KnuHunyeckuu cnyyamn

https://doi.org/10.15690/pf.v22i1.2851 W) Check for updates

U.N. HuknwuHa, B.I. MaTtKkaBa, C.B. ApceHbeBa, 3.I. NacbimoB, A.H. ApedbeBa

®drbHY HNW pesmatonornn um. B.A. HacoHoBow, MockBa, Poccuiickas ®eaepaums

MMepBbi POCCUUCKUU ONbIT NPUMEHEHUSA
najoBapoTeHa ANd nevyeHus
duopoaucnnasum occubuumpyroLiem
rnporpeccupyrollen: ABa KJIMHUYECKUX
Ha6nwgeHus

ABTOp, OTBETCTBEHHbIN 3a NEPENUCKY:

HukuwmnHa UpnHa lNeTpoBHa, KaHaMaaT MEAULIMHCKMX HayK, 3aBeaytollas na6opatopuen peBMaTUYecKkux 3aboneBanni geTckoro Bos3pacta ProHY HANU
peBmatonoruv um. B.A. HacoHoBow

Appec: 115522, MockBa, Kawupckoe wocce, a. 34A, Ten.: +7 (910) 437-65-06, e-mail: irpetnik@yandex.ru

O6ocHoBaHHne. dubpoauncnnasus occupuuympytoas nporpeccupytowas (POI) — KpariHe pegkoe reHeTmyeckoe 3ab0-
JieBaHMe ¢ ayTOCOMHO-AOMMUHaHTHbLIM TUIMOM HacnegoBaHus. @Ol cBa3aHa C reHeTUYEeCKU JeTEPMUHNPOBaHHbIM Hapy-
LIeHMeM, 06YyCJIOBIEHHbIM Haandnem onpegesieHHon mytaumn B reHe ACVR1/ALK2, Koaupytowem peLentop KOCTHOrro
MopgoreHeTndeckoro 6eska. ®OI KAMHUYECKM MPOosBAsSeTcs 6e3yaepKHbIM 06pa3oBaHUEM reTepoTONUMYECKMX OCCH-
GUKaToB, NPUBOAALUMX K MOCTENEHHOMY MPOrpPeccupoBaHnio MHBaIMAM3aUMn BNOTb 4O MOJHOM 06e34BUKEHHOCTH
nauymeHTa. B paHHem Bo3pacTe 60/71€3Hb MOXXHO Pacrno3Hatb M0 HaJMNYymI0 XapaKTePHbIX PeHOTUMTMYECKUX CTUIM, r1aB-
HbIM 06Pa30M XapaKTePHOK MasibpopmaLumm 60bLIMX NasbLEB CTOM, NOATBEPANB ANArHO3 MOEKYISIPHO-reHETUYECKUM
aHanm3om. PaHHsAsi anarHoctuka PO no3BosisieT u3bexKaTb HEHYXKHbIX SITPOreHHbIX MaHUNyasaUMi U 3aMennnTb npo-
rpeccupoBaHue 3aboseBaHus. [Jo HeqaBHEro BPEMEHN He 6bl10 Teparnun, OKa3blBarllen natoreHeTM4ecKoe JencTame,
npegoTBpaLyarLlen pa3sntne occupuKkatos. [lepBbiM M eAMHCTBEHHbLIM JIEKaPCTBEHHbLIM MpenapaToM, [OoKal3aBLMM
CBOI 3PPEKTUBHOCTb B Pe3y/bTaTe KIMHUYECKUX NCCAEA0BaHUI N 3aperucTpUpPoOBaHHbIM K MPUMEHEHMIO Y NalyNeHTOoB
c ©O0I1 B psine cTpaH, ABAsSIETCS nasoBapoTeH. OnucaHne KJAUMHUYECKUX cay4daeB. B nyb6avKauum npeactaBieH nepBbii
POCCHIACKMI ONbIT MPUMEHEHUS NaloBapoTeHa C ONUCaHUEM ABYX KIMHMYECKMX HabIIOAEHUI NaLMEHTOB C FreHETUYECKU
noaTBepKAeHHbIM AnarHo3om PO, OnncaHbl KIMHUYECKas KapTUHA, CI0XKHbIA NyTb K AMarHOCTUKE, 06HaAEXUBAIOLLMIA
OnMbIT IEYEHNS NALMEHTOB, BKJIKOYAKOLWMI MPOTMBOBOCNAINTEbHYIO TEPAMMIO C UCMOJIb30BAHUMEM MHIMBUTOPOB SIHYC-KMHAa3
(TopaunTuHM6) M NaToreHEeTUYECKYIO Teparnumio npenapaTtomM naaoBapoTeH. 3aKkntoyeHne. ArpeccrBHbIN XapaKkTep TeYeHus
®OI1, Hen36exxHO NPUBOASLLMI K TSXKEN0N MHBaNuan3aLmnm naLlmeHToB, 06yCc10BIMBAET HEOBXOAUMOCTb LLIMPOKOro rnpu-
BJ1I€4YEHUSI BHUMAHMS NPaKTUKYIOLMX Bpavei K paHHen auarHoctuke ®Or, yrnybneHHoMy n3y4yeHnio pakTopoB, onpeaesns-
oLmMX NporpeccMpoBaHne, a HoBblE BO3MOXKHOCTU NaTOreHETUYECKON Tepanuu no3BOJISIOT PACCYMTbIBaTb Ha yaydleHne
MPOrHo3a 3TOro KpamHe TsKesn0ro 3a6oieBaHms.
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cayvan

Ans yutupoBaumsa: HuknwuHa W.M., MaTkaBa B.I., ApcenbeBa C.B., lacbimoB 3.I., ApedbeBa A.H. lNepBbii poccuincKkum
ONbIT NPUMEHEHUS NanoBapoTeHa And neveHns dubpoaucnnasmm occuduumnpytollen Nporpeccupyolem: ABa KIMHUYECKMX
HabnwoaeHuns. lNMegmnatpudeckas papmaronorus. 2025;22(1):19-30. doi: https://doi.org/10.15690/pf.v22i1.2851

OBOCHOBAHME TaK Ha3blBaeMble «BCMbIWKW», BO3HMKalOLWME NOJ BO3AEN-

dubpoancnnasunsg occuduumpytowas nporpeccupyto-
was (POM) npeacTaBaseT cobow ynbTpapeaKoe reHeTnye-
CKO€ HapylleHWe ocTeoreHesa, npu KOTOpoOM NPOMCXOAUT
dopmMMpoBaHME O4aroB reTepoToNMYEeCcKon occuduKkalmm
(FO) B MATKMX TKaHAX, Mblwuax, Gacuusax, CYXOXKUINAX
n cBaskax [1]. MatoreHe3 pa3BuTua OOM cBA3aAH C aKTK-
BaLMeN CUrHaNbHOIO NyTU KOCTHOMO MOPdOreHeTUYECKOro
6enka (bone morphogenetic protein; BMP), 4To npuBoaut
K 9HAOXOHAPANbHOMY OKOCTEHEHUIO U GOPMMPOBAHUIO
reHepanmMsoBaHHoW O, NocTeneHHO NPUBOASALLEN K Tpy-
6biM GYHKLMOHAbHBIM HapylWeHUIM OMOPHO-ABUraTeb-
HOro annapaTa BMJOTb OO0 MOJIHOM 06Ee3ABUKEHHOCTH
nauueHTa.

B cuny ¢usmonornyecknx npuymH GopmMuMpoBaHns
KOCTHOIO cKeneTa B eTCKOM Bo3pacTe pa3sutune 0 npo-
MCXOANT OTCPOYEHHO OT MEPBbIX MPOABAEHUIA OONE3HMY,
KOTOPbIMK SIBASILOTCS pa3HOro pa3Mepa W JIoKkanusauuu
KpyMnHble BOCNaNMUTENbHbIE Y3/bl B TOJLLE MSATKUX TKAHEW,

CTBMEM TpUrTepHbIX GaKTopoB, Yalle BCero GU3ndYecKmx
TpaBM, Jaxe He3HauyuTenbHbIX (ywubbl, nageHus 1 T.4.),
ATPOrEeHHbIX MEAULMHCKUX npoueayp (BHYTPUMbIWEYHbIE
WHBEKUMKU, B TOM YWUCNe Npu BaKLMHALMK, XUPYPrUyecKme
BMellaTenbCTBa, MHTEHCUBHbIE CTOMATONOMMYECKUE MaHM-
nynsumm).

3anogo3putb POl MOXKHO 3aa40nro Ao 06pa3oBaHuUA
O — ewe npu poxaeHun pebeHKa Ha OCHOBaHWU xapak-
TEePHOM GEHOTUNMUYECKON CTUIrMbl — BPOXKAEHHOW, KaK npa-
BWNO, ABYCTOPOHHEN fedopmauun 60blIKX NanbLeB CTomM
(KNMHOZ4AKTUANK) C UX BaliblyCHOW [eBWaLMen, yKopoye-
HMeM, NoABbLIBUXOM B ntocHedanaHroBoM cyctaBe, MHO-
raja C pasBUTMEM CHMHOCTO3a/aHKuno3a MexdbanaHroBoro
cycTaBa, 4TO B 60fiee cTapllemM BO3pacTe MOXET TpaKTo-
BaTbCS KaK BPOXAeHHOoe oTcyTCcTBME danaHrn nansua [2].

®OlN aBndetcs ynbTpapeikuMm 3aboneBaHueM, pac-
YyeTHble 3Ha4YeHWda pPacnpocTpaHEeHHOCTU KOTOpOro,
no-BMAMMOMY, 3aBUCAT OT YPOBHA MHOOPMWMPOBAHHO-
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E CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

CTM Bpayen O HEM M BO3MOXHOCTEM €ro AWarHOCTUKMW.
PacnpocTtpaHeHHocTb POMM B Mupe, NO pPadHbIM UCTOYHM-
KaM, BapbupyeT B 4Ype3Bbl4alMHO WMPOKOM Anana3oHe —
oT 0,036 Ha 1 mMnH B A3MaTCKO-TMXOOKEAHCKOM pervoHe
no 0,65 Ha 1 mnH B CeBepHon Amepuke [3, 4]. B HEKOTOpPbIX
€BPONEeNCKNx cTpaHax, Hanpumep BO PpaHuuu, oTMeva-
loTca elle 6osiee BbICOKME nokasatenn — 1,36 Ha 1 MAH
[3, B]. To4HbIX AAHHbIX O KOMYECTBE 3apPErncTPUMPOBaAHHbIX
cnyyaeB B Poccuickon degepauun Her. Mo gaHHbIM PIBHY
«Hay4yHO-uccnegoBateNlbCKUt MHCTUTYT PEBMAToNOrMnU UM.
B.A HacoHOBOW», BbINOMHAOWEIO B Hawen cTtpaHe GyHKLKUK
3KCMNEePTHOro LeHTpa no npobneme ®OI, B Poccnn umeetcs
nHdopmauus o 58 nauuneHtax ¢ POM, npoxoanBLLMX CTALMO-
HapHoe nan ambynaTopHoe o6cnefoBaHne B HaWew KIUHK-
Ke 3a nocnegHue 26 net, ogHako MexpervoHanbHas obule-
CTBEHHas opraHusaumns «<Kueywwue ¢ POl» pacnonaraer
NaHHbIMK 0 6onee 4eM 80 nauuneHTax. PacoBoi n nonoso#,
a TaKxe gemorpadpuyeckon ocO6eHHOCTU BO3HUKHOBEHUS
3ab6oneBaHUs He ycTaHOoBNEHO [5].

