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HecoBepLueHHbIN OCTEOreHes, TakXKe M3BECTHbIM KaK 60J/1e3Hb «XPyCTaslbHOro 4Ye/i0BeKa», — KIMHUYECKN reTeporeHHoe
HacneacTBeHHoe 3ab0/1eBaHne COeANHNTEIbHON TKaHH, XapaKTepusytoLeecs TOMKUMMU KOCTSIMU C BbICOKMM PUCKOM BO3-
HUKHOBEHMSI NepesioOMOB KOCTEN cKeneTa. [pyrne HabagaemMble CUMATOMbI, TaKMe KaKk AepopmMaLmm KOCTEN KOHEYHOCTEN
M MO3BOHOYHUKA, r0ay6ble CKAEPbl, HECOBEPLUEHHbIA JEHTUHOrEHe3, NMPOrPECCUPYIOLLEE CHUKEHME Cllyxa, BCTpeyatoTcs
B pas/IM4HOM CTEMNEHM BblparKEHHOCTU B 3aBUCUMOCTH OT ThMa 3abosieBaHus. B opurnHanabHou knaccupuKkalrmm D. O. Sillence
(1979) HecoBepLUEHHbIN OCTEOreHe3 pasjesieH Ha 4 Tuna, ogHaKo B HaAcToslee BPeMs C BbiSIBIEHMEM HOBbIX MyTaLni,
BbI3bIBatoLMX 3a607€BaHNE, UX YUCJI0 BO3POC/IO B HECKO/IbKO pas. V TMn HECOBEPLLUEHHOO OCTEOreHe3a OT/IMYaeTcs OT ApY-
MX XapaKTePHbLIMU KIMHUKO-PEHTIEHOOMMYECKMMM NPU3HAKaMM; Y NaLMEHTOB C AaHHbIM TUMOM TaKXe He HabsgaeTcs
MyTaumu B reHax KonnareHa | tuna. Tem He MEeHee, KaK Mpu BCex TMnax HeCOBEPLUEHHOro ocTeoreHesa, V TMn xapaKtepu-
3yeTcsi NOBbILEHHOH TOMKOCTbIO KOCTEHN, YaCTbIMU epeioMamMm 1 NoCaeayowmnmMmn 4eopmMaLmnsiMm KOCTeH, 4TO CTaHOBMTCS
OCHOBHOW MPUYNHON MHBaIUAN3ALIMM MaLNEHTOB.

KnroyeBble cnoBa: HeCOBEPLLIEHHbIN OCTEOreHe3, MceBhocapKoma, nepesoM KOCTeH, KOCTHasi M030Jb, JEHCUTOMETPMUS,
6ncoocooHaT, TIOMKOCTb KocTel, aibpakanbuymgon, IFITMS, BRIL, getu.

(Meanatpnyeckas papmarkonorns. 2015; 12 (1): 79-84)

BBE[EHUE

HecoBeplueHHbI ocTeoreHe3 ABASETCS KIMHUYECKU
reTeporeHHbIM HacneAcTBEHHbIM 3aboneBaHWeM coeau-
HUTENbHOW TKaHW, KOTOPOE XapaKTepu3yeTcs npeapac-
MOJMIOXXEHHOCTbIO K nepenomMam u aedopmaunsm KOCTen
KOHEYHOCTEN M MO3BOHOYHWMKA B TEYEHME BCEW MKUBHMU.
Takue Npu3HaKu, Kak ronybble CKepbl, HU3KWUI POCT, HECO-

BEPLUEHHbIN OEHTUHOreHe3, BCTPevalTcsa B PasnMyHOM
CTENEHU BbIPaXKEHHOCTM B 3aBUCUMOCTHM OT TUNa 601e3HU.

B 1979 r. 6bina npennoxeHa Knaccudpukaumsa Heco-
BEPLUEHHOrO ocTeoreHesa [1], ocHOBaHHas Ha KI/IMHU-
YECKMUX, PEHTrEHONOrMYecKnX aaHHbix 180 obcnenoBaH-
HblIX NauMeHToB B ABCTpanuu. bbino BblaeneHo 4 Tuna
6051e3Hu:
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Clinical Case of Rare Type V Osteogenesis Imperfecta

Osteogenesis imperfecta, also known as the brittle bone disease, is a clinically heterogenic hereditary connective tissue disease
characterized by brittle bones and high risk of skeletal bone fractures. Other observable symptoms, such as deformities of limb and
spinal bones, blue sclerae, dentinogenesis imperfecta and progressive hearing loss vary in severity depending on the type of the
disease. According to the original classification by D.O. Silence (1979), there are 4 types of osteogenesis imperfecta; however, the
number thereof has multiplied due to discovery of new disease-inducing mutations. Type V osteogenesis imperfecta is distinguished by
characteristic clinical radiographic symptoms; also, patients with this type of the disease do not feature a type | collagen gene mutation.
Nevertheless, all types of osteogenesis imperfecta, including type V, are characterized by high bone brittleness, frequent fractures and
further bone deformities, which is the most common cause of incapacitation of the patients.
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(Pediatricheskaya farmakologiya — Pediatric pharmacology. 2015; 12 (1): 79-84)
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® | TMN HECOBEPLIEHHOIO OCTEOreHe3a MMeeT ayTOCOMHO-
LOMUWHaHTHbIN TUN HacnefoBaHWUS, XapakKTepuayeTcs
cpefHen CTeneHblo TAXEeCTU 3aboneBaHus, Halnymem
y nauneHTa ronybbix CKep;

