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PE®EPAT

OcTeoneTpo3 («601e3Hb MPaMOPHOI KOCTU») - 3TO 0O M TEPMUH, BK/IKOYAlOLW M B Ce65 rpynny BeCcbMa peAknx HacneacTBeH-
HbIX 3a60/1€BaHNii ckeneTa, XxapakTepu3syloLMxcs NoBbILLIEHHO! N0THOCTLIO KOCTENW, BbiABNSIEMOl Npu peHTreHorpadun. Betpe-
4aeMOCTb 3TUX COCTOAHMI LOCTATOYHO C/IOXHO OLLEHNUTb, OA4HAKO0, CHATAETCH, YTO YacToTa ayTOCOMHO-PEeLLeCCUBHOIO OCTeoneTpo3a
cocTaBnseT nopsigka 1k 250 000 poxaaeMbiM, TOrAa Kak ayTOCOMHO-AOMWHAHTHbI ocTeoneTpo3 - 1k 20 000. OnucbiBaemble
COCTOSAHUA MOTYT 3HAYUTENILHO pasinyaTbCsA NO CBOUM MPOSAB/IEHUAM U UX BbIPaXXEHHOCTU. HekoTopble 13 HUX AeblTUpyoT B
HeoHaTa/IbHOM Nepuoe C pa3BUTUEM YIpOoXatoLLNX KU3HN OCNOXHEHWI, TakuX Kak NaTonorna KOCTHOro Mo3ra (Tak Ha3blBaeMmblii
«3/10Ka4eCTBEHHbIN» ayTOCOMHO-PEL,eCCHBHbI 0CTEONeTpo3), Apyrue - ABAATCH LWL CyYaikiHOW HaxoAKol Npu peHTreHorpa-
chmn (Hanpumep 0cTeonoiknno3). Knaccnyecknii ayToCOMHO-peL,eCcCUBHbIN 0CTEONeTPOo3 XxapakTepuyeTcs nepenoMamMm, H1U3-
KAM pOCTOM, KOMMNPECCUOHHbLIMU HelnponaTuaMun, rmnokanbLmemmein, CONpoBoOXaalLLeincs TeTaHnYeckuMm cygoporamu, u
yrpoxatoLei Xn3Hu naHuutonexHneid. Hannuve nepBnyHoOi HelipogereHepauumn, yMCTBEHHOW O0TCTanoCTW, BOBIEYEHHOCTH KOXMU,
UMMYHHOI CMCTEMbI UM MOYEYHOro TyBynApHOro aumo3a MoXeT NpuBecTu k 6onee peAkMM BapnaHTam octeoneTposa, Torga
Kak Hayano NepBUYHbIX NPOSABAEHU NATONOrMKN ckeneTta, Takux Kak nepesioMbl 1 0OCTEOMUENNT B NO3AHEM AETCTBE UM IOHOCTH,
TUMUYHO 4719 ayTOCOMHO-A0MWHAHTHOr0 ocTeoneTpo3a. 3abosieBaHne Bbi3biBAETCA HapyLLeHNeM passnuTusA Ui yHKLNOHUPO-
BaHWS 0CTEOKNAacTOB, M B KA4eCTBE NPUUNHHBIX OblIM AEHTUNLMPOBaHBI N0 KpaiiHeld mepe myTaummn 10 reHoB y nopsagka 70%
nauveHToB. 3aboneBaHne MOXeT Hacnef0BaTbCA Mo ayTOCOMHO-pPeLeCcCUMBHOMY, ayTOCOMHO-A0OMUHAHTHOMY U CLLEeNSIEHHOMY C
nosioM NyTAM, MPU 3TOM Hanborsnee TXeNbIMU PopMaMu ABAAIOTCA ayTOCOMHO-peL,ecCuBHbIe. [lnarHo3 BOCHOBHOM OCHOBbIBAET-
€Sl HAa OLeHKE K/IMHUYECKNX U PEHTIeHON0MMYEeCKUX JaHHbIX, MOATBEPXAAEMbIX TEHETUYECKUM UCCefj0BaHNEM, KOT4a OHO [OCTYn-
HO. YCTaHoB/IEeHMe AnarHo3a faeT BO3MOXHOCTb MOHATb UCTUHHYIO NpUpoay 3aboieBaHns, HasHauyuTb cneunduyeckyto Tepanuio,
NPOrHO3MpoBaTh PUCK NepeAayn NOTOMCTBY U NPOBOAUTL NPeHaTasibHOe BbisiB/IEHWE TsXXeblX (QOpM. JleyeHne onncbiBaemon
rpynnbl 3a60/1€BaHWii BOCHOBHOM CMMNTOMAaTUYECKoe, Takke NpYMeHAeTCA TpaHCnaaHTauna CTBOIOBbLIX KNETOK KPOBU NpU Hau-
60n1ee Taxenblx hopmax, CoyeTalLUXCa C NOpPaxXeHMemM KOCTHOrO Mo3ra, 4To onpegenseTt HanbobLUY0 BbDKMBAEMOCTb B 3TON
rpynne. Tspkenble HeoHaTaslbHble )OPMbl OCTEONEeTPO3a COHETATCA C HU3KOWN BbKMBAEMOCTbIO, 60/bLUNHCTBO NaLneHToB Npu
OTCYTCTBUW JIeYEHMA YMUpPaIOT B MePBYIO Aekaay B pesysibTare nofasnieHnsa MYHKLMU KOCTHOTo Mo3ra. MpofomKuTesibHOCTb
XU3HU Npu hopmax, MaHMecTUpyoLWwmx Bo B3pOC/IOM Bo3pacTe, - 06bl4Has. OxugaeTcs, YTo 6onee rybokoe noHuMaHue
natoreHesa onMcbiBaeMbIX COCTOAHWUI HA MOMIEKYISIPHOM YPOBHE OTKPOET HOBble MULLEHU ANa chapmakoTepanuu.

KntoueBble cnoBa: 0CTEONETPO3, 3aTMONATOreHEes, KINHUKA, ANarHo3, Ie4eHune.

ABSTRACT

Osteopetrosis («marble bone disease») is a descriptive term that refers to a group of rare, heritable disorders of the skeleton
characterized by increased bone density on radiographs. The overall incidence of these conditions is difficult to estimate but
autosomal recessive osteopetrosis (ARO) has an incidence of 1in 250,000 births, and autosomal dominant osteopetrosis (ADO)
has an incidence of 1 in 20,000 births. Osteopetrotic conditions vary greatly in their presentation and severity, ranging from
neonatal onsetwith life-threatening complications such as bone marrow failure (e.g. classic or «malignant» ARO), to the incidental
finding of osteopetrosis on radiographs (e.g. osteopoikilosis). Classic ARO is characterised by fractures, short stature, compressive
neuropathies, hypocalcaemia with attendant tetanic seizures, and life-threatening pancytopaenia. The presence of primary
neurodegeneration, mental retardation, skin and immune system involvement, or renal tubular acidosis may point to rarer
osteopetrosis variants, whereas onset of primarily skeletal manifestations such as fractures and osteomyelitis in late childhood
or adolescence istypical of ADO. Osteopetrosis is caused by failure of osteoclast development or function and mutations in at
least 10 genes have been identified as causative in humans, accounting for 70% of all cases. These conditions can be inherited
as autosomal recessive, dominant or X-linked traits with the most severe forms being autosomal recessive. Diagnosis is largely
based on clinical and radiographic evaluation, confirmed by gene testing where applicable, and paves the way to understanding
natural history, specific treatment where available, counselling regarding recurrence risks, and prenatal diagnosis in severe
forms. Treatment of osteopetrotic conditions is largely symptomatic, although haematopoietic stem cell transplantation is
employed for the most severe forms associated with bone marrow failure and currently offers the best chance of longer-term
survival in this group. The severe infantile forms of osteopetrosis are associated with diminished life expectancy, with most

* Stark Z, Savarirayan R. Osteopetrosis. Orphanet J Rare Dis
2009 Feb 20;4:5. Review.PMID: 19232111. My6nukyeTcsa C paspe-
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untreated children dying in the first decade as a complication of bone marrow suppression. Life expectancy in the adult onset
forms is normal. It is anticipated that further understanding of the molecular pathogenesis of these conditions will reveal new

targets for pharmacotherapy.

Keywords: osteopetrosis, ethiopathogenesis, clinical picture, diagnosis, treatment.