HecmoTps Ha To, 4To Tema POl 4OBOMABLHO YaCTO Haxo-
anTcs B POKyce MeAULIMHCKON MTepaTypbl M B MEXAYHaPOa-
HoM pedepaTnBHOM 6a3e gaHHbIx PubMed HacyuTbiBaeTcs
okono 3000 ny6nukauun (paTa obpauleHuns 21.12.2024),
nogasnstouiee 601bWMHCTBO U3 HUX NPELCTaBASAIOT COO0M
nuTepaTypHble cnpaBKu, 0630pbl IM60 pedynbTaTthl GyHaa-
MEeHTaNbHbIX UCCNefoBaHU B 06/1acTM natoreHesa, reHe-
TUYECKMX OCHOB 3aboneBaHusi, GUONOTMYECKUX MoLenewn
0. TonbKO efAuHM4YHble NY6GAMKaLMKM KacaloTcs OonuMcaHms
OTAENbHbIX KIMHUYECKUX CNy4yaeB, U Wb OLHO MEXAyHa-
pofHOe UccneaoBaHue, B KOTOpPOe, KCTaTtu, 6bla10 BKIOYEHO
M HECKONbKO POCCUMCKMX NaLMEHTOB, NPeAcTaBAsSET YHM-
KanbHble JaHHble 36-MeCA4YHOro HabNAeHNS €CTECTBEHHO-
ro tedyeHuns POl Ha KoropTe n3 114 60MbHbIX [6].

3aboneBaHne MMeeT ayTOCOMHO-AOMWHAHTHbIA Tun
HacnepoBaHusa. B 97% cnyyaes 3a pa3Butune POl oTBeva-
eT MaxkopHas mytauma Arg206His B reHe ACVR1, Kogupy-
lowemM peLentop akTuBMHa A 1-ro Tvna 1 NoKann30BaHHOM

B NIOKyce 2q23-q24 [7, 8]. MNpumepHo y 3% nauMeHTOB
¢ POl BbIABNEHbI KAWHUYECKUE OCOBEHHOCTU, HEOObIY-
Hble MO CpaBHEHUIO ¢ Knaccuyecknm POrM. ITH nauneHTbl
MMeloT HoBble He-R206H-aKTuBMpylowmMe MyTaunn B reHe
ACVR1 [8, 9]. B 60onblWMNHCTBE C/lyYyaeB BO3HWKHOBEHMWE
MyTaLMW HOCUT CMIOHTaHHbLIN XapaKTep, 0O4HaKo B iuTepaTy-
pe onucaH psaj cnyvyaeB nepepayn 3aboneBaHns OT poau-
Tens petam [8, 9].

OpHaxkabl BO3HMKHYB, Yalle BCEro B MUcCXofe MSArkoT-
KaHHbIX BOCNaNUTENbHbIX Y3/710B, UMEOWMUX B uTepaTtype
yCTOMYMBOE TEPMMHONOIMYECKOe O0603HaAYeHWE «BCMbIKMW»
[2, B, 6], ovarn 'O MMeIOT TEHAEHLMIO K CAUSHUIO U HOPMHU-
poBaHWi0 60/bLUNX 06bEMOB KOCTHOM TKaHW, PaCrONOMKEeH-
HOW BHECKENETHO, YTO BNOCNEACTBMM OKa3blBaeT 3HAYMTENb-
HOe B/IMSIHWE Ha MOGUIBHOCTb MaLMeHTa, ero cnoco6HOCTb
K camoo6cCnyXuMBaHuio 1 nepeasuxkeruto. C Bospactom MO
NPOrpeccuUpyroT No XxapaKTePHbIM aHAaTOMUYECKUM U BPEMEH-
HbIM 3aKOHOMEPHOCTSAM, 06bI4HO MO HamnpaBAEHUIO FONO0BbI
K KOHEYHOCTSAM, OT NMPOKCUMAasbHbIX OTAENOB K ANCTalbHbIM.
K 30Ham paHHen nokanusdaummn 0 0THOCATCS LWest, NO3BOHOY-
HWK, NIe4eBOM NMOSIC U KeBaTefbHble MbllLbl [6, 8—10].

OnarHos POl yctaHaBAMBaAETCA Ha OCHOBaHUMW Kiu-
HMYECKOM KapTWHbl, CKNajblBaloWencs KakK MUHUMYM
13 ABYCTOPOHHEN ManbdopMauun 60MblUMX NanbLeB cTon
M Hanuung (Ho He ob6s3aTtenbHOo) ovaroB 0. NeHeTMYecKoe
TecTMpoBaHWe Ha Hanuyve myTtauun B reHe ACVR1 aBnset-
cs 06a3aTteNibHbIM YCNOBMEM MOCTAHOBKM AuarHosa [6, 8].
HecMoTps Ha TAXKenyt MHBaNMAHOCTb, HEKOTOPbIE NaLMUeH-
Tbl XMBYT NPOAYKTUBHOW XM3HbIO 4O CEAbMOro AecsaTKa feT.
JleTanbHble UCXOAbI FMaBHbIM 06Pa30M CBSiI3aHbl C OC/I0XKHE-
HUSIMWM BCNEACTBME COMYTCTBYOWMX 3ab6oneBaHui, B nep-
BYIO o4epeab, UHPEKLMOHHDBIX.

OCHOBHblEe TeKywMe MnoaxoAbl K BeAeHWI0 MauneHToB
c dOrn [8]:

1) WUCKOYEHUE ATPOrEeHHbIX MaHUNYNAUMM (BHYTPUMbILLIEY-

HbIX MHBEKLWMIN, BUONCHUIN U T.4.), NPOdUTaKTUKA UHDEK-

LIMOHHbIX 3a60/1eBaHUN, TPABM W MOBPEXAEHUN;
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2) Tepanus, HanpaBfieHHas Ha BO3HWKLWIEee o6ocTpeHue
(«BCMbIWKY), — HECTepOuAHble MPOTMBOBOCNANUTENb-
Hble npenapaTbl (HMNBIT), npeanoyYTUTeNnbHO AIUTENBHO,
KOpPOTKME Kypcbl rtoKokopTukongos (MK), B Tom yucne
B Bnae 60/10CHOro BHYTPUBEHHOIO BBEAEHWS B TeYEHUE
nepsblx 1-3 cyT nocne Havyana «BCbIWKMW»;

3) Tepanus, HanpaBieHHas Ha NpeAoTBPaLLEHNE PAa3BUTUS
«Bcnblwek», — HIMBM, MK BHYTpb anutensHo, 6ucdoc-
doHaTbl, PENo3nLMOHMPOBaHUE NOKa3aHU K NpuMeHe-
HWIO TapreTHbIX CUHTETUYECKMX NpenapaTtoB (MMaTUHKG,
capaKaTuHWo, TodaunTUHKG), FEHHO-UHKEHEPHbIE BUO-
Nlornyeckue npenapatbl (MHFIMOUTOPLI UHTEPSIEMKKUHA 1),
naToreHeTuyeckas tepanusa (nanosapoTeH) [8, 11, 12].
B ceHTab6pe 2024 r. Ha TeppuTopun Poccuinckom

depepaunm 3aperncTtpupoBaH npenapat nanoBapoTeH

AN naToreHeTnyeckown tepanun ®Or1. NManoBapoTeH — aro-

HUCT peLenTopa PeTMHOEBOW KUCNOTbl C HAaCTUHHON Ccenek-

TUBHOCTbLIO K ramMa-peuentopy (RARy) ans npuema BHYTpPb.

Cesi3biBasicb ¢ RARy, nanoBapoTeH CHW)KaeT aKTUBHOCTb

curHanbHoro nytu BMP/ALK2, uHrnéupys ¢ocdopunmpo-

BaHne SMAD1/5/8, 4to cHuxaeT ALK2/SMAD-3aB1UCUMbIN

XxoHAporeHes, anddepeHLMpPOBKY OCTEOLIUTOB U 06pa3oBa-

HWe 3HA0XOHAPaNbHOM KocTu [13].
9dpdeKTnBHOCTL M 6Ge3omnacHOCTb MNasoBapoTeHa

ansa nedvenns ®OIM nayvyanucb B paHAOMU3MPOBAHHOM MNna-

1,e60-KOHTPONMPYEMOM [BOWHOM CNENOM MCCNefoBaHum
daszbl Il, B KOTOPOM NafnoBapoTEH OLEeHMBaNCa Aas npo-
dunaktukn O y nauunentoB ¢ ®OIM [13], ¥ B MHOrOLEH-

TPOBOM OTKpbITOM wuccnegoBaHun ¢asbl Il (MOVE) [14].

B nccnepoBaHnn MOVE B KayecTBe BHELIHEro KOHTPOAS

(n = 101) ucnonb3oBanu fAaHHble WccneaoBaHWs ecTe-

CTBEHHOro TeyeHus 3aboneBaHus [6]. Mo pesynbTatam Knu-

HU4eckoro uccnegosavus MOVE nanoBapoTeH nokasan

3bdEKTUBHOCTb B OTHOLWEHUW YMEHbLUEHNS 06beMa HOBbIX

ovyaroB 0. CpeaHun rogoBoit o6bem HoBoW O cocTta-

Bun 9,4 cM3/rof y NaLMEHTOB, MONyYaBLIMUX MOLAEPMHKM-

BalolWyo Tepanuio / neyeHne 06OCTPEHMA npenapaTom

nanoeapoTteH, u 20,3 cM3/rof y He nonyyaBLUMX NeyeHne

nauneHToB (B UCCNefoBaHWM eCTECTBEHHOMO Te4eHns 3a60-
nesaHuns). AddeKT neyenns coctasun okono 10,9 cm3/roa

c 95 % [JosepuTenbHbIM MHTepBanom [-21,2 cm3/rog,

-0,6 cm3/roa] [14]. CneKTp HexenaTeNbHbIX ABAEHUI BKIO-

YyaeT B cebs Knacc-crneynduyeckne adpdeKTbl, XxapaKTepPHbIe

ON9 BCEX PeTMHOMAOB: 3aKOHOMEPHOE TepaToreHHoe Aew-

CTBME Ha BHYTPUYTPOOGHOro pebeHKa, npexaeBpeMeHHoe

3aKpbiTUe 3aNMPU3apHbIX 30H POCTa Y aKTUBHO pPacTyLLMX

feTen, HapyweHue meTabonuama KOCTHOWM TKaHu, nopaxe-

HUE KOXM W CAN3UCTbIX 060/104eK, poToCceEHCHBUAN3aLIUIO,

NCUXUYECKME HapyLIeHNs, HUKTanonuto [13, 14].

Llenb HacTtoswen ny6nuKauuMm COCTOUT B OMUCaHUKU
NnepBoOro POCCUMCKOro OnbiTa NMPUMEHEHMS NanoBapoTeHa
B YC/IOBMAX peasibHOM KAMHUYECKON NPaKTUKK Y NaLnMeHToB
¢ ®OIN ¢ npeacTtaBneHMeM ABYX KIMHUYECKUX ClyYaeB 4u-
TenbHOW (6onee 1 roga) Tepanuun nNasoBapoTEHOM B COYETa-
HUK C TOGAUUTUHUOOM, AEMOHCTPUPYIOLWMX 3PPEKTUBHOCTD
1 6e30MNacHOCTb JIeYeHus.

