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Occupuuupyromuii Mmuo3utr (OM) saBiasiercs
XapakTepu3ylIuMcs reTeporonuyeckuM ¢op-
MHPOBAHHEM KOCTHM B MBIIIIAX HJIN MATKHX
TKaHAX PeIKnuM 3a0ojieBaHNeM, KOTOpOe 4YacTo
NPUHUMAIOT 32 Heota3ulo. [Ipuuunbl occuduka-
MM B 3THX TKAHAX MOIYT ObITH pa3ju4HbIMH. B
00IBIIMHCTBE CJIY4YaeB 3TO NMpelIecTBYIOIIHNE 3a-
00/1eBaHUI0O TPABMBbI, HO 3THOJIOTHS MOKET ObITh
reHeTudyecku o0ycioBieHHoil. HacaencrBeHHbIH
occu(pUUMPYIOIIUMI MHMO3MT WJIH NPOrpPeccupylo-
mas occupnuupyromas pudporucmiaazus (I1OD)
acconumupyetrcsi ¢ myrauusiva B reie ACVRI n
BPOKICHHBIMH AHOMAJHUSIMH, M3 KOTOPBIX IIO-
CTOSHHBIMH  SIBJISIOTCA  AHOMAJIMA  0OJIBIINX
najbleB HOI, a Tak:Ke WIMPOKasi Leiika Oeapa.
OnucsiBaerca ciay4aii [IO® y neBouxku 9 Jert, no-
CTyNUBIICHl B KJIMHUKY C NPUIYXJIOCTBI0 B 00-
JIACTH JIOMATKM M IIeH ¢ MPeanoJI0KUTeIbHBIM
AUArHO30M Me3eHXHMMoMa. BbIsiBjieHHAsA penkas
repMuHaibHasi mytamusi B rene ACVRI crana
pewapomuM ¢paxkropoMm B AuddepeHIHAILHON
AUATHOCTHKE Ha4YaJbHOro nposisienuss [IO® pno
TOSIBJICHHUS] MPU3HAKOB OCCH(UKANNH, BHAUMBIX
IIPH THCTOJOrHYeckoM HcciaenoBanuu. Ciyuaii
NpeACTaBIsAeT HWHTepec W3-3a PeIKOCTH MaT0JIO-
THH M TPYIHOCTH AUATHOCTUKH PaHHEr0 MpOsiB-
genust [IOD. /Insi cBoeBpeMeHHOI IMAarHOCTHUKHU
MHO® nHeoOXonMM MYJIBTUAUCHMIIMHAPHBIN MOJ-
X0/ ¢ y4acTHeM NPO(QHIBHBIX CHELUAIHCTOB.

KuroueBble cioBa: mporpeccupymomasi 0ccH-
¢puuupyomas ¢udpogucniazns, reHeTuyeckKoe
audpepennuposanne, ren ACVRI

BBenenne

Occudurupyromuit  muo3ut (OM)  sBasercs
penkuM 3a00JeBaHWEM, XapaKTEePH3YIONIMMCA Te-
TEPOTONMUYECKHM (OPMUPOBAHUEM KOCTH B MBILI-
[ax WM MSTKUX TKaHsX. B OombIIMHCTBE ciydaeB
3a00NeBaHNe BO3HHKAECT B IOHOM WM B IOJIPOCT-
KOBOM BO3pacTe, AOOpOKaueCTBEHHOE, HO 4YacTo
OIMMOOYHO TUATHOCTHPYETCS KaK 3JI0KadeCTBEHHAS
omyxonb [1]. PacmpoctpanenHocts OM B Mupe
cocrapisieT nmpubmmsutenpHo 1 : 2 000 000. Ilep-
BEIE CITyyaH 3TOTO 3a00JeBaHUS 3apETHCTPHUPOBAHBI

