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PEBMATOJIOTA

lNporpecytoya ocuikyroqa pibpoavcrnnasis € pigkicHum (1 Ha 2 MiIH) reHe-
TUYHVIM 3aXBOPIOBAHHSIM 3 8yTOCOMHO-AOMIHAHTHUM TUIMOM YCranKyBaHHS,
SIKe roJisirae y nocTyrioBOMY 3amiLLieHHI M ’i30BOI TKAHVHU KICTKOBOIO i PU3BO-
ANTb A0 iHBanian3aLlii, a 3rogoM cMepTi nauieHTa. LLnsgx 40 BCTaHOB/IEHHS Ai-
arHo3y 3a3Buyari 3ariMae AeKiyibka POoKIB Y 3B ’s13KY 3 HU3bKOH PO3MOBCIOLKE-
HICTIO NaToJ1orii Ta KJIiHIHHO MOAIOHICTIO 10 OPTONEANYHUX YY1 OHKOJIOMHYHUX
3axBoproBaHb. Ha cboroaHi Lisi xsopoba € HeBuikOBHOIO, asie y CBITi TpuBa-
I0Tb KJTiHIYHI BUrpOBYBaHHS rpenaparis, L0 4O3BOJISITb MPUIYIMTVHUTU MPOLIEC
ocudikauii. MeTta: npvuBepHyTv yBary 0 ocobivBocTevi nepebiry i TpyaHO-
LB AiarHOCTYIKV rporpecyoHoi ocngikyro4oi pibpoamncnnasii. O6°ekT: nadi-
EHTV NeaiaTPMYHOro rNPOQ@Iso 3 NPOrPECYHO 0CUPIKYHOHO Pibpoancria-
3iero. Meroau: ornpavoBaHHs AaHX MeANYHOI OKyMeHTauii. PesynbraTtun:
ornvicaHi Ba BUNaaku rporpecyro4oi ocuikyroqoi gpibpoavcrnnasii'y gited, ski
riepebyBasiv Ha ikyBaHHi y kniHiui Y «IMAl" im. akag. O.M. Jlyk’sHosoi HAMH
YkpaiHn». BUCHOBKN: HACTOPOXXEHICTb ANTSYMX PEBMATOJIOrB Ta JlikapiB Cy-
MDKHUX crieliasibHOCTeV LLI0AO0 BUSIBJIEHHST BUMAAKIB MPOrpecyrn4oi ocngiky-
todoi pibpoamcnnasii 403BOMTE SKOMOra paHillie HagaBaTyi BCHO MOX/INBY

J0rMoMOory nawieHTam i3 UM giarHO30M Ta OJIMLLYBaTH iXHIO SIKICTb XUTTS.

OpHieto i3 maTonorin, Wnsax go AiarHOCTUKK AKOT € 3a-
3BUYal oy>Xe OOBrYM, a NPOrHO3 HEBTILLHWM, € NMporpe-
CYI04MI OCUIiKYHOHMIA MIO3UT ab0 Nporpecyoya ocngiky-
toda pibpoancnnasis, xsopoba, L0 NePEeTBOPIOE NIOAEN
Ha «KuBi cTaTyi». Hazea xBopobu noxoauTb Big,s1aT. Fibro
«BOJIOKHO» + dis «po3nan, nopyweHHs» + rped. NAGog
«BynoBa, cTpykTypa» (s1at. Os, 0ssis «kicTka» + facio «po-
OUTN» = «OKOCTEHIHHS») | O3HAYaE, LLLO «M’aKa CNosy4Ha
TKaHMHa NPOrPEeCKBHO NMEPETBOPIOETLCSH B KICTKy». Taka
HasBea 3anpornoHoBaHa B 1970-x pokax 6aTbkOM Cy4aCHOI
MEOWNYHOI FreHeTUKM JOKTOpoM B. MakKbio3ikom.

3aranom, sik BigomMo, ocudikaujs (0cTeoreHes, Okoc-
TEHiHHS) — Le npoLec GOPMyBaHHSA KICTKOBOI TKAHUHW,
SIKWIA B OPraHiami € BKpawm BaXXIMBUM AJ1s1 POCTY ANTUHU
Ta NPOLECiB BIAHOBIEHHS KICTKOBOI TKAHUHW MNiCs pi3-
HUX YLLKOOKEHb. [[eTepoToniyHOo0 ocudikaujieto HasmBea-
I0Tb YTBOPEHHS KiCTKOBOI TKAHWHW Y HETUMOBUX MICLSIX
(nosackeneTtHa ocuoikauis).

[0 ocndikyoUmx MiO3UTIB BIHOCATL Ly rpyny 3a-
XBOPKOBAHb CMNOJIy4HOT TKAHUHW, NPU AKX M’ A30Ba TKa-
HMHA 3aMIiLLYETBCA KICTKOBO: TPaBMaTUYHUI OCUdi-
KYIOUYMIA MiO3UT, NPOrpecyoynini 0CU@IKytoHmnin Mio3nT
i TPODOHEBPOTUYHNI OCUDIKYIOUMIA MiO3UT. 1o TpaBma-
TUYHUX OCUDIKYIOUMX MIO3UTIB BKJIKOYEHI HabyTi BHaCi-
LOK TpaBMu 3anasibHi 3axXBOPIOBAHHA M’SI3IB | 3B’S130K, SIKi
XapakTepu3yTbCs NaTONOMNYHNM OKOCTEHIHHAM Y TPaB-
MOBaHOMY MicLj 4 nopyy 3 HUM. Ocnikyoumin Mio3nT
ypaxae rnmboki Biaainv ckeneTHrX M’a3ie nobnmnay okic-

T4, 9Ke nNpu UboMy ByBae pi3ko NOToBLUEHe. HaliyacTi-
Lla nokanisauiss — cterHa, nsaesi Ta cigHmui. Mikpocko-
MivyHa KapTHHAa MOro CKNaaaeTbCAa 3 remMoparii, OpraHi3o-
BaHOI reMaToMu, XpSLOoBMX hopmMaLir, EHXOHOPATbHOI
Ta nepiocTanbHOi ocudikaLii. TPopOHEBPOTMYHNIA, 200
HENpPOTPOdIYHMI, MIO3UT PO3BUBAETLCS NiCAS Nepe-
HEeCeHOI TpaBMW CMMHHOIMO MO3KY, BEJIMKNX HEPBOBUX
CTOBOYpIB | 3a3BKM4ali NPOSBNSIETLCS! B TA30CTErHOBOMY
(kynbLLOBOMY) i kKONiHHOMY cyrnobax (Favus M.J., 1990).

Ha BigmiHy Big, HMX, Nporpecytoya ocudikyroda hidpo-
aucnnagia (fibrodisplasia ossificans progressiva) pos-
BMBAETLCH B PAHHBOMY ANTAYOMY BiLli | € FEHETUYHO 3Yy-
MOBJIEHOIO, PiAKICHOI XBOPOOOI0, LLIO XapaKTEPU3YETLCS
NOBTOPHUMM eni3o4amMu NPUAYXITOCTI M’ AKNX TKaHWH, iX
reTepoTONHOI0 MiHEPANi3aLLEI0 3 NEPETBOPEHHSAM CMO-
JYYHOI TKAHWHW Y M’ 138X, CyXOXWIISX | 3B’A3KOBOMY ana-
paTi y KICTKOBY TKQHUHY.