KNTUHUYECKUE NPUMEPBI

B HacTtosiwee Bpema B Aetckom otgeneHun HUKUP
M. B.A. HacoHoBOW ans Tepanum nanoBapoTeHOM oTobpa-
HO 13 nauyueHToB ¢ AvarHo3om POl, nmeLWwmnx CooTBET-
CTBYlOLIME NOKa3aHWs, a UMeHHO: 1) akTuBHaa dasa POIlT;
2) anarHo3, BepudULMPOBAHHbIA MONEKYNAPHO-reHeTuYe-
CKMM nccnegoBaHunem; 3) BO3pacT NaLMeHToB cTaplue 8 net
nns neBoyek u ctapue 10 neT Ang ManbYnMKoB.

Bcem nauveHTam NpoBeAEHO MONEKYAAPHO-reHeTHYe-
CKOe uccnegoBaHWe Ha npeaMeT MyTauuun B reHe ACVRI,

pyTMHHOE NnabopaToOpHO-UHCTPYMEHTanbHOoe o6cnepoBa-
HWe, B TOM YMCNe HU3KO4030Bas KOMMNbOTEPHas TOMorpa-
dua Bcero Tena (HAKT) ans BbIaBNEHUS reTEPOTONUYECKMX
occudunKaToB M NoacyetTa Mx o6bema Npu gMHAMUYECKOM
HabnoaeHnn. MOCKONbKY B TeyeHWe ABYX NleT ¢ anpe-
nga 2022 r., Korga npenapaT 6bln BKIOYEH B NepeyeHb
NIeKapCTBEHHbIX CpeacTB, duHaHCcupyembix doHaoM «Kpyr
fo6pa», nNanoBapoTeH He WMeN 3aperucTpuUpoBaHHbIX
NOKasaHWM K NPUMEHEHUIO Ha TeppuTopun PoccuincKon
depepaunn, nepuos OT MOMEHTaA MNPUHATUS peLleHns
n odopMNEeHUs 3aKkalyYeHUs deaepanbHOro KoHcuanyma
[0 cTapTa Tepanuun COCTaB/IAN HECKObKO MECSLIEB, B TeYe-
HWEe KOTOPbIX B YCNOBUAX OO6bIYHON KNMHUYECKON NPaKTUKK
npoAo/iKanacb NPOTMBOBOCNANUTENbHASA TEPANUA UHTUOU-
TOPOM fIHyC-KMHa3 TodauntuHmbom. B HacTosee Bpems
B TEKylWeM pexume npenapaT nanoBapoTeH nosay4vator 8
nawumMeHToB.

Bce nauuveHTbl MMenu Knaccuyeckuin derHotun POI
¢ Manbdopmaumen nepBbix NanbLeB cTomn; Manbdopmauus
60MblUMX NanbLEeB KNCTEN Gblna BbisiBNeHa Yy 6 NaluMeHTOB.
Kpome TOro, y Bcex naumneHToB 6blM BbiBAEHbI aHOManus
WEeNHOro oTaeNna No3BOHOYHMKA, nepudepuyecKkne ocTeo-
XOHAPOMbI U MHOXecTBeHHble ['O. [lnarHo3 6bli1 NOATBEPK-
4eH MONEKYNAPHO-TEHETUYECKUM aHaIn30M C BbISIBEHUEM
MyTauun B reHe ACVRI, npu 3aToM Yy 7 nauueHToB Oblna
BbIiB/ieHa MakopHasi myTtauus (p.Arg206His), y 1 nauwu-
eHTa — ynbTpapeakasa myTauus (p.Gly356Asp). CpeaHun
BO3pacCT Ha MOMEHT Ha3HayeHusa nanoBapoTeHa COCTaBuA
13 neT (MMHMManbHo — 10,2; makcumanbHo — 17,9). MNaATb
nauveHToB 6binn mnaawe 14 net. CpeaHWM pocT cocTta-
Bun 155,3 cm (MuHumym — 144; makcumanbHo — 180).
CpeaHss macca Tena coctaBuna 46 Kr (MMHUManbHo — 35;
MaKcuManbHo — 60). CpefHAs NPOAOIKUTENBHOCTb Tepa-
nuu nanoBapoTeHoM cocTtaBnseT 14 mec (o1 8 go 19 mec).
MonoBuHa nauueHToB (4/8/50%) Haxoaunacb TONbKO
Ha NOAJEepXKMBalOLEM peXUMMe npuema nanoBapoTeHa
(3—5 mr/cyT B 3aBUCMMOCTM OT Macchl Tena), 4/8/50% nauu-
eHTaM TpeboBanocb NOAKMOYEHUE AO3UMPOBKU B «pEKUME
060CTPEHUS» B CBA3M C HANMYMEM aKTUBHbIX 04aros Gubpo-
avennasum (12,5-20 Mr/cyT B TedyeHune 4 Hell B 3aBUCUMO-
CTW OT Maccol Tena) [15]. B gnaHHOM cTaTbe NPMBOAMTCS OMM-
caHue ABYX KJMHUYECKMX HabngeHun naumveHToB ¢ POI,
nosyyatowux nanosapoTteH 6onee 1 roga.

Maument 1

O naymeHTe

MaumeHTKa A., 2008 r.p., OT BTOpOW 6EPEMEHHOCTH, BTO-
pbiX poAoB. B poagaome 66110 o6palleHo BHUMaHWe Ha Hanu-
yne manbdopmaumnm 1-x nanbues cton (puc. 1A, b), B cBA3MK
€ YyeM Habnoganacb OpTonesoM.

MepBble KAMHUYECKUE NPOosBAEHUS 3aboneBaHUs BO3-
HWKAW B Bo3pacTe 5 net (Man 2012 r.), Korga nocne nepe-
HeceHHon OPBW nerkon cteneHu TSXeCTU Ha BOMIOCUCTOM
4YacTu rofioBbl NOSIBUAUCH MNAOTHbIE OKPYr/ble YNAOTHEHUS,
KOTOpble pacLeHMBanucb Kak 1MMmdoyanbl / y3nosartas apm-
Tema. Koxka Hap BocnanutenbHbIMM O4aramu ocTaBaniacb
6e3 U3MEHEHUN, JTIOKaJIbHOW rMNepTePMUUN HEe Hab4anoch.
MoBblweHns ocTpodal3oBbIX MAapKEPOB BbISIBAEHO HE OblO.
B deBpane 2013 r. BO3HMK HOBbIM 3Nn304 06OCTPEHUSA
B BMAE aCUMMETPUYHO PACNONOKEHHbIX 04aroB NPMMNyxio-
CTW B 061aCTH WeK C pacnpoCTPaHEHNEM Ha HUKENeXalune
OTAENbI TYNOBMLLA.

MaumeHTKa OGblna rocnutanM3npoBaHa B CTauuoHap
MO MECTY KMTENbCTBA, FAE NPU OCMOTPE OTMEYaUCh yHacTKU
4epeBSAHMUCTON NAOTHOCTU B 06/1aCTK Wen cnesa ¢ pacnpo-
CTPaHEHWEM Ha HaANOMNaTOYHYI M aKCUANSPHYIO 06nacTu
C NIoKasibHOW runeptepmuen. Hapactana ¢yHKUMOHaNbHadA
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E CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

Puc. 1. A — manbdopmauma nepsbix NanbLeB cTon. b — peHTreHorpadus cTon: KAMHOAAKTUANS NepBbix Nnanbues. B — MPT KIC:
NpPU3HaKK ABYCTOPOHHEero cakpounuuta. I — MPT KI1C: AByCTOPOHHWE KOKCUTBI

lMpumeyaHne. MPT — MarHuMTHO-pe30oHaHCcHas Tomorpadus; KMNC — KpecTuoBO-NoAB340LWHOE COYIEHEHME.

McToYHUK: HukunwmnHa W.T. n coasT., 2025.

Fig. 1. A— malformation of the first toes. b — X-ray of the feet: clinodactyly of the first fingers. B — MRI of the CPS: signs of bilateral

sacroiliitis. ' — MRI of SIJ — bilateral coxitis

Note. MRI (MPT) — magnetic resonance imaging; SIJ (KIMC) — sacroiliac joint.

Source: Nikishina I.P. et al., 2025.

HeAOCTaTOYHOCTb B BMAE OrpaHn4yeHuns o6bemMa ABWKEHUM
B WWENHOM OTaesie NO3BOHOYHUKA (HEBO3MOXHOCTb MOBEP-
HYTb FO/IOBY, HAK/IOHWUTbLCS), @ TaK}Ke B Mie4YeBbiX CycTaBax
(HEBO3MOXHOCTb NOAHATb PyKH). Ha doHe aHTMGaKTepuasb-
HOW Tepanuu ynyyleHUs He OTMeYanoch, o4ar pacnpocTpa-
HUACA Ha MNpaByl HaANoMaTo4yHyl 061acTb, MOSCHWUYHbLIN
oTAeN NO3BOHOYHMKA.

[Onsa BepudumKauumn anarHo3a 6bina nposeaeHa 6uoncus
B 06/71aCTM KMBATE/NbHOM MbllWLbl cneBa. [MCTONOrn4yecKn
mMaTtepuan Obln NpeacTaBfeH MPEUMYLLECTBEHHO PbIXJION
COEANHUTENbHON TKaHbO C HEPAaBHOMEPHO PACMOJIOXKEHHbI-
MU GUOPO3HBIMKM MPOCIOMKaMK, Npoavdepaunen KneTtok
MEXMbILWEYHbIX MPOC/IOEK: KNeTKM Tuna pubpobnacTos pas-
JINYHOWN BENMNYUHDBI M GOPMbI; 60/bLIASA YacTb U3 HUX BbITAHY-
TOM GOPMbI C OKPYIbIMU WK YAJIMHEHHBIMW SAPaMK U 303U-
HOOWIBbHOM UMTONNa3Mon; nponndepayma GubpobnacTos,
OTTEeCHSIoWaa MblWEYHYI0 TKaHb; MblleYHble BOJIOKHA
B 30He nponndepaunm nulieHbl NonepeyHon UcHepyYeHHo-
CTH, 6anKe K nepudepun MUOLUTbI C MPU3HAKaMun AUCTPO-
GUN 1 pasIMYHON CTENEHN KOMMPECCHUMU.

Mo gaHHbIM peHTreHorpadumn CTon onpegensnacb Kiau-
HOBMAHasA gedopmMaums danaHr 1-x nanabLEB C BblpaxKeHHON
Ba/brycHom geBuauunen. Ha oCHOBaHUKU KIMHUYECKOW Kap-
TUHbI NpeanonoxeH anarHo3 ®Ol, npoBeaeHO MoneKynsap-
HO-reHeTU4YeCKoe uccnefoBaHue, BbISBUBLLEE «TUMUYHYIO»
myTaumio B reHe ACVR1 (p.Arg206His). MpoBoannuck nynbce-
Tepanua K, nHby3un 6uchochoHaTtoB € KpaTKOBPEMEH-
HbIM MONOXNUTENbHbIM 3QDEKTOM.

