0 NMpMBOAMT K NOBbI-
IUEHHOW NOMKOCTW KOCTHbIX CTPYKTYp, HECMOTpPS Ha
yBenuyeHue ux nnotHoctu [3]. Kpome TOro, pasBsuBa-
loTCA noAaBneHUe PYHKLMM KOCTHOTO MO3ra, yuiemne-
HUEe HEpPBOB C Pa3BUTWEM HEBPONIOTMYECKUX CUMNTO-
MOB, OTCTaBaHue B pa3sutun [4]. CyuwecTtBytoT 3 dhop-
Mbl OCTeOneTpo3a: MHaHTUAbLHAaA (310KaYecTBEHHas),
B3pocnaa (markas) u npomexyTtoyHas [5]. Camas T4-
Xenas oopma 3aboneBaHMa —UH(paHTUAbHAA, NPU KO-
TOPO KNMHUYECKME MPUIHAKM HAUYUMHAKT MPOSABAATh-
€A C CaMOro poXAeHusa n 6bicTpo nporpeccupytoT [6, 7].
be3 neyeHus 60nbHbIE NOrMbatoT B paHHEM geTcTBe [8,
9]. bonee yeM B MONOBMHE C/y4aeB NpU 3/10Ka4YeCTBEH-

HOl thopme OCTeoneTpo3a OTMEYarTCH MyTaLun B reHe
TCIRG1, 4TO NpMBOAUT K HapyweHNto B DYHKLUWNOHN-
poBaHun AT®-3aBMCMMON MPOTOHHOW MOMMbLI OCTEO-
KnacToB. BTOpbIMM N0 YacTOTe BCTPe4yaemMoCTH ABNSAKOT-
ca myTayuumn B reHe CLCN7 [5, 6], 4TO BbI3biBaeT Hapy-
WeHWe PYHKLMOHUPOBAHUSA XTOPUAHbBIX KAHAN0B MeM-
6paH ocTeoknactoB. OcTa/bHble YCTaHOB/IEHHbIE MOe-
KynsapHble gedektol (B reHax OSTM1, RANK) BcTpeua-
I0TCA B eAUHNYHbIX cnyyasax [8, 10]. ¥ yacTu 60nbHbIX
MOeKyNspHble AedeKTbl He yCcTaHOBNEHbl. B HacToA-
Llee BpeMSA eAUHCTBEHHbIM 3V EeKTUBHbLIM METOLOM fe-
YeHUs ABNAETCH anforeHHas TpaHcnaaHTaLus remono-
aTnyecknx cteonoBbix knetok (TIFCK) [9]. Csoespe-
MeHHOe yaadHoe nposegeHune T CK, o pasButusa Kom-
npeccum YepenHbliX HEPBOB, MO3BOJIAET COXPAHUTL Ma-
LMeHTam 3peHune n cnyx.

B HacToswwei paboTe Hamu cucTemMaTuM3UpoOBa-
Ha CUMNTOMATMKa 310KaYECTBEHHON (MH(pAHTUNbHON)
(hopMbl OCTEONeTpOo3a Ha OCHOBAHWUW aHanu3a rpynnsl,
cocToAw el n3 27 60NbHBbIX.
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MauneHTbl U MeTobI

Hamy peTpoCneKTMBHO MNpoaHanuM3nMpoBaHbl [0-
CTynHble AaHHble 27 60MbHLIX 3a nepuog c 1983 no
2010 r. cO 3/10Ka4YeCTBEHHOW (MHMAHTWUABLHOWK) (hopmoN
0CTeoneTpo3a, [AMarHOCTUPOBAHHbLIX B W3pannbCcKoMm
MeAULMHCKOM UeHTpe Agaacan defepanbHOM Hay4YHO-
KNMHUYECKOM LeHTpe LeTCKON remMaTonoruu, OHKoIo-
rmn n nmmyHonorun PocsgpaBa/PocCUiiCKONn geTcKol
KNMHWYeCKo 60nbHMUe. Manbymkm coctaBunm 78%
(21 yenoBek), a AeBoYKN —22% (6 yenosek). B ocHOB-
HYI0 4acTb Fpynmnbl BXOAUIN AeTU U3 apabCcKuX CeMei,
Tpoe geteit n3 dpmonun, ogMH —un3 eBPEiCKOn U ewe
OAWH pebeHOK —M3 KaBKa3CKOM ceMbU. HYacTn 60MbHbIX
6bin npoBegeH aHanua reHa TCIRG1 ¢ ucnonb3oBaHu-
eM MeToga 06paTHON TpaHCKpUMNUMM-MOAMMeEpPasHOoW
uenHoi peakyumn (OT-MLLP) c nocnegytownum npsambiM
CEKBEHMPOBAHVEM 3K30HOB.