HasBaHnsA 3a60n1eBaHNA U CUHOHUMBI

TepMyH 0CTEONeTPO3 NPOUNCXOAUT OT FPEeYECKUX
C/OB «OSte0», YTO O3HAYaeT KOCTb, M «petros» - Ka-
MeHb. Takke MHOr4a PUrypupyoT Ha3BaHUs «B0/e3Hb
MpaMOpPHOW KoCcTu» n «6one3Hb Anbbepc-LUeHbep-
ra» - BYeCTb HEMELKOr0 PEHTreHo10ra, NepBbIM OMnu-
casLLIMM natonoruio [1].

OnpegeneHne n Knaccugukayms

OcTeoneTpo3 BK/OYaeT B CeOS KAMHUYECKU U
reHeT1YecKn pasHOPOAHYHO TPynMy COCTOAHMIA, 06LLUM
[N9 KOTOPbIX ABNSETCA NOBbILIEHME MNOTHOCTM KOC-
Te Npu peHTreHorpapum, 4To NPOUCXOAUT B pe3sy/ib-
TaTe HapyLUeHWin auddepeHLLMPOBKN NN PYHKLUOHN-
pOBaHUS OCTEOKNacToB. Ho3onornueckas rpynna
MexayHapo4HOro o6uiecTBa CKeNeTHOM Ancnnasmm
KnaccuuLmpyeT COCTOAHUSA, CBA3aHHbIE C MOBbILLE-
HWEM MIOTHOCTU KOCTEW, HAa HECKO/IbKO PasfiNyHbIX
rPynmn, OCHOBbIBAasChb Ha KIIMHWYECKMX MPU3HAKaxX, TUMe
Hacnef0BaHUsA 1 feXKalmx B OCHOBE MOEKYIAPHbIX W
naToreHeTUYeCcKuX mexaHunsmax (tabn. 1) [2].

PacnpocTpaHeHHOCTb

3abonesaHus, KoTopble 60nee nogpobHo ByayT
obcyxaaTbca HUXKe, OYeHb peakue. Ux BcTpevae-
MOCTb OLEHWTb BecbMa CM0XHO. CumMTaeTcs, yYTo
4yacToTa ayTOCOMHO-PELLECCUBHOIO OCTEONeTpo3a
coctasfiseT 1Ha 250 000 HOBOPOXAEHHbBIX, MPU 3TOM
HambosbLuei oHa saBnseTcsa B KocTa-Puke (3.4:100 000)
[3]. Ana ayTOCOMHO-AOMUHAHTHOW hOpMbI pacnpoc-
TpaHeHHOCTL onpefensetcs nopsaka 5:100 000 [4].

KnnHunyeckaa KapTuHa

OcTeoneTpo3 BK/KOYaeT rpynny Becbma pasHo-
POLHbIX COCTOSAHWI, TAXKECTb KOTOPbIX BapbUPYeT OT
6eCCMMNTOMHbIX 40 CMEPTESIbHbLIX YXKe B MNafeH4ec-
KoM Bo3pacTe. Hambosnee Tsxensle (opMbl, Kak npa-
BW/I0, UMEKOT ayTOCOMHO-PELLECCMBHbIA TUN Hacneno-
BaHMA, TOrfa kak 6onee nerkue opmbl HabaogalOTCA
Y B3POC/IbIX U HACNeAyTCA ayTOCOMHO-LOMWUHAHTHO.

MoBbILEHHasa Macca KOCTeil MOXET onpefensiTh
BHeLLUHWe Npu3Haku 601e3HN, Takne Kak Makpoueda-
VA UK Apyrie N3MeHeHNs Yepena, OfHaKo, Hanbo b-
LemMy BO3AEWCTBMIO BCE Xe MOABepralwTcs gpyrue
opraHbl U TKaHW, 0COBEHHO KOCTHas U HepBHasA. Oc-
HOBHbIE K/IMHUYECKME NPU3HAKK, BpeMs Hayana 3a60-
NeBaHus, THKECTb, IEYEHWE U NPOrHO3 NpuW pasiny-
HbIX TUNAax OCTEONeTpo3a NpeAcTaB/eHbl B Tabn. 2.

AYyTOCOMHO-PELeCCUBHbIN («3N10Ka4YeCTBEH-
HbI») OCTEONeTPO3 ABNSETCA YXKMU3HEYTPOXKAIOLLUM
COCTOSIHMEM W, KaK NpPaBuo, NPOABAAETCS B TeUeHMe
NnepBbIX MeCALEB XU3HU. KaXKeTca HECKO/bKO MPOoTK-
BOPeYUBbLIM, OHAKO, CTOUT 3aMeTUTb, YTO NOBbILLEH-
Hasl MNOTHOCTb KOCTel MOXET B KOHEYHOM MTOre oc-
nabnaTb UX, 4YTo 0bycnaBnMBaeT NpeapacnosioXKeH-
HOCTb K MepenomMam, pasBuTuio ocTeoMumennTa. Poct
KOCTeN B A/IMHY NOJABNSAETCA, YTO NPUBOAMT K (hop-
MWUPOBaHMWIO HU3KOI0 pOCTa pasInyHOM BblpaXKeHHOoC-
1. Makpouehanus 1 BbiCTynaroLuii o6 obycnasnm-
BAKOT XapaKTepHbIil BUA nuua y feTeid. MismeHeHus
CKY/IOBbIX KOCTEN MOryT NPUBOAUTL K CTEHO3UPOBa-
HUIO X0aH 1 rugpouetanun [5]. KocTHas TkaHb Mo-
XET cy>KaTb MecTa BbIXOL0B HEPBOB, UTO MPUBOAUT K
cnenoTte, rnyxoTte, napaanyy nuuesbIX Mol MoTte-
ps cnyxa Habnogaetca y 78% 6onbHbIX [6]. YacTo
BCTpevaloTCcs AeteKTbl NpopesbiBaHUA 3y60B U TS-
YKEnblil Kapuec. Y [JeTeil ¢ ayTOCOMHO-PELECCUBHBIM
OCTEOMeTPO30M MOXET Pa3BUTLCA MMOKa/bLMEMNUS,
COMpPOBOXJatoLLLasACcA NOSABNEHUEM TeTaHUUYECKUX CY-
[0por 1 BTOPUYHBLIM runepnapaTupeo3om. Hambonee
rPO3HbLIM OCNOXHEHWNEM ABMSETCA NOLABIEHNE PYHK-
LMY KOCTHOro Mo3ra. Matofiormyeckoe passuTme Koc-
TW NOJAaB/SeT remMonoas, YTo BeAeT K YrpoxaroLeit
YXU3HM NaHUUTOMEHUN C Pa3BUTUEM 3KCTpamMesynnap-
HbIX 04aroB KPOBETBOPEHUS, TAKUX KaK NeYveHb U ce-
Nne3eHKa.

BapuaHTbl ayTOCOMHO-PeLEeCCUBHOTO OCTEO-
neTpo3a. BaxHo AnghepeHLMpoBaThL KnacCuyecKuii
ayTOCOMHO-PeLLeCCUBHBI OCTEONETPO3 OT HEKOTOPbIX
6onee pefKnX BapuaHTOB. HellponaTuyeckunin octeo-
NneTpo3 XapakTepusyeTcs cyfoporamu npu Hopmasb-
HOM YPOBHE Ka/lbLiMsl B KPOBM, 3aJepXXKOW pa3BmuTus,
rMNOTOHWEN, aTpoduelt ceTyaTKu, BIOTb 40 NOSHOMO
OTCYTCTBMS 3/1EKTPUYECKUX NOTEHLMNANOB, U Helpo-
CeHCOpHOI TyroyxocTbto [7]. OH obycnaBnuBaeTcs
NepBUYHOI HelipofereHepaL e, HeCKOIbKO CXOAHOM
C HelipoHa/ibHbIM LiepoUAHbIM NUNOGYCLUHO30M - Na-
Tonorvein nu3ocom [8]. Mpu MarHUTHO-PE30HAHCHO
Tomorpadgun (MPT) ronoBHoro mo3sra HabnogarTcs
YXyALIEeHNe MUennHn3aLmm, auddysHas nporpeccupy-
oLLast KOPTUKabHas U CybKopTUKanbHaa aTpogms v
6unatepanbHaa atpuanbHas cyb6sneHgMManbHas re-
TepoTonua [7]. DNEKTPOHHAA MUKPOCKOMMUSA KOXKHbIX
6ronTaTtoB 06HapPYXXMBAET B3LYTble, IULLIEHHbIE MUe-
NNHA aKCOHbI, KOTOPbIE COLEePXKaT cheponfbl, CHUXKe-
HME KONMYECTBA MUESTMHOBbIX aKCOHOB U Haln4me BTO-
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Knaccmnopumkaums coOCTOSHUIA, acCCOLUMPOBaHHbIX C OCTEONeTPO30M,
Moaundmnkaunsa n3 Hosonorum v kiaccuukaLmm reHeTUHeCcKMX paccTponcTB ckeneTa
(nepecmoTp 2006 T.)