Mepwmii onuc it HanexuTb Juy Patin (1692). Y 1869 p.
Mimchmeyer cuctematsysas 12 BMNaakiB, TOMY XBOPO-
6a oTpumana rioro im’a. 3apas y MKX-10 BoHa po3rns-
naeTbes 3a kogom M61.1 i BHeceHa [0 cnmcky opdan-
HUX 3axBOPIOBaHb (orphanet), CTBOpEHO okpeme ToBa-
pucTBO 3 ii BuB4eHHS (The International Fibrodysplasia
Ossificans Progressiva Association — IFOPA), a3 1988 p.
icHye MixxHapogHa opraHisauisi xBopux Ha didbpoanc-
nnagito (https://www.ifopa.org/).

ETionoria nporpecyto4oi ocudikyto4oi ¢pibpoauc-
nnagii 4oCi 3aMMWaeTbCa HEAOCTATHLO BMBYEHOIO.
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3 1960-x pokiB 06roBOPIETLCS POJIb BPOLXKEHOMO MO-
pyLUEHHS1 OCTeoreHesy. BBaxaeTbes, WO Le emMbpio-
reHEeTMYHA aHOMalist, AKa CyNpPOBOOKYETLCS MOPYLUEH-
HSIM Y MDKM’AA30BIil CMOJTYYHI TKaHMHI BHACIAOK HEAO-
CTaTHLOr0 ANMEPEHLLIIOBAHHS ME3EHXIMM 3 aHOMAJTbHOK
BNIACTUBICTIO BUPOOSATN KICTKOBY TKaHMHY. Ha KOprCTb
el Teopii CBIAYNTL SIK PO3BUTOK AeOIOTY Ljei XBOPO-
61 B AMTAYOMY BILj, Tak i MiABULEHHS YaCTOTK Pi3HMX
BPOOKEHUX aedekTiB (MiKpoaakTuiia nepLumx nanb-
LB KUCTEl | cTon, aHomanii po3BUTKY XxpebTa, rinoroHa-
ON3M, ryxoTa; MOXJ/IMBA BiACYTHICTb MOYOK Byxa abo
pisuiB). Ha aymky S. Mahboubi Ta cniasTopis (2001),
nporpecytoya ocugikytoda didbpoancnnasis € reHeTnu-
HMM 3aXBOPIOBAHHSM, L0 YCNAAKOBYETLCHA AOMIHAHTHO
3 BapiabenbHOI0 EKCMNPECIEID | MOBHOKO NEHETPAHTHIC-
Tio. MNepenbayaeTbes, Wo MmyTauis B reHi ACVP1/ALR2
(Lucotte G., Bathelier C. et al., 2000; Semonin O. et al.,
2001) cnpuYMHSAE CMHTE3 aHOMAaJIbHOro peuenTopa
(R206H) uum rinepnpoaykuji MopdoreHHoro binka KicTkm
(bone morphogenetic protein-4) (Hegyl L., Gannon F.H.,
2003; Glaser D.L. et al., 2003). BHacnigok uporo mio-
6nacT nepeTBOpPOETLCS Ha octeobnacTt (Olmsted E.A.,
Kaplan F.S., 2003). HoBiTHi mocnigXeHHs cigyaThb, L0
po3BUTOK ibpoancnnasii 3yMoBAEHNA NOPYLLUEHHAMN
aKTUBIH3aNeXHoi nepepadi curHany y ¢idpo-/aguno-
rEHHUX KNiTMHAxX-nonepeaHnkax 3a BigCyTHOCTI y AnTn-
Hu anens ACVR1, BHacnigok 4oro B OpraHismi pisko 3a-
rOCTPIOETLCS reTeporeHHa ocudikauiqa. Lle noseonsie
npunycTnUTK, WO AuKi Ta MyTaHTHI ACVR1-peuentopu
KOHKYPYIOTb 32 NiraHau akTuBiHy abo 3B’a3yBadi peLen-
TOpIB KICTKOBOIr0O MopdoreHeTn4Horo 6inka Il Tuny (Lees-
Shepard J.B. etal., 2018). JeskMmu B4eHNMN BUCYBAETb-
csrinoTesa npo BipyCcHY eTionorito xBopoou (Scarlett R.F.
et al., 2004). Tak, |. TaycmaHoBa-IMNeTpyceBud (1971)
BBaXKkae nporpecytody ocudikyiody dibpoavcnnasiio
OfHieo 3 GOPM yHIBEPCAIBHOIO KaslbLIMHO3Y. TakoX
BUCNOBJIIOIOTBCA MPUMYLLLEHHA HA KOPUCTb 3anasibHOi
NPUPOLM 3aXBOPIOBAHHA Y MO0 EHAOKPUHHOIO NOXO-
DKEHHS (30KpeMa ypaxkeHHS HAAHMPKOBUX 3a103 i na-
pawmTonoaibHmx 3an03).

MowmnpeHicTb XBOPOOU CTAHOBUTb ONN3bKO
1 Ha 2 MSTH N0 Oeit; He BiA3HAYaeTbCs CTaTeBOl, pacoBOi
Ta eTHIYHOI CXMIIbHOCTI.

Ha nepLuomy poui XUTTA NaTOrHOMOHIYHOK O3Ha-
KO0 Nporpecyoyoi ocndikytoyoi pibpoancnnasii e nuwe
BasibryCHa aedopmaLis Ta MikpogakTuiia | nanbuga cton
(kniHOQaKTMAIA), KA BiA3HAYAETLCS MaXe Yy BCiX nawli-
eHTiB (Mahboubi S., Kaplan F.S., 2001; Blaszczyk M. et
al., 2003).

[MocTynoBO 40 KAiHIYHOT KAPTUHM 4000 TLCS EKTOMIY-
Hi ocudikaTy. ix NposiBn MaHipecTyIoTb v Bili 3—4 poku
MosIBOIO NPUNYXJIOCTi TKAHWH B AiNSHL| Wi, CrinHKM abo
MJIE4YOBOr 0 NOSICY, 3’ ABNAETLCS HABPSKIICTb, HEePIAKo 60-
JIOYICTb, MiCLIEBa rinepemid, rinepTepMis Ta IMXOMaHKa.
LLLinbHICTb ypaXkeHOro BOrHuMLLA CnoYaTKy NiaBULLYETHCS,
a noTiM NMOCTYMNOBO 3HUKAE | CYNPOBOOKYETLCS 3aTBEP-
LiHHAM M’a3a. [NpoTe He BCi yLLUiIbHEHI BOrHULLA Haaa-
ni ocndikytoTbes. CnoyaTky YULNbHEHHS MOXYTb OyTH
PEHTIFEHOIONYHO HEKOHTPACTHUMMN.