e |l TMn (nNnepuHaTanbHO-NeTaNbHbIM) Mnoapa3aeneH
Ha cy6Tunbl 2A, B u C Ha OCHOBE PEHTIEHONOrMYECKNX
OaHHbIX [2]: HabnwgaloTcs KpanHe Taxenble gedop-
MaLMKU M YKOPOYEHUS KOHEYHOCTEN, KOTOPble MOXKHO
yBWAETb B aHTeHaTalbHOM nepuoge, 4acTo oTMeYa-
eTcs neTanbHbli UCXOA BCNEACTBUE PECMUPATOPHbIX
OCNOXKHEHUN;

e |l TMN (NporpeccMBHO OedOPMUPYIOLMIA) XapaKTepu-
3yeTcsd 3Ha4YnUTENbHbIMKU AedOopMaLUaIMU KOCTEN, TaKe-
NbIM CKOIMO30M;

e |V TMN C ayTOCOMHO-AOMMWHAHTHbIM TUMOM Hacnego-
BaHWS XapaKTepuayeTcs HOpMalbHbIMU CKIepamu;
B OT/IM4YME OT APYrMx TUNoB Habnwogaerca 60sblias
reTeporeHHoCTb NPU3HaKoB 3aboneBaHuns [3].
[eHeTMyeckuM pedekToM B 90% cnyvyaeB 3abosneBa-

HUS ABASIOTCA MyTauuKW B ABYX reHax KofinareHa nepeBoro

Tmna — al-uenu (COL1A1) n «2-uenun (COL1A2); n3yye-

Hbl 605ee 1500 AOMMHAHTHbIX MyTauWK, NPUBOASLMX

K gaHHon natonoruun (https://oi.gene.le.ac.uk). OgHako,

y HEKOTOpPbIX MaLMEHTOB He Habnt4anocb reHEeTUHeCKUX

nedeKktoB B reHax COL1A1 n COL1A2.

B 2000 r. Glorieux n ee konneru [3] onucann 7 nauyu-
E€HTOB, KlaccuduumpoBaHHbIX B IV TN HecoBepLlIEeHHO-
ro ocTeoreHesa, OAHAKO Hapsay C TUMUYHBIMU KIAWHU-
YECKMMMU U TUCTOSIOTMYECKMMKU MPU3HAKaMK 3TOro Tuna
60/1e3HU (OCCUPUKALMA MEKKOCTHOM MeMObpaHbl, BbIBUX
FONOBKM JIy4EBOM KOCTW; FMNepnaacTU4eCKUe KOCTHble
MO30/1M, KOTOpblE BO3HWKALOT Noc/e nepesoma Uan ocTeo-
ToMWUK; MeTadn3apHble PEHTTEHOMNOTHbLIE MOMOCHI) Y HUX
He Habnganucb ronybble CKNepbl U HECOBEPLUEHHbIN AEH-
TUHOreHes. lpu TMCTONOMMYECKOM WCCNeAoBaHUU KOCT-
HbIX 6MOMNTATOB OTMEYanoCb CeT4aTonogoOGHOe MNNacTUH-
yatoe cTpoeHue (mesh like lamellar pattern) kocTHOM
TKaHW. Y4nTblBasa 3T CBEAEHUS, BbIN0 NPELIOKEHO Bbie-
NUTb ewe oagMH — V — TWN HecoBepLWEHHOro ocTeore-
He3a, PEHOTUMUYECKMU OTAMYaoWMKUCA OT APYrux TUMOB
60/1e3HM B OCHOBHOM 3a CYeT ob6pa3oBaHus runepnna-
CTMYECKNX KOCTHbIX MoO3o0sien. B 60nblUMHCTBE Clly4yaeB
HacnefoBaHWe NMPOMUCXOAMT MO ayTOCOMHO-AOMUHAHTHOMY
TUNY, HO He CBS3aHHOMY C MyTauuen B reHax COL1A1
n COL1A2.