BapwuaHTbl

OcTeoneTpos, Taxe-
nas HeoHaTaslbHasA un
netckasi oopMbl

OcTeoneTpos, npome-
XyTOUHas opma

OcTeoneTpos ¢ Ty6y-
NISIPHBIM MOYEYHbBIM
aumao3om

OcTeoneTpos ¢ No3g-
HUM Havyanom (6o-
nesHb Anbbepc-
LleH6epra)

OcTeoneTpos ¢ 3KTO-
AepmansHoii gucnna-

31eil 1 UMMYHHbIM ge-
thektom (OLEDAID)

CuHapom gedounum-
Ta agresuu nenkouu-
T0B (LAD-IIl) n ocTeo-
neTpos

MnkHoamM3oCcTO3
OcTeonoiknnos
Menopes3ocTos ¢
OCTEO0NO0NKNI030M
[nsocteocknepos
OcTeoMe30MrKHO3
Monocuaras octeona-
TUS C KPaHNa/bHbIM

CTEHO30M

OcTeocknepos, T1n
CraHecky
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Tun HacnepoBsa-

HUA

AP

AP

AP

AP

AP

AP

AP

AP

AL

X-cuenneHHsbii

AP

AP

AP

AL

AL

AL
AL

X-cuenneHHsbli

AL

Ne OMIM  TeH
259700 TCIRGI
CLCN7
OSTM1
RANKL
RANK
259710 CLCN7
PLEKHM |
259730 CAM
166600 CLCN7
300301 IKBKG
(NEMO)
Kindlin-3
CalDAG-GEFI
265800 CTSK
155950 LEMD3
155950 LEMD3
224300
166450
300373 WTX
122900

MexaHu3m my-
Tauum

MoTeps doyHK-
L

MoTeps doyHK-
L

MoTeps doyHK-
L
MoTeps doyHK-

umm

MoTeps doyHK-
L

MoTeps doyHK-
L

MoTeps doyHK-
L

JoMuHaHT Hera-

TUBHbI A

MoTeps dyHK-
L

MoTeps doyHK-
L

MoTeps doyHK-
L

MoTeps doyHK-
L

MoTeps doyHK-
L

Moteps doyHK-
L

Moteps doyHK-
L

Benok

CybbeguHuua npoToH-
HOI NOMIMbI

KaHan xnopa
OcTeoneTpos-
CBSi3aHHbIi TPAHCMEM-

GpaHHbIi NpoTenH

AkTnBaToOp pelientopa
nuranga NFkB

AkTnBaTtop peuento-
pa NFkB

KaHan xnopa
MAeKcTpyH roMonorny-
HbliA JOMEH cemeiicTBa

M, uneH |

KA

KaHan xnopa

MHrnéumTop akTmBaTopa
reHa kanna s1erkoro no-
MNTUAA, KuHasa

Kindlin-3

Kanbumii n gnaumnrnu-
Lepon perynmpyembiii
thakTop | o6meHa ryaHu-
HOBOTO HykeoTuaa

KaTtencuH K
LEM-coaepxaliuii go-
MeH 3

LEM-cogepxaliuii go-
MeH 3

Onyxonesblii reH Bunb-
Mca Ha X-xpomocome

Tabnvua 1

Mogenb Ha
MblLax

Ocloc
Tcirg-/-

Clen7-/-

Gligl

Tnfsl I-/-

Tnfrsfl la-/-

ia rat

Nemo -/-

Kind 3 -/-

CalDAG-GEF
I-/-

cathK -/-
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Tabnuua 2
KnnHnuyeckne nposiBnieHUs, Hayano 3abosieBaHUA, TAXECTb, 1IeHeHue, NpPorHos
N BEPOATHOCTb HacsieaoBaHMA NP OCHOBHbIX PUCKax oCcTeoneTpo3a
Moarun AyTOCOMHO-peL,eCCUBHbI 0OCTEONETPO3 CuenneHHblii ¢ no-  MpomMexyToy-  AyTOCOMHO-
ocTteone- nom, numdpesema, HbIl OCTeone- AOMUHAHTHBIN
Tpo3a aHrugporuyeckas ak- Tpo3 ocTeone-
ToAepmasnibHas guc- Tpo3 (60n1e3Hb
nnasva u UMMyHoge- Anbbepc-
uunt (OLEDAID) LLieH6epra)
Knaccuuecknii Heiiponatuueckuii  C noyeyHbIM Ty6y-
NAPHBLIM aunA030M
l'eH TCIRG CLCN7, OSTM1 KA-M IBKG (NEMO) CLCN?7, CLCN7
PLEKHM |
XapakTep MoBblILWeHVe NAOTHOCTM KOCTeR, AnddY3HbIA 1 hoKauTbHbI CKNepOo3 Pa3NYHON CTEMEHN BbIPAXEHHOCTH
nopaxe- N3meHeHne dhopmMbl MeTahn3os
HUA cKe- MaTonornyeckne nepenomsl
neta OcTteomuenut
Matonorus 3y6oB: HapyLLeHne NpopesblBaHNs 1 kapuec
Opyrue MaHuuToneHuns Kak 1 npu knac- MoueuHblli TyBy-  AHruaporuyeckas k- AHemuna un YMepeH-
nposisfie- JKcTpameaynnsp-  CUYECKOM Tune, NApHbI aunaos, ToAepMasibHasa auc- aKcTpame- HO BbIpaxkeH-
H¥A Hblli reMonoa3s, re- TOMbKO Helipofde-  3ajepXka pasBu- nnasus, numdeae- aynnsap- Hble remarto-
natocnsieHomera- reHepaumsi HOCUT  TUs,, BHyTpuUyepen- Ma, UMMyHOA4e(ULMT, Hblid FEMOMO-  Slornyeckme
nmsi. Komnpeccus  NEPBUYHbLIN Xapak- — Hble Kanbuuuka-  nNpuBoaaLmiA K 60/b- 33, MHOrAa HapyLleHus,
yepernHo-MO3roBbIX  Tep, BK/IOYAET B Tbl, KOMMpeccus LLIOMY KOJIMYECTBY UH-  KOMMpeccus Komnpec-
HepsoB (Il, VI, VIII)  cebs natpopumio  YepenHo-MO3roBbIX ekunii ONTUYECKNUX  CUS YepenHo-
Mmppouedanus ceTyaTku HepBOB, nogassne- HepBoB MO3rOBbIX He-
vnokanbunemus H/e KOCTHOTro Mo3ra pBoB
Havaso MepvHaTaibHO MepvHaTaibHO MnageHu4eckuit MnageHyeckuii BO3- [eTcTBO MosgHee aeT-
3a6one- BO3pacT pact CTBO U1
BaHUsA IOHOCTb
CreneHb Taxenas Taxenas CpegHsasa Taxenas OT nerkoi fo OT nerkoi
TSXKECTb cpeaHeii [0 cpepHeil,
nHorga - Ta-
xenas
JleyeHve MopnepxuBato-  Mopnepxusatowan lNoggepxunsatoLas, Mopgepxusawowan  lNogdepxusa- [lMopdepxusa-
Las, TpaHcnnaHTa- MOXET OblITb Y/yy- owas owas
Ly remonoaTtuye- LueHne Ha hoHe
CKUX KNEeTOoK TpaHcnaaHTayum
remMornoaTnyeckmx
KNeToK
MporHo3 Mnoxoii, cMepTb Mnoxoii, cmepTb PasnnuHbIii Mnoxoii, cMepTb B PaznuuHblIii HopmasnbHas
B M1afleHYeCKOM B M1afleHYeCKOM paHHem geTtcTBe ONnTeNbHOCTb
Bo3pacTe Bo3pacTe XU3HK
BeposT- 25% Ecnm matb npobaHaa 25% 50%, ecnu 60-
HOCTb Ha- ABNIAETCA HOCUTENEM: NeH OauH 13
cneposa- 50% BepoATHOCTbL /1A poauteneii
HWs MasIbYMKOB

PUYHBIX, COAEPXKALLMX NUMOPYCLUH TN30COM B KNeT-
Kax LLIBaHHa [9].

AyTOCOMHO-PeLEeCcCUBHbIA 0CTEoNneTpo3 ¢ no-
UeYHbIM TYOYyNsSpHbIM auuMpo3oM sBnseTca 6onee
NEerkum TUMOM, A1 KOTOPOro XapaKTepHbl Tyoynsp-
HbI auMao3 u LepebpanbHas Kanbuudukaumsa [10].