B 1924 rony W K HacTosdlleMy BPEMEHH OIMHUCAHO
oonee 100 waOmromenuit [2]. OmgHako omucaHHE
ToNedl ¢ «KaMEHEIOIIMMHU TelaMn» BCTPEYaIOCh
emé B 1648 . Takoe Ha3BaHue 3a00JieBaHUE TIONY-
YWIO M3-332 MOCTENEHHOTO MPEBpAIICHUS B KOCTh
MBIIIIEYHOTO BOJOKHA, CYXOXWJIUH W CBSI30K, 4YTO
3aKaH4YMBaeTCs HHBaJUAM3alMeld OONBHOTO M Tpe-
KICBPEMEHHOW CMepThIo. [IpHamMHBI 0CCHUbUKAIINH
B OTUX TKaHSX MOTYT OBITh Pa3IMYHBIMU: TPaBMa,
MeCTHBIE WH(EKITNH, TOKCHIECKHe XHMHYECKHE Be-
IIeCTBa, JIy4eBas Teparwus, HacleJCTBEHHas Ipel-
pacmonoxkeHHOCTs [3]. TouHbBIN ATHOMIOTHYECKUI
MEXaHWU3M Pa3BHUTUSA OCCHU(HUITUPYIONIETO MHO3UTA
Hen3BecTeH. Hambonee NpUHATOW NPUYMHON 3K-
TOTIMYECKOTO (DOPMHUPOBAHUS KOCTH, AUCTpodude-
CKOW KaNbIIU(MUKAIUN WIA KaTbIU(UITUPOBAHHOTO
XOH/IPOUTHOTO MAaTpPHUKCA CUYUTAETCS CTHMYJISIHS
ocTteobnacToB BciencTBre TpaBmbl [1]. OmHako c
MIpe/IIecTBYOMEH TpaBMOW BO3HHKHOBEHHE 3a00-
JIeBaHUA HE CBS3BIBAIOT 25% marweHnTtos [4].
Occuunupyromuii MUO3UT BCTpEYaeTCst B MO-
MyJSIIANA  CTIOPAJMYecKH M €ro pacIlpeneNsioT Ha
JB€ Tpynmbel — TpaBMaTHueckuii OM, KoTOpbIid
OOBIYHO BO3HUKAET B TPYMIAX MBIIII, YacTO MOJ-
BEpralonMcs MPSMBIM yiapaMm, U coctasisier 60-
75% Bcex cmywyaeB 3Toro 3abojeBaHus. Btopas
rpynma — arpaBMmarndeckuii OM, KOTOpBHIH He
CBf3aH C MNpeaniecTByromed TpaBMmoil [5]. Tperbd
rpynma OM uMeeT TeHeTHYECKYI0 3THOJOTHIO, 3TO
MIPOTPECCUPYIOMUN  OCCUPUIMPYIOMUNA  MHO3UT
WK TIporpeccupymomas occuduimpyomas Gpuodpo-
muctiazus (II0®). Cumnromsl 3a0oeBaHUsS TIPO-
SIBIISIIOTCS 3MU30JaMH OOJIE3HEHHBIX OTEKOB MSTKUX
TKaHel (000CTpeHHs), KOTOpble 4acTo IMpPOBOLKPY-
OTCS TAJACHUSMH, BHYTPUMBIIICYHBIMH HHBEKIIU-
SIMH, BUPYCHOM HH(QEKIHeH, pacTsHKeHHEM MBI
[6]. HacnenactBennsiii I[IO®D MOXKET NpOSIBISATHCS
B TEPBYIO JEKaay XU3HU, HAYMHAasCh, Yalle BCETO,
C MATKOTKaHHBIX 00pa30BaHWU ILIECYE-JIOMATOTHON
o0nacTy, IpoTeKaeT BOJTHOOOPA3HO M 3aKaHUMBACT-
cs1 fpaMaTtudecku. Llenb 3Toi paboTHl omucaTh Ciy-
Yyail HaclenCcTBEHHOH (HOPMBI OCCUDHUIMPYIOMIETO
MHO3HTa, aCCOIIMMPOBAHHOTO C PEIKUM BapHaHTOM
MyTaruu B reHe ACVRI, HadanbHBIC TMPOSBIICHUS
KOTOpPOTO BBI3BAIM 3aTPYAHEHUS B JUArHOCTHKE.
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Onucanue ciayuasi

Hesouka 9 net moctymmwia 8 HUU JI0Oul” ®I'BY
«HMMII onkomoruu mm. H.H. brmoxuna» c¢ momo-
3pEeHHEM Ha 3JI0Ka4eCTBEHHOE HOBOOOpa3oBaHHE B
oOmactu neBoit onarku. M3 ucropuu 3a0oneBaHUS
H3BECTHO, YTO OKOJIO TPeX MECSIEB Hazaj, IOcCie
MaJIeHUsl CO CKeiTa, cranu OecHOKOUTh MpPUITYX-
JOCTh M YIUIOTHEHHE B OOJNAcTH JIEBOM JIONATKH,
YTO MOCTENEHHO IMEePenuIo Ha o0NacTh IIeW U BEI-
3pIBaJI0 OOJIE3HEHHOCTh IpH JorparuBaHuu. OO6-
paruinack 3a BpadyeOHOW MOMOIIBIO MO MECTY >KH-
TENbCTBA, OHKONOTaMU s JuddepeHInpOBaHIU
37I0Ka4e€CTBEHHOTO Mpolecca MpoBeAeHa OWOICHSL.
[lonydeHO TIMCTONIOTHMYECKOE 3aKJIIOUEHHE — Me-
36HXMMOMa M TAIMeHTKa OblJa HampaBieHa Uis
JalbHEHIero o0CIeIoBaHus W JICYCHHUSL.