MnepnnacTtnyeckne KocCTHble mMo30/an (FTKM) o6bl4HO
pasBuMBaloTCs Mocne nepesioma KOCTEN UKW OCTEOTOMMUM;
no JaHHbIM psiga aBTOpoB, Habnogaetcsa 65% cnyyaes
ob6pasoBaHus N'KM y nauuneHToB ¢ V TMNOM HeCOBEpPLUEH-
HOro ocTeoreHesa, B MO/OBMHE C/ly4aeB OHW pa3BuBatloTCS
B 6eapeHHbIX KocTax [4]. CaMblit paHHMM BO3pacT BblsiB-
nenvsa ’KM — 9 mec. 3Bontoumna N'KM, To ecTb nepBUYHOE
paspacTtaHue, MOXET 3aTArMBaTbCs OT HECKONIbKUX Mecs-
LeB [0 HEeCKOoNbKKUX NeT. [lanee OHW HaxoasaTcs B cTaauu
cTabunnmsaunn, HEKOTOpPble MOryT 3aHOBO aKTMBU3WMPO-
BaTbCA U pasdpactaTbes elwe 60Mblue, MHOTAa NPOUCXOaUT
o6paTHbIM NpoLecc C YMEHbLIEHUMEM pa3MepoB MO3O0JM.
OaHaKo, He y BCeX NauMeHToB C AaHHbIM TUNOM 06pasytoT-
Csl runepnaacTuyecknme KocTHble Mo30u. He y Bcex nauu-
eHToB KM nosBastoTcsa nocne nepenoMoB U OCTEOTOMMUM:

onucaHbl cnyyau, Korga o6pa3oBaHUi0 MO30/en He npea-
lecTBoBanM TpaBMbl M MNepenombl KocTen. MexaHu3m
obpasoBaHusa TKM siceH He A0 KoHUA, OAHaAKO, MO AaH-
HbIM TUCTONIOMMYECKUX MCCNefOBaHWM, npegnonaraetcs,
4yTo 06pa3oBaHME B MSATKMUX TKaHAXx 6epeT cBoe Havano
M3 KNeToK nepuocta [5].

B HacToslee BpeMa B POCCUMCKOM HayyHOW NuTepa-
Type He OMWCaHO HWU OAHOro Cciay4yas C HecOoBePLWEHHbLIM
ocTteoreHesoM V Tuna. B aTon cBA3W NpUBOAUM COOCTBEH-
HOe KIMHUYEeCKoe HabnoaeHue.

KNUHUYECKHUA NPUMEP

ManbuuK W., BospacTt 7 net 11 mec. BnepBble nocTty-
nun B OTAeNeHWe BOCCTaHOBWUTENbHOIO JlevyeHusa aeTen C
HebpPOypPONOrn4ecKUMM 3ab60NeBaHNAMMU, OXKUPEHUEM W
MeTabonndyecknumn 6onesvammn HUM npodunaktndeckom
neguaTpum U BOCCTaHOBUTENBHOIMO fieyeHus HL3/.

N3 aHamHe3a: pebeHOK OT nepBoW 6GepeMeHHOCTH,
KoTopas npoTekana GU3MONOrM4yecKu, OT NepBbiIX POAOB
B CPOK. Ha nepBOM rogy »u3Hu NCMXOMOTOPHOE pa3BuUTHE
COOTBETCTBOBANO BO3pacTy.

[MepBblM nepenomM (HUXKHEN TPeTU JIEBOW Nne4YeBOM
KOCTW) BCNeACTBME TpaBMbl C HECOOTBETCTBYIOLLEW CUIOM
Habnoganca B Bo3pacte 10 mec 13HWU. Cheayowmin anu-
304 nocnegoBan B Bo3pacTe 1 roga, Korga pe6eHoK BcTan
Ha HOrM — nepenom cpegHen TpeTu neBon GedpeHHOM
KOCTWU. B panbHenwem B TeyeHne 4 Mec Npom3ownu elle
4 nepenomMa KoCTeN pasnuyHblX CErMEHTOB KOHEYHOCTEMN
CO CMELEHUAMU. Y4nTbiBas NOBTOPHbLIE MEPENOMbI KOCTEMN
KOHEeYHOCTeW, 6Gbln BbiCTaBNEH AMArHO3 HECOBEPLUEHHOIO
ocTeoreHesa.

C 1,5 po 4-neTtHero Bo3pacTta oTMeyvanocb 10 nepeno-
MOB, B 60/IbLUMHCTBE CAy4YaeB AMHHbIX TPy64YaTblX KOCTEN
(nepenomMbl 6eApeHHbIX KOCTEN, NAEYEBbIX, KNOYULbl, MPea-
nneybs), BCNeACTBME TPAaBM C HECOOTBETCTBYIOLLEN CUIION.
Pe6eHOK HeOAHOKPATHO MOCTynan Ha cTauMoHapHoe neve-
HWEe B TpaBMaTO/NIOrMYECKUE OTAENEHUS, HECKONbKO pas3
NPOBOAMAN METANIOOCTEOCUHTES C MCMONb30BAHUEM CMHL,
n TexHonormun TEN (titanium elastic nails). YuutoiBas Takme
XapaKTepHble PEHTrEHONOMMYECKNE UBMEHEHUS, KaK pas-
pacTaHWe KOCTHOM MacCbl B MecTax ObIBLIWX HaA/lOMOB
(nceBgocapKkoma), noctaBieH AMarHO3 HecOBEPLUEHHOro
ocTteoreHesa, V tun.