XapakTepHUM € XBUnenoaibHuiA nepebir xBopobu, iH-
TepBasIv Mixk 3aroCTPEHHSIMU MOXYTb OyTM OCUTL BENIN-
Ki. BogHO4ac 3axBOpPIOBaHHSA HEYXMIIbHO NPOrpecye, 3a-

XOMJo04YM BCE BifbLLy YaCTUHY ONMOPHO-PYXOBOro ana-
paTty, WO NepeTBOPIOE XBOPUX Y «CKaM’SHINIMX NOOEN».
HaliBinbLu CXMibHI 40 OKOCTEHIHHS MICLS MPUKPIMIEHHS
M’13IB 40 KICTOK, MEHLLE — iX LeHTpasbHi Bioainu. Yac-
TO YpaxaroTbCs MOBEPXHEBI M’131, FONOBHUM YYHOM 3a-
NHbOT NOBepPxHi Tynyba i KiHLiBOK. MpakTnyHO BciMa aB-
TOpamu BiA3HAYaETbLCA TEHAEHLLS 0O YTBOPEHHS CTilKMX
3rMHaIbHMX KOHTPAKTYP, M’130BUX aTPOdili, 0OMEXEHHS
PYX/IMBOCTI XxpebTa, a Mpuv YPaxXeHHi rpyaHUHHO-KJT0UNY-
HO-COCKOMOoAiGHOro M’s13a — PO3BUTOK KPUBOLLINT. AHO-
Manii lniiHoro Bioainy xpebta — nepudepunyHi octeo-
XOHOPOMM 3 NOAASIbLLIOK OCUMIKALLEIO | 3POLLEHHAM —
PO3BMBAIOTLCA Y AiTen cTapLuoro Biky (80 90% naujeHTiB)
(Palhares D.B., Leme L.M., 2001).

Mpu nporpecyBaHHi XBOPOOM MOXe MOpPYLLYBATUCS
MPOLEC XXYBaHHS, TOMY CYTTEBO YTPYAHIOETLCS Xapyy-
BaHHSA XBOPWX; Bia3Ha4atoTb AedopMauito rpyaHoi KiiT-
KU1, O NPU3BOOUTbL OO PO3BUTKY YaCTUX PECTPUKTUB-
HWX NIEreHeBMX 3axXBOPIOBaHb i MHEBMOHIN. Ocudikatn
MOXYTb YTBOPIOBATMCHA MalXe Yy BCiX TKaHMHax i opra-
Hax Tina toguHN: B pyBLEBO-3MIHEHIlN LLIKIPI, Y CKENETHWX
M’13aX, CYXOXMASX, Y XXMPOBIN KNITKOBWHI, Yy 3B’A3Kax
i cyrno0GoBiit kancyni.

XapakTepHWIi 30BHILLHIM BUISg, XBOPOro: Xoaa CKy-
Ta, roN0Ba HaxuUeHa AeLlo snepen, obnmy4ys amimivHe,
M’ 13U LT MaOTb BUMNSIA, HATArHYTUX TSKIB, Pi3ko obme-
XeHi pyxu B ycix Binainax xpedta. He onucaHi ocudikatin
e B M’a3ax g3uka, M’aKoro nigHebiHHSA, MoTKY, gja-
dparmm, chiHKTEpPIB, cepus i B rnagkmx m’'a3ax. eski as-
TOPW BiA3HA4YanM CynyTHIO NaToorito EHOOKPUHHUX 3a-
1103, AEYHUKIB, aTPOdIit0 AEHOK, YPaKEHHA HAOHVUPKOBKX
i WmTonoAibHoi 3ano3 (MoHomapes A.A., 1998).

Ha nymky F.S. Kaplan ta cniBasTopis (2005), y 95%
XBOPUX NOYATOK OcudikaLii M’s3iB TakOX NPOBOKYETHCS
TpaBMOt0. [1aTOrHOMOHIYHVMK BBaXAIOTLCH EK30CTO3U
Ha LLUMPOKIA HiXXLL.

MioHxmanep i HikonagoHi po3pisHaTe Tpu cTaqii
[PO3BUTKY OKOCTEHIHHS:

| ctagis (iH@inbTPaLji) — po3poCTaHHs MO0A0I fe-
reHepaTyBHOI TKaHMHW | BTOPUHHI AereHepaTuBHi 3Mi-
HU B M’a3ax. PEHTreHoNorivyHo Ui 3MiHM HE BU3Ha4at0Tb-
c4, arictonoriyHe 06CTEXEHHS BUSIBISIE 3anasibHi 3MiHU
B Mi>KM’S130BIi CMOJY4YHIll TKaHWHI 3 ii HABPSKOM, Kpyr-
JIOKNITUHHOIO IHQINbTPALEIO | MOSIBOIO KUCTOMOAIOHMX
YTBOPEHb.

Il cragis (pibpo3Hoi iHAypauii) — BiobyBaeTbCs
YLLINIbHEHHS CAOJTY4YHOT TKAHWHN, ii pyOLItOBaHHS i3 BTO-
PUHHOIO aTpodieo M’30B0i TKaHWHW. PeHTreHonoriy-
HO BUSIBJISIIOTBCS «HiXHi» TiHi 32 TUMOM KiCTKOBOi MO301/1i.

Il cTanis (OKOCTEHIHHS): YTBOPEHHS KiCTKOBOI TKa-
HVIHU B MICLISIX YPXXEHHS M’ KX TKAHWH, L0 YiTKO Mpo-
SABNSIETbCA HA PEHTrEHOrpamax iHTEHCUBHUMM TiHAMM.

Cnin 3ayBaxuTu, WO BCi CTaAii XBOPOOU MOXYTb PO3-
BMBATUCS OLHOYACHO Y Pi3HWX Bigainax ckenera.

MaTomopdonoriyHa kKapTMHa CBIgYNTL NPO Te, WO
3a CBOEIO OY0BOK HOBOCTBOPEHA KiCTKa HiYMM He Bif-
PI3HAETHCA Big, HOPMasIbHOI. BOrHMLLAa KICTKOBOI TKAHUHN
MOCTYMOBO 36iNbLUYTLCS, 3IMBAOTLCS MiXk COOO0I0, Ha-
OyBatoum rinnacToi popmMim 3 rydbyacToi pe4oBUHU B rn-
OUHI Ta KOMNAKTHOT HGOPMU — Y MOBEPXHEBUX Biaajinax
KiCTKW. Y cTapillnx KiCTKOBMX YTBOPEHHSIX Cceper, 6anok
3’ABNAETLCS KICTKOBUM MO3O0K.
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Po3pi3HaoTh gBa vy KicTKOBOI MeTarinasii y XBo-
puyx Ha nporpecytody ocudikyrody ¢dibpoavicrinasiio.
Mpwn nepoMy CAOCTEPIraeTbCsA PO3MNYLUYBAHHS CMO-
JIY4HOI TKaHMHW, 30iNbLLUEHHS KiNbKOCTI a4ep; Bigkna-
LEHHA CONen Kasblito cepeq, BOJIOKOH CMOy4HOI TKa-
HWHW | TpaHchopPMaLLia KNiTUH 6e3nocepeaHbo B KICTKO-
Bi TinbLA 6€3/3 NOSIBOIO TUMOBUX OCTEOONACTIB. Apyruii
TUMN XapakTePU3YETLCS NONEPEOHIM YTBOPEHHAM XPALLA
(Mpockyposa B.U., KocteHko N.H., 1973).