[pyrve KnmHuyeckne NposiBfeHUs BKKOYalOT Npej-
pacnonoXeHHOCTb K 4acTbiM MNepesiomam, HU3KWUIA
pocCT, NaTonoruto 3y608, KOMNPECCUIO YepernHo-mMo3-
roBbIX HEPBOB M 3aflepPXKKy pa3sutus [11].

Hannume BblpaXXEHHOr0 UMMYyHOZe(MLMTA C IK-
TOAEepMabHbIMUN 3MEHEHUSMUW HabtoaaeTcs npu X-
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Puc. 1 PeHTreHorpaMma no3BOHOYHMKA.
B 60K0BOII nNpoekuuun, Bo3pacT 4 roga.
OTMeyaeTcs CK1epo3 KpaesbIX NIacTUHOK
NO3BOHKOB (yka3aHo cTpesikamu), npuBeo-
OALWNIA K XapakKTepHol KapTUHE «MNO3BOH-
KOB-C3HABUYEN».
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Puc. 3. TInkHOAN30CTO3. PeHreHor-
pamma cKy/noBbIX KocTeii B 60KoBOM
npoekumu, sospacT 3 roga. OTmeya-
OTCS CFNXKEHHOCTb Yria HUXHeN ve-
NOCTU U UCTOHYEHUE CBOAA Yepena.

Puc. 2. PeHTreHorpaduss kuctu, Bo3pacTt 4
rofga. OTmMevaoTCa akpooCcTeonn3nc Auc-
TanbHbIX hanaHr (cTpenkn) n guddysHoe
NnoBblLLIEeHNEe MNIOTHOCTU KOCTU.
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Puc. 4. Mogenb natoreHesa pasnMyHbIX BapuaHTOB OCTEONeTpo3a Ha OCHOBE HOPMasibHOro PYHKLMOHWPOBaHUS OCTEOKNAaCTOB.
Del Fatorre et al. [77]. ER - sHponnasmatuyeckuini petukynym; ARO - ayTOCOMHO-peLeCcCUBHbIA ocTeoneTpos; RTA - nouyeuHbll

Ty6ynsipHbIli aunpos. OcTasibHble 0603HAYEHUST - CM. TEKCT.

CLeNnsIEHHOM OCTeoneTpo3e, NMMMdeaemMe, aHrMLPOTU-
YECKOW 3KTOAepMasbHOI ANCMNA3MM N UMMYHOAe(N-
umtax. OObIYHbIA BapnabeNbHbI UMMYHOAEPULNT
OnmMcaH Kak CoYeTarLMiics ¢ 0CO6bIM NOATMIOM CBS-
3aHHOrO0 C AeuLMTOM OCTEOKIaCTOB ayTOCOMHO-pe-
LieccrBHOro ocTteoneTtposa [12]. Momumo 3Toro, ot
BbIPOXXEHHOr0 0CTeoneTpo3a CTpajaloT HeKoTopble
nauueHTbl C CUHAPOMOM AedeKTa aare3nn nekoun-
ToB [13,14].

AyTOCOMHO-IOMWHAHTHbIA ocTeoneTpo3 (60-
nesHb Anbbepc-LLienbepra) - Hambonee 4acto 3a-
6onesaHne Ae6HOTUPYET B MO3AHEM [AETCTBE WM
FOHOCTU, W KNaCcCUYECKUMU ABAAIOTCA PEHTTEHONOTU-
YyecKue MPU3HaKM «MNO3BOHKOB (HOPME CIH/ABUYEM»
(NNOTHBIE MOMOCKYM CKepo3a NapasieflbHO KOHLIEBbIM
MNacTMHKaM MO3BOHKaA - puc. 1). OCHOBHbIE OCNOX-
HEHWUS OTPaHNYUBAKOTCS CKENETOM - XapaKTepHbI ne-
PenoMbl, CKOJIMO3, OCTe0apTpUThbl Ta306eLpeHHbIX
CyCTaBOB, OCTEOMMENNT, 0COBEHHO HUXKHEYUETIOCTHOM,
CBAI3aHHbI/ C OJOHTOreHHbIM abCLeccom Unn Kapue-
com [15]. Komnpeccumn 4epenHo-mMo3roBbiX HEPBOB
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PeAKW, HO TSHKEfble OC/IOXKHEHMS C YacTOTOl noTepu
CNnyxa v 3peHusa CoCTaBAKT 0KoMo 5%.

MrKHOAM30CT 03 ObIN BNepBble onncaH Maroteaux
n Lamy B 1962 r. [16]. Mpegnonaraetcs, 4TO M3BECT-
HbI hpaHLYy3CKNIA XyA0XKHUK AHpK ae Tynys-J/1oTpek
[17] v opeBHerpeueckmii nucatens 33on [18] cTpa-
fanu atum 3abonesaHneM. NMNMKHOAN30CTO3 XapaKTe-
pV3yeTcst HU3KUM POCTOM, NMOBbILLIEHHOW TOMKOCTbHO
KOCTeld, He3zapacTalwWwmM nepesHUM POSHUYKOM W
aKpoOCTEON3NCOM KOHLEBbLIX (hanaHr (puc. 2). Xa-
paKTEPEH KOHTYP NNLA «C OTKPbITbIM PTOM», YTO 00YyC-
NOB/IEHO BbICTYNAOLMM N160M, MUKPOTHaTWEN, Cria-
YKMBAHUEM YT/ia HUXKHEN YeNOCTM 1 NaTonornein 3y-
00B, BK/OYalOLLE/ COXpPaHEeHNe MOOYHbIX 3y060B,
KOTOpble 06pa3yloT BMeCTe C KOpPEeHHbIMU [Ba paga
(puc. 3) [19, 20]. Opyrve nposiBNeHNSA NPeacTaB/eHbI
MOBbILLEHHOW NOABMXHOCTbIO CycTaBoB [21], 3apallie-
HMEM IOBHbLIX UK APYTUX CUHYCOB, rMMNONasunei ru-
nocusa, LepebpanbHoON ageMmenuHnsauueii [22] v re-
natocnneHomeranuei [23].

[un3ocTeocknepos 6bi1 BNEpPBbIE ONUCaH Kak
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Puc. 5. AyTOCOMHO-AOMUHAHTHbIA 0CTEONEeTPOo3:
peHTreHorpammMa fnesoro 6efpa, 4 roga. OTme-
yatoTca Aedopmaums Mo TUNY «KOHUYECKOW KO-
6bl  dpneHmaliepa» AWCTaNbHOW  4yacTu
6eapeHHoll KoCcTK (NokasaHo cTpesikamu) 1 no-
BbILLEHWE MIOTHOCTU KOCTW.
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camocTosTeNlbHOe 3a6oneBaHne B 1968 r. [24] n xa-
paKTepU3yeTCs HaIMUMEM KOXKHbIX N3MeHEeHWIA (Kpac-
HO-(h1O/IETOBbIE TOUKM, BMOC/EACTBUAN YBEIMUMBAIOLLM-
ecs), 3a4ep>XKoli pa3BnTMA 1 MI0XMUM NPOrHo3om. MNpo-
ABNseTCA 3a60neBaHMe B MNafeHY4eCKOM BO3pacTe U
MOXET OT/IMYaTbCA OT APYrMx TUMNOB OCTEONeTpPo3a
Ha/sM4meM NNaTUCNOHANMN (pacLLUMpeHue TeNa No3BOH-
Ka- NpuMm. nep.), NCKPUBNEHWEM [/IMHHbIX KOCTENR, fe-
(hbeKTaMM KOCTHOr0 MO3ra v akpoocTeonM3nMcom. Tu-
MWYHO, YTO paspacTatoLmecs y4acTKM KOCTU OTHOCK-
TeNlbHO NPO3paYHbl A/15 PEHTTEHONOrMYECKMX fyYein B
OT/IMYME OT CK/Iepo3a UM TakKoBbIX U3MEHEHWIA Npu
ayTOCOMHO-PELLECCMBHOM 0CTeoneTpose [25].