B ntone 2015 r., nocne nepeHeceHHON KULWEYHON NHDEK-
UMM BO3HMKNA HOBasi «BCMbllKa» C MOSIBIEHWEM O4aros
B 06/1acTv cnuHbl. B ceHTa6pe 2015 r. nosBMAOCH NAOTHOE
obpa3oBaHue B BMAE Taxa B 061aCTH LWeK C ABYX CTOPOH.
Ha ¢oHe HIMBIM u uHdy3un 6uchocdoHatoB OTMeEYeHa
HeboNblas NONOXUTENbHAA AMHAMWKa B BUAE KynMpoBa-
HUs 60/1EBOr0 CUHAPOMA.

[anee nocnegoBanu HeEOAHOKpATHble rocnuTanMsaumm
C Lenblo AMHaMMUYecKoro HabnaeHns — npouecc Henpe-
PbIBHO pPeLMAMBMPOBAN, 3HAYUMTENbHO yXyawuicsd o06b-
€M [BMWXEHWN B NJeyeBbIX CycTaBax, WEWNHOM W FPyaHOM
oTAenax NO3BOHOYHMKA, mepuoauvecku nonydvana HMBIM
C HEMNPOAOJIKMUTENbHBIM MONOXKUTENbHLIM 3 deKTOM. B aBry-
cte 2022 r. BO3HMKNA o4epeaHas «BCnbllWKa» C NOSBIEHUEM

npunyxmaocTtn B o6nacTn natepasbHOM MOBEPXHOCTHU LLEU
cnpasa, oTMeYanuncb 60n1 B 0651acTu Tasa ¢ HapyweHunem
NOXOAKH.

dusnKanbHasas JUarHocTMKa

B ceHTabpe 2022 r. nauMeHTKa BNepBble rocnuTannsu-
poBaHa B HUWP um. B.A. HacoHoBo#. lNpu ocmoTpe BbiSiB-
JIeHbl BU3yasibHO M NanbMNaTopHO onpeaensemMble KpynHble
O B 06/1aCTH CNUHbI, 1ONATOK C OrPaHUYEHNEM ABUKEHUSA
B LUEMHOM oOTaene MNO3BOHOYHMKA, MJeYeBblX U Ta3obe-
[LPEHHbIX cycTaBax (pUc. 2A), CHUXEHa 3KCKYpCUSA TpyaHOM
KNneTkn go 1,5 cm, BbiNpsAMAEH NOSCHUYHbBIA IOPA03, CUM-
ntom Lo6epa 2 cMm. PyHKUMOHASbHBLIM CTaTyCc MO LWKane
CAJIS — 9 6annoB. PocT naumeHTKM coctaBnan 161,2 cwm;
mMacca Tefia — 52 Kr.

MpeaBapuTenbHbIA JUarHo3

Ha oCHOBaHWUWM XapaKTEPHOW KIMHWUYECKOW KapTWHBbI,
BK/OYaowen B cebs BM3yanbHO onpedensieMble MHOXe-
CTBEHHble o4aru [0, 3HauYnTeNbHOE OrpaHuyeHne GyHKUMK
LUENHOro, rpyagHoro, NOSICHUYHOIO OTAENOB MO3BOHOYHMKA
M KPYMHbIX CYCTaBOB, NpU3HaKkn Manbdopmauun 1-x nanb-
ues ctorn, anarHo3 POIl1 He Bbi3biBaa COMHEHMWS.

AnarHoctnyecKune npouyeaypbl

Mo HOKT B pexume «Bce Teno» 6GblIM OGHapPYXKEHbI
MHOXECTBEHHblE€ aHKMI03bl MEXMNO3BOHKOBbLIX CYyCTaBOB
Ha ypOBHe wuccnefoBaHus, nepudpepuyeckme OCTEOXOH-
APOMbl B 061aCTh nneyeBbix, 6eapeHHbIX, 60nbluebepLo-
BbIX KOCTEWN, aHOManus pa3BuTtua 1-x nanbues o6eunx cTon,
a TaK)Ke MPU3HaKK ABYCTOPOHHEr0 CakpoUInMnTa, aHKMUI03
AyrooTpocTyaTblX COYJIEHEHUNW M Ten psja NO3BOHKOB
B LUEMHOM OTAesie N03BOHOYHMKaA. O6Wmin 06beM y4acTKOB
IO Ha MOMeHT uccnefosanmna (09.2022) coctasun 49,7 cm3
(B WeitHoN o6nacth — 0,15 cm3; B rpyaHoit o6nactn —
34,61 cm3; B nosicHMyHoi obnactm — 15 cm3; B o6na-
CTM npaBoro TasobeapeHHoro cyctaBa — 0,546 cm3)
(puc. 2B).

o faHHbIM MarHUTHO-pe30HaHCcCHOM ToMorpadumn (MPT)
KpecTuoBO-NoAB340WHbIX covsieHeHun (KMNC) BbigBAEHDI
NPU3HAKM XPOHWYECKOro [ABYCTOPOHHEro CaKpowuIuuTa,
C NpU3HaKaMu OTEKa KOCTHOr0 MO3ra, pPKO BbIPaXeHHble



Puc. 2. A — orpaH1yeHne o6bema ABUKEHMIN B nneyesbix cyctasax. b — HAKT oT 09.2022: 06wuit o6bem N0 — 49,7 cm3 (cTpenkamu
oTMeyeHbl [0, 0BanamMm — nepudepuyecKmne ocTeoxoHapombl). B — HAKT ot 11.2024: 061wwmit 06bem [0 — 53,79 cm3 (cTpenkamu

oTMeyveHbl [0, oBanamu — nepudepryeckme oCTEOXOHAPOMbI)
lNpumeyvaHune. HAKT — HM3KoA03Haa KoMnbloTepHas Tomorpadus; N0 — retepotonnyeckas occupuxkaums.
McTo4HMK: HukuwmnHa W.I. n coasT., 2025.

Fig. 2. A — limitation of the amount of movement in the shoulder joints. 5 — LDCT from 09.2022: the total volume of HO — 49.7 cm3
(arrows indicate HO, ovals indicate peripheral osteochondromas). B — LDCT from 11.2024: the total volume of HO — 53.79 cm3 (arrows

indicate HO, ovals indicate peripheral osteochondromas)

Note. LDCT (HOKT) — low-dose computed tomography; HO (FO) — heterotopic ossification.

Source: Nikishina I.P. et al., 2025.

CUHOBUTbI B BUAE 3HAYMTENbHOrO BbiNoTa B Ta306e/1pEHHbIX
cycTaBaXx, NOATBEPXAEHHbIE AaHHbIMW ynbTpacoHorpadum
nepudepuyeckme apTpuTbl KOJIEHHbIX W TONEHOCTOMHbIX
CYyCTaBOB, YTO B COYETAHWUM C aHKMIO30M MEKMNO3BOHKOBbIX
CYCTaBOB M Te/N NO3BOHKOB Aasio OCHOBaHMe BepUOULMPO-
BaTb B KayecTBe conyTtcTBytowero OO agnarHo3 toBEHWb-
HOro aHkunosupytouero cnoHaunuta (KOAC) (puc. 1B, IN).

KnnHn4yecKunit gunarHo3

OcHoBHOM: M61.1 (MKB-10) ®u6poancniasnsg occu-
duumpylollas nporpeccupytollas, NoATBEPKAEHHAs MyTa-
umen B reHe ACVR1 (p.Arg206His), ¢ MHOXXeCTBEHHbIMU
KPYMHbIMW FeTepOTONUYECKMMM OcCUbMKaTamm 06nacTu
LIEN, CMNUHbI, TPYAHON KNETKW, Mosica BEPXHEN U HUIKHEN
KOHeYyHocTen; manbdopmaumen 1-x nanbueB o6enx cTon.
HeoapTpo3bl y4aCcTKOB reTepoTonMyecKkon occuduKalunu
C OCTUCTbIM OTPOCTKOM Th3, 3agHUMK OTpe3Kamu 7, 8, 9-ro
pebpa, c 6OKOBbIM OTPE3KOM 2-ro pebpa. MNepudepnyeckue
OCTEOXOHAPOMbI B 06/1aCTU N1e4eBbIX, 6eaApeHHbIX, 60Mblue-
6€epLIOBbIX KOCTEN.

Conytcteytowmn: M08.1 (MKB-10) KOBEHUNbHBIN aHKK-
NIO3UPYIOLLMIA CMOHAWMANT, aHKM03 MEXKNO3BOHKOBbIX CyCcTa-
BOB U TeJl NO3BOHKOB Ha ypoBHe C7-Th3, Th4-Th5, Th1l-
L1, ABYCTOPOHHWI XPOHUYECKUIN CaKPOUTUUT, ABYCTOPOHHWUNI
KOKcuT, nepudepnyeckne apTputbl. [IpaBOCTOPOHHUI CKO-
nmo3s Il ctenexu.

AndpdepeHuymnanbHas guarHocTuKa

Ha MOMeHT rocnutanuMsaumm ¢ y4etom 60MbliOV AaB-
HOCTM 3a60oNfeBaHUsA U BbIPAXXEHHOCTU KJIMHWUKO-PEHTIreHo-
JIOTMYECKUX U3MeHeHun anarHo3 POl He Tpe6GoBan aAnd-
depeHUMaLnM ¢ APYrMMM NATONOMMHECKUMU COCTOSAHUSAMMU.
CneayeT NOAYEPKHYTb, YTO aHAMHECTMYECKM Ha MOMEHT
MaHudecTaunn NepBbIX KIMHUYECKUX NPOSBAEHUI andde-
peHuManbHaa AuarHoCTUKa BK/O4Yana B cebs KOMMIeKe
MEPONPUATUIA, B TOM 4YMUCNEe WMHBA3WBHbLIX, HaNpaB/iEeHHbIX
Ha UCKJIlOYEHME OHKOIOTMYECKOM NaToNOrMK, XOTS TUMUYHbIE
GEHOTUNNYECKME CTUIMbI C Manbdopmaumen 1-x nanbueB

CTOM W XapaKTepHas floKanu3auuss MArKOTKaHHbIX Y3/10B
dubpoamcnnasmm Mornm 6bl cpasy, 40 BbINOJAHEHUA 6uon-
CUW, HaBECTU Bpayer Ha Mbic/b 0 AuarHose POI.
O60cHOBaHWe BTOPOro PEeBMAaTO/IOrMYEeCKOro AuarHo-
3a — HOAC — 6b110 NpOANKTOBAHO ABYMSA 06CTOATENbCTBA-
MUW: BO-MEPBbIX, aKLEHTUPOBAHMEM BHUMaHUS Ha SIBHOM
CXOACTBE KJIMHUKO-Ny4eBbIx nposisneHunt PO n akcuanb-
HOroO CMOHAWMNOAPTPUTA, O KOTOPOM paHee He YNOMMUHaNnoch
B IMTepaType, 3a UCKOYEHMEM HalUMX COBCTBEHHbIX paHee
ony6nuMKoBaHHbIX AaHHbIX [12], @ BO-BTOpbIX, Leiecoobpas-
HOCTbO MCMOb30BAaTb MO 3aPErMCTPUPOBAHHbLIM NOKa3aHu-
aM Tepanuio TodaunTUHMOOM, MPUMEHEHWE KOTOPOro npea-
cTaBnanock onpasaaHHbIM npy ®OI ¢ y4eToM O0CTOBEPHOIO
yyacTus NpoBOCNanuTeNbHbIX LMTOKMHOB Ha cTagusax PO,
HenocpeaCcTBEHHO NpeaLecTByoWwmx pa3sutuio 0.