PeHTreHosorivHa kapTyHa 3a3Buyain npencrasne-
Ha ABOMa 4M TpboMa HGopMaMm, ONMUCAHUMW BULLLE: TiHi
Bi/IbHi, L& He KiCTKOBOI IHTEHCMBHOCTI, KiCTKOBI ChOp-
MOBaHi YTBOPEHHS, HE MOB’A3aHi 3 KicTKamMu ckeneTa,
Ta eK30CTO3U. PeHTreHonoriyHa KapTuHa 3anexnTb Bif,
da3n NaToNoriYHOro NPoLLECy: cno4aTky BUOHO TiHi ¢i-
OPO3HO YLLiNIbHEHMX NOEAHAHMX NPOLLAPKIB M’A3iB, Mi3-
HiLLe 3’ABASIOTLCS AiNIIHKN KICTKOBOI LLLIIbHOCTI ,Ta B MO-
LanbLLIOMY BU3HA4Yal0TbCA AeTasli KiCTKOBOI CTPYKTYPMU.

Mpw kom’roTepHIVi Tomorpadgii BidyanidyeTbCa kasib-
unikavis retTepoToni4HOI KICTKM, ika MPOCYBAETHCA Bif,
30BHILLUHBOr0 KParo NepLUIOro By3na Ao ueHTpy. Pafioiso-
TOMHE JOCNIOKEHHS LO3BONSE BUSIBUTY aKTUBHUIA MIO3UT
3 IHTEHCMBHUM NO3aKICTKOBUM HaKOMUYEHHAM i30TOMIB.

MNpwv narosoroaHaToMiYHOMY AOC/IAKEHHI BU3HA4a-
€TbCS aTpPOdis CKENETHUX M’A3IB | 3aMiLLLEHHS X PIBPO3-
HOO TKAHNHOIO, OKOCTEHIHHS M’A3iB, 3B’130K, CYXOXWJlb,
arnoHeBpPO3iB, EK30CTO3MW, rNepoCcTo3, NOTOBLLEHHS KiC-
TOK i3 pO3nyLUyBaHHAM ry04acToi peqyoBuHN enidisis
3a BifICYTHOCTI 3MiH Yy cyrnobax.

Mpw 1abopatopHOMY 06CTEXEHHI MOXYTb BUSBASTA-
Cs1 03HaKM MeTabonivHOro aumao3y, aHeMii. FocTpoga-
30BOi BiAMNOBIAi, BUPAXEHOI 3anasbHOI peakuii 41 rnopy-
LLIEHHST KaJTbLIIEBOr0 OasiaHCy 3a3BmHari He Bii3Ha4aEThCsl.
He xapakTepHe TakoxX MiaBULLEHHS BMICTY KpeaTuHHOC-
dOoKiHa3W, LLIO A03BOJISIE BiOPISHATY NpOrpecyody ocudi-
Kytouy pibpoarcnnasito Big, 3ananbHUX MionaTii.

LundepeHuiviHni giarHo3 Ha NO4aTKOBWX CTAMIAX XBO-
pobu NPOBOAATL 3 IHLUVMMW FreTePOTONMHUMM OKOCTEHIH-
HAMW, NEPBUHHMM KaJIbLIMHO30M, NapasmTapHUMU iHBa-
3igMM (UMCTULEPKO30M TOLLO), HOBOYTBOPEHHAMM, Ae-
diurTom BiTamiHy D, nicnsiH’eKLinHMMM rpaHyibOMamMu.

.M. HikiwwmHa (AHTenaea O.A. 1 coagT., 2015) npu-
nyckae, Lo nporpecytoyda ocudikytoya dpibpoancnnasis
3anepebirom Moxe HabnmXkaTcs 10 PeBMATUYHUX XBO-
P00, NPO LLIO CBIAYMTbL BUCOKA YaCcToTa PO3BUTKY NCOPI-
asy, CUHOBITY, CaKpOoINeiTy Npu NPorpecyoyin ocndiky-
touin pibpoamcnnasii.

JlocToBipHWX BiBOMOCTEV MPO MOXJIMBICTb MPUIMNn-
HeHHs1 XxBopobu abo eekTnBHOI papmakoTepartii rnpo-
rpecyrHoi ocuikyro4oi pibpoancrnnasii Hemae.

OnepaujiiHe BuaaneHHsi ocudikaTiB BBaXXaeTbCsi MPO-
TMUMNOKa3aHMM, OCKiNlbKM MOXIIMBA NPOBOKaLis e Binb-
LIOro MOLUMPEHHS NaTOIONYHOro Npouecy. 3 Toro x
NPVBOAY HE BUKOPUCTOBYETLCS OPTONEAMNYHA KOPEKLS.

EdekTrBHICTb MMIOKOKOPTUKOIAIB HE A0BEAEHA, X04a
B 0ebtoTi XBOPOOU BUKOPUCTOBYETLCS My/bC-Tepanis.
3HebonoBanbHUIA ePEKT AOCAraeTbCA TPUBAIUM NPU-
3HAYEHHAM HEeCTEepPOioHMX NPOoTU3ananbHMX npenapa-
TiB (HIM3IM). Po3rnsgaetscs MOXMBICTb BUKOPUCTAHHS
aHTUUMTOKIHOBOI Tepanii (aHTN-PHI), NpoaoBXy0TLCS
KJiHiIYHI JOCNIIKEHHS arOHICTiB PETUHOIAHOI KUCNOTU Ta
LWITYYHUX aHTUTIN 0o akTueiHy A. 3 2014 p. po3noyarta
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apyra dasa aBox KNiHiYHMX A0ChiIKeHb npenapary na-
nosapoTteH (Clementia Pharmaceuticals, 2014).

Takox nauieHTam NprU3Ha4aloTb ETUNEHAIAMIHTETPA-
ourosy kucnoty (EATA), kanito nogua, BitamiHv rpynu B,
C, A, 6ioctumynaTtopu. Mpu LbOMY Chig, yHUKATK 3aCTO-
CYBaHHS BHYTPILUHBOM’A30BUX iH’ €KL, SIKi MOXYTb CAPO-
BOKYBaTW YTBOPEHHS HOBYX BOrHULL, OcudikaLyji.

MporHo3 npu nporpecytoyirt ocndikytodin dibpoan-
cnnagzii 1oci BBaxaeTbcs 6e3HaaiiHum. HanyacTilui npu-
YNHU NeTasibHOCTI — nereHesa iHpeKLIs Ha TNi FiNOBEH-
TUASALT BHACTIAOK ypaXeHHsI MipebepHMx M’a3iB, BU-
CHaXEHHS, SIKE 3YMOBJIEHE OKOCTEHIHHSIM >KYBaJIbHUX
i KOBTasIbHUX M’A3iB. [1poTe onucaHi 1 N0oAMHOKI Npu-
Kliaay CNOHTaHHOIO Perpecy XBopoou.