B Bo3pacTe 4 net 6blna Ha3dHavyeHa 6uchochoHaTHas
Tepanusa npenapatoM NammapoHoBoKn KucnoThl (Momerapa)
B no3e 0,5 Mr/Kr B cyT BHYTPMBEHHO B TeyeHne 3 nocre-
noBaTeflbHbiX AHEW. Yepe3 6 mec OT Hayana Tepanuu
pas3Bu/ICca o4epeaHOW nepenom neBon 6eapeHHON KOCTU
B CpedHen TPeTU CO CMELWEHUEM M NEepeioM B CpeaHen
TpeTn NpaBoro npeanieybs BCAeACTBME NajeHMs C BbICO-
Tbl cBOero pocta. [lpoaomKeHa Tepanus NamMuapoHO-
BOW KMUCNOTOW Kakable 4 mMec (40 HaAcTOSIWEro BpeMeEHU
npoBegeHo 6 BBeAEHWW; NocnegHee BBeAEeHME — MapT,
2013), Ha pOoHe KOTOpOW OTMeYanocCb yBeMYeHUe MnaoT-
HOCTM KOCTHOWM TKaHW, HO WCKIIOYMTENBHO B CBS3U C ee
3aMelleHnemM runepTpodU4ecKon KOCTHOM MO30/bio
(Tabn. 1).

MocnenHun nepenom npousowen B ¢espane 2013 r.—
3aKpbITbi Nepenom NeBon 6eapeHHON KOCTU B HUXKHEeHn
TpeTn 6e3 CMeLEeHNs, Nocne KoTopon pebeHOK camocTos-



Ta6nuua 1. MruHepanbHasa NIOTHOCTb KOCTHOM TKaHW Ha doHe NpoBoAMMON Tepanuun 6uchocdoHaTtamu (NamMUapPOHOBON KUCIOTON)

[IByx3aHepreTtuyeckasa a6copGLMOHHANA feHCUTOMETPUSA
Bospact .
Bce Tena MosicHMYHbIA oTAEN
nawuueHTa
MIKT (r/cM2) Z-Kputepui (SD) MIKT (r/cM2) Z-Kputepui (SD)

4 ropa 4 mec (09.2010) 0,679 -1,6 0,390 -2,5
5 net 8 mec (01.2012) H/0 H/0 0,495 -0,1
6 net 9 mec (02.2013) H/0 -1,0 H/0 +0,6
7 net (05.2014) H/0 H/0 0,742 -0,4

lMpumedarme. H/0 — He onpegensancs, MIMNKT — MuHepanbHasa NAOTHOCTb KOCTHOM TKaHMU.

Ta6nuua 2. buoxummnyeckre noKkasatenn KpoBM NaLmeHTa Ha GoHe OAHOr0 LiMKIa NPOBEAEHHOM Tepanun NaMmnapoHOBON KMCIOTOM

Buoxumunyeckum En. namepeHus PedepeHTHbIE Ao nposeneuu? UHPY3UKN Yepes 24 4 nocge UHPY3UKN
aHanu3 KPpoBM 3HauYeHusa NaM1APOHOBOI KUCJIOTbI NaMUAPOHOBOW KUC/IOTbI

Kanbuui (06wmi) MMONb/N 2,2-2,7 2,56 2,4

LLlenoyHas docdartasa Ea/n 60-400 272 275

KocTHas dpakumns LD % 39,3-85,8 66,7 -

KpeaTuHuH MKMOb /N 27-62 33 30

MoyeBuHa MMONb/N 1,8-6,4 6 -

MoyeBas Kucnota MKMONb/N 119-327 400 -

docoop MMONb/N 1,25-1,78 1,38 1,05

ButamuH D HI /M 5,9-59,8 36,1 -
MapatropmoH nr/mn 10-65 55 33,3

TeNbHO He X0AuT. B pe3dynbraTte MOBTOPHbIX MEPENOMOB pas-
BMNacb 3Ha4yMTeNbHasa gedbopmaLms ocu IeBon 6eapeHHOM
KOCTW. B TeuyeHne nocnegHero roga pebeHoK 3aHMMaeTcs
nnaBaHueM (2 pasa B Hef).
Canpensa 2013 r. Manb-
4YuK Habnwgaetca B HU3/.
llpn ocmoTpe B oTAe-
neHun obluee cocTtosHue
pacLueHeHo KaK cpeja-
HEW CTENeHUu TAKEeCTU.
dusmyeckoe pasBuUTHE
COOTBETCTBYET BO3pa-
cTy: Bec 35 Kr (97-1 nep-
LEeHTUNb), pocT 126 cm
(50-n nepueHTuab). SDS
(poct) 0,199. UMT 22.
MonoxeHne — BbIHYXAEH-
HOoe 3a cyeT gedopmauuu
neBon 6eQpeHHON KOCTH;
camocToaTeNbHOE nepe-
OBUXEHWEe 3aTpyaHEeHO.
[pyaHaa Knetka HopMmasb-
HOM KOHdUrypaumm.
BepxHue KOHe4yHocCTH:
cnpaBa BapycHas gedop-
Mauus npaBoro npea-
nneybs.
0O6bemM [ABWXeHUS B
cycTaBax: crubaHue noKre-

Puc. 1. BHewHwu ocmoTp
HUXKHUX KOHEYHOCTEN:
yBenuyeHHoe B o6beme neBoe
6eapo

BOro cycrasa go 70°, pasrnbanHue go 160°. OrpaHunyeHne
cynuHauum/npoHaunn. Cnesa BapycHaa gedbopmauus
npeanneybs. OrpaHUYeHUs ABUKEHUI B CycTaBax HeT.