MeaunuymMHCcKne BMelwlaTe/bCTBa

HenpepbiBHas aKTUMBHOCTb 3abofeBaHUs C ObICTPbIM
nporpeccupoBaHnemM GYHKLUUOHANbHON HeAOCTaTO4YHOCTH
ABMNacb 0OGOCHOBAHMEM K Ha3HA4YeHWIO TapreTHou npo-
TUBOBOCNANWUTENIbHON Tepanuu WMHIMOGUTOPOM SHYC-KMHa3
TodaUMTUHNUOOM, KOTOPbIN NaLMEHTKa NONydYaeT C CEHTAOPS
2022 . C ynoBNETBOPUTENIBHON MEPEHOCUMOCTBIO U NMOOXKHK-
TeNbHbIM 3GDEKTOM B BUAE YMEHbLIEHUS TOKa/IbHON aKTUB-
HOCTW HOBbIX 04aroB, KynnupoBaHus 601€BOro cMHAPOMa.

[ONONHUTENBHO — Y4MTbIBas BO3PACT NALMEHTKM, Hanu-
ynMe Ha MOMEHT ob6cnenoBaHna B ceHTsabpe 2022 r. aKTUB-
HbIXx nposiBneHut OOl ¢ npu3HakamMu NPOrpeccupoBaHms
PEHTrEHONOrMYEeCKMX U GYHKLIMOHANbHbIX HAPYLLEHWI, Kpan-
He HeBGnaronpuATHbLIM NPOrHO3 Mo 3a60ieBaHNI0, 0COOGEHHO-
CTW NoKanudauun occudukaTtos, obuedUsnyeckmi crtaTtyc
nauneHTKM — NpoBeAeH NepBbiv degepanbHblii KOHCUITNYM,
0406pPMBLUMIA Ha3HayeHne cneunduyeckon natoreHeTuye-
CKOM Tepanuu npenapatom nasoBapoTeH.

AnHamuKa n ncxogbi
MauneHTKa nonyyaeT npenapaTt NasoBapoTeH C anpens
2023 1. perynsapHo B noagepxuvpaiollen fo3e 5 mr/cyT.
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E CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

3NM304 HOBOW «BCMbILWKM».

MepBas rocnutanusauuns
B HWUW peBmaTonormm
M. B.A. HacoHoBo#.

[narHo3 noaTBepxKAeH

Manbdopmarus HoBbIn anu3oa
1-x nanbues dopmHnpoBaHUs o4aros
cTon (poaaomMm) npunyxnocrew 3nu3on HOBOWM CtapT Tepanuu
B 06N1acTy LWeu «BCMbILWKKU» nanoBapoTEHOM
Mait ®deBpanb ®deBpanb Uionb ABryct CeHTA6pb Anpenb Hos6pb
AU 2012r. 2013 . 2013r. 2015r. 2022r. 2022r. 2023r. 2024 r.

OKpyrfble yNaoTHEHUS
Ha BOMIOCUCTOMN
4YacTu rofoBbl Nocne
nepeHeceHHoro OPBU

HasHauyeHa Tepanus:
MHIMGUTOP SHYC-KMHA3
(TopauuTUHNG +
nanoBapoTeH)

Buoncusa ovaros.

[eHeTUyecKas AMarHocTnka —
o6HapyeHa MaxopHasa MyTauus

ACVR1 — p.Arg206His.

Ds: ¢ubpoauncnnasuns occubuumnpyoLas

nporpeccupyoLas

[nHamnyeckoe o6cnegoBaHune 8 HUA
peBmartonorum um. B.A. HacoHoBon —
He3HauuTeNbHOE yBenyeHne o6bema
reTepoTonMyeckon occudurKaymm
B rpyaHon obnactu

Puc. 3. MNauneHTKa 1: XpOHONOrns pa3sBuTns 601e3HM, KIoYEBblE COObITUS U Tepanus

NcToYyHUK: HuknwuHa W.IM. 1 coaBsrT., 2025.

Fig. 3. Patient 1: chronology of disease development, key events and therapy

Source: Nikishina I.P. et al., 2025.

lepeHocuMOCTb Npenaparta yaoBneTBopuTesbHas, Ha GoHe
npuema oTMevanacb CyXOCTb KOMHbIX MOKPOBOB, YTO pac-
cMaTpMBanNoCh KaK XapaKTepHoe HexenatenbHoe sBle-
HWMEe AN AaHHOro Kjacca npenapaTtoB, HO He sBAseTcs
NnoKas3aHWeM K ero otMeHe. KOHTposbHble nabopaTopHbie
nccneoBaHus, BbINOMHABLIMECS €XXEKBapTabHO, HE BbiAB-
NN KJIMHUYECKM 3HAYUMBbIX OTKIOHEHWW. MaHUPECTHbIX
nposiBneHnn aktusHoctn ®OIM n HOAC B TeyeHue 1,5 net
HabnogeHna He 3adUKcMpoBaHo. [Npu KOHTPOIbHOM 06¢cne-
JfloBaHuKn B ctauunoHape ¢rbHY HUMUP mum. B.A. HacoHoBow
B HoAb6pe 2024 r. 6bina NOBTOPHO BbinonHeHa HAKT,
no AaHHbIM KOTOPOMW 06Kk 06bem y4yacTKoB O cocTaBun
53,79 cM3 — B OMHAMWKE He3HauuTesrbHOoe yBenuyeHue
ob6bema 0 B rpyaHon obnactu Ha 4,09 cm3, yTo cocTaBuo
38,7 cm3 (paHee 34,61 cm3) (puc. 2B) 6e3 NoSBAEHUS HOBbIX
oyvaroB 0. Takxke no gaHHbiIM MPT oTMe4YeHO yMeHblUeHne
NPOSIBNIEHUN KOKCUTA, 4TO NO3BOASET paclLeHuBaTb OMbIT
KOMOGMHMPOBAHHOIO NPMMEHEHUWS NasioBapoTeHa U Todaum-
TUHMGA NO3UTUBHbIM.

lMporHo3

OCHOBbIBasACb Ha JAaHHbIX JUTepaTypHbIX MCTOYHMU-
KOB M COOGCTBEHHOM OfMbITE AOATOCPOYHbIX HaGMOAEHMN
6onblwon KoropTbl nauueHtoB ¢ POI, cnepyeT paccma-
TpMBaTb MPOrHO3 KakK HeGNaronpuaTHLIM C TOYKU 3PEHUS
pPUCKA TSXKENbIX WMHBANWAW3MPYIOLWMX MOCNEACTBUIA, 06Y-
CNOBJIEHHbLIX nporpeccupoBaHnem [0O. BbinonHeHue
MHBA3MBHbIX BMeELWaTenbCTB Ha CTaguM MEepPBUYHON
MaHudpectauun POM aBngeTcs 0CHOBHbIM GaKTOpPOM, NpPo-
BOLUMPYIOLWNUM HEKOHTPONMPYEMbIVA NATONOrMYECKUIM OCTEO-
reHe3. HenocpeacTBEHHbIX PWCKOB Pa3BUTUS KU3Hey-
rpoXatLWmnXx COCTOSSHUI CO CTOPOHbLI BHYTPEHHUX OPraHoB
M CUCTEM Yy MaLMEHTKM He ycmaTpuBaeTcsd. CornacHo AaH-

HbIM KOFOPTHOIO MCCNeAoBaHWUS €CTECTBEHHOIO TeYEeHMS
®OIM [6], NOAPOCTKOBLIN BO3pacT ABNSETCA caMbiM onac-
HbIM B NNiaHe npupocTta o6bema O, N03aTOMYy MCMNOSIb30Ba-
HWe MaTOreHeTUYeCKON Tepanuu NOo3BOJISET pacCYMTbiBaTb
Ha CHWXKEHKWe TEMMOB NPOrpeccMpoBaHuns 601€3HM.

BpemeHHas wWKana
XpoHonornsa passutus 601€3HU, ee KoYEBbLIE COObITUSA
M Tepanusa ans NaunmeHTKn 1 npeacrtaBneHbl Ha puc. 3.

MauumeHT 2

O nayuneHTe

MaumneHT A., 2013 r.p., OT BTOPOM 6EPEMEHHOCTH, BTOPbIX
pofoB. I3 aHaMHe3a U3BECTHO, YTO C NEPBOr0 rofa XU3HK
nauuveHT Habngancs optonegamMy no NoBoAy onpeaensis-
LIEencs ¢ poxaeHus maabdopmanmm NepBbix NanbLUeB 06emnx
CTOmM, B CBSI3U € 4eM B 2018 . 6bls1a BbINOSHEHA KOPPUTUPY-
jolaa octeoTomms 1-v NItOCHEBOKW KOCTU CieBa, apTponna-
CTMKa 1-ro nnocHedanaHroBoro cyctaBa ¢ OCTEOCUHTE30M
cnuuamn, B 2020 1. — Koppurupytowas octeotomus 1-u
NOCHEBOM KOCTM crnpaBsa (puc. 4A-[).

B BO3pacTe 7 neT, BCKOpPE MOC/e BbIMOJHEHWUS BTOPOro
onepaTtMBHOro BmelwaTeNnbcTBa Ha crtonax (2020 r.) maTb
obpatuia BHUMaHME Ha BblpaXEeHHOE OrpaHuyeHue 06b-
eMa ABWXXEeHMI B 060OMX MfevyeBbIX CycTaBax, MOCTENEHHO
HapacTalouee B AnHamuke. B aBrycte 2022 r. Bnepsble
nosiBMaachb siBHas NPUMNyxaoCcTb B HaAa0MNaTo4HOM 06/1acTu
C ee GbICTPbIM YBEIMYEHMEM B pa3Mepax W HapacTaHueM
naoTHOCTU. Mo agaHHbIM MPT MsArkux TkaHen un KT opraHoB
FPYAHON KNETKM C KOHTPACTHbIM YyCUIEHUEM OGHapYyKeHbI
npu3Hakn Andpody3HOro o6beEMHOro 06pa3oBaHUA MATKUX
TKaHEen CrnuHbl, B CBA3K C YeM Oblla 3anoJo3peHa capKo-
Ma. MNnaHnpoBanocb NpoBeaeHUe GMOMNCUKM, OAHAKO Mama



Puc. 4. A — peHTreHorpamma cTon 40 BbIMO/IHEHUSA KOPPUTUPYIOLLMX onepaLuni (GoTo n3 apxmusa MeAULMHCKUX JOKYMEHTOB NauneHTa).
B,  — BHeLWwHWM BNA CTON € NpM3HaKamu manbdopmMaLlnmn 1-x nanbueB cTon: Ha ¢oTo b — nocne BbINONHEHUS ONEPATUBHOINO SIeYEHUS Ha
NleBoW cTore (BblaeneHo oBassom); Ha ¢oTo I — nocne BbINOJIHEHWUS KOPPUIUpyoLWen ocTeOTOMUKU Ha 06eunx ctonax. B — peHTreHorpamma
CTOM nocJsie BbINOJIHEHMSA ONePaTUBHOIO NeYeHns Ha NeBou cTone (BblaesieHo oBanoM) (pOTo U3 apxMBa MEAULUHCKUX JOKYMEHTOB
nauueHTa). [ — KoMmnbloTepHas Tomorpadus cton B popmarte 3D-peKOHCTPYKLMM (NOce paHee BbINONHEHHOW KOPPUTUPYIOLLEN
0OCTEOTOMWUU Ha 06enx cTonax)

McTouHMK: HukuwuHa W.IM. 1 coaBT., 2025.