HesBaxaloun Ha pigkKicTe 3aXBOPKOBAHHSA, MPOTSArOM
OCTaHHIX KiflbkOX POKIB Yy HaLlii npakTuui 6yno asa Bu-
najgKu, aKi HAaBOAMMO.

Bunagok 1

LisumHka X., 5 pokiB. PaHHili aHamMHe3 He 00Tsxe-
HWIA, xBOpina 3pigka. Y cim’i — 9 giteit. IHwi aitun, 3i cnis.,
300pO0Bi, He ornsHyTi. PoanHa coujansbHO Hebnaromno-
ny4Ha. Matum BBaxae OUTMHY XBOPOIO 3 5 pokiB (i3 cepn-
Ha 2015 p.), ko BRepLUe NomMiTuna NpuUNyxnicTe Gins
npaBoro KyTta sionaTtku, Lo 6yna 6onicHa Npu nanbnawii
(puic. 1). 3 ummm ckapramm Byna rocnitanisoBaHa 3a Mic-
LeM MeLLKaHHS, 0e AUTUHY 06CTEXEHO.

Y 3aranbHOMY aHani3i KpoBi, ceui, GioxiMiuHOMY aHani-
3i KPOBIi 3MiH He BUsiBNIeHO. [okasHukm AHA, aHTu-LILLM-
aHTuTina, aHTn-AHK-Il-aHTKTINa — HeraTmeHI, cybno-
nynsauji nimpounTie, BMICT iMyHOrN00YNiHIB — B MeXax
HOPMaJIbHX 3HAYEHb.

EKTI, Y3/, 0praHis 4epeBHOi MOPOXHUHN — 6e3 0CO6-
JNINBOCTEN.

BcraHosnenwi giarHo3: MyxnnHa M’ aknx TKaHUH?
HeondepeHuiioBaHe CUCTEMHE 3aXBOPIOBAHHS CMO-
JIY4HOT TKAHUHWN?

MposeneHo KT opraHiB rpyaHOI KAiTKU: O3Ha-
KM NMOMIpPHO BUpaxeHoro rnHeesmodidposy. O6’emHo-
iIHDINBTPATMBHI 3MiHW M’ IKMX TKAHWH NPaBoi BiYHOI CTiH-
KW FPYAHOI KNITKW. [OingHKM naTonoriYHoro KiCTKoBOro
YTBOPEHHS Y M’SKMX TKaHWUHaX NiBOI NepeaHboi rpyaHoi
CTiHKW. Ans nopgansLlioro obctexeHHst byna Hanpasne-
Ha B Y «IlMAI im. akagemika O.M. Jlyk’aHoBoi HAMH
Ykpainn» (Knis).

Mpw rocnitanizauii CTaH AUTUHM 3340BINbHUIA, CKapr
aKTUBHO He npepn’sBage. BogHo4yac nig vyac ornaay
He MOXe NiAHATW PyKu 4O PiBHA niiY (ave. puc. 1), poT
BiIKPVBAE YaCTKOBO, MOBEPTAETLCS BCIM Ty/lyOOM pasom
i3 Wwueto. M’a3u wui, CrvHK, NIe40BOr O NOSICY YLLiIbHE-
Hi, GinbLUe niBOpPYY, NPOTE Nanbnayjs YyTAMBiLla NpaBo-
py4. TaMm e 6insa kyTa fonatky BidyanisyeTbcs Habpsi-
KJiCTb M’ AKX TKaHWH, LUIIbHE YTBOPEHHS. Pyxuny cyrno-
6ax, OKpiM NIe40BUX Ta NIKTbOBUX — HEe 0OMexeHi. O3Hak
aKTWUBHOIO CMHOBITY Hemae. Cnn3osa 060J10HKa Ta LLKi-
pa 4ncTi. 3 OOKy BHYTPILLHIX OpraHiB 6e3 CyTTEBUX OCO-
onnBocTeit. DizionoriyHi BianpaBneHHst He NMOPYLLEH.

Y cTaujoHapi auTnHa BCebivHO obcTeXEHa:

BaranbHuii aHania kposi: epytpount — 4,78-10'2/n,
remornobiH — 120 r/n, nenkountn — 7,2-10%/n, Tpom-
oountn — 342-10°/n, eo3uHodinu — 6%, nimgpouTn —
40%, nannykosaepHi HerTpodinm — 3%, cermeHTos-
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Sowest s

Puc. 1. 3oBHilwHiii Burnsa autuhn X. 3 nporpecyoyor ocudikyoyoo
aucnnasielo: 06MexeHicTb 06CAry pyxiB, BUCTYNaYi LINSHKN LWiNbHAX
YTBOPEHb Ha CMWHi, aCUMETPIs M’93iB CMIUHWU, KPUBOLUUS

Puc. 2. 30BHiLuHi Ta PEHTTEHONOTiYHI NPOABM KNiHOAAKTUAIT Y ANTUHN X.

nepHi Hentpodinn — 46%, moHoumtn — 5%, LLIOE —
15 mm/roga.

BioximivHe AOCigXeHHs KPOBI: 3aranbHuiA 6inipy-
6iH — 6,6 MkMonb/n, TUMonoBa Npoba — 2,0 Oa, AnAT —
19 O/n, AcAT — 21 O/n, 3aranbHuii 6inok — 73,3 r/n, ce-
yoBuHa — 4,02 MKMonb/n, kpeaTuHiH — 0,052 Mkmornb/n,
rnoko3da — 3,81 mkmonb/n, CPb — HeraTuBHWIA.

K®K — 177,0 On/n, kanbujin — 1,63 mmonb/n, doc-
dop — 1,60 mmonb/n, nyxxHa ¢pocdarasa 3arasbHa —
1552 Op/n, kmwkoBa dppakuia — 428,9 (27,6%), kicTko-
Ba dpakuis — 859,4 (55,1%).

HopmasnbHWIM BMICT pepPMEHTIB Mioni3y O03BONVB BU-
KITIOYUTM 3anasbHi Ta He3anasbHi Mionarii.

Kanbuivi y no6osiv cedi: 1,8 mmons/n, dochop —
10,5 MMOnb/a, (3HVKEHNIA).

Jns BUKNOYEHHS NEPBMHHOMO rinepnapaTnpeosy ao-
cnigxeHo naparropmoH — 18,5 nr/mn.

Koarynorpama: npoTpoMBiHO-TPOMOIHOBUIA iIHOEKC —
82%, yac pekanbumdikauyii — 95 ¢, pibpunHOreH 3arasb-
HUI — 4,42 r/n, GIGpUHOreH «B» — (+++).

ImyHonoriyHe aocnipkeHHs: 1IgG — 8,1 r/n, IgA —
0,79r/n, IgM — 0,6 r/n, aHTUTINa 4O NOCMYrOBaHUX
M’a3iB He BusiBneHi. LIIK— 0,025 r/n (H), AHA-HeraTuBHi.

3aranbHuii aHasnia ceyi, KonpoJsoriYyHe LOCAXEH-
Hs1 — 6e3 0coBNMBOCTEN.