HuXHMe KOHEeYHOCTH: MHOroMJ0CKOCTHasa aedop-
Mauusa nesoro 6egpa (cabneBupHasl, BapycHas, poTa-
LUWOHHadA). JleBasd HUKHAA KOHEYHOCTb HaxoauTcs
B TMOJIOXEHWN HapyXHOW poTauun. O6bemM ABUKEHUSA
B CycTaBax: crubaHue KOneHHoro cycrasa Ao 60°, pasru-
6aHne go 150°. YKopoYeHUe NeBON HUXKHEN KOHEYHOCTKU
Ha 4,0 cm. OrpaHuv4yeHne npuBedeHUs B NE€BOM Ta30-
6epeHHOM cycTaBe. [lpaBas HUMXHAA KOHEYHOCTb: OCb
He HapylweHa, 06beM ABWKEHMSA B CyCTaBaXx He OrpaHuyeH
(puc. 1).

Mo gaHHbIM OCMOTpa M UccnegoBaHUi CO CTOPOHbI cep-
[I€4YHO-COCYyAUCTON CUCTEMbI, OPraHoB GPIOLIHOM M0JIOCTH,
MOYEK M MOYEBbLIBOAALYMX MyTEN NATONOIMKN HE OBHAPYKEHO.

o pgaHHbIM  PEHTreHO/I0rMYEeCKOro MccaegoBa-
HUSI KOCTEM: KOCTHbIM BO3pacT COOTBETCTBYET MNpumep-
HO 7-7,5 rogam; Mpo3payvyHOCTb KOCTHOW TKaHW MOBbI-
weHa. TonlnHa KopTUKanbHOro cnos Il macTHOM KOCTw:
T1L — 17 mm, T2 — 13 mm. WnpuHa nanbua 57 mm.

BbIIBIEHO CHWMXXEHWE YPOBHS MapaTropMoHa B CbiBO-
poTKe Kposu (5,5 nr/mna npu Hopme 8—-12); ypoBHU 0bLe-
ro Kanbuma (2,56 mmonb/n), docdopa (1,38 mmonb/n),
wenoyHon dpocdatasbl (P, 272 Ea/n), a TakKe KOCTHOM
dpakunn LD (66,7%) n 25(0H)-Butamuna D (36,1 Hr/mn)
B HOpme (Tabn. 2).

[MOBbIWEHNUS MOYEYHOM 3KCKPELMU COonen Kanbuusa u
docdopa He OTMEYEHO: KalbLWi/KPeaTUHUHOBLIA KO3d-
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Puc. 2. PeHTreHorpadus nesoro 6eapa B npsimoi (A) u 6okoBol (b)
npoekumsx (aHBapb, 2010)

lMpumeyaHune. B okta6pe 2009 r. B Bo3pacTte 3 net

6e3 KaKon-N1M60 aleKBaTHON TpaBMbl BO3HWK NepesioM BepxHen
1 cpefHen TpeTu neBoro 6eapa co cMelLeHWeMm; NpoBoannach
3aKpbiTas peno3unuus.

Puc. 3. MNaumneHT B Bo3pacTe 6 net (anpenb, 2012). MNepenom
BepXHew TpeTun nesoro 6efpa BCAEACTBME KaTaHWUs Ha Beslocuneae
(6e3 nagexwus)

lNpumeyaHne. PeHTreHorpadus nesov 6epeHHON KOCTU B NPSMOM
npoekuuu: A — octeocuHted TEN (anpenb, 2012); b — mawn, 2012;
B — uioHb, 2012. Ha Bcex peHTreHorpaMmax HabntogaeTcs ye
chopMupoBaHHas runepniacTMyeckas KoCTHasi MO30J1b B HUXHEN
TPeTV NeBon 6eAPEHHOM KOCTU B pe3ynbTaTe CTapbix MePesoMOoB.

duumneHt 1,18 mmonb/Mmonb (Hopma 0,04-0,7); ¢doc-
dop/KpeaTUHMHOBLIN KO3IDOUUMEHT 4,5 MMONb/MMOJb
(Hopma 1,2-3,6).

/[lByxaHepretuyeckasi abcopbLMOHHasi JeHCUTOMETPHS
NMOSICHUYHbIX MO3BOHKOB B o6nactn L2-L4 octeonopo3sa
He BbIiBU/IA: MMHEpPanbHas MNJOTHOCTb KOCTHOM TKaHW —
0,742 r/cm2, Z-score — -0,4.