Pe3ynbTartbl

CpefHuin BO3pacT 60/IbHbIX HA MOMEHT YCTaHOB-
neHns gmarHosa coctaBun 8 mecsaues (0,67 roga; ot 4
Hefenb Ao 3 netT 2 mecsaueB). B onucbiBaeMoli rpynne
60NbHbIX NpeobnajavWwymMmmn KANHUYECKUMU CUMNTO-
mMamMu 6binn renatocnaeHomeranus (92%) v HapyLe-
Hue 3peHns (64%). VI3MeHeHNs CO CTOPOHbI KOCTHOIO
mo3ra (aHemusi U TPOMOBOLMTONEHNS Pa3NNYHON CTe-
MEHW TAXECTU) OTMEeYanucb MOYTM Yy NONOBUHbLI 60/b-
HbIX (44%). Pexe BbIABAANNCH CUMNTOMbI CO CTOPOHbI
LLeHTpanbHOW HepPBHOM CUCTEMbI U fedhopmaLma yepena
(28%). HapyuieHune cnyxa K MOMEHTY AMarHOCTUKN Ha-
6nt0ganoch To/bKO B 8,3 % Cnyyaes, B CBA3W C YEM MOX-
HO MPeAnonOXWUTb, YTO CAABNEHUE CMYXOBbIX HEPBOB
NPOMNCXOANT MO3XKe, YeM 3puTenbHbiX. M3 obpalato-
Wnx Ha cebs BHUMaHWe CUMMITOMOB clefyeT OTMEeTUTb
Xpansiee fAbiXaHue W 3NU304bl anHo3. HapyuweHue
[AblXxaHusa BcTpeyvanocb B 32% cnyvaeB. N3 16 peTeid, y
KOTOPbIX OTMeYanocb HapylleHue 3peHuUs, YacTU4Has
yTpaTta 3peHus Habnwganacb y 6 nauneHToB, cTpabmsm
W HUCTarm —y 3, nnasalLWwuin B3rnag —y 2, nonHas no-
Teps 3peHWsa Ha OLHOM rnasy —y 3, NoTeps 3peHUs Ha
o6a rnasa —y 2. N3 11 geTeil ¢ Nnpn3HaKamMmn yrHeTeHUs
KOCTHOMO3r0BOr0 KPOBETBOPEHUA U30/IMPOBaHHAsA aHe-
MUs OTMeyanacb y 4 nayueHToB, aHeEMUs ¢ Tpombouu-
ToneHunein —y 5, naHUMToneHus —y 2 60AbHbIX. N3 7
[leTeli C HEBPOMOTrMYECKON CMMMITOMATUKON y 2 OTMe-
Yyanacb Mukpouedanma, y 5 —makpouedanuns. YacTto-
Ta BCTpPe4yaemMoCTW BeAyLiMxX CMMMITOMOB 3abofieBaHMA
npefcTaBneHa Ha pucyHke 1

Heobx04MMO OTMETUTb, YTO MHOTUE AeTu Oblan 13
ceMeli, B UCTOPUMN KOTOPbIX eCTb faHHble O Haanyuu
ocTeoneTpo3ay 6/M3KNX POACTBEHHUKOB. 3 26 cemein —
B 14 cnyyasnx (56 %) ecTb cnyyanm aHanornyHoro 3abone-
BaHWUA B ceMbe. [pn 3TOM AOCTYMHbI faHHbIe 0 60/bHbIX
0CTeoneTpo3omM cubnmHrax B 8 cembsix U3 14. bbino Bbl-
ABNEHO, YTo 18 geTein (72%) 6bINM POXAEHBI OT pognTe-
new, COCTOSBLLINX B 61M3KOPOACTBEHHOM 6pake. B 5 cny-
Yyasax poguTenu npobaHaa —ABOPOAHbIE 6paT U cecTpa.
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Puc. 1. KnuHudeckue 1 fiemorpadnieckue Xxapak TepucTvKY nauyeHTos