OCTeonorknnos - 3To 406POKa4YeCTBEHHOE, 006bIY-
HO 6eCCUMNTOMHOE COCTOSIHWE, ANArHOCTUPYEMOE PeH-
TreHONOrMYECKN N0 HaIMUMI0 MHOXECTBEHHbIX CUM-
METPUYHBIX KPYT/bIX U OBOUIHBIX CKNEPOTUYECKNX
3aTeMHeHWI B NOAB3AO0LLHbIX, T0OKOBbIX KOCTSX 1 3Nu-
MeTagm3anbHbIX y4acTKax KOPOTKMUX TPyBuaTbIX Koc-
Teldi. OCTEONOMKNI03 MOXET NPOTEKATb M30/IMPOBAHHO
WK B COYETAHWM C KONTareHOBbIMMW NN 3/1aCTUYECKU-
MW COEAUHUTENbHOTKAHHBIMW HOBOOGPa30BaHUAMM
KOXM, B C/yyae Yero roBopsit 0 cuHApome byluke-
OnneHpopga. U octeonoliknnos, u cuHapom byuike-
OnneHgopda HacnefyroTCA N0 ay TOCOMHO-A0MUHAHT-
HOMY TUMY. Y HEKOTOPbIX MaLMEHTOB OCTEOMNONKNIIO3
MOXXeT NPOTEKATb B COYETAHMMN C ME/IOPEOCTO30M [26-
29]. MenopeocTo3 06bIYHO ABNSETCS CNOPaAUYECKON
naTosiornen, ans KOTOPO XapakTepHO pa3BuTHe CKIe-
pO3a KOCTEW, YacTo - OfHON KOHeYyHoCTU. ImMeeT mec-
TO KOPTUK&/IbHbIA FMNepPoCTO3 C UICTOHYEHWEM, MPY PEH-
TreHorpagmm HanoMMHarLWWiA Kanarowmii CBEYHON
BOCK. MefiopeocTo3 MOXeT MpoTekaTb 6eccMMnTOM-
HO, NpU THXKENbIX (POpPMax MOXeT CONpOBOXAAThbCA
60/155MW, CKOBAHHOCTbIO, lechopMaL MMy U U3MEHEHN-
eM JJIMHbI HYXKHUX KOHEYHOCTEN.

MonocyaTas ocTeonaTus (osteopathia striata)
MOXET ObITb M30/IMPOBAHHOI U/ COYETaTLCA CO CKIle-
po30M 4eperna. OCHOBHbIM MPU3HAKOM ABASETCA Ha-
nimyumne NpPoAosbHbIX rpebHein meTan3oB AMMHHBLIX
kocTel [30]. Cknepos yepena B OTAENbHOCTU ABNS-
eTCca K/MHUYECKN BapuabenbHbIM COCTOSAHWEM, OT
Nerkunx nopaxeHuii KOCTHOM TKaHW 40 MyNbTUCUCTEM-
HOro NopaXKeHUs opraHoB, BO3MOXKHO Jaxe B npefe-
nax 4neHoB ofgHoi cembu [31]. Hanbonee xapakTep-
HbIMW MPpU3HaKamu ABNSIOTCA MakpoLedanns, BoNYbA
NacTb 1 NOTePs CyXa; TakXkKe BO3MOXHbI MOPOKU cep-
Ala, 3a7epXKa pasBuTus, napanuum, 06ycnoBfeHHble
Nopa>KeHWem YepenHo-MO3roBbIX HEepPBOB, AedeKTbl
aHyca, KatapakTtbl U HapyLleHue co CTopoHbl LIHC.

3Tnonorugd

OcTteoneTpo3 06ycnoBneH gedekTom auddepeH-
LIMPOBKU NN (PYHKL MK OCTEOKIACTOB, Uy NIOLEN n3y-
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YeHbl, No KpaliHei mepe, 10 0TBEYAKOLLNX 32 3TN MPO-
Liecchbl reHoB (cM.Tabn. 1). MatoreHe3 ocTeoneTposa
Nnerye NOHATL, ONUPAsACh Ha 3HaAHUEe (DYHKLMOHMPOBa-
HUA 1 A hepeHLPOBKM OCTEOKIACTOB B HOPMe (puC.
4). OcTeoKNacTbl - 3TO BbICOKO CMELMaNN3NPOBaHHbIE
K/METKW, KOTOpble paspyLlaloT MUHepanbHoe 1 opra-
HMYecKoe BellecTBO KocTel. OHUW fBASeTCA Kitoue-
BbIMU B PEMOJENNPOBAHUN U MOAAEPXKaHUN BUOXUMU-
4YecKOro M MmHepasbHOro romeoctasa. lNpegnonara-
€TCA, YTO CKeneT B3POC/IOro YenoBeka MOAHOCTbIO
pereHepupyetcs kaxable 10 net [32]. OcTeoknacTsbl
NPOUCXOAAT U3 MOHOHYK/1eaPHbIX NPeLLeCTBEHHUKOB
MWENOMAHOr0 POCTKa reMornoaTUYeCcKUX KNeTok, u3
KOTOpbIX Takxe 06pasytoTca makpodgaru [33]. Mpes-
LLIECTBEHHWNKWN OCTEOK/1aCTOB COEAUHAIOTCA, 06pasys
OCTEOKNacThl, UMetoLLne obbI4HO 5-8 aaep. B oTau-
yne OT HUX, 0CTe0BNaCTbl NPOUCXOAAT U3 MY/LTUMO-
TEHTHbIX Me3eHXUMaJIbHbIX CTBOJIOBbIX K/ETOK, U3
KOTOpPbIX 06pa3yroTca X04POLUTbI, aANNOLUTLI U Mbl-
LUEYHbIE KNETKM.

B cBeTe 06Lero NpoNCXoXaeHNs O0CTeOKNacToB
N KNETOK reMornoaTuyecKon CMCTeMbl He YAUBUTE Tb-
HO, YTO MyTauum Takux Mosiekys, Kak IKBKG
(NEMO) [34], a no3gHee CalDAG-GEF1 nkindlin-3,
Ob1IM OTKPbITHI NPY U3YYEeHWN NaTOreHe3a BapnaHToB
ayTOCOMHO-PeLLeCCUBHOI0 OCTEONETPO3a, CBA3AHHOIO
C AUCPYHKUUAMU UMMYHHOW cucTeMbl. [pyrue Bax-
Hble cUrHaibl Ana AuhdepeHLUNPOBKMN OCTEOKNACTLI
Nnony4arT OT nraHga peLenTopa akTMBaTopa HyK-
neapHoro ¢pakTtopa kanna-B (RANKL) n M-CSF
[13,14]. Mbiwm Op/op, y KOTOPbIX HE 3Kcnpeccupy-
€TCS KOMOHMECTMMYNNPYIOLLMIA (hakTop Makpogaros
(M-CSF), umetoT HelOCTaTOK OCTEOKNaCcTOB, Uy HUX
pa3BuBaeTCA OCTEONeTPO3, OA4HAKO, He YAanoch Bbis-
BUTb NHOAEN C OCTEOMETPO30M, BTOPUYHLIM MO OTHO-
WweHuto K getmunty M-CSF [35]. HegaBHO 66111 onu-
caHbl pof ¢ myTaumeit RANKL 1 ceMb cemeid ¢ My-
Taumeid RANK, y KOTOpbIX Obl1 BbISB/IEH OCTEONETPO3
[36]. HapyLueHue anghepeHLMPOBKM OCTEOKIACTOB B
pesynbTate MyTauuin 3TUX FEHOB paccMaTpuBaeTcs
Kak 0f1Ha 13 pefKuxX (hopM ayTOCOMHO-40MUHAHTHOIO
0CTEONeTpo3a, Mpu KOTOPbIX OTCYTCTBYIOT 3pesble
(hopMbl OCTEOK/NACTOB.

MonHocTbIo AN hepeHUNPOBaHHbI OCTEOKNACT
paspylliaeT MUHEpasbHYI0 4acTb KOCTU W OpraHu-
YecKuiA MaTpUKC, UCNONb3YS CNeLMann3npoBaHHble
thepMeHTbl. Onpegenstowmm B 3TOW YHKUUN AB-
NnAeTca nonspu3auns KneTku, B HaCTHOCTKU, (POPMU-
poBaHue ropupoBaHHON KaeMKMN 1 CBET/IOW 30HbI.
VIMEHHO 3T1 30HbI 06yCNaBNMBalOT pe3opbLunto Ko-
CTU C (hOpPMUPOBAHMEM NaKyHbl, Kyfa CEKpeTupy-
€TCH COJIAHAA KMC0Ta, Bbl3blBas pacnag rufipokcu-
anaTuToB KOCTMW.