Status localis. ®opma rpyaHO# KIETKH acCHMMe-
TpHUYHAsA, B 00IaCTH IUIEYEBOTr0 Tosica (B OCHOBHOM
00JacTH JICBOW JIOTIATKHM) BU3YaJIbHO OMPEICISICT-
csl MATKOTKaHHOE 00pa3oBaHHE C MEpexXoloM Ha
meo — ciueBa u copasa (puc.l). Takxke ymmoTHe-
HUE MBI HAOIIOAAeTCsl B HIDKHUX OTAENAX CIH-
HBI, OONE3HEHHOEe TMpU manbhnanuu. [1oABHKHOCTD,
BpallleHHe IUIe4a, NIEHHOro OTAEIa IO3BOHOYHMKA
M OCTaJbHOM YacTH MO3BOHOYHUKA HE HApYIICHEI.
KoxHbIE TIOKPOBBI M BHIMMBIE CIU3HCTBIE OleIHO-
pO30BOM OKpAacKH, MOAKOXKHO-)KUPOBOM cCIIOM pas-
BUT yMEPEHHO.

IIpn obcnemoBanmm: poct 130 cMm, Bec — 24
KI, OKPY)KHOCTh TOloBel — 51 cM, CKolmo3 rpy-
JIONOSICHUYHOI'O OTZea 1103BoHoYHUKa. Hebosbioe
CHIDKCHUE CIyXa, AW3apTpHs, ICHXO03MOLHOHAIb-
Hasi cdepa B HOpMe, yuurtcs xopoino. OOpamiaer
Ha ce0s BHMUMaHHE AHOMAJIMU DPa3BHUTHUS CKeJeTa:
JHLO YAJMHEHHOE, MHUKPOPETPOTHATHs, HaOIona-
€TCsl IPOKCUMAJIBHOE ITIOJIOKEHUE 1-X MasbLEB KH-
CTel, BaJbI'yCHOE OTKJIOHEHHE M YKOPOUYCHHUE Tep-
BBIX MalblleB cTom (puc. 2).

Puc. 1. AcummeTpusa B obnacTu neBoi nonatki n3-3a npunyxnocTu,
pacnpocTpaHsioLLeincs Ha 06nacTb LWeun, CKOIMO3 rPYAONOSCHUYHOIO
oTaena no3BoHO4YHMKA

&% &

|

Puc. 2. YkopouyeHune 1 BanbrycHas nosvuusi 1-x nanbLes cTon

N3 anamue3sa. PeOGeHok oT mepBoil OepeMeHHO-
CTH, KOTOpas IMpoTeKajia C TOKCUKO30M 1-ro Tpume-
ctpa. Poapl B cpok, sSTOMUYHOE MpenjiekaHue, Bec
-3050,0, poct 52 cwm. 3akpugana cpasy. [Ipu pox-
JIEHUH BBISIBIIEHA UCIUIA3US Ta300€pPEHHBIX CycTa-
BOB, TOJIy4ajia KOHCEpBaTHUBHOE JieueHue. Pocna u
pa3BHUBajach B COOTBETCTBHU C BO3PAcTOM. XOAUT
¢ 11 mecsaunoro Bo3pacra. Yacteie oTuthl. u3zap-
Tpusi. C paHHEro JeTcTBa OTMEYAeTCS HEKOTopas
CKOBaHHOCTh TOXOJIKH.