EKT: cnHycoBa Taxikapais. HCC — 111 ya./xs. Bigxu-
JIEHHS ENEKTPUYHOI OCi cepud niBopy4 — 1 rpagyc. He-
nosHa 6510kaga npaeoi Hixxkn nyyka llica. NomipHi 06MiH-
Hi 3MiHN B MioKapAj.

Y3/] opraHiB 4epeBHOI MopoxH1HM: 6e3 0coBIMBOC-
Tel. Po3Mipy napeHxiMaTo3H1X opraHiB He 30iMbLLUEHi.

ExoKT": aHomarnbHa xopza niBoro LwnyHo4ka. Po3mipum
MOPOXHWH cepus He 30inbLueHi. MinepTpodii CTIHOK He-
mae. CKOpOTMBICTb MiOKapaa 3a0BibHA.

Y 3B’A3Ky 3 BUSIBIEHHSAM KJIIHOAAKTWIT Mi3VHLLIB CTONM
(puc. 2) npoBepeHa peHTreHorpadgis ctor: pedopmyto-
4Ynii noniapTpo3s (?).

MarHiTHO-pe3oHaHcHa Tomorpadis (MPT) opraHis
rpyAaHOI KITKM: KanbUMdiKoBaHi YTBOPEHHSA Yy M’a3ax
(puc. 3).

OcreocuyHTUrpadis: BUSBASETLCA NOMIPHO MNiOBuW-
weHa dikcauis PPl B ainsHLi BepXHBLOMO Kpato NiBoi no-
natkn — oo 117%. Pewta CUMETPUYHUIX AiNSIHOK KiCTKO-
BOi cuctemun PXDI1 dikcye piBHOMIpHO. 3a3HayeHe CBia-
YU, WO M’A30Ba TKAHWHA HAKOMMYYE KanbLiil TOK X
MipOIO, AK i KICTKN.

PeHtreHorpadgis yepena (puc. 4) npoBeaeHa ojis BU-
KJIOYEHHS EHO0KPAHIANIbHUIX KAJTbLIMHATIB, XapPaKTEPHUX
LN NPOTO30MHNX | Napa3uTapHMX iHBASIN: «TypeLbKe Cifl-
J10» NpaBuIbHOI GopMN.

InTnHa KoHcyibTOBaHa criewjianictaMy. OKyniCTOM
(6es natonorii), IOP (6e3 naTonorii), HeBposorom (Bor-
HULLEBOI HEBPOJIONYHOI CUMATOMATMKN HE BUSIBIEHO),
OHKOJI0rom B HaujoHanbHOMY IHCTUTYTI paky (BUKIloYe-
HO 3M105KICHY MyXJ/INHY).

Ockinbkn He BOANOCSA 3HANTN MOXJIMBOCTI /11 FeHe-
TUYHOrO AOCNIOXKEHHS, NpoBeaeHo Bioncito M’a3iB nie-
yaTa cnuHn. FicTonoriyHe AOCIKeHHS TKaHWHW 6iornTa-
Ty: y GionTarti 3 KyTa NliBOi T0NAaTKM HAsiBHI BOMHMLLLA XKNPO-
BUX KJITVH, CMONYYHOTKAHWUHHNX CTPRYKTYP i3 CYANHHUMM
nyyskamm i Habpsikom. 3ananbHa iHDINbLTPaLia He BUSIBIE-
Ha. B 4acTuHI 3 HUX BUSIBNEHI AiNsHKM APIOHOBOrHULLE-
BOI MasibpopMalLtii CyauH BEHO3HOro Ta apTepiasibHOro
TMNiB 3 obniTepaujeto. MHOXWHHI BOTHULLIEBI CKYMYEHHS
dibp0o61aCcTONOAIGHNX KNITVH 3 aKaHTO30M.

OTpuMaHi pe3ynbtaTii 00CTEXEHHS (HAsBHICTb TU-
MOBOI KNIHIYHOT KAPTMHM i BiANOBIAHWX CTUMM An3eMOpi-
oreHeasy, 3MiH kasbLjin-hochHopHOro 06MiHy, BiACYTHICTb
03HaK Mioni3y, 3arasibHo3anasbHOI peakLiii, 1aTOrHOMO-
HiYHI pe3dynbTaT ocTeoCUMHTUrpadii Ta riCToaorivyHo-
ro AOCNIIKEeHHS) LO3BONWAN BCTAHOBUTU AiarHo3: rpo-
rpecyro4a ocudikyroya pibpoamcrnasis (nporpecyroynii
ocuikyrodmii mioant) (M61.1).

Ak cumnTomaTnyHe JikyBaHHS OUTUHA OTpMMYyBana
ibynpodeH, enektpodopes 3 Kl Ha npaBy nonaTkoBy Ai-
naHky. MpoeeneHo 6eciay 3 matip’to Npo 0cobAMBOCTI
nepebiry i NPOrHo3 3axBOPIOBAHHS.

YKPATHCbKUN
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Activion 18

_ A0S Lhovas

Puc. 3. KanbundikoaHi yTBOPEHHs y M'g3ax y AuTHM X. 3a AaHUMK
MPT opraHiB rpyaHoi Knitku

Puc. 4. PeHTreHonoriyHe gocnigxeHHs yepena y autuhn X. (60ko-
Ba NpoeKw;is)

[aHi pekomeHaauii: cnoCTepeXeHHs B AiJIbHNYHOIo
nenjarpa, opTonena, NPOAOBXUTN NPUNOM iBynpodeHy
00 3—4 Mic, MOBTOPHI KypCy eTMAPOHOBOI KNCNOTHU, KYpP-
cu enekTpodopesy 3 PO3CMOKTYBaSIbHMMK 3acobamu.

Ha noBTOpHWUI ornsg 6aTbkn ANTUHY HE NPUBE3-
nn. KatamHes Hesigomuii. [porHo3 3arasom Hecnpu-
ATIINBUIA.

Bunanok 2

Hisunnka ., 7 pokis. 3i cnie 6aTbkiB pocna 1a po3-
BMBanacs BiANoBiaHO A0 Biky. 3i cnie 6abyci BioomMo, LWo
ciMenHMn aHamMHe3 00TaXeHU: 6aTbkKo ANTUHN «Ta-
KOX MOraHo pyxaeTbcs». byna rocnitanisosaHa Ha no-