KoHcynbTnpoBaH cypAo/0rom: No AaHHbIM ayanonoru-
4YeCKOro nuccnefoBaHus cyx B HopMe Ha o6a yxa.

BbIno/IHEH  MOJIEKY/ISIPHO-FTEHETUYECKMI  aHasin3
MEeToAOM MPSAMOro cekBeHupoBaHus: B 5-UTR o6nactu
Oblla o6HapyeHa myTtauusa c.-14C>T B reTepo3nroTHOM
COCTOSIHUU.

lMpoBegeHa WHOY3MOHHAA Tepanua NamuapOHOBOWM
Kucnoton (MamuapoHaT Mepak) B go3e 1 Mr/Kr B CyT
B COYETaHMKW C npenaparamu KanbUWs (KanbUWK nakK-
TaTt/Kap6oHaT no 500 Mr B CyT) U aKTUBHbIMW MeTabonu-
Tamun BuTammHa D (anbdakanbumgon no 0,5 MKr B cyT)
B Te4yeHue 3 nocnenoBatebHbiX AHEN. [TOBOYHbIX peaKumm
Ha BBeAEHWS npenapaTta He 0TMeYanoch.

OBCYXAEHMUE

Y Hawero nauueHTa Habnwpaetcs obpa3loBaHue
rmnepniacTM4ecKon Mo301M B NeBOM 6eApeHHOM KOCTH
BCNeACTBME MOBTOPHbLIX nepenomos. o gaHHbIM nocnes-
HEN PEHTreHONIONMYECKON KapTUHbI JIeBOM OGeapeHHOom
KOCTHK, OTMEYaeTCs ee BblparKeHHasa ayroobpasHas aedop-
Mauus, KOCTb HepaBHOMEpPHO paclwupeHa. CTpykTypa
KOCTM HeoaHOopoAHas, MNPO3PayHOCTb KOCTHOM TKaHwM
NnoBbllWeEHa, C MHOXECTBEHHbIMW KUCTOBUAHBIMW MPOCBET-
neHnamun. KocTHas mo30/b chopMUpoBaHa; No 3agHe-
MeAManbHOMY KOHTYpPY OMNpPeaensitoTcs MHOMXECTBEHHble
KOCTHble paspacTaHus. B OKpyXKalowWwmx MATKUX TKaHAX
onpeaensTcs ovaru retepoTtonuMyeckonm occubukaumnm
(puc. 2, 3).

lMpouecc obpasoBaHMe TrUMepnIacTMY4eCKon KOCTHOM
MO030J1M 06bI4YHO CONPOBOXKAaeTCcs o6pa3oBaHNeEM TBEPOO-
ro, 601e3HEHHOr0 OTEKa, NOBbILWEHWEM TeMMnepaTypbl Hag
NnopaKeHHbIM Y4aCTKOM, BO3BbIWAOWMMCSH Haj MOBPEXK-
OEHHOM MOBEPXHOCTbIO KOCTHOM TKaHW. B Hawem Kau-
HUYECKOM HabnwgeHnuu paspacTaHne KOCTHOW MO30/u
He COMpPOBOXKAAN0Cb KAKUMU-TNBO KNIMHUYECKUMKU CUMNTO-
MaMW, OTMeYanocb MOCTEMEHHOE yBeAMYeHWe pa3MepoB
OnameTpa nesoro 6egpa.

PeHTreHonornyeckasas KapTMHa TruMnepnnacTtuyecKkunx
KOCTHbIX MO30/IE MOXET HanoMuHaTb OCTEOCapKOMY
B CBSI3W C BOCMNaNWUTENIbHbIM KOMMOHEHTOM MSATKUX TKa-
Hewn. MNpn KOMMNbIOTEPHON U MArHUTHO-PE30OHAHCHOM TOMO-
rpadmm runepnnacTMYecKMe KOCTHble MO30/M Xapak-
TEPUIYIOTCA M3ObITOYHBIM GOPMUPOBAHUEM KOCTHOM
MaccCbl, HenponopuMoHanibHOM pa3Mepy MopaxKeHHOM
KOCTW, C OOGLIMPHOM 3KCMaHcUeW 3a npepenbl obnactu
nepenoma (puc. 4).

B no6om cnydyae guddepeHumanbHblM gMarHo3 Heob-
XOAMMO MPOBOAMTL C TaKMMM 3ab0fieBaHUSIMU, KaK BHY-
TPUKOCTHas ocTeocapKoMa ¢ arpeccuMBHOM NepUocTanbHOM
peaKkuMWen, nepuoctanbHas OCTEOCapKoMa, IOKCTaKOpPTH-
KanbHbI MMO3UT U OCTEOXOHAPOMA.