Puc. 3. Ha peHTreHorpamme: a) NCKpUBNEHNE NMO3BOHOYHMKA:
LUEWNHbI OTAEN MO3BOHOYHMKA COOTBETCTBYET BO3PACTY, rPyaHOMN
oTaen — GOKOBOE MCKPUBJIEHWE B JOPCaNIbHOM HamnpaeneHum (S —
06pasHblii CKONMMO3), NOSICHNYHbLIN Nopao3; 6) wupokas weika 6eppa
C ABYX CTOPOH.
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[Tpu o6cnenoBaHuy Ha MPOCTON PEHTIEHOTpaMMe
TeJa BUJIHBI MCKPUBIICHHSI TO3BOHOYHUKA, IITUPOKAs
nreiika O6eapa ¢ aByx cropon (puc. 3a, 6). PeHt-
TEHOBCKasi KommbtoTepHas Tomorpadus (PKT)
OpPTraHoOB TPYJHOH ITOJIOCTH BBISBHJIA YBEIUYCHUE B
o0beMe MSTKAX TKaHEH JIeBOW TOJOBUHBI CITHHBI
C TepexoloM Ha OOKOBYHO TMOBEPXHOCTh TPYIHOM
cTeHKH M 1en ot ypoBHs C3 nmo ypoBHs Thl2
(MeHee TUIOTHBIE, 10 CPABHEHHIO C OKPYKAIOIUMH
MBIIIAMH, ¢ MAKCUMAJILHOM TONIUHON 110 4,6 cM).
Habnronaercst yronieHne W HEOTHOPOTHOCTh IMOI-
KOXXHO-)KMPOBOHM KJIETYaTKH 33 CUET MHOXKECTBEH-
HBIX Y3JIOBBIX oOpazoBaHuii. CTpyKTypa KOCTeH Ha

UCCIIEIOBAHHOM YPOBHE HEOAHOpOHA. V3MeHeHnit
B JIETKAX HE OOHApYXEHO.

OO6cnenoBanue cepaua: 3Xokapauorpadpus — -
aroHaJIbHBIE XOP/IBI JICBOTO JKENIYJ04Ka, MPOJIaNc MH-
TPaJIbHOTO KJlallaHa C perypruranueid 1-if creneHu.

VY3U opraHoB OpIOIIHOMN TOJIOCTH W 3a0PIOIIKH-
HOTO IpocTpaHcTBa Oe3 nmarojoruu. Ilepecmotp Ou-
OTICUITHOTO MaTepualia BBISIBHI 100pOKadeCTBEHHYIO
MHUKCOHUIHYIO CTPOMY U BEpETEHOOOpa3HbIC KIETKH
C OBaJIbHBIMHU siipaMu (puc. 4a, 0) U BBICOKOH MH-
TOTUYECKON aKTHBHOCTBIO (pHC. 4B, T), IPOBEACHO
MMMYHOTHCTOXHUMHYECKOE HCClienoBanue (puc. 5) u
ClIeJIAaHO 3aKJIIOYEHME: HOMYISAPHBIN (DacIUUT.

i ,’ﬁ“ i
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Puc. 4. TucTonornyeckoe vccnefoBaHve, NOKa3biBaOLLLEE BEPETEHOKIETOYHOE HOBOOOPa30BaHMe C HOKycamMmn KCaHTOMATOo3a M BKJIIOHEHUSIMUN
B CTPYKTYPY rPynmn JIMMOLUTOB, BOJIOKHUCTbLIE CTPYKTYPbI CTPOMbI, Kanuanspbl. Okpacka reMaToKCUIIMHOM 1 303MHOM, a,6 — x100

Puc. 4. Tuctonornyeckoe nccnenosaHve, AeMOHCTPUPYET OTAENbHbIE PU3NONOrNYECKMe MUTOTUYECKME PUrypbl.
Okpacka reMaToKCUJIMHOM U 303MHOM, B,r — X200

H-caldesmon

Puc. 5. UMmyHornctoxmmmnyeckoe nccnenoBaHue ¢ aHtutenamu K Ki 67 n H-caldesmon BbisiBuno
a) nHTeHcueHoe spepHoe (Ki67); 6) saepHo-umMTonnaamatnyeckoe (H-caldesmon) okpaluMBaHMe KNeTOYHbIX CTPYKTYP.
3aknoueHne, HoaynsipHbii dacuumnt
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VYuuteiBas QeHorun pedOeHKa (HAIMYHE TIOPO-
KOB pa3BUTHA), KOHCYIBTHpPOBaHa TreHeTHKoM. C
NOAO3PEHUEM Ha TMPOTPECCHPYIOMIYIO OCCUUIIH-
pyromyo ¢GuOPOIUCIIIA3UI0 TPOBEIACH MOJIEKYIISpP-
HO-TEHETHYeCKNH mouck MyTtanui B reHe ACVRI
(Activin Receptor 1A).