[Ons npumepa npusedemM KAWHUYECKUIA chyvail.
Manbunk 10mMecsaues, NOCTYNUA B POCCUIACKYIO A€ T CKYHO
KNMHUYECKYIO 60MbHULY. Pe6EHOK eANHCTBEHHbIA B CEMbE,
POACTBO poauTenn oTpuuarT, 6epeMeHHOCTb U poAbl
npoTekann 6e3 ocobeHHOCTeil. M3 aHamHe3a U3BECTHO,
4TO pPOANTENN BNepsble 06paTUANCL 38 MELULMHCKON No-
MOLLbIO, Korga pebeHky 6bi10 2,5 mecsua. K aToMy BO3-
pacTy y pebeHKa cnyyanucb 3nu3odbl anHoa go 5—6 pas
B [JeHb, Xpan BO BpeMs CHa, 6bicTpas yTOMIAEMOCTb,
NpUCy TCTBOBAIM CUMNTOMbI HapyLleHs KOCTHOMO3ro-
BOro KpoBeTBOpeHuss —aHemus (Hb — 78 r/n), Tpom6o-
unToneHus (Tp —80x109n). CemeliHblil aHaMHe3 He 6bi
OTSArOLWEH CUMNTOMaMW CXOLHbIMW C HACNeACTBEHHbIMU
3abonesaHusMu. Mpu obcnegosaHun B Bo3pacTe 10 me-
CAILEeB BbISIBNEHbl U3MEHeHWUs (hOpPMbl NNLEBOr0 CKeneTa,
rugpouedanbHas opma ronosbl, 0TCTasBaHWe B NCUXO-
MOTOPHOM Pa3BUTUNU, CHUDKEHWE 3peHWs cnpasa, rena-
Tomeranua (+ 7 cM), cnneHomeranus (+ 7 CM), aHemus,
TpombounToneHns (puc. 2). Ha pucyHke 3 npeacTas-
NeHbl PEHTTEHOrpaMMbl HUMKHUX KOHEYHOCTEMN, M03BO-
HOYHMKA ¥ Yepena. Ha HUX 6binM BbISABAEHbI TUMUYHbIE
M3MEHEHUS — NOBbILIEHWE PEHTTEHO-NNOTHOCTU KOCTEeM
(a), oTcyTCcTBME BU3yanu3aummn TpabekynsapHoi CTpyK-
Typbl ryéuaToro sewecTsa (6), B ANMHHbIX TPy6YaTbIX
KOCTAX Onpefensnocb OTCYyTCTBME KOCTHOMO3rOBOrO
KaHana (B), a Tak>Xe HaiMume NaTOrHOMOHWYHOIO CUM-
NTOMOKOMMNEKCA «KOCTb BHYTPU KOCTM» (r) U paH-
HAs occudukauyms (4). B TpenaHobuonTaTe obpawaeT
Ha cebs BHMMaHWe pe3Koe pacliMpeHue U HenpasuibHas
thopma KOCTHbIX 6an0K C HepaBHOMEPHON WX KanbLugu-
Kauueid. Cpean KOCTHbIX 6anok pacnonaraioTca mMenkue
OCTPOBKM OCTEOKNACTOB, Tak>Ke BCTPeyatoTCA HEMHO-
roYnUcNeHHble ocTeo6nacTbl. ['eMONO3TUYECKON TKaHM
B TpenaHobuonTaTe 06Hapy>KeHO He 6bIno.
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Puc. 2. deHoTun pebeHka 10 mecsueB C AuarHo3oM ayTOCOMHO-
peLeccuBHbI OCTEONeTPO3, NH(haHTUNLHAA (310Ka4ecTBEHHAs) hopma
(co6CTBEHHbIE JaHHbIE)

Mofo6Has APKO BblpaXKeHHas KNNHNYECKas U PeHT-
reHosiornyeckad KapTuHa MO3BOJMIAET MOCTaBUTbL Aua-
FHO3: ayTOCOMHO-PeLecCUBHbIA OCTEONeTpo3, MHpaH-
TUNbHas (310KayecTBeHHas) popma.