Fig. 4. A — X-ray of the feet before performing corrective operations (photo from the archive of the patient’s medical documents).

b, I — the appearance of the feet with signs of malformation of the 1st toes: in photo b — after performing surgical treatment on the left
foot (highlighted in oval); in photo I' — after performing corrective osteotomy on both feet. B — X-ray of the feet after performing surgical

treatment on the left foot (highlighted in oval) (photo from the archive of the patient’s medical documents). [ — computed tomography of

the feet in 3D reconstruction format (after previously performed corrective osteotomy on both feet)

Source: Nikishina I.P. et al., 2025.

HacTosiNa Ha KOHCYNbTaLMKW OHKosora B peaepasnbHOM LieH-
Tpe B CBA3M C TeM, 4YTO Npeanonoxuna y pebeHka Hanuine
®OIM no MHdopmaumm U3 Be6G-pecypcos.

Bbinn HanpaBieHbl Ha KoHcynbTauuio B HMWLL oHKono-
rmn um. H.H. BnoxuHa, rage cneunanucTbl NpeaBapUTebHO
noaTesepannu auarHos ®OrM, HanpaBmB pebeHka B PIrBHY
HWUUP um. B.A. HacoHoBOW Ana OKOH4YaTebHOW BepudUKa-
UMn amarHosa. Mo AaHHbIM KIMHWMYECKOro OCMOTpPa, aHau-
3a npefocTtaBAeHHON MEeAULIMHCKOW JOKYMEHTaLUUN U nepe-
cmotpa MPT u KT, BbINOMHEHHbIX MO MECTY XMWTENbCTBa,
anarHo3 dO[ He Bbi3biBasl COMHEHMWI. BbinosHEHO Mone-
Ky/IAIpHO-TEHETMYECKOE WCccliejoBaHne — MNOATBEPHKAEHA
MyTauus B reHe ACVR1 (p.Arg206His).

dusunkanbHasa gUarHoCTUKa

BnepBble nauMeHT rocnutannanpoBaH B MHCTUTYT peB-
MaTofiormmn B oKkTa6pe 2022 r. Ha MOMEHT ocmoTpa oTme-
Yanucb aKTMBHble o4aru ¢ubpoauncniasnm B 061acTu LWen,
CMUHbI cnpaBa C NOKallbHOW rMNepTepMMUEN, TMNepemMuen
M GONE3HEHHOCTbIO MPW Nanbnauuu, OrpaHU4yeHue [ABu-
EHUN B WENHOM oTaeNle NO3BOHOYHWKA, BblpaXeHHoe
OrpaHU4yeHne OBUIKEHUM B MeYeBbLIX cycTaBax (puc. D).
[loMmnmo BpoOXKAEHHOW ManbdopMaLuM NepBbiX NasblEB
CTOMN, MACKMPOBaHHOW paHee BbINOMHEHHbIM OMNepaTuBs-
HbIM Jle4eHneM, 6bi10 06palleHO BHUMAHWE Ha Hanudue
yKOpoyeHus 1-x nanbueB Kucten. PyHKLUMOHANbHbIM cTaTyc
no wkane CAJIS — 6 6annoB. PocTt naumeHTa coctaBui
144.4 cm, macca Tena — 37,3 Kr.

lpeaBapuTeNbHbIA AUArHO3

Ha oCHOBaHWM XapaKTEPHOW KIMHWMYECKOW KapTUHbI
ycTaHoBneH avarHo3 PO, BnocneacTBuMM NOATBEPANBLLNIA-
CSl MOJIEKYNSAPHO-TEHETUYECKMM UCCNefoBaHUEM, BbISBUB-
WKM «TUMKUYHYIO» MyTaumto B reHe ACVR1 (p.Arg206His).

[AnarHocTnyeckune npoyeaypbl

[ToMMMO CTaHAapPTHOIO KIMHMKO-NabopaTopHOro uccne-
noBaHus, 6bina BbinonHeHa HAKT B pexume «Bce Teno»,
Nno AaHHbIM KOTOPOW B CTPYKType OJIMHHENLWEN MbiWLbl
rpyav, MHOropasaenbHOW M NoAB3/A0LWHO-PeBGEPHON MblLLbl
MOSICHULbI CNeBa, a TaKXe NpaMon Mbilwlbl 6eapa cnpasa
BM3yann3npoBanucb noaMmopdHbie ydyactku O, nepude-
pUYECKMEe OCTEOXOHAPOMbI B 061aCTH AUCTaNbHbIX META3MKU-
$u130B 6eapeHHbIX KOCTEN, MPOKCMMabHOro MmeTaanmonsa
IeBOV MNeYeBON KOCTU, aHOManusa pasBuTMS 1-X nanbLeB
o6eunx cTton. HecMoTps Ha BbipaXKEHHY TOKalbHYI0 aKTUB-

HOCTb C Ha/lMYMeM MHOIrnx o4yaros Gubpoamncnaasnm, ooLnm
06bem yyacTkoB 'O Ha MOMEHT nepBoro BbinonHeHns HAKT
coctaBun Bcero auwb 1,234 cm3 ¢ Haubonee KPymHbIM
occuduKkatoMm B o6nactu npaBoro 6edpa Kak crneacresue
paHee BbINONHEHHOM BaKumHaumm AKC (B o6nactv rpyan —
0,308 cMm3; B NosicHW4YHOM 06nactu — 0,155 cm3; B 0o6nactu
NpaBoit HUXHe KoHeyHocT — 0,665 cm3; B 061acTv NeBO
HUXKHEN KoHeYHocT — 0,106 cm3). Kpome Toro, o AaHHbIM
MPT n ynbTpa3ByKOBOrO McclegoBaHus Ta300edpeHHbIX
CYyCTaBOB ONpefensmMcb BblpaxeHHble [BYCTOPOHHME KOK-
CWUTbI, 4TO MO3BOMMO YCTAaHOBWTb COMYTCTBYIOLWMIA Ana-
rHO3 IOBEHW/IBHOIO XPOHMYECKOr0o apTpuTa. JOoNoSHUTENbHO
npu NpoBeAEeHWM ayaMOrpaMmbl BbliBieHa HEWPOCEHCOP-
Has TyroyxocTb 1-1 cteneHn. Co CTOPOHbI BHYTPEHHUX Opra-
HOB W CUCTEM NpK GU3UKaANbHOM MCCNEedOBaHUMN KAWHUYE-
CKM 3HA4YMMbIX UBMEHEHUI HE BbIBIEHO.

KnnHn4yecKuni gnarHos

OcHoBHOM: M61.1 (MKB-10) ®u6poaucniasusa occu-
duumpyolas nporpeccupyroulas, ¢ Mytauuen c.617G>A
(p.Arg206His) B aKk30oHe 6 reHa ACVR1, aktuBHasa ¢dasza

Puc. 5. AKTMBHbIe o4aru ¢uépoamncniasnm Ha cnuHe 1 NosicHULe
y naumeHTa ¢ POl (ykadaHbl CTpenkamm)
NcToYHMK: HuknwuHa W.I. 1 coasT., 2025.

Fig. 5. Active foci of fibrodysplasia on the back and lower back in
a patient with FOP (indicated by arrows)
Source: Nikishina I.P. et al., 2025.
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E CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

C pacnpocTpaHeHHbIMK O04aramu Gubpoancnnasum B obna-
CTW 3aiHEW NOBEPXHOCTH LUEN, CMIUHbI, MapaBepTebpanbHbIX
OTAENI0OB BEPXHErPYAHOro CErMeHTa N03BOHOYHMKA, MHOXe-
CTBEHHbIE reTepoTonuyeckme occudukaThl; manbdopmaumns
1-x nanbLeB 06eunx cTon (COCTOSAHWE Nocne KoppuUrupytowemn
ocTeoToMKUK). Manbdopmauma nepBbix NanbLEB KUCTEN.

ConyTectBytowmnin: M08.3 (MKB-10) KOBEHUAbHbIN XPOHW-
YECKUIM apTpUT, MONNAPTUKYNSPHBIV BapuaHT.

AnddepeHymnanbHas guarHocTuka

AHaNOrMyHO BbIWEONUCAHHOMY KAMHUYECKOMY Habnio-
[LEeHWI0 NepBOM NaLMEHTKM HA MOMEHT rocnuTanmMsaunm aua-
rHo3 @Ol He Tpeb6oBan audpdepeHUMaLnmn ¢ Apyrumum nato-
NOTMYECKUMU COCTOSAHUSIMU, OAHAKO ClieayeT NoAYEPKHYTh,
4YTO TONIbKO OMbIT M KBalWdUKaLMA AETCKUX OHKONOroB
denepancHOro LeHTpa NO3BOMIMAM OTKal3aTbCs OT BbIMOA-
HEHWS oMnacHbIX ANS nocnefylowero NporpeccupoBaHus
'O nHBa3MBHbIX BMELLATENbCTB, HanpaB/eHHbIX Ha UCKIIO-
4yeHue 3/10Ka4yeCTBEHHbIX HOBOOGpa3oBaHWi. B KavecTBe
conytctBytowero POl peBMaTonornyeckoro auarHosa
C Y4ETOM TeX XKe MPUYMH, YTO YKa3aHbl B MepBOM Habnoae-
HWW, NauMeHTy 6bl10 060CHOBAHO Hanu4yMe OBEHWUSIbHOIO
XPOHUYECKOrO apTpuTa, UCXOAA M3 Haln4yusa BblparKeHHbIX
NPU3HaKOB CMHOBMUTOB KPYMHbIX CyCTaBOB 6€3 ABHOI0 BOC-
nanuTenbHOro NopaxeHnsa akcmManbHOro ckeneTa.

MeanumMHCcKHWe BMeLllaTe/IbCTBa

YynTbiBas KpanHe BbICOKYIO CTEMNEHb JIOKaNbHOM aKTUB-
HOCTW C HanMYMem MHOXecTBa o4aros dubpoaucniasuu
B 06/1aCT1 LWEN, CMUHbI C BBICOKMM PUCKOM GIOKMPOBaAHMSA
ABUMKEHUA KPYMNHbIX CycTaBoB, 6Gblna npoBefeHa nynabc-
Tepanus TK “ Ha3HadvyeHa Tepanus WUHIMOGUTOPOM SHYC-
KnHa3 TodauntuHnb6om 5 mr 2 pasa B CyTKU. TeM He MeHee,
«BCMbIWKKM» B 06/1aCTU CMWHbI PeuuanBUpPOBaIn ¢ pacnpo-
CTP@HEHMEM Ha MNOSCHUYHYO ob6nacTb C o6pa3oBaHueM
BUAWMbBIX OCCUOUKATOB — MO AaAHHbIM peHTreHorpadpuu
OpraHoB rpyaHOM KneTku (puc. 6A—B).