AHalu3 KOAUPYIOIUX IOCIENOBAaTEIbHOCTEH U
NPUIETAIONINX MHTPOHHBIX OOJIACTEH B «TOPSUHUX)»
yuactkax JJHK rena ACVRI Bemonnen ¢ JJHK, mo-
JTy4eHHOU U3 TUM(POLUTOB epUPepHuECKOil KPOBH,
C WCIOJB30BAHWEM METOAa MPSMOTO aBTOMaTHYe-
CKOTO CEKBEHUpPOBaHHUsA. BhIABICHA paHee omucaH-
Has OJHOHyKJIeoTHmHas 3ameHa — c¢.1067G>A(p.
Gly356Asp) B ax30He 9 Trena ACVRI, B rerepos3u-
roTHOM coctosiHud. OOHapyKeHHasi TepMHUHAJIbHAS
MyTalysl IO3BONMIA IOATBEPAMTH IUArHO3: IpO-
rpeccupyionias occuuuupyromas ¢udpoaucmia-
3ust (Oone3Hr MrioHXMaiiepa), acCOIMMPOBAHHAS C
mucceHc-myranueii B rene ACVRI. 3aboneBaHue
accoluupyeTcs ¢ BPOXKJICHHBIMH aHOMAJUSAMH, Ha-
CJIEAyeTCsl 10 ayTOCOMHO-ZOMMHAHTHOMY THILY H,
COIVIACHO JIUTEPATYPHBIM NAaHHBIM, C MEHETPAHTHO-
cteio 100%. K mMomenTty poxaeHust peGeHKa pou-
TensiM ObuTo o 26 Jet. [lockonbKy MyTanuii B reHe
ACVRI y ponuteneii He BBIABICHO, 3Ta MyTaIus
y pebeHka Bo3HUKIA “de novo”. 3a Bpems HaOIIO-
JeHuss U oOciefoBaHMs, B TEUEHHE TPEX MECSIEB
[IAaTOJIOTMYECKUH MpOLeCcC HE MPOrpeccHpoBa, OT-
Meyalnach TOJOXKHUTEIbHAs TUHAMUKA B BHJIE CO-
KpaieHus: 00beMa OIMyXOJii Ha CIHHE W B 00JacTH
1Ieu.

Oo6cy:xneHue

Hns TIO® xapakTepHO BOJTHOOOpPA3HOE TEUCHUE,
HHTEPBAIbl MEXKIY OOOCTPEHUSIMH MOTYT OBITh
MPONOIKUTEIHHBIMU. BMecTe ¢ TeM, 3aboneBaHue
HEYKJIOHHO TIPOTPECCHUPYET, PacIpOCTPaHSIACh Ha
CKEJIETHBIE MBIIIIBI U CYXOKWIHSA, YTO TIPUBOIUT
K HapylIeHWuI0 (YHKIMHA OIOPHO-/IBUTATEIIHHOTO
armmapara. O6octpeHus 3a00JieBaHUS PEBPAIIAIOT
OOJBHBIX B «OKaMEHEBINHX ItoAck» [7-9].

VY Hamell manueHTKH MPUITYXJIOCTh B o0nacTu
JIOTIATKHU TIOSIBHJIACH TIOCJIE TPAaBMBI, KOTOpas yBe-
JUYMBAJIach U pacupocTpaHsAiIach K 0OJacTH Ien
B TedeHHne ofgHoro mecsna. [lo maHHBIM JuTepa-
TYypbl MEXAY TPAaBMOW U MEPBBIMH MPOSBICHUSIMHU
3a0oyieBaHUsl TPOXOMHUT OT 3-X 10 6-H HEIEelb.
VYV nereit ¢ IIO® paHHUE HW3MEHEHHUS B MSITKHX
TKaHSX Pa3BUBAIOTCS B NEPBBIA TOA KU3HU, WU
Cc 2-x 70 5 JIeT ¢ MmepuojaMu MEIJIEHHOTO pocTa
9TuX u3MeHeHui [6,10]. Yacto HauansHbIE (TIpea-
KOCTHBIE) M3MEHEHUS B MSITKHX TKaHAX IalfeH-
ToB ¢ [IO® ommbO4YHO AMArHOCTUPYIOTCS Kak
3JI0Ka4eCTBEHHOE 00Opa3oBaHue (capkoma, TuMdpo-
Ma, arpecCUBHBIN FOBEHHIBbHBIH (HUOPOMATO3 IIIH
JIp. OIYXOJH, HONYJSPHBIA (DACIUUT, OCTEOMBI U
np.) [11]. Ecau oTcyTCTBYeT OCBEIOMIICHHOCTH

00 ocobennoctsax mpossieHus [0 na panHHX
CTaAusIX, AMATHOCTUYECKHE OLIMOKM Hanboiee
BeposATHBI [11].