BONbLINHCTBO «60ratbiX OCTeOKNacTaMm» opm
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0CTeoneTpo3a BblI3bIBAlOTCA fetheKTamy reHoB, y4a-
CTBYHOLLMX B NpoLiecce KUCN0ToobpasoBaHus. Beipa-
60TKa KUCNOTblI ONpefenseTca ABYMS OCHOBHbIMU
MONeKynaMu, KOTOpble OCYLLEeCTBASKOT TpaHcnopT
NPOTOHOB: MPOTOHHAaA NOMNa- BakyonspHaa AT dasa
N Xnop-cneunuyHbIii MOHHBIA KaHan CLCN-7 [37].
[OMO3WroTHble MyTaLMu FeHa, Kogupytowero a3-
cyb6beguHuLy ATdasbl (TCIRG1) n CLCN-7, BbI3bl-
BAlOT TSXKENbIV OCTEONeTPOo3 U 'Y NIOLEN, U'Y MblLLel
[37-40]. MyTauumn TCIRG1 obycnaBnuBatoT ayTOCOM-
HO-peLeccuBHBIN ocTeoneTpos y 6onee yem 50% Ho-
cuteneld, 4to nogyepkueaeT ponb AT®dasbl B YHK-
unn octeoknactos [38-41]. CLCN-7, ¢ gpyroi cto-
POHbI, UrpaeT KNHYEBYH POib B auuiudukalmm
NN30COM, 4YTO 0OBACHAET 60/1e3Hb HAKOMEHNS B HEN-
poHax u HeipogereHepauutio B LLHC u ceTuatke y
CLCL7 -/- mbiwein N NauneHToB C ayTOCOMHO-pe-
LLeCCMBHbIM TUMNOM [8, 42]. [loKa3aHo, YTO JOMUHAHT-
HeraTvBHble MyTalMMW Bbi3bIBAOT ayTOCOMHO-L0MU-
HaHTHbIA ocTeoneTpos [43]. CLCN-7 TecHO cBsi3aH C
ApyruM Mem6paHHbIM 6eKOM - OCTEOMeTpo3-acco-
LMNPOBAHHbIM TpaHCMeMOpaHHbIA mpoTenH 1
(OSTM1) [44]. MyTaymm reHa OSTM1 o6HapyXuBa-
I0TCA Yy ONpeaeNeHHbIX IMHUIA MbILLERA 1y NaLNeHTOB

Puc. 6. Tsbkenblii ayTOCOMHO-peLec-
CMBHbI ocTeoneTpo3. PeTreHorpam-
Ma KACTW W npegnneybs, 2 roga.
OTMevaeTcs Hanmume NpocBeTeHUiA
B ANCTa/bHbIX OTAENAX SIy4eBON M T0K-
TEBOI KOCTeil.

C ayTOCOMHO-PeLeCCUBHbIM OCTEONETPO30M C HEBPO-
NOrNYecKUMU HapyLleHnsaMK [45,46].

MpPOTOHbI 1 XI0PUA-UOHbI, KOTOPbIE PACXOAYHOTCS
B MpoLecce KMCNOTOO6pa3oBaHNs, fO/MKHbLI BOCNOS-
HATbCA, YTOObI M36eXxaTb 3allenaynBaHns. IT0 Aoc-
TUraeTcs ¢ NOMoLblo kapboaHrmugpassl Tuna Il (KA
I1) n 06MeHHMKa aHMOHOB. Y UNTbIBast K/THOUEBYHO POsib
KapboaHrugpasbl Il B paboTe noyek, He yaUBUTESb-
HO, YTO MyTauun reHa KA Il npnsoaaT K ayTocOMHoO-
peLeccMBHOMY OCTEONeTPOo3y € Ty6yNspHbIM aungo-
3om [47].

KonnareHoBbIA MaTpUKC pacluiennseTcs LBYyMS
rpynnamu pepMeHTOB, MeTaf10NpoTeNnHa3amMmn u in-
30CcOManbHbIMK KaTencuHamu. KatencuH K aBnseT-
€Sl OLLHUM W3 KNHOYEBbIX 3H3UMOB. OH CeKpeTupyeTcs
B aKyHY KOCTW, rae paspyLuaeT KonnareH | npu Kuc-
nom pH [48, 49]. MogaBneHne akTMBHOCTM 3TOr O (hep-
MeHTa npegynpexaaeT paspyLUeHWe KOCTHOro mar-
pukca [50, 51], a yganeHue reHa y Mbllleid BegeT K
pa3BMTMIO ocTeoneTposa [52, 53]. FOMO3MTIOTHbIE MY-
Tauuu reHa KatencuHa Ky yenoseka BefyT K MUKHO-
Aamsoctosy [54, 55].

dopmMmupoBaHMe 1 NOAAEPXKKa YHacTKOB Andde-
pPeHUMpPOBaHHOW MeMbpaHbl TpebytoT obecrneyeHmns
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CMOXHbIX MEXaHW3MOB BE3UKY/ISPHOIro TpaHcnopTa un
NMOCTOSAAHHO NPOAO/KAIOLLEr0CA PEMOLENMPOBAHUSA
umMTockeneta octeoknacta. OfHUM M3 6eKOB, KOTO-
Pblil UTPaeT KpailHe BaXKHYI0 posib B TPaHCMOPTE U
KMCNOTOOOpa3oBaHUN, ABNSETCA 6Ge/KOBbIA AOMEH
roOMO/IOrnYHbIi K naekcTpuHy 1 (PLEKHML1), rete-
PO3UTOTHble MyTauuu ero CBA3aHbl C Pas/iMUHbIMM
thopmamu ocTeoneTposa [56, 57].

[pyruve curHanbHble NyTU TakKXe ABNSIOTCS BaX-
HbIMU B ()YHKLMOHUPOBaHUM OCTEOKNACTOB, MyTaLuK
reHa LEMD3, kogupytoLwero nHTerpanbHolii 6en1ok
BHYTPEHHEN saaepHO MeMbOpaHbl, KOTOPbIN, Kak npes-
nonaraetcs, cesasaH ¢ BMP un TGFp, npuBogaT K oc-
Teonoriknnosy, cuHapomy byuike-OnneHgopda v me-
nopeocTto3y [58, 59]. Oetektol WNT n WTX [60-
62], Kak HegaBHO 6blI0 A0OKa3aHO, CBA3aHbl C
rMnepocToTuYecknMm theHoTMnamm (nonocyatas oc-
TeonaTusa Npu cuHApome FonbLa, OHa XXe NPy KpaHu-
a/lbHOM CTEHO3e, YNOMUHABLUEMCS BblLLe).

OnucaHHble MyTaLMK reHOB BKIKOYAKOT NOKa 4To
TO/IbKO 0Kono 70% cnyyaeB OCTEONETPO3a, B CBA3N C
4yeM MPOLO/IKAEeTCA NOUCK OCTaBLUMXCA reHoB. 3y-
yeHue 3aboneBaHUs obneryaeTca HaaMumem mofe-
Nei fLaHHOM NaTONOrMM Ha XXUBOTHBIX-TPbI3yHax. [pu
3TOM MHOIO reHeTUYECKMX AeeKTOB, N3YUEHHbIX Ha
MbILLIAX, eLle He OMNMcaHo Y Nogeid, 4To onpedenset
Lenu 6yayLumMx nccnefoBaHuia.

AwvarHos

MocTaHOBKa AMarHo3a OCYLLeCTBASETCA K/WHU-
4yecku W B 3HAUUTENIbHOW Mepe OCHOBLIBAETCA Ha
PEHTreHONOrMYECKMX N3MeHeHUsX ckeneTa. Knaccu-
4eCKUMU NpU3HaKaMu ABAAIOTCA:

» Anddy3HbI CKNepos, NopaxatoLwnin CKynoBsble
KOCTW, MO3BOHOYHUK, Ta3 Y KOCTU KOHEYHOCTEN.

» NlehekTbl MOAENIMPOBAHNA KOCTU B MeTadu3sax
L/IMHHBIX KOCTEN, TaKMX KaK BOPOHKOO6pa3Hble n3Me-
HeHus («KOHWYecKas Koniba dpneHmenepa» - puc. 5)
1 XapaKTepHble Npo3payHble Nosockl (puc. 6).

* FIBNIEHMS «KOCTb B KOCTU», OCOOEHHO TUMUYHO
[N NO3BOHOYHMKA U hasiaHr.

» ®oKa/bHbIN CKNEPO3 CKYNOBbIX KOCTEN, Tasa u
KOHLIEBbIX NTACTUHOK MO3BOHOYHMKA - NMO3BOHOK-«C3H-
ABUY» (CM. puc.1) 1 NO3BOHOUYHUK «perbucta.

Mpu OTCYTCTBUU PEHTFEHONOMMYECKMX AaHHbIX
MOBbILLEHME KOHLEHTPpaLMKN KpeaTUHKMHa3bI-BB 1 Tap-
TPaT-pe3nCTEHTHOM LW EeN0YHON (octhaTasbl MOXET
MOMOYb B MOCTaHOBKE AMarHo3a ayToCOMHO-A0MUHaH-
THOro ocTeoneTposa [63-65].