BJTACHI CNOCTEPEXEHHA

yaTky BepecHs 2019 p. y LleHTpanbHy AnTAYy MiCbKy
NiKapHIO 3a MiCLLEM MPOXMBAHHSA 3i CKapraMmy Ha Ha-
OpsK, 6inb Ta 0OMEXEHHS 3rMHAHHSA B JTIBOMY KOJIiH-
HOMY cyrnobi, Lo BrnepLlue 3’ABUnncs 4epes Oeskuin
yac nicns nagiHHa 3 camokata y nmnHi 2019 p. Nocni-
TanizoBaHa 3a MiCLLeM MPOXMBAHHS, A€ BCTAHOBIEHO
[iarHo3 «peakTUBHUIM apTPUT», BiA3HAYAN0CH KOPOT-
koyacHe nigsuueHHsa LLOE oo 20 mm/ron. 3a gaHu-
MW iHCTpyMeHTaNlbHUX 06CcTexeHb (peHTreHorpadis
TaY3/l), npoBeagHnx 3a MiCLLEM MPOXMBAHHS, ONMMCaHi
YTBOPEHHS 3a TUMOM eK30CTO3iB Y AiNsHLi 060X KOMiH-
Hux cyrno6is. OTpumysanu HM3MM KOPOTKMM KypCOM,
edekT 4acTkoBUIA. Y X0BTHI 2019 p. y AUTUHM BiA3Ha-
YeHu NOBTOPHMIN HABPSK NiIBOro KOMIHHOIO cyrnoba,
3 NpMBOAY YOro AiB4MHKa Gyna NoBTOPHO rocniTari-
30BaHa, nig 4ac 06CTeEXEHHS 3a MiCLLEM MPOXMBAHHS
npoBeaeHi pocnigxkeHHs AHA, HLA B27, aHTuTin oo um-
KNIYHOrO UMTPYNIHOBAHOIrO NeNTUAY, aHTUTIN 40 xna-
MiZLINHMX aHTUreHiB, ki BCi BynM HeraTuBHI, 3a AaHu-
Mu Y3/, Ta MPT BUsSIBNEHO CUHOBIT NiBOrO KOMIHHOIO
cyrnoba, 36epiranocs TakoX He3Ha4yHe MNiABULLLEHHS
LLOE. AnTtuHa 6yna HanpasneHa oo Y «IMNATl im. akag.
O.M. Jlyk’aHoBoi HAMH YkpaiHu» 3 giarHO30M «ioBe-
HIIbHWI igionaTUYHUA apTPUT?» OIS YTOYHEHHS fia-
rHO3Y Ta BU3HAYEHHS TaKTUKM Tepanii.

Mpw nepBnHHOMY di3vkanbHOMY Ornsiai BusiBne-
HO pi3ki 0OMEXEHHS MOBOPOTIB LLWI NMpPaBopy4 Ta fiBo-
py4d, MOBHICTIO HEMOXJIMBE 3aKMOAHHS FOJIOBU Ha3ap,
(3i cniB poawndis, y 6aTbka AUTUHK Tak camo Pi3ko 06-
MEXeHi pyxu LWKi, 41 0OCTeXeHn 6aTbko 3 NpPUBOAY
LbOro — HEeBiAOMO, 3 POANHOI HEe NMPOXMBaEe), 0OMe-
>KEHHS BiABEAEHHS HMKHBOI LWEeNnenu, TyropyxamBiCTb
npomMeHe3an’sICTKoBKX cyrnobis, aedopmaLiii 06ox nep-
LMX nanbLiB cTon (puc. 5), HabpsK, nokanbHa rinepTep-
Misi Ta 0OMEXEHHS 3rMHAHHSA NiBOr0 KOMIHHOMO cyrnoba,
npw cnpobi BUKOHATW NOBHE NaCUBHE 3rMHAHHSA ANTUHA
cKapxunacs Ha CUbHUIA Binb. [HWI cyrnobw npu rocni-
Tanisaujii 6ynn 6e3 HabpsKiB Ta NOKaSIbHOI rinepTepMii.
AyCKynbTaTUBHO BiA3HAYaN0CH AELL0 NPUryLLIEHE Be-
3UKYNSpHE OnXaHHSA Hagd nereHsMn. 3 60Ky iHLIWX BHY-
TPILLHIX OpraHiB nig Yyac orngay 3MiH He BUsBAeHO. lig,
Yyac rocnitTanizauii y AUTUHN CNOCTEPIranncsa KopoTKO-
yacHi enizoan HabpsKiB MixdanaHroBmx cyrnobis nasb-
LiB KNCTEN, L0 CAMOCTIMHO MUHANN.

MpoBeneHi 3aranbHOKMIHIYHI 06CTEXEHHS Oynn 6e3
iICTOTHUX BiOXMNEHb:

3aranbHuii aHani3a kpoB.i: reMornobiH — 129 r/n, epu-
Tpountn — 4,98-10'2/n, neiikoumt — 7,86-10°/n, TpoMm-
oountn — 465-10%/n, LLUOE — 3 mm/roa, eo3nHodinu —
4,6%, HenTpodinu — 49,9%, nimboumtn — 34,5%, mo-
HoumTn — 9,4%, 6. 1,3%.

BioximidHnii aHania kposi: 6inipybiH — 9,3 MKMosb/n,
xonectepuH — 3,4 MKMOJb/N, TUMOJSIOBa npoba —
3,0 On, nyxxHa pocdaraza — 234 on/n, AnAT — 27 on/n,
AcAT — 32 og/n, cedyoBmHa — 4,39 MKMOJb/N, 3arab-
HWN Binok — 77,3 r/n, kpeaTuHiH — 0,075 MMonb/n, Fto-
ko3a — 4,32 MmMonb/n.

Koarynorpama: NTI — 76,0%, dibpnHoreH —
4,11 r/n, didpuH — 19 mr, dibpnHoreH B — HeratneHWIA.

IMyHO10rYHI AOCTTKEHHS: Yy CUPOBATLL KPOBIi iMyHO-
rnobyniH G — 15 r/n, imyHorno®yniH A— 2,3 r/n, iMmyHo-
rnobyniH M — 1,75 r/n.
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Puc. 6. MPT kynbLioBux cyrno6is Ta CTErHOBUX KiCTOK AnTMHU T

3BaranbHuii aHania cedi Ta korporpama 6e3 Bioxu-
NeHb. Y 40060BI ceyi rnoko3a 1a 6islok He BUSIBJIEHI.

EKT": cuHycoui putm. HCC — 79 ya./xB. Hopmanb-
HE NONOXEHHSA eNneKkTPU4HOI Bici cepus. EKIM B mexax
HOpMW.

Y3/ wmtoBmAaHOI 3a/1031 03HAK EXOCTPYKTYPHUX
3MiH HE BUSIBUSIO.

3a gannmmn Y31 OYI ta HMpOoK Bi3yani3ytoTbCs Me-
3eHTepianbHi nimdaTnyHi By3nu posamipoMm 10-12 mm
3BUYAHOI CTPYKTYPU, PEAKTUBHI 3MiHM MapeHxiMu ne-
YiHKW, TKaHWUHW NiALWAYHKOBOT 3a5103U, Big3Ha4eHa rie-
noekTagig 060X HMPOK.

BpaxoBytouu BiACYTHICTb TUMOBKX O3HaK Ta flabo-
pPaToOPHMX 3MiH, MPUTAMaHHUX IOBEHIIbHOMY igionaTuny-
HOMY apTPUTY, NPOAOBXYBaNN OjarHOCTUYHMIA MNOLLYK.

3a AaHMU iIHCTPYMEHTaNIbHUX OOCTEXEHD:

Cniporpagisi: nerke NnopyleHHs1 BEHTUASALINHOT
30AaTHOCTI 32 PECTPUKTMBHUM TUMNOM. [ly>xe nerke no-
PYLUEHHS BEHTUNIALIAHOT 30aTHOCTI 32 06CTPYKTUBHUM
TUNOM.