VYV Hamed MmalueHTKH, B CUJIy IOJO3PEHUS Ha
HEOIUTa3nio, Oblla BBINOJIHEHA OWOIICHS OIMyXoJe-
Boro oOpasoBanus. B rucronmormueckoM mpemnapare
He OBLIO BBISBIEHO Tponudepupyomux Gudpodia-
CTOB M Pa3BUBAIOLINXCS OCTEOUIHBIX KJIETOK, IO-
3BOJIIONINX JTMATHOCTUPOBATh 3abojyieBaHue (pHC.
4-5). Caenyer OTMETUTb, YTO MPU3HAKH, XapakKTep-
Hble s [IO®, mosBisMIOTCS Jaiie BO BTOPOH JeKa-
Jie KU3HM NauuMeHToB. TeM He MeHee, KIMHUYECKOe
nono3penue Ha [IOD Bo3MOXHO B paHHEM BO3pac-
T€ Ha OCHOBAHUH BPOXKACHHBIX IOPOKOB Pa3BHUTHS,
TaKdX Kak MIMpOKas Iieika Oeapa, BallbI'yCHOE OT-
KJIOHEHHE U YKOPOYEHHE IIePBBIX MaJbIEB CTOI
(puc. 2), KOTOpbIE SBISIOTCS MOCTOSHHBIM, KJilac-
CHUYECKUM IPH3HAKOM 3TOro 3abosepanus. OmHaKO
HE Bce AeTH c AeGopMalMsMH MajbleB HOI' MO-
ryT ObITh OonbHBI [1I0O®D, HO 3TH CBefcHUS Bceria
JOJDKHBI OBITH BKJIIOUEHBI B U (epeHITnaTbHbII
nuartos [12]. I3smMeHeHus: B MATKUX TKaHSIX B ILIe-
Ye-JIONAaTOYHOM 00JIaCTH y TaKuX AeTeid MOTYT OBITH
npuuuHON anst auarHoctuku [1OO.

lenernyeckoll mNpUYMHON OONBIIMHCTBA Ha-
cineactBeHHbIX [IO® sBnusercs MyTauud B TEHE
ACVRI (activin receptor IA), Takxe H3BECTHOrO
kak ALK?2 (activin-like kinase 2) (ACVRI1/ALK?2),
JIOKaJIM30BaHHOTO Ha XpomocoMe 2q23-q24 [13,
14]. Ten ACVRI npuHaIJIEKHUT CYIEPCEMEHCTBY
penentopoB TpaHchopMmupyomero ¢akropa po-
cta (TGF-B superfamily). Kak wien cemelicTa
peuenrropoB BMP/TGFB, rea ACVRI xomupyeT
KOCTHBI Mop¢oreHetnyeckuii 6enox (BMP-bone
morphogenetic protein) [15]. CoBcem HemaBHO
Obuto mokazaHo, uto reH ACVRI ydwactByer B
Pa3TUYHBIX OMONOTHYECKUX IPOIECccax PpasBUTHUSL
U PEryIupOBaHUS KOCTEH, BKIIOYas TE€TEPOTOIH-
YEeCKO€ OKOCTEHEHME XpAILeH, MOPOKH pPa3BUTHS
cepaua M penponyKTUBHOU cuctembl. Cumraercs,
YTO TNepeaada CHUTHAJIOB uepe3 KOCTHble Mopdore-
Hetndyeckue Oenku (BMPs) u ux peumentops! sB-
JSETCSl KIIOYEBBIM MEXAHU3MOM, PEryIHPYIOLINM
XOHJIPOTeHE3 W DJHJIOXOHJApaNbHOE 00pazoBaHHE
koctu [16]. K HacTosmemy BpemMeHH HaeHTH(DU-
LMpOBaHbl pa3Hble TUIBI MyTauuil B rene ACVRI,
acconuupoBaHHbie ¢ [IO®D, cpean KOTOPHIX MyTa-
mus ¢.617G>A (p.Arg206His) ssnsiercs Haubonee
pacmpoCTpaHEHHOW B MUPOBOU MOMyJsIuy, 0O0Ha-
pykeHa y 95% NanmeHTOB M «CUMTaeTCd KIacCh-
yeckoi»[17, 18]. Myrauuun B JIpyrux HO3ULUAX
resa ACVRI o4eHb penkue W, Kak Ipearojara-
eTCsl, ABISIOTCS NPUYMHOMN IIMPOKOTO pasHOOOpa-
3WS TSOHKECTH TPOsiBIIeHHs 3abosieBaHus. V3ydyenne
¢enorunoB 110D mokasano, 4To BapuaHTHl (eHO-
TUTIOB 3THX OOJBHBIX AaCCOIHMHPYIOTCS CO CIEIH-
bugeckumu myrtamusmu B reHe ACVRI [19]. D10
OTHOCHTCS K TAaKUM KIWHUYECKHM IIPU3HAKaM,
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KaK: BO3pacT TMEpBHIX IMOSBICHUH 3a0oseBaHuS,
BO3pacT occu()MKALUU U aHATOMUYECKOH obiacTu
occuduranuu. Kpome TOro, MOpPOKH pa3BHUTHUS
MMajbleB HOT (BKJIIOYAs aIlljla3Wio W THIOILIA3HIO),
HIEHOrO OT/AeNa MO3BOHOYHHMKA, HApYyIIEHUs CIy-
Xa, KOTHHUTHBHBIX PAaCCTPOMCTB, NPOHOIKHUTEIb-
HOCTh JKM3HH, OTJIMYAIOTCA Y HOCUTEJIEH pa3HBIX
aTUNUUYHbIX MyTanuii B rene ACVRI [20, 21].