Bo3pacT Hauana 3a6oneBaHus, TUN HacNe0BaHUS
N HasMumne AONOSMHUTENIbHBLIX NMPU3HAKOB, TaKNUX Kak
HelipofereHepawms, yMCTBEHHas OTCTal0CTb, NaTo-
NOrnA KOXN N UMMYHHOM CUCTEMbI, NOYeYHbI Ty6y-
NSAPHbIA aumao3, MOryT yKasblBaTb Ha 0COObIA TvN
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0CTeoneTpo3a. bruoncus KocTn MOXET NO3BOJIUTbL pas-
NNYUTBL NOATUMNbLI &Yy TOCOMHO-PELLECCUBHOIO OCTEONeT-
po3a C MOBbLILIEHHLIM 1 HOPMa/IbHbIM COAEPXKaHNEM
0CTEOKNaCTOoB.

eHeTMYeCKoe TecTUpPOBaHUE BO3MOXHO Kak Ha
OCHOBe K/IMHWYECKOro aHann3a, Tak U Ha uccnefoBa-
TeNbCKO 6a3e 415 60/1bLLOro KOAMYecTsa reHoB, CBS-
3aHHbIX C OCTEOCK/1epOTUYECKMMM 3a60/1EBAHUAMM.
"eHeTUYeCKOE MCCNef0BaHME MOXET UCMO/b30BaTb-
cs, YTOObl NOATBEPAUTL AMArHO3 W AudhepeHUnpo-
BaTb pa3/inyHble TUMbl OCTEOMETPO3a, YTO NO3BOAUT
NoNY4YnTb LONOMHUTENBHYIO MH(OPMALMIO B OTHOLLIE-
HMM NPOrHO3a, BO3MOXHOI0 OTBETA HAa Tepanuio 1 oLe-
HWUTbL BEPOSITHOCTb Hac/nefoBaHUsA 3ab0neBaHus.

OuddepeHunanbHbIn gnarHos

MepBUYHbIE 3a60/1eBaHUSA, COYeTaKOLLMECs CO
CK/1EP030M, BbI3BaHHbLIM AMCHYHKLMER OCTEOKNACTOB,
[LOMKHBI AnddepeHUMpoBaTLCA OT 60/bLIONO Ynucna
COCTOSIHWIA, MPK KOTOPbIX CK/IEPO3 KOCTE ABNsieTCs
BTOPUYHBLIM. HeKkoTopble Apyrve AuarHo3sbl, KOTopble
cneayeT yuuTbiBaTb, BKAKOYAKOT B cebsi hioopos,
0TpaBneHnst 6epunanem, CBUHLOM ¥ BUCMYTOM; Mue-
notnbpos, 6onesHb MegxeTa (CKnepo3mpytoLas gop-
mMa) 1 onyxonu (numdoma, octeobnacTuyeckme me-
TacTasbl). HeoHaTanbHbIE PEHTFEHOrpaMMbl MOTYT
ObITb OCOBEHHO CMIOXHbI ANS UHTepnpeTauun, ecim
OTCYTCTBYET My/NbTUOPraHHOE MOPaXXeHWe, TaK Kak
HeoHaTa/lbHbIA CKeNeT U B HOPME MOXET UMETb MO-
BbILLEHHYI MA0THOCTb. OfHaKO B OTIMYME OT OCTEO-
MeTpo3a 3T U3MEHEHUS CO BPEMEHEM MPOXOAST.

Kak To/bKO AMarHo3 nepBUYHOrO OCTEOMNeTpo3a
MocTaB/ieH, HEOOX0AMMO YCTAaHOBWTb €r0 KOHKPETHBI
TUM, TaK KakK 370 OyAeT onpegensTb fieuyeHune, npo-
THO3 1 OLEHKY BEPOSITHOCTM HacneayemMocTm.

CeHeTUYeCKOe KOHCY/NbTUpPOBaHMeE
OcTeoneTpo3 MOXET Hac/efoBaTbLCA N0 ayTOCOM-
HO-4OMUHAHTHOMY, ayTOCOMHO-PELLECCUBHOMY WJIN
CLIEN/IEHHOMY C MOIOM MYTSAMU, U FEHETUYECKUIA aHa-
nn3 6yaet onpeaensiTbCs CNOCO60M HacnegoBaHusA B
KaX[J0l KOHKPETHO CeMbe.
AyTOCOMHO-PELLECCUBHbINA: Y poauTenein npo-
6aHa pUCK MMeTb 3a60NeBLUNX AeTeli BO BPEMS KaX-
[0l 6epeMeHHOCTU cocTaBnseT 1:4 (25%). 2/3 He 3a-
60MeBLUNX CMBNNHIOB BYyAYT ABMSATHCA HOCUTENAMM
reHa. YumTblBas H3KYH 4acTOTY OCTEOMEeTpOo3a B Mo-
nynaunm, PUCK TOro, YTo y NpobaHaa unn cCUGANHIoB
OyneT faHHas MaTofiorns, BeCbMa HU30K.
AyTOCOMHO-4OMWHAHTHbIA: poAMTENN NpobaH-
[a BO/MKHbI ObITh TWATE/IbHO 06CNeA0BaHbI Ha Npea-
MeT NMPU3HaKOB OCTEOMNEeTPO3a, BK/OYas PEHTIeHO10-
rmyeckne uccnegosaHns. Kaxaplii pebeHoK 60/1bHO-
ro yenoBeka umeeT BeposATHOCTL 1:2 (50%), uTO ¥
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Hero poautcs 60/1bHOM NOTOMOK. Ecniv pogntenu He
MMeLoT 3a60/1eBaHMS, €CTb HE3HAUNTESbHbIN PUCK, YTO
pebeHOK 6yAeT ero MmMeTb, YTO 06YCNOBNEHO FOHag-
HbIM MO3anL1M3MOM.

CuennieHHbIA ¢ NONOM: ecn MaTb nNpobaHaa sB-
nsetcsa Hocutenem, 50% Manb4MKOB-NOTOMKOB OyayT
nveTb 3a6onesaHns, a 50% fgeBoYeK - ABNATLCA HO-
cutenamu. Ecnn matb He SBASeTCA HOCUTENEM, €CTb
Heb60bLIOW PUCK, 06YCNOBMEHHbIV TOHAa4HbIM MO3au-
L3MOM.

AHTeHaTa/lbHasA AMarHocTukKa

MpeumnnaHTaums 1 NpeHaTa/bHbIA AMarHo3 Teo-
PETUYECKM OCYLLLECTBUMbI B CEMbSX, Y KOTOPbIX MAEH-
TU(MLMPOBaHa FreHeTUYecKas MyTaLms, TakuM obpa-
30M, peanusys >KenaHusa Cemby 3aBeCTW CBOUX AETel.
B ceMbsAX € TSXKe/bIM ayTOCOMHO-PeLLeCCUBHbLIM OC-
TEoneTpo30M U HeUAEHTUMPULMPOBAHHBIMU MY TaLUA-
MW NpeHaTaNbHbIA AUuarHo3 peasn3yeTcs ¢ NOMOLLbHO
peHTreHorpaduu [66]. Ecnv cembs peluaet Npogon-
XWTb BblHaLLVBaHUE 6epeMEHHOCTM NPU NONOXKMUTENb-
HOM AmnarHo3e, BO3MOXKHa TpaHCnIaHTawumusa reMmonos-
TUYECKMNX CTBOJIOBbIX KNETOK KPOBM B BO3pacTe 3 Mec
C LieNbio NpefynpexaeHns HeBpOIornyecKnx 0cox-
HEHWIA.