Mpu mMonekynsapHom uccnegosaHun AHK pebeHka
B reHe TCIRGL1 6b11u BbiiBNIeHbI 2 paHee He ONucaHHble
MyTauuu B romo3nrotHoli hopme: ¢.479G>A un c.2415-1
G>C, 4To NOATBEPANNO KNNHNYECKINIA AMUarHO3.

YuuTtbiBas  4YaCTUYHO  COXPaHEHHOe  3peHue,
MOIHOCTbIO  COXPAHEHHbIA  CAYyX U YMepeHHbIN
LUTONEHNYECKNI CUHAPOM, pebeHOK ABNAeTCA KaHAM-
faTtom Ha nposegexHue TICK.

ObeyxaeHve

3/10Ka4YeCTBEeHHbIN  (MH(AHTUNBHLIA)  ocTeone-
TPO3 — FEHeTUYECKU AeTepMUHUPOBaHHOe 3aboneBa-
Hue, NpuBoAALLee K UHBANUAU3ALUMN U CMEPTU NaLun-
€HTOB B paHHeM feTcTBe [11]. 370 pesfKoe 3a60neBaHue;
yacToTa B 06uWein monynauum coctaBnset 1 cnydvai Ha
250 000 HOBOPOXAEHHbIX, OA4HAKO B 3HAEMUYHbIX 30HaX
ero yactoTa gocturaet 1cnyvas Ha 4000 HOBOPOXAEH-
Hbix [12, 13].

HecMoTps Ha pefKoCTb, 3a60/eBaHMe UMeeT focCTa-
TOYHO XapaKTepHY KAMHUYECKYHO KapTUHY, OCHOBHbI-
MW CUMMITOMaMW KOTOPOW ABNSAIOTCA renatocnsieHomMe-
ranvs, HapylweHue 3peHUs, cnyxa, LUTONEHUYECKWUNA
CUHAPOM, HEeBPONOrMYeCcKMe CUMMOTOMbI W Hapylue-
HUA GopMbl Yepena, OTCTaBaHuWe B pa3BuTun. B Toli nnu
WHOW CTEeNeHW BbIPAXXEHHOCTW 3TW CMMMTOMbl BCTpe-
yarTca y 60/bWIMHCTBA 60/bHbIX. [1aTOFHOMOHUYHbIE
PEeHTreHo0rn4Yeckme CUMNTOMbI NO3BONAAIOT NOATBEP-
OWTb ANarHos.

OnucaHbl N HEKOTOPbIE accoLmaunm Mexay nexa-
WM BOCHOBEMONEKYAPHBIMAEHEKTOM U KINHUYECKUM
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TeYeHMeM, accoumauumm reHoTmna u eHoTuna, xoTs
YAOCTOBEPUTLCA B TOYHOCTU K/IUHWUYECKUX Habnwopge-
HWI CNOXHO U3-3a MaJiIoro Yncna MyTaLuii BbIBEHHbIX
BHe reHa CIRGL1. Tak, Hanpumep, Npu MyTauuax B re-
Hax OSTM1 unnn CICN7 xapakTepHa Befylias n TsHKe-
nas HeBpoJsiormyeckas npeseHtaumsa. [1Boe onMcaHHbIX
B /inTepatype 60/IbHbIX OCTEONETPO30M, BbI3BAHHbIM
pedektom PLEKHM1, xapakTepu3oBanucb CpaBHU-
TENbHO MATKUM TedyeHueM 3ab6oneBaHuA. 4ns 60MbHbIX
OCTEONeTpo30M C fedeKTOM AN (epPeHLUPOBKN OCTEO-
knactoB (myTaumm B reHax RANK n RANKL) xapakTep-
HO Hanuume WMMYHHbIX feeKToB. AN 60/MblIMHCTBA
60/bHBIX B OMWUCAHHOW KAWHWYECKOW rpynmne u no
rpynne B LENOM XapaKTEPHO «K/jacCMYeckoe» pacrpe-
[lefieHie CUMNTOMOB, NPEAMNOA0XMNTENIbHO CBA3AHHOE C
myTauymsamm B TCIRG1, X0Td NoATBEPAUTL 3TO HE Npef-
CTaBNAeTCA BO3MOXHbLIM M3-3a OTCYTCTBUSA LOCTYMHOIO
6uoniormyeckoro Matepuana 4na peTpocneKTUBHOIO re-
HETMYEeCKOro nccreloBaHus.