VY Hamieil manueHTKH oOHapyXKEeHa pelKas MyTa-
s ¢.1067G>A u, Kak yXe yIOMHUHAJIOCh, TIEpBbIE
MpU3HAaKU 3a00JIeBaHUSl Yy Hee TOSBWINCH B 9 JeT.
Envanuneii cayqait [I0® ¢ ananoruyHoil rerepo-
s3urotHoit mytaruei ¢.1067G>A(p.G356D) B rene
ACVRI opu1 oOHapyxeH Furuya et al. B 2008 romy.
OHU IPOAEMOHCTPUPOBAIN MMALMEHTa, Y KOTOPOTO
MepBhIc PU3HAKKA 3a00JIeBaHus (3aTPYIHCHUS JTBH-
JKeHUsl TUieya) NposBuinch B 10 JieT, MemieHHO
mporpeccupoBand u K 36 rogaMm OH HE MOT XO-
muth. K 55 rogam motepst ciiyX ¥ OBIT MPUKOBaH
C aHOMAJIbHBIM 3KTONMYECKUM OKOCTEHEHHEM K T10-
cremn [22].

ITomumo rena ACVRI, BKiIOYaromerocs B Iaro-
rede3 [IOD, unentudummposan Bropoit reH NOG
(noggin gene). K HacrosieMy BpeMEHU W3BECTHBI
HECKOJIbKO THUIIOB MYTAIMl B pPa3HBIX MO3HULUAX
rena NOG. Cnenyer OTMETUTb, YTO BCE HaWICH-
wele mytauuu (c.271G>T, ¢.274G>C, c.275G>A,
¢.276G>A, n ¢.283G>A) B rere NOG y OOIBHBIX
¢ [IO® ObIM CHOHTaHHBIMH M OOHApYKEHBI Kak
“de novo[23].

Hawnbonee gacToii mpuunHON CMEpPTH OOIBHBIX
[TO® sBnsgercs cepledHO-IeroyHas HEAOCTATOY-
HOCTH; K TakoMy BbIBOAYy mpunuin Kaplan et al.,
koTophie n3yuwiu 371 6oxasHoro ¢ [1OD. [lo nan-
HBIM 3THX aBTOPOB, CPEAHSS MPOJOIIKUTEIFHOCTD
xku3Hu cocrtaBisier 40 ser [24]. B Hactosmiee
BpeMsl He cymecTByeT 3((EeKTUBHOIO JICUCHUS
[HO®, 6uchocdoHaThl W KOPTUKOCTEPOUABI IP-
(eKTUBHBI TOJNBKO BO BpeMs MPHCTYNOB 3aboiie-
BaHua. Ha paHHuX cTaausx OONE3HU PEKOMEH-
JlyeTcs KOPOTKUH 4-THEBHBIN KypC BBICOKHX 03
KOPTHKOCTEPOUIOB, HAdaThlii B TEUEHHE MEPBBIX
24 yacoB moOCJIE€ BCHBIIMIKH, YTO MOXET IIOMOYb
YMEHBIIUTh WHTEHCUBHOCTH BOCHAJIEHUS U OTEK
TKaHe# [7, 8].