Y4yuTbiBas XapaKTepHbIi aHaMHe3 pebeHKa, Hanuyine
MHOXECTBEHHbIX MEPEeNOMOB, CHUXXEHWE MUHepanbHOWM
MMOTHOCTU KOCTHbIX TKaHEeM, PEeHTreHONOrMYECKyo KapTu-
Hy, HEe Bbl3blBal0 COMHEHUS, 4YTO 3TO runepniacTuyeckas
KOCTHas M030/lb, 06pa3oBaHHas BcneacTBue nepenoma
6eapEeHHON KOCTH.

Opyrum xapaKTepHbIM PEHTreHONOrMYECKUM MpU-
3HAKOB SIBNSETCA OCCUPUKALMA MEXKKOCTHOW Membpa-
Hbl npeanneybs. [pUYMHA BO3HUKHOBEHMS [aHHOrO



Puc. 4. PeHTreHorpadus nesoro 6eapa (ceHTa6pb, 2014): npamas
1 6OKOBas NpoeKLun

MpumeyaHue. Ha peHTreHorpaMme oTMeYaeTcst BblparKeHHas
nyroo6pasHas aepopmaLima neBon 6eapeHHON KOCTH, KOCTb
HepaBHOMEPHO paclwupeHa. CTPpyKTypa KOCTU HeoaHOpoaHas,
NPO3pPayHOCTb KOCTHOM TKaHW MOBbILLEHA, C MHOXECTBEHHbIMU
KUCTOBWAHbIMM NPOCBETNEHUAMMU. KocTHas M030sb CHOpMUPOBaHa,
no 3afHeMeananbHOMy KOHTYPY ONpeaensitoTcst MHOXECTBEHHbIE
KOCTHble pa3pacTaHusi. B OKpy)KaloWmMx MArKUX TKaHsIX onpeaensioTcs
o4arv reTepoTonuMyYeckon occudUKaLmn.

Puc. 5. PeHTreHorpadus Kocten npeanneybs

lMpumeyarme. CTpenkamu ykasaHbl yHacTKn occudurKaumm
MEXKOCTHOW MeMbpaHbl 06enx KOocTen npeanneybs.

deHoMeHa, BO3MOXHO, CBfi3aHa C TpaBMOW, Kak v npu
rMnepnnacTMyecKom KOCTHOW MO30/M, OAHAKO npupoja
BO3HWKHOBEHMS elle A0 KOHLa He BbiiCHeHa. Y Hauwe-
ro nauueHTa No AaHHbIM PEHTreHONOrMYecKoro nuccneno-
BaHWA OOGHapy)KEHbl Y4aCTKM OCCUOUKALMU MEXKOCTHOM
MeM6paHbl KOCTeW npeanneybs, BCleacTBUE Yero Habnto-
JaeTcs orpaHuyeHue cynuHauuuM W MNpoHauuu MNpasoro
npeanneybs (puc. 5).

BpoXKAEHHbIN BbIBUX TFOMIOBKM JlyYEBOW KOCTU TaKkKe
ABNSAETCA OLHMM M3 XapaKTepHbIX MPU3HAKOB HecoBep-
LWeHHOro ocTeoreHesda V Tuna: no AaHHbIM AUTEpPaTYyphI,
Habnopancsa y 86% nauneHToB [6]. [ABYCTOPOHHUI BbIBUX
rO/IOBKU Nly4eBOW KOCTW Habnwoganu y 88% nauneHToB.
Bcneacteue aToro naumMeHTbl UMEKT OrpaHuyeHme B npo-
HauuMu/cynuHaLMM npeanneybs, yMeHblleHWe yrna cru-

6aHMA  KWUCTW. [laHHoe Puc. 6. PeHtreHorpadus
6eapeHHON KOCTH

COCTOSiHME nNPUBOAUT K Ap

CHUXEHMUIO pasfiM4yHomn

CcTeneHn @yHKLUMOHaNbHO-
ro COCTOSIHMSA NauMeHTa.
B HeKoTopbIX ciyyasx npo-
BOAMUTCS PE3EKLNS roNnoB-
KW Jly4EBOM KOCTHU C Liefbto
ynyyweHunsa MOTOPHOM
GYHKUMN.

Euwe ogHUM 3aMeTHbIM
XapaKTepHbIM PEHTreHo-
NIOTMYECKUM  MPU3HAKOM
ABNSETCA HannMyine MmeTa-
PU3apHbIX PEHTreHonIoT-
HbIX  MONOC, KOTOpble
06bIYHO pacnonaratTcs
B6AM3K C 30HaMW pocTa
(puc. 6). HdaHHble nono-
Cbl 4YETKO KOHTpacTupy-
I0T C OCTEONEHWYECKNMU
y4acTKaMu KOCTHOM TKaHM,
KOTOpble C BO3PacTOM cTa-
HOBATCS MeHee 3aMEeTHbI-
MH. lMNaToreHe3 BO3HWUKHO-
BEHUS AaHHOro npu3Haka
MoKa He siceH. Heob6xoanmo
amodepeHymnpoBaTtb  OT
MeTadum3apHbIX CKIepo-
TUYECKMX MOMOC, KOTOpble
nosiBNAOTCA Ha GOHE MPUMEHEHUS BHYTPUBEHHbIX GUC-
docodoHaToB BCAeACTBME NOLABNEHUSA OCTEOKNACTUYECKOMN
pe3opbuumn (puc. 7).