UTo KacaeTcsi MyTauuil, BbISIBNEHHbIX B TEHe
y nocnegHero 6onbHOro u3 Poccuun, TO 3TO 2 romMo-
3UroTHole Mmytauun B reHe TCIRGL. lMepBas uU3 HUX —
MyTauus-3ameHa B 5-M 3K30He —BUAUMO HEPYHKL KO-
HanbHa W npeAcTaBngeT coboil monumopduam, Torga
KaK 2-f WHTpPOHHas myTayms IVS19—1G>C (c.2415-1
G>C), ckKopee Bcero, OTBETCTBEHHa 3a pa3BuTue 60-
Ne3HN, TaK KaK MOXET NPUBECTU K HApPYLUEeHW0 pamKu
CUUTbIBaHUSA C-O0KOHYaHMA ANUHHON n3odopMbl 6enka
TCIRG1, n3BecTHoli nog Ha3BaHueM OC116. O6e myTa-
umn (nonumopnsm) —HOBbIE.

MonekynapHaa pguarHoctuka He TONbKO MNofA-
TBEepPXAaeT AuarHo3, HO Wu, 6€3yCJ'IOBHO, nonesHa
B TEHEeTU4YeCKOM KOHCY/bTUpPOBaHUN cemeir  60/b-

HbIX AeTei 1 MpW MpeHaTanbHON guarHocTuke. Kpome
TOro, OHa BaXHa B BbIpaboOTKe peLleHnss OTHOCUTENbHO
TIrCK, Tak Kak npu pegkom cy6BapunaHTe, CBA3aHHOM C
HapyLleHNeM CO3peBaHNA OCTEOK/ACTOB HE 13-3a BHY-
TpeHHero gedekrta, HO U3-3a Ae(EKTHOW CUTHaNbHOI
noaaepXkn ctpomoli (mytaumm B reHe RANK ligand),
TrCK HeaththekTuBHA U, CNefoBaTeNlbHO, HE NOKa3aHa.
3anof03puTh Takoi BapuaHT MOXHO nNpu mMopdonoru-
YeCcKOM MCCnefoBaHMU KOCTHOro 6uonTara: B OTAn4Yue
OT «K/1aCCMYECKOro» OCTEe0rneTpo3a C JOCTaTOYHbIM KO-
NNYecTBOM OCTeoKnacTos, npu gedekte RANKL ocTeo-
KnacTbl OTCYTCTBYHOT [9].