Mpn NnoBTOpHOM rocnuTanu3dauunn B uioHe 2023 1. oTMe-
4YeHO nporpeccuMpoBaHue 3aboneBaHWsa € oTpuLaTenbHOM
IMHAMUKON no aaHHbIM HAKT B BMAe NOSBIEHUSA JOMNONHK-
TeNbHbIX y4acTKoB 'O BKyne ¢ yBennyeHnem o6beMa paHee
BbIiBIeHHbIX. O6WKnin 06bem yvacTkoB O B ntoHe 2023 T.

coctaBun 56,699 cm3 (B weitHol o6nacth — 0,182 cm3;
B 06nacTu Tynosula — 55,6 cM3; B 061aCTW NpaBoit HUX-
HEN KoHeyHocTn — 0,811 cm3; B 061aCTH NEBON HUMKHEN
KoHeuyHocTH — 0,106 cm3). Hannume MHOMecTBeHHbIX [0,
CTpeMuUTeNbHO 06pa3oBaBLUMXCS 3a 9 MecC, a TaKKe LOCTU-
eHue nauneHToM Bo3pacTta 10 net NocnyxunmM oCHoBaHu-
€M 4151 HagHa4YeHUs naToreHeTUYeCKom Tepanuun NnanoBapo-
TEHOM.

AnHamunka n ucxoanl

MNMauneHT nonyyaeT NnanoBapoTeH ¢ Hos6psa 2023 ., nep-
BOHa4aNbHO B «pexunume 060CcTpeHus» (B nose 12,5 mr/cyT),
Ha GoHe Yero oTMeyanucCb SABNEHUSA «PETUHOMAHOIO Aep-
MaTuTa» C Bblpa€HHOW pacrnpocTpaHEeHHOW KOXHOWM
cbinbio M 3yaoM. locne nepexofda K nojaepxuBatollen
no3e (3 Mr/cyT) aleMeHTbl KOXHOW CbiNW perpeccupoBanm
(puc. 7TA-T).

Ha ¢oHe npuema nanoBapoTeHa OTMeYanocb cylle-
CTBEHHOE ynydlweHne dYHKLMOHaNbHOMO cTtaTyca ¢ LOCTO-
BEPHbIM yBeNnYeHMeM o6bema [ABWKEHWWA B MNje4veBbIX
cycTtaBax. BayHO noayepKHyTb, 4To 3a 9 Mec HabnoaeHus,
HEeCMOTPS Ha Npuem nanoBapoTeHa, TMHENHbIN POCT NaLu-
eHTa yBenuuuncs Ha 5 cm u coctasun 149,6 cm. CToUT oTme-
TUTb, YTO NOCNEAHAS «BCMbllWKa» (Mocne TpaBMbl) C NosiBe-
HMEM o4ara NpUNyxnocTu B 061aCTh NOSICHULLbI OTMeYanach
B MapTe 2024 r. 6e3 yxyaweHus GyHKLMOHaNbHOro cTaTtyca.
Mo paHHbIM HAKT, BbiNONIHEHHOMO Yepes3 roj, 06t 06beM
yyacTkoB 'O yBennuunca sBcero Auwb Ha 4,95 cm3 u cocTa-
Bun 60,55 cm3 (B WweitHoi o6nact — 0,182 cm3; B 06nacTm
Tynosuia — 59,45 cm3; B 061aCTU NPaBOI HUMKHEN KOHEY-
HOoCTM — 0,811 cM3; B 061aCTU NEBOI HUKHEN KOHEYHO-
ctn — 0, 106 cm3) (puc. 8A-[).

lporHo3

AHanornMyHo npeabiaywemMy KaMHUYecKomy Habnoge-
HWIO, ONMMCAHHOMY B [aHHOM cTaTbe, B LIESIOM MNPOrHo3
3aboneBaHusa cneayeT paccMaTpuBaTb KaK HebGnaronpwu-
ATHbINA, y4YUTbiBas ObICTPble CPOKM pas3Butua O B Tede-
HWEe roga c¢ MOMeHTa nepBuYHOM MaHudbecTaumn DOrI.
MpeawecTBoBaBlIME Havyany KIAMHUYECKMUX NPOABAEHUM
onepaTMBHble BMeLIaTeNbCTBa, HanpaB/fieHHble Ha Ucnpas-
neHne gedpopmauunin nepBbix ManbLeB CTOM, HECOMHEH-

Puc. 6. A — aKkTUBHble o4arn pubpoamcnnasumn B 061acTu CnuHbl (YKadaHbl cTpenkamu). b — Budyanuaupyemble occuduKaTtbl Ha

peHTreHorpamme OMK (04.2023) (¢0oTo 13 apxnuBa MEAULIMHCKMUX JOKYMEHTOB NauuneHTa) (YKadaHbl cTpenkamu). B — BuU3yanuaupyemble
occuduKkatbl Ha HOKT Bcero tena (06.2023) (yKa3aHbl cTpenkamm)
lMpumeyarne. OTK — opraHbl rpyaHon kKnetkn; HOKT — HM3KoA03Has KoMMnbloTepHas Tomorpadwus.
UcTo4HUK: HuKMwmnHa W.M. n coaBT., 2025.

Fig. 6. A — active foci of fibrodysplasia in the back area (indicated by arrows). b — visualized ossifications on the TO X-ray (04.2023)
(photo from the archive of the patient s medical documents) (indicated by arrows). B — visualized ossifications on the LDCT of the whole

body (06.2023) (indicated by arrows)

Note. TO (OrK) — thoracic organs; LDCT (HAKT) — low-dose computed tomography.

Source: Nikishina I.P. et al., 2025.



HO, OKa3a/iu HeratuBHOE BJIMSIHWE Ha MporpeccupoBaHue
0. MpOrHo3 ANS KU3HU MOXKHO CYMTaTb 61aronpuUaTHbIM,
OAHaKO BbISIBJEHHOE MpU ayaAMOMETPUU HapylleHWe cnyxa,
Haxogsweecs B CNEKTPe 4acTbiX KOMOPOUAHbBIX COCTOSHUM
y naumeHToB ¢ @O, TpebyeT OTAENbHOM0 BHUMaHUSA U MOHU-
TOPMPOBaAHUA NPU 4OATOCPOYHOM HaGMOAEHUN [B].

BpemeHHas WKana
XpoHonorusa passuTnsa 60e3Hu, ee KnoyeBble COObITUS
W Tepanusa NS naumMeHTa 2 NnpeacTaBfieHbl Ha puc. 9.

OBCYXAEHME

DOl g9BnseTca aKCTPEMaNbHO PEAKMM U KpanHe TsxKe-
NblM 3a60/7€eBaHNEM, UMEIOLLMM TFEHETUYECKYIO MPUPOAY,
06YC/NOBMEHHYIO HanMyMem NaToreHHoW MmyTauuu B reHe
ACVR1 [1-7], v psii NpOABNAEHUIN, CXOAOHbIX C «Kiaccuye-
CKMMMW» peBMaTU4ecKnmu 3aboneBanHuamu [12]. O npea-
CcTaBNsieT CO60M MPOLLECC HEKOHTPOSIMPYEMOTO OCTeOreHe3a
¢ dopMUpOBaHMUEM 3PESION KOCTHOW TKaHW BHE GU3MONO-
rmyeckmx nokanusauun. MporpeccupoBanme IO npu POr
MMeeT HaCTONIbKO arpecCUBHbIN xapaKTep, 4TO NOCTEMEHHO
3axBaTblBaeT BCe Te/10 NauneHTa, NpMBOAS K NONHOM 06€e3-

ABVKEHHOCTH.

MpenctaBneHHble B HAcCTOAWEN CTaTbe ABa KIIMHUYECKUX
Puc. 7. A — «peTUHOUAHbIV AepMaTUT» B 06/1aCTU HUKHUX Ha6NIoAEHNS AEMOHCTPUPYIOT TPYAHOCTU AUArHocTUKKM POl
KOHEYHOCTEN U }KMBOTa Ha GOHE NOBbLIWEHHOW A03bl («PEXUM Ha paHHUX CTaausx 607Ee3HM U CAOXHbIA MyTb K NPaBUIbHO-
060CTpeHus») NanoBapoTeHa (BblAeNEHO 0BaIOM). My AMarHosy y o6oux nauueHToB. B 06oux cnyyasax B Kpyre
B — KpynHonnacTuMHYaToe WenyweHue B o6n1act NepBoro nanbLa AMbdEPEHLMPYEMbIX COCTOSIHWI UCKIIOYaNach OHKOMOrMYe-
JIeBON CTONbI (BblAeNeHo oBanom). B, I — perpeccus KoxHoro cKas rpynna 60e3Hei, YTO Y NepBoi NaLueHTKW SBUI0CH
CMHAPOMa Mocne Nepexosia Ha NojePKNBaIoLLIMI PEXUM Npuema 060CHOBaHWEM K BbINOIHEHUIO BGMONCMM HOBOOOGPa30BaH-
nasoBapoTEHa (BbIAENEHO OBAJIOM) HbIX Y3/I0B B MATKWUX TKaHAX, a y BTOPOro nalueHTta Tojb-
McTouHnK: HukuwmHa W.M. u coasrt., 2025. KO 6narofaps BbICOKOW NpodecCUoHanibHOM KOMMNETEHLUN
Fig. 7. A — “retinoid dermatitis” in the lower extremities and Bpa4en-oHKONOroB YAanocb u3bexatb NpoBeAeHWUs MHBa-
abdomen on the background of an increased dose (“acute 3MBHbIX IMArHOCTUYECKNX NpoLieslyp. BaxHO noa4yepKHyTb,
mode”) of palovarotene (highlighted in an oval). b — large-plate 4TO NtOGble MEAULIMHCKME MaHUMyNALMK, COMPseHHble
peeling in the area of the first toe of the left foot (highlighted in an C HapyLleHWeM LLeNIOCTHOCTU MATKUX TKaHer, NpoBoLMpytoT
oval). B, I — regression of the skin syndrome after switching to 06pa30BaHNs STPOreHHbix O 1 cnoco6eTBYIOT GbiCTPOMY
a supportive palovarotene regimen (highlighted in oval) nporpeccvposarmio GO, cywlecTBeHHO oTArowas NporHos
Source: Nikishina |.P. et al., 2025. 60ne3Hn. Y BTOPOro nauueHTta, BepoATHee BCEro, UMeH-

@
i 1
Puc. 8. A — HJKT ot 10.2022: 06wwuit 06bem 0 — 1,234 cm3 (F0 B 061acTv NpaBoro 6epa Kak exos BakumHaumn AKAC) (ydactku MO
BblaeNieHbl cTpenkamu). b — HOKT ot 06.2023: o6wuit o6bem N0 — 56,699 cm3. B — HAKT o1 05.2024: 06wwmi 06bem N0 — 60,55 cm3. T —
06beM ABUKEHUI B Ne4EBbIX CycTaBax B OKTA6pe 2022 1. [1 — o6beM ABUXKEHUI B MieyeBbix cycTaBax B 2024 r. (MON0XKUTENbHAsA AMHAMUKa)

lNpumeyvaHune. HAKT — HM3KoA4o3Haa KoMmnbloTepHasa Tomorpadus; N0 — retepotonnyeckasn occudpukaums.
McTo4HMK: HukuwmnHa W.I. n coasT., 2025.

Fig. 8. A — LDCT from 10.2022: the total volume of HO — 1.234 c¢m3 (HO in the right thigh area as an outcome of DTaP) (HO areas are
highlighted by arrows). 5 — LDCT from 06.2023: the total volume of HO — 56.699 cm3. B — LDCT from 05.2024: the total volume of
HO — 60.55 cm3. I — the volume of movements in the shoulder joints in October 2022. [l — the volume of movements in the shoulder
joints in 2024 (positive dynamics)

Note. LDCT (HOKT) — low-dose computed tomography; HO (FO) — heterotopic ossification.