Takum o06pas3oMm, y pebeHKa UMeoTCa peHTreHonornye-
CKMeE MPU3HaKM, XxapaKTepHble ans V Tuna HecoBepLIEHHO-
ro ocTeoreHesa, HabngaeTcsd HOpMasbHbIA LIBET CKep,
OTCYTCTBYIOT NPU3HAKMN HECOBEPLUEHHOIO AEHTUHOrEeHe3a.

l[eHeTnyeckas npupoga 3aboneBaHUs ocTaBanacb
HesicHon o 2012 r., Korda B ABYX He3aBUCUMbIX My6u-
Kauuax [6, 7] 6blna onucaHa retepo3urotHas MyTauus
(c.-14C>T TpaH3uuma) y 19 KopencKmnx naumMeHToB; B Aasb-
HenweMm y MHOTMX MauuMeHTOB M3 Apyrux cTpaH Oblna
o6HapyXeHa ofHa U Ta e MyTaluua B obactu 5’-HeTpaHc-
NIMPYEMOro perMoHa reHa, Kogupylouwero nHtepdepoHuH-
OyUMpPOBaHHbIM TpaHcMeMbpaHHbin 6enok 5 (IFITM5),
Take HasblBaeMblh BRIL (bonerestricted IFITM-like
protein). IFITM5/BRIL mMeM6paHHbin 6€10K npoayumpy-
€TCH WUCKAYUTENbHO B ocTeobnactax, Haumbonblas 3Ke-
npeccus HabnJaeTCs Ha paHHUX CTaguax npouecca ux
co3peBaHua [8]. BeposaTHee Bcero, atoT 6€10K y4yacTBy-
eT B GOPMUPOBAHUMU KOCTHOM TKaHU B 3IMOPMOHaNbHOM
nepuoge. Takke B MUcCnefoBaHUAX 6GblNO OMWCAHO, YTO
6enok IFITM5 yyacTtByeT B GOpMUPOBaHUK HEe TOSIbKO KOCT-
HOWM TKaHW, HO U UMMYHHOM cuctembl [9, 10]. bonee ToYHbIE
MoneKkynsipHole mexaHu3mbl 6enka BRIL noka go KoHua
He U3yYeHbl.

YyuTbiBas HanuymMe BCEX BbllENEPEYUCEHHbBIX KU-
HWUKO-PEHTreHONOMMYECKMX CUMMTOMOB y MauueHTa, npo-
BEAEHO MOJIEKYNAPHO-TEHETUYECKOE UCCNIef0BaHNE METO-
4OM MpPSIMOr0 CEKBEHWPOBaHMUA: GblM UCCNeoBaHbl BCe

lNpumedaHune. MetadunsapHble
PEHTreHOMNOTHBIE NONOCHI
yKasaHbl 6eN1bIMU CTPENKaMMU.
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PepKkue 6onesuHu

Puc. 7. PeHtreHorpadus npaBoro npeanieybs

lNpumeyaHne. HabnogatoTcs y4acTKM meTadu3apHbiX
PEHTTEHOMNNOTHBIX MOJIOC (YKa3aHbl 6e/bIMU CTPeNTKaMMm):

nx cnegyet anddepeHuMpoBaTb 0T MeTabU3apHbIX CKIEPOTUYECKUX
nosoc (yKasaHbl YepHbIMU CTPESTIKaMK), KOTOPbIE NOABNSIOTCS

Ha GoHe NpUMEHEHUS BHYTPUBEHHbIX GucdocdoHaToB BCreacTBME
NnoAaB/IeHNsS OCTEOKIACTUHECKOM Pe30p6LUH.

Koaupytolne aK30Hbl reHa IFITM5, a Takxke npuneratoume
MHTPOHHbIE 06n1acTn. B 5’-UTR o6nactu 6blia o6HapyKeHa
mMyTaums c.-14C>T B retepo3nroTHOM COCTOSIHWMK, MPUBO-
asuas K o6pa3oBaHMI0O HOBOMO CTapT-KOAOHA M M3MEHe-
HWIO @MUHOKMUCIIOTHOM NOCNea0BaTENbHOCTU KOAMPYEMOIO
6enka.

3AK/IIOYEHME

MauneHT, y KOTOPOro C POXKAEHWUS UKW B TEYEHUE Nep-
BbIX /1€T }XM3HM OTMEeYaloTCs MOBTOPHbIE NEPENOMbl KOCTEN,
ronyéble cKnepbl, gedbopMaLunM KOCTEW KOHEYHOCTEW,
NPU3HaKM OCTEoNnopo3a Mo AaHHbIM PEHTIEHOIOMMYECKUX
uccnegoBaHUi, [OMKeH OGbiTb 06cnefoBaH Ha Hanuyine
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