Bce BbIWEONUCAHHbIE KNMHWYECKWE CUMMNTOMbI
ABNAKTCA HECMEeLUMUYHLIMKU, NO3ITOMY BOMNPOC 0 ANM-
thepeHUNaNbLHOW AMArHOCTMKe 04eHb aKTyaneH. B 60/b-
LUMHCTBE C/lyYaeB, €CNUN B CEMbe paHee He 6b110 60M1bHbIX
LeTeil nnm paHHUX CMepTei, poanTenn obpaliaroTcs 3a
NMOMOLLbIO K Bpadvy, Korga pebeHky okosio 3—4 mecsLes
XWU3HU. K 3TOMY BO3pacTy 0TMeYaroTCs YBETMYEHWNE XK U -
BOTa 3a CYET rernaTtocrnjeHomMerainun, U3MeHeHuns B aHa-
Nn3ax KpPOBWM, NPU3HAKW OTCTaBaHWA B (PU3NYECKOM
M NCUXOMOTOPHOM pa3BuTUK. Hepeako Takme 60/bHbIE
HanpasAAKTCA Ha KOHCY/bTaLuMi0 K OHKOremarosiory.
Mpun obcnegoBaHUM B aHanM3ax KPOBM YacTO BblABAA-
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l0TCA aHeMusi, TPOMOGOLUTOMEHUS, aHWU30MOWKNIOLM-
T03. Tak XXe Habnoganca neikoumTos u NUMAPOLNTO3.
MpUYMHBl NOAO06GHBLIX M3MEHEHWI CO CTOPOHbI KPOBK
noka A0 KOHUa He u3ydeHbl. [pU3HaKOB yBeNn4eHUs
nMM@aTtnyecknx y3noB ob6bI4HO HeT. B Muenorpamme
Y HEKOTOPbIX 60/IbHbIX 0TMEYANoCh CY>XeHNe IpUTPOLLM-
TapHOro U TPOMOOLUTAPHOI0 POCTKOB, MOHOLMTO3, HO
B HEKOTOPLIX Cy4asaxX MOXET 6bITb HOpManbHas KapTu-
Ha. Cneyuduryeckne N3MEHEHUA 415 «KNacCUYECKOro»
ocTeoneTpo3a HabnwgawTcs npu TpenaHobuoncuwm:
NMPU3HAKN CKNepo3upoBaHuUs, yMeHbLUEHUE UK OTCYT-
CTBME FeMOMNO3TUYECKOW TKaHMW, HempaBuUnbHas Gopma
KOCTHbIX 6anok, HepaBHOMepHas WX Kanbuudukauus,
yMeHbLlEeHWe KonuyecTsa ocTeobnactoB. CyuiecTBy-
0T pefkue (opmbl OCTeoneTposa, NPU KOTOPbIX OT-
MeyaeTCcs NMOSIHOE OTCYTCTBME WU Pe3Koe CHUXeHune
OCTEOKJ/1aCTOB.

B oTnuMumMe OT OHKOMOTMYECKMX NpOLECccoB no-
[laBfieHne KPOBETBOPHbIX POCTKOB MPOUCXOAUT He 3a
cyeT nponudepaunmm naToNorMYeckKMX KNeTok, a 3a
cCyeT npouecca CKNEpPO3MPOBAHMA KOCTHOrO MO3ra.
B cBA3M ¢ HapylweHMeM (YHKLMOHUPOBAHUA OCTEO-
KNacToB He MPOMCXOAWUT npolecca pe3opbunm KocTtu,
4YTO NPUBOAMT K aKTUBHOMY KOCTe06pa3oBaHUO U 3a-
MeLLeHN0 KOCTHOrO0 MO03ra, KOTOpPOE MOXHO BU[AETb
npu MopgoNornm4yeckoM uccnefoBaHun. Bo3HMKaT
3KCTpamMedyNnsapHble o4arn KpoBeTBOPEHUs, YTO Npu-
BOAMT K renaTocnjieHoMeranuu, runepcnsiieHn3my.

XapakTepHble n3MeHeHuns, BcTpevatowmecs B 100%
C/lyyaeB — PEHTreHON0rNMYecKme U3MEHEHUS B KOCTAX.