Source: Nikishina I.P. et al., 2025.
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a CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

KoHcynbtaums
oHKonora 8 HMUL,
uM. H.H. BnoxuHa.

MNpeaBapuTenbHbIn

avarHos — d0n

Ha nepsom rogy
U3HK

Koppurupytouwas
ocTeoToMUs

3nu3oa nepBon
«BCMbILWKW»

MepBsas rocnuTanusaLms
B HWUU peBmatonorum

vaeHTuduumpoBaHa 1-1 nnocHeBOM B BMAe NOSIB/IEHUS M. B.A. HacoHoBOW.
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Puc. 9. MayuneHT 2: XxpoHONOorns pasBuTUa 601e3HU, KNtoYEeBble COOLITUSA 1 Tepanus

McTouHUK: HuknwmnHa W.M. n coaBrT., 2025.

Fig. 9. Patient 2: chronology of disease development, key events and therapy

Source: Nikishina I.P. et al., 2025.

HO BbINOSIHEHWE OMEepaTUBHOrO JeyYeHns gedpopmaumm 1-x
nanbLeB CTOMN MOCAYXKMUI0 TPUITEPHBIM GaKTOPOM K aKTnBa-
LMK 3a10EHHOro reHeTMyeckn npouecca 0.

[lo HejaBHEro BpEMEHMU He CyLlecTBOBao naToreHe-
TUYECKOW Tepanuu, HanpaBleHHOW Ha npegynpexjeHve
M TOPMOXEHWE pa3BUTUA occudmKaToB. Bce mnonbiTKM
OCTaHOBUTb nporpeccupoBaHne POI 6GbiK HaLeneHsbl
Ha noJaBneHWe BOCMaNUTENbHbIX MPOLLECCOB Ha Havalb-
HbiX cTagusax 0. Umes yHUKanbHbIK ONbIT HabNo4EHUSA
OOHOW M3 HauboNee MHOrOYMCNEHHbIX B MWPE KOropTt
nauneHToB ¢ @OI, CKOHLEHTPUPOBAHHbIX B OAHOM LieHTpe
(58 4enoBekK), a Tak)Ke pacnonarasa Hay4HO 060CHOBaH-
HbIMWU 3HAHWSMMW U MPAKTUYECKUMM HABbIKAMKU UCMONb30-
BaHWS pa3HO0OpPa3HbIX ONLMIK aHTUPEBMATUYECKON Tepa-
nuK, pas3oyapoBaBLUMCb B BO3MOXHOCTAX MPUMEHEHMUSN
FMIOKOKOPTUKOMAOB, OKa3blBalOWMX KPAaTKOBPEMEHHbIN
n napunanbHbii 3o deKT y nauneHTos ¢ O, Mbl NpULLK
K peLleHUnto 0 LenecoobpasHOCTU NMPUMEHEHUSA TApreTHOM
NPOTUBOBOCMANNTENbHON Tepanuu MHrMbUTopamMu sSHyc-
KnHa3s [12, 15].

3a nocnegHue 5 net yxe 34 naumeHta ¢ POl nonyyatoT
npenapaT TopaunTMHUG B HENPEPLIBHOM TEKYLLEM PEXKUME,
4TO MO3BOJSIUNO COKPATUTb KOMMYECTBO «BCMbIWEK» KU OMOC-
pefoBaHHO YMEHbLUTb PUCK GOPMUPOBaHUS HOBbIX 0.

MNpenapaTtom, o6nagatloumMmM HeENoCpeaCTBEHHbIM
natoreHeTU4eCcKUM 3IPHEKTOM TOPMOMKEHMUSA MNaToNOrM-
4YeCcKoro KocTteo6pa3oBaHMs, M3y4yaBLUIMMCSH B paMKax
MEXAYHapOAHbIX KIMHUYECKUX UCCNeOBaHUI, aBnseTcs
nanoBapoTeH. K coxaneHuto, pOCCUNCKME Bpaim 1 nauu-
eHTbl ¢ @Ol He MmMenu BO3MOXKHOCTU MPUHATb yyYacTue
B 3TUX UCCNEeA0BaHMUNAX, NO3TOMY NOCA€E NOSBAEHUS Nano-
BapoTeHa Ha papmaLeBTUHECKOM pbiHKe B Poccuinckon
depepaumm NpeacTaBiSeTCd UCKIOUYUTENbHO BaKHbIM
yaennTb ocob6oe BHUMaHWe aHaindy CO6CTBEHHOTO OnbiTa
NPUMEHEHUA MNanoBapoOTeEHa B peanbHOW KIWHUYECKOM
NpPaKkTUKe, KOTOPbIA K HacTosWeMy BpPEMEHW BKJOYaeT
HabnaeHUa 8 NaLMEHTOB C TAXKeNbIM TeyeHnem 3abone-
BaHu4a [15].

MocKonbKy cpean nauneHTos ¢ ®OI, HaboAatOWMXCS
B ®rbHY HUUP mnm. B.A. HacoHOBOW, NpaKkTUYeCcKKU BCe,
KTO MMEN CYLWEeCTBEHHbIE MPOSBNEHUSA aKTUBHOCTK 3a60-
neBaHus, nonyyanu tepanuio TodaunTUHUGOM, a B CUNy
OpraHM3auUMnOoHHbIX MPUYKMH Nepnoa OT MOMEHTA pPeLleHns
denepanbHOro BpayebHOro KOHCUMAMyMa 4O Havana npwu-
emMa nanoBapoTeHa MOr 3aHfATb HECKO/bKO MeCSLEB,
OblI0 NMPUHATO peleHne ucnonb3oBaTtb 06a npenapaTa
B KOMOGMHaUMW, HE OTMEeHaa NpejlWecTBylOUWY Tepa-
nuto. Takon noaxoa BecbMa NOrMY4EH M3-3a OXMAAEMOro
CUHEepruyeckoro appeKkTa nanoBapoTeEHA U UHTMOUTOPOB
AHYC-KMHa3, BAUSAIOWMX Ha pa3dHble da3bl GOpMUPOBaHUS
[O [16], n BecbMa MpuBbLIYEH AN peBMaTooruu, rae
BCS KOHUenuus dapmakoTepanuMu XPOHWYECKUX peBMa-
TUYeCKMX 3aboneBaHu 6a3npyeTcs Ha NPUHLUNAxX KOM-
nAeMeHTapHOro B3aMMOAENCTBUSA CUMMNTOM-MOANDULM-
pyloWmx U 6a3nCHbIX NPOTUBOBOCMAIUTENbHbBIX CPEACTB,
BKJ/l0Yas TapreTHble CUHTETUYECKMEe W GMoNiornyecKkue
npenaparsbl.

Bce naumeHTbl nognucann MHGOPMUpPOBAHHOE corfa-
Ccue 1 COOTBETCTBOBA/IM KPUTEPUSAM Ha3HavyeHus Tepanuu
nasoBapoTeHOM (MOATBEPXKAEHHbIK MONEKYNAPHO-reHe-
Tnyecknmn metogamun ®OIM; Bo3pacT cTapue 8 u ctaple
10 neT Ana NnauMeHTOB XEHCKOro U MYXCKOro nosa cooT-
BETCTBEHHO). [lanoBapoTeH Ha3Ha4yancs B COOTBETCTBMMU
C odULManbHOW MHCTPYKLMEN — B pexume nogaepxuea-
lowen 4o3bl MK B 4O3MPOBKE, NpeaHa3Ha4YeHHon ans 060-
CTpeHus.

CepbesHbiX HexenaTesnbHbIX SBNEHUMK Ha OHe npwu-
MEHEeHUs npenapaTta 3aperucTpupoBaHo He 6bijo.
Y BCex MauMeHTOB OTMeYaluCb KOXHble M3MEHEHMUS
pPas3fM4HOM MHTEHCUBHOCTWU, COOTBETCTBYHOLLIME KNaccu-
YECKMM HeXenaTtenbHbiM SBAEHWMAM ANSA rpynnbl peTu-
HOMOB. Bblpa)KE€HHOCTb MOpPaXKEHUS KOXW 3aBucena
OT 003bl NafnoBapoTeHa. Y 4 nauuMeHTOB, HaxoAMBLINX-
Cl Ha MOoAJEpP)XMBAIOWEM pexume npuvema npenapara,
HabNo4aMCb NMOPaXKEeHUs KOXW NIErKOW CTEMEHU TsKe-
CTWU, TAKNE KaK CYXOCTb KOXMW, XENUT U KPaTKOBPEMEH-



Hbl 3ya. Y 4 nauueHToB, NoJiyyalwmx nasoBapoTeH
B MOBbLIWEHHON [03€e («peXMM O0BOCTpPEHUs»), HabJito-
nanucb 6onee cepbe3Hble MOBPEXAEHUA KOXK MO TUny
«PETUHOMAHOrO AepmaTtuTa» C 3PUTEMOWN, LWenylweHnem
KOXM C Bblpa)eHHbIM 3yaom. [locne KoppeKuuu A03bl
nasoBapoTeHa BCE KOMHble NPOSBAEHWSA 3HAYUTENbHO
perpeccupoBanu, 4YTO HarnagHO NPOAEMOHCTPMPOBAHO
B ONMUCbIBAEMbIX B JAHHOW CTaTbe KIMHWUYECKUX MPpUMepax.
TaK e, Kak 1 B MeX/lyHapoaHOM nccnenoBaHnun nanoBa-
poTeHa, B YCNOBUAX KIMHWYECKOW MPaKTUKU AN OLEeH-
KN 3pHEKTUBHOCTM Tepanun Heob6Xo0aAUMO MCMOb30BaTb
6e3ynpeyYHble KpUTEPUU, POJiIb KOTOPbIX B Clly4ae ¢ u3yye-
Huem POIM BbinonHaer HOKT B pexume «Bce Teno». 3Ta
MeToAuKa He aBnseTcs pyTuHHon u B ®IBHY HUUP um.
B.A. HacoHoBOW 6blsla BHEAPEHA creumnanbHO, MOCKObKY
NNaHUPOBANOCh y4acTue POCCUWCKUX LIEHTPOB B Cepuu
MeXAYHaPOAHbIX KNTMHUYECKUX UCCnefoBaHU MHHOBALM-
OHHbIX NpenapaToB. [Ana OLEHKW AMHAMUKKU MPOrpeccu-
poBaHunsa POMN HAKT aBnseTca BbICOKOMHOOPMATUBHbLIM
MeToA0M, MOKa3aBlUMM 3aMejsieHMe TeMnoB nporpec-
cupoBaHusa O No cpaBHEHUIO C pacyYeTHbIMKU AaHHbIMU
no npupocty o6bema O, oTMeYeHHbIMKU B MeXayHapoa-
HOM HabngaTeNbHOM UCCNeoBaHUK [B].

3AK/IIOYEHHME

Taknm 06pas3om, NanoBapoTeH ABASETCS MNEPCneKkTUB-
HbIM METOA0M NeveHuns ansd naumeHToB ¢ POl yuuToiBas 6na-
ronpuaTHbIM Npodunb 6e3onacHocTU. KomnaemeHTapHbIn
adpdeKT nanoBapoTeHa n TopauuTUHMOa MOXKET SABNATbCHA
HOBOW cTpaTternen Tepanuun ana nauneHtos ¢ POI, Ho Tpe-
6yeT AanbHENLWNX UCCeJOBaHWN.

WHOOPMUPOBAHHOE COIJIACUE
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