HsBecTHO, uTO maiueHTsl ¢ [1I0O® gomkHbI n30e-
raTthb TPaBM, XUPyprudeckux mpornenyp. Mcceuenue
MOSIBUBILIETOCs] 00pa3oBaHusl, IPUBOJMIO K MAacCHB-
HOM BOCHAJIMTENBHONM pEaKUUU U K JaJbHEHIIeMY
MIPOTrPECCUPOBAHUIO T€TEPOTONINYECKON occuuKa-
uuu. Jlaxke AMarHOCTUYECKUE MPOLEAYpHl, TaKHhe
KaK MHBEKIWU, BaKIMHAIMHM, MOTYT CTaTb NPHUYH-
HOW 00OCTpeHHMs W NpOorpeccHpoBaHUs 3aboieBa-
Husa [25-27].

Hama nauuenTka HaxoauTcsl mox HaOMOAEHUEM
B CHCHUAIM3MPOBAHHOM JIEUeOHOM YUPEIKACHUH,
POAUTENN OCBEAOMIICHBI O PAllMOHAJIBHOM IOIXOAE
K Tpo(UIaKTUKE MPUCTYIOB 3a00JIeBaHUS.

3akiaouenue

Hns csoeBpemenHoU nuarHoctuku [1OD Bpa-
yeOHass 0CBEIOMIIEHHOCTh 00 OCOOCHHOCTSX TPO-
SIBJICHUSI 9TOTO 3a00JIeBAaHUS U MYJIBTHIUCIIUILIH-
HapHBIA TOIXOJ IeanaTpa, OHKOJIOTa, IaToJIoTa H
FeHETHKAa HEOOXOAMMEI [IJI BEACHMS TAaKUX IMallM-
eHTtoB. [losBieHNEe MATKOTKAHHOTO 00pa30BaHUS B
rJiede JIOMATOYHOUW O0JIacTH M HAIWYHE BPOXKIACH-
HBIX aHOMaluil y peOeHKa SIBISIOTCS MPUIMHON
nns quarHoctuku I[TO®. T'enetnueckoe TecTUpo-
BaHUE CTAHOBUTCS MOITBEPKIAIOIINM METOJAO0M
B nmuddepeHnanbHoi quarHoctuke. Takoit mon-
XOJ MOMOXET H30€KaTh MUATHOCTHYCCKHMX OIIH-
OOK, HeaJeKBaTHBLIX HHBA3UBHBIX MEIUIIMHCKUX
MpOIeAyp, ONPENeNUTh TAKTUKYy JIeYeHUS W Ha-
OnrofieHUs 3a TaKUMH MalMeHTaMu. JlampHeuIme
MOJIEKYTSIPHO-TEeHETHYECKHE MCCIeA0BaHUs HE0O-
XOAUMBI JUIsI ONpe/ielieHus Oyaylied maroreHeTu-
YECKON Teparuu.

Kongnuxm unmepecos

Aeémopvl  OaHHOU cmamvy HOOMEEPOUNU Om-
cymcemeue (UHAHCOBOU NOOOEPICKU U KOHPAUKMA
uHmepecos, Komopule HeobXo0uMo 0OHAPOO06aAmbs.
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LV. Bulycheva', L.V. Mekheda'

A rare variant of the hereditary form
of myositis ossificans in clinical practice
of oncologist

'NN Blokhin’s National Medical Research Center
of Oncology,
2N.PBochkov’s Research Center for Medical Genetics,
®Scientific Clinical Center of Otorhinolaryngology
of FMBA,

Moscow

Myositis ossificans is a rare disorder, characterized by het-
erotopic bone formation in muscles or soft tissues which is
often mistaken for neoplasia. The reasons for ossification in
these tissues may be different. In most cases there is a previ-
ous trauma, but etiology may be inheritable. Heritable myosi-
tis ossificans also called Fibrodysplasia Ossificans Progressiva
(FOP) is associated with mutations in the ACVRI gene and
congenital abnormalities, of which malformations of the great
toes is constant as well as wide femur neck. We report a
case of FOP in the 9-year-old girl admitted to the clinic with
swelling of the scapula and neck with a supposed diagnosis
of mesenchymoma. The identified a rare germline mutation
in the ACVRI gene was the decisive factor in confirming the
diagnosis of the initial manifestation of FOP, before features
of ossification can be were visible during histological examina-
tion. The case is of interest because of the rarity of the pathol-
ogy and the difficulty of diagnosing the early manifestation of
POF before the formation of the morphological picture and
the need for a multidisciplinary approach in the management
of these patients

Key words: Myositis ossificans progressive; genetic con-
firmation, ACVRI gene
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