K TEPANUN

OTMeyaeTca NOBbILIEHHAs MAOTHOCTb KOCTEN, HapyLlle-
Hue KocTeobpa3oBaHWs B MeTadm3ax ANIMHHbIX TPY6YaTbIX
KOCTe, MPMU3HAK «KOCTb BHYTPU KOCTW», KOTAa BOKPYT
KOCTW MOXHO YBUJETb ee BTOPOe oyepTaHue (puc. 3).
Takum o6pa3omM, onupascb Ha JaHHble aHaMHe3a,
ocobeHHOCTU (DeHoTWMNa, Hanuume HEBPONOTUYECKUX
NMPosIBNEHUN, yBeNMYEeHMNE pasMepoB MeYeHU U cene-
3EHKW, W3MEHEHWS B aHanm3ax KpPOBWM, MOXXHO 3ano-
[03pUTb MHMAHTUNBHYIO QopMmy ocTeoneTtposa. Ans
YTOUYHEHUA AnarHo3a Heo6Xo4MMO NpoBefeHne peHTre-
HOrpatuMy KOHEYHOCTEN 1 rpyfHoii KneTku. BoimosHe-
Hue TpenaHo6uoncuyn NO3BONMUT NOATBEPAUTL AMarHos3
M YTOYHWUTb cy6BapuaHT ocTeomneTposa (npu dedekTe
reHa RANKL ocTeoknacTbl OTCyTCTBYIOT). And nocne-
[YHOLLEro ceMenHoOro KOHCYyIbTUPOBaHMA 1 NPOBeAeHNS
npeHaTanbHON ANArHOCTUKM HEOOXOAMMO MpOBeAeHue
MOEKYNAPHO-TeHEeTUYECKOro 06cneoBaHNsA 60/bHbIX.
EAMHCTBEHHbIM METOAOM /NeYeHU WUH(PaHTU/b-
HOl (hOpMbl OCTEOMeTpo3a B HACTOSALLEe BPEMS CITYXUT
TrCK. MNpwu atom, ecnu onepaynsd NnpoBoANTCS 40 pas-
BUTUS aTpO(uUU 3pUTE/bHbIX HEPBOB, TO 3TO NO3BONA-
eT MpefOoTBPATUTL MOTEPI0 3PEHUA W pasBUTUE LPYTUX
OCNOXHeHWi [14]. Ha MOMeHT HanucaHus cTaTbMl an-
noreHHasa T CK 6bina nposefgeHa 26 nayneHTam uns 27
60NbHbIX, B 04HOM cnyyae —aBaxabl [15]. N3 26 geTeit
21 pebeHOK XWB U MMeeT LOHOPCKOE KPOBETBOPEHMUE.
BbixnBaeMocTb Npu MefunaHe HabnogeHns 9 net 3 mMec
coctaBuna 80,8% (pe3ynbTaTbl roToBATCA K Nyb6auKa-
umnmn). Takme «CTaHAapTHbIe» 0CNOXHeHMA nocne TIFCK
KaK CMI0XHOCTb B JOCTMXXKEHWM YCTONYMBOrO JOHOPCKO-

Puc. 3. PeHTTeHorpamma HU>KHUX KOHeuHocTell (A) 1 0630pHast peHTreHopamma (B) pebeHka 10MecsiLeB ¢ AnarHo3oM ay TOCOMHO-PELLECCUBHbLL OCTe-

0neTpo3, MHPaHTUNLHAS (3N0KAYECTBEHHAs) (hopma. ToTa/lbHoe MopadkeHue KOCTHbBIX CTPYKTYP, YBeNnUeHe NOTHOCTH, NPU3HAK «KOCThb BHY TN

KOCTW» B TPYBUaThIX KOCTAX (COGCTBEHHbIE aHHbIE): @ —NOBbILIEHUE PEHTTEHO-NNOTHOCTM KOCTeli (CM. pasHuLLy ¢ pyKoii B3pocnoro); 6 —oTCyT-

CTBUe BU3yann3aLum TpabekynspHoil CTPYKTYpbl ry6uaToro BelecTsa; B —O0TCy TCTBIE KOCTHOMO3IOBOrO KaHana B [IMHHbIX TPYBUaTbIX KOCTSX;
I —NATOTHOMOHWYHbII CUMNTOMOKOMMNEKC «KOCTb BHYTPU KOCTW»; | —PaHHSA 0CCUmKaLms
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ro Xumepusma, paHHAA CMEPTHOCTb OT Cencuca, BEHO-
OKK/03MBHasa 60/1e3Hb NEYEHW U pa3finiHble UH(EKL NN
B MOCTTPAHCNIaHTALVNOHHOM MEPNOLE BCTPEYatoTCA L0~
BO/IbHO YacTo. OfHaKo oTMeyvalTcs U 6onee cneundu-
YECKMEe OC/MOXHEHUA: TUnepkanbuueMmns v nerovyHas
runepTteH3ns [16]. Mo faHHbIM pa3IMYHbLIX aBTOPOB,
aphekTmBHOCTL TFCK npy Mcnonb30BaHWM KOCTHOMO
Mo3ra v nepudepmyeckmx CTBONOBbLIX KNETOK COCTaBNA-
eT 45-55% [14-16].