HabnwogeHne n neyeHune

B HacTosLlee BpeMs He CyLLecTByeT ath(eKTUB-
HOr o fle4yeHns ocTeoneTposa. B OCHOBHOM MCNOSb3Y-
eTcs NoAjepXunBatoLLas Tepanus, 3akoyaroLasncs B
TLWAaTe/IbHOM HabM4eHUN U CUMITOMaTUYECKOM fe-
YEHUW OCNOXHEHWIA. [epenoMbl 1 apTpUTbl TPEBYIOT
HabnaeHns ONbITHBIMU OpTONeLamu, Tak Kak Befe-
HVe OC/IOXHSAETCS NOBbILLIEHHOW XPYNKOCTbIO KOCTEMN
M YacTbIM Pa3BUTUEM BTOPUUHbLIX OC/OXHEHWIA, Ta-
KMX KaK HecpalleHue uau imlib 4YacTUYHasA KOHCO/N-
faums nepenomMoB, octeommennt [67]. Mmnokanbume-
MWYECKME CYLOpOru nevaTcsa ¢ NOMOLbIO npenapa-
TOB KaNibuus u BUTaMmHa D, a natonorns KoCTHOro
mMo3ra - nyTeMm TpaHCcgy3uin Kposu 1 TpoMboLMTap-
HbIX Macc. 3amef/ieHune pasBUTUS U CyL4OpPOrn npu
HOPMasbHOM YPOBHE KaslbLus ABASAIOTCA NPU3HAKOM
HeliponaTnyecKoro ayToCOMHO-PEeLLECCUBHOI0 OCTEO-
neTposa, 4To TpebyeT COOTBETCTBYIOLLErO HEBPOJIO-
ruyeckoro obcnegosanus (MPT, 93IN). HabnogeHue
othTa/ibMo/ora ¢ NpoBeseHNeM 3/1eKTPOPeTUHOrpagnm
BaXHO B OTHOLUEHWMW CBOEBPEMEHHOI0 0OHapYXeHus
aTpomm 3pUTENILHOTO HEPBA, TaK KakK 3TO MOXET npe-
oynpeanTs passuTue cnenoTsl [68]. Mpobnemsbl ¢ 3y-
6amu, Takue Kak Mo3fHee MpopesbiBaHUE, aHKMIIO3,
abcueccbl, KACTbI U PUCTYbI, AOCTATOYHO YacTbl. Cre-
[0BaTe/lbHO, perynspHbieé 0CMOTPbI CTOMATO/I0roM U
COOM0AEHME MPaBUA TUTUEHBI ABASIOTCA BaXXHOW vac-
Tb0 BeIEHNS TaKUX GO/bHbIX U UFPAKOT BaXKHYHO POJb

B npegynpexaeHun 6onee cepbe3HbIX OCNOXHEHWIA,
HanpyuMep 0CTEOMUENUTA HUXXHEN YeoCTH.

YunTbiBas 3Ha4YUTENIbHbIA YPOBEHb COYETAHMUSA
3a60/1€BaEMOCTU CO CMEPTHOCTLIO, MPU TAXKENbIX
thopMax ayTOCOMHO-PELLECCUBHOI0 OCTEONeTpo3a nc-
Mosb3yeTca TpaHCnIaHTaLKsa CTBOIOBbIX K/IETOK KPO-
BUW. icnonb3oBaHue gaHHoro metoga npy HLA-naeH-
TUYHbIX JOHOPaxX NO3BONAET JOCTUTHYTb 73% 5-n1eT-
Heil BbDKMBaemMocTu [69]. OCNOXHEHUS BKIOYAKOT
OTTOPXeHWe, 3aMefi/IeHHYI0 PEKOHCTUTYLMIO KIETOK,
BEHOOKK/TH03MOHHY0 60/1€3Hb, IEr04HYH0 TMMEPTEH3UI0
N runepkanbumemmnyecknin kpus [70]. Kpome Ttoro,
TPaHCNIaHTaLUnsa CTBONOBbLIX K/ETOK Ja/leKo He Bce-
raa BAUsIeT Ha TeYeHre OCNOXHEHWA: peTpoCneKTUB-
HbI aHaNM3 NPUMEHEHMUS JaHHOTO MeToa Npu ocTe-
OMeTpo3e NoKasaJsl, YTo TONLKO Y 7% BbIKUBLLUX UMENO
MeCTO YnyuLleHue 3peHns, y 69% - He 6bIn0 yxyaLe-
HUA B fanbHeliwem ny 25% - BnocneacTBUM UMeNo
MECTO yxyfleHue. TpaHCnnaHTauusa He okKasblBaeT
BO3/eNCTBUSA Ha pocT. cxoapl nyylle npu 6onee paH-
HUX nepecaskax, 0CO6eHHO A0 Bo3pacTa 3 MecC, B 9K-
CNepuUMeHTe Ha MblLlax 6bI10 NPOSEMOHCTPUPOBAHO
Jaxe BHYTpUYTPOOHOE COXpaHeHUe NOPaXKeHHOr o nso-
aa [71].

TpaHcnaHTauus KNeToK He BAINAET HA UCXO0[, NOS-
TUMNOB OCTEONETPO3a, NPY KOTOPbIX HeliponaTus ABs-
€TCS NepBUYHOMN, a He KOMNPECCUOHHO, HanpumMep npu
ayTOCOCMHO-PELLeCCUBHbLIX (hOpMax, Bbl3blBAEMbIX
myTauuamm reHos CLCN7 u OSTM1. [Opyrue dop-
Mbl, Tfle TpaHCnIaHTauusa reMono3TUYeCcKnUX K/eToK
He BbI3bIBAET Y/yULLIEHUs, BKOYAKOT B cebs Te, Npu
KOTOPbIX NMPOUCXOAUT CKOpee He yXyALleHue, a non-
Hasl yTpaTta ()yHKUMM OCTEOKNacToB (Hanpumep my-
Tauun RANKL) [36].

MpegnpuHXManach NOMNbITKa Tepanuu MHTepMepo-
Hom ramma 1b (IFNylb) y nayumeHTOB € Takumu hop-
Mamu OCTeoneTpo3a, rAe NPorHo3npyemblii aPgeKT ot
TpaHCNIaHTaL MM reMonoaTUYeCcKMX KeToK 6bi1 Masl,
a TaKXKe KaK Tepanusa fo TpaHcnnaHTauun. boiio go-
Ka3aHo yny4lleHne UMMYHHOM (YHKLUK, YBeNnYeHne
pe3op6LMmn KOCTU 1 yBENNYEHUS KOCTHOMO3IOBOr0 MpPo-
cTpaHcTBa [72,73]. MpeanpuHMManucb NOMbITKX ne-
YeHUs NyTeM CTUMYALUKN OCTEOK/ACTOB, OrpaHuye-
HWA MpUeMa KanbLus, KanbLUTPMOIOM, CTeponLamu,
napaTupeounHbIM rOPMOHOM, MHTEP(EPOHOM [74,75].

MporHos

Taxenble feTCKMe (hopMbl OCTEONeTpo3a Xapak-
TEPU3YTCA HU3KOW MPOSO/MIKUTENBHOCTLIO YKU3HU,
60NbLWIMHCTBO AeTei nornbaroT B NEPBYLO AeKady OT
OCNOXHEHWI, CBA3AHHbIX C MOAaBMEHHOW PYHKL el
KOCTHOro Mo3ra. [pojo/mKnTensHOCTb XU3HK Npu
[eb6toTe 3a6oneBaHMs BO B3pOC/IOM BO3pacTe 06blu-
Hasl.
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Bonpockl, Ha KOTOpPble MOKa HET OTBETOB

HecmoTpsi Ha nocnegHne AOCTVXKEHUS B NOHUMa-
HMMW NaToreHe3a BapuaHTOB OCTEOMETPO3a, reHeTuYec-
Kasi ocHoBa 0K0/10 30% cnyyaeB OCTaeTCcsi He 06bsic-
HeHHOW. [lpyroli CNoXHO 3agadein aBnsieTcs ahdek-
TUBHaA Tepanus TSHXKesblX PeLecCUBHbLIX BapUaHTOB U1
TaKUX OC/TIOXKHEHWIA, KaK KOMMPECCUA rNasHbIX 1 Apy-
rMX YepenHo-mo3roBbiX HepBOB. OCTaeTca HafesaTh-
cs, YTO MPoJo/MKatoLLmMecs uccnefoBaHna Gusnono-
rMM OCTEOKNacTOB NpuBefyT K NOSBAEHWUIO HOBbIX
MULLEHER ANns TepaneBTUYECKUX BO3fencTeuid. Ha-
npumep, HU3KWUIA YpOBeHb Pe3opoLUn KOCTU UMeeT
MECTO Yy TSXKeflbIX 60J/IbHbIX, YTO 3acTaBNseT pac-
CMaTpMBaTb B KayecTBE TOYEK BO3JENCTBMS UCKIO-
4MTenbHO BCe NyTU aunanukaummn. AnbTepHaTUBHbIE
nyTWN KMCNoTo06pasoBaHms, Hanpumvep, Ne+/H+-nepe-
HOCUMK, KaK npeanonaraeTcs, MOryT sBAATLCA TOU-
Kamu hapmakonornyecknx Bo3gencTanii [65]. Hepas-
Hee oTKpbITUE RANKL-AethUUTHBIX NauneHToB Aano
BO3MOXHOCTb 151 3TUX B0JIbHbIX MPUMEHEHNS PEKOM-
6uHaHTHOro RANKL niv TpaHcnnaHTawmMm Me3eHxu-
MafibHbIX KNeToK [76]. C 60MblIMM HeTepneHuem
0XXWJAKTCA pe3ynbTaTbl COOTBETCTBYHOLLMUX UCCNEAO0-
BaHWA Ha XXUBOTHBIX.
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