YTHeTeHue KOCTHOrO M03ra U pUCcK BO3MOXHO No-
TEpPU 3peHUs —23To abCoNOTHbLIE U YPreHTHble MokKa-
3aHua gna nposegeHna TICK. Mo fgaHHbIM nuTeparty-
pbl, Ha CErOAHAWHNIA feHb CYLLEeCTBYIOT 2 abCOMOTHBIX
NPOTUBOMOKA3aHNA K MPOBeAeHNI0 CTaHAapTHON TFCK
(B cBSI3N C MX HE3(P(heKTUBHOCTbLIO). MepBoe —pedeKT
B reHe RANKL; BTOpoe — HeBposorumyeckas gopma
ocTeoneTpo3a, KOTOpas XapaKTepusyeTcsi NepBUYHOW
3HUethanonaTueit U HeilpoaereHepaynein, runepToHy-
COM U 6bICTPO MPOTpeccUpyroLLieit 3afepXXKoi pasBuTus.
3Ta (hopma 0cTeoneTpo3a accoLUMpPOBaHa C MyTaLlmen B
reHe OSTM1 n nHorga ¢ myTtauneit B reHe CLCN7. Mpo-
TMBOMNOKa3aHWAMM K nposefeHuto TICK moryT cny-
XUTb WHAUBUAYaNbHbIE 0CO6EHHOCTU pebeHKa — ero
TAXENoe COCTOAHWE 3a CYeT MH(EeKLUWOHHOro crarty-
ca, TSKenoW AblXxaTeNbHOW HeJOCTaTOYHOCTMW, BbICOKO-
ro BHYTPWYEpernHoro AaB/eHUd WAN Cepbe3Hoe OTCTa-
BaHNWe B pa3BUTWMM B CBA3M C MOTEpei cnyxa U 3peHus
[9]. Mpwn adbdekTnBHON TICK 0XupaetTcs BOCCTaHOB-
neHune GyHKLMN ocTeoKnacToB. O6 3TOM MOXHO CYAUTb
M0 BO3HWKHOBEHUIO TUMepKanbUNeEMNU, TMNepKanbLm-

K TEPANUN

ypuu, no nccnefosaHuto 6uontara KOCTW, NO NMPOCBET-
NEHU0 KOCTell npu peHTreHorpaguu. Hopmanmsauus
(hopMy/ibl KPOBW, YMeHbLUEHWE Pa3MepoB Ce/le3eHKM
M NevyeHn TaKxXe ABNAITCA NoKasaTeNsiMy BOCCTaHOB/Ie-
HMA QYHKLMK ocTeoknactos [15].

B HacToswee Bpemsa ucnonb3osaHne T CK npeg-
naraet BO3MOXHOCTW KypaTUBHOIO NeYeHUs 6ONbLINH-
CTBa CNy4yaeB WHGaHTUNbHOW (OPMbI OCTEONeTpO3a.
Mpu aTom cnegyet OTMETUTb, YTO CUMMNTOMbI, Pa3BUB-
WMecs KO BpEMEHU TpaHcnaaHTauuun, Heobpatumel [17],
4TO OMATH BO3BpALLaeT K BOMPOCY paHHeN AUarHOCTUKM
M CPOYHOCTM NPOBEAEHUSA IeYEHUSA, TAK KaK TO/IbKO paH-
HAA TpaHcnaaHTauusa MOXEeT CnacTy XXU3Hb nauueHTam
¥ NpPefoTBPATUTh PA3BUTHE THXKENbIX OCNOXHEHUA.

Takum 06pa3om, HACTOPOXEHHOCTb MefMaTpoB
M AeTCKUX reMatosioroB B OTHOLUEHUWN 3/T0KAYECTBEHHO-
ro OCTEONeTpo3a u paHHASA ero AMarHoCTuKa OTKPbIBaOT
BO3MOXHOCTWN COXPAHEHWUS XXU3HU N KYpaTUBHOTO fleye-
HUA 417 60NbLWINHCTBA 60bHBIX UHaHTUBHON 310Ka-
YyecTBEHHOI (hOpMOIA ocTeoneTposa.
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