MPT nigoro cterHa (pvc. 6): ocepeakiB NaTonoriyHoi
3MiHn MP-curHany Big M’ iKnx TKaHMH BUOVMUX OiNSTHOK
rnpaBoro Ta iBOro cterHa He BusifieHo. M’a3u cTerHa
Ta ix cyxoxunnnsa cpopmoBaHi npaBunbHo. Ocepenkis
obMexeHHs anodyaii Ha DW1 Ha pocnigxysaHoMy piB-

Hi HE BUsIBNEeHO. Buanmi Bigpi3km CTErHOBUX KiCTOK BU-
rNa0al0Tb iIHTAKTHUMU, LNICHICTb KOPTMKaNbHOI O LWapy
He nopyLueHa. Y cynpanatenspHin CymLi Ta B MOPOXHN-
Hi NiBOro KONIHHOMO cyrno6a BU3Ha4YaeTLCSA NATONOrivYHe
Hakonu4eHHs piamHn. MP-03Hak 06’eMHUX, TpaBMaTny-
HUX Ta iIHOINbTPATUBHO-3anasIbHNX 3MiH CTPYKTYP NiBO-
ro CTerHa npu uboMy O0OCTeXeHHi He BusiBneHo. MP-
KapTWHaA CUHOBITY NiBOrO KONIHHOMO cyrnoba.

Y3/] kucteri: Y3-03Hakn ekcygaTMBHOIO CUHOBITY
N’ACTKOBO-danaHroBoro cyrnoba 3-ro nasbLs npasoi
KMCTi. Y3-03HaKu TEHAOCUHOBITY CYXOXWISA 3rmHaya
3-ro nanbLsa NPaBoi KUCTI.

Y3/1 niktboBYX Cyr100iB: Y3-03HaKM HE3HAYHOIO CU-
HOBITY NIKTbOBMX CYrn00iB.

Y3/ koniHHux cyrno6iB: Y3-03HaKu 3HUXKEHHS XPsi-
L, eKCyaaTUBHO-NPONiepaTMBHOrO CUHOBITY NIBOrO
KONIHHOro cyrnoba.

Y3/l rominkoBocTonHmux cyrnobis Y3-natonorii
M’SIKMX TKQHWUH FOMIiJIKOBOCTOMHWUX CYrnio6iB He BUSIB-
NEHO.

Y3/ kynbLuioBux cyriiobiB: Y3-03HaKn MOXYTb Bifl-
noBigaTn ocTeodiTy NpaBoro KysbLIOBOro cyrnobda (ri-
NMEPEXOreHHe BKJIIOYEHHSA A0 3 MM crpaBa).

PeHTtreHorpagis kynbLioBux cyriiobis. Cyrnobosi
3anagyiH1 MatoTb HEPIBHY MOBEPXHIO. Cyrno0oBi LWiHN
3BY>KEHi 3i 3HMXKEHOIO NPO30PICTIO. [0/TI0BKM CTEFHOBUX
KICTOK BUXOOSATb 3a MeXi 3anaauH (puc. 7a).

PexTtreHorpadis wumiiHoro Bianiny xpebta. OCTUCTI
BiAPOCTKW BCiX WUNIAHMX XpebuiB 3poLleHi. C- Ta C,-Ti-
na xpebuiB 3poLLeHi. MixX iHLWMM Xpebusamu Wi MiHi-
MasbHUIA NPOCBIT (puc. 70, B).

OnTnHa oTpumMana KoHCynbTauilo B oprorneaa
Y «lHcTuTyT TpaBmatonorii Ta optoneaii HAMH Ykpa-
iHM», onMcaHa sk BpoaykeHa ek30CTo3Ha xBopoba (aja-
dizapHa aknasis).

3 ornsay Ha 0BTSKEHICTb CiMeNHOro aHaMHe3sy BU-
SIBJIEHI 3MiHW Ha PEHTreHorpami KynbLUOBUX CYrno0iB,
XapakTepHi BPOAXeHi gedopmadii BeNMKnX nanbLiB
060ox cTon, 3anigo3peHa BpoaKeHa CUCTEMHA NaTo-
JI0risi CNOAYYHOI TKAHVHW, AUTUHY HANpPaBAeHO Ha KOH-
CynbTaujilo 4O MEAMYHOIO reHeTrKa.

3a TOHKOLLIapoBOo XpomMaTtorpadieto aMiHOKUCNOT
i ByrfIeBOAIB CYTTEBMX BiOXWJIEHb HE BUSIBIIEHO: NO3U-
TUBHI: TECT Ha OPYKTO3Y, rinepamiHoaunaypito, npo-
NiH, Cnign: Ha UMCTUH, Ha Mykononicaxapmuou. MeTta-
60niTM CNOoAYYHOI TKaHMHW B J,OBOBIN Cedi: OKCUNPOiH
1062 mmonb/0o6y (Hopma — 191-488), piBeHb KUCNX
Al 100 op LUIMX/r kpeaTunHiHy (Hopma — 173 og, LIMNX/r
KpeaTunHiHy). NpoBeneHnin 6ioXiMiYHMIA CKPUHIHT Ha My-
kononicaxapuaosu | Ta ll Tuny metogom cyxoi kpani.

Ockinbkn gaHi pedynbtaTiB nabopaTopHUX Ta iH-
CTPYMEHTaNbHUX AOCiAXEeHb He Oynu AOCTaTHI ans
YTOYHEHHS AjarHo3y, AUTUHY 6yno HanpaBieHo A0 Me-
OMKO-reHeTunyHoi KoHcynbTauii HACJ1 «OxvaTtanTt», ne
Ha niacTasi gaHnx ornagy (KniHogakTunis nNanbLiB CTorM,
0OMEXEHHS BiaBeAEHHSI HUXHbBOI Lenenn, Tyropyximn-
BiCTb Cyrn106iB), CIMEMHOIO aHaMHe3Y (YPaKEHHS LLNIA-
Horo Bigainy xpebrta y 6atbka), JaHUX iIHCTPpYMEHTas b-
HOro obcTexeHHs (HasBHICTb eK30CTO3iB, ocudika-
TiB, 3POLUEHHS XPEOLLB, BKOPOUYEHI Ta LUMPOKI LUNINKK
CTErHOBUX KiCTOK) BCTAHOBJIEHWI OCHOBHWI fiarHO3
nporpecyto4oi ocugikyo4oi gpibpoavcrna3sii, 3anpo-
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Puc. 7. PeHTreHorpamn KynblioBux cyrnobis (a) Ta WuitHOro Bipainy
xpe6Ta (6, B — y ABOX NPOEKLisx) AuTuHm I

noHoBaHa [HK-giarHocTvka — noLiyk MyTtaLivi reHa
ACVR-1 pns 1ioro niaTeepoXeHHs (B poboTi). AuTuHa
OTPUMYE NiKyBaHHA — AMKNOMEHAK HATPIN y NpoTu3a-
nasnbHili no3i. 3 6aTbkaMn NnpoBeneHa 6eciga Npo ne-
pebir Ta NPOrHo3 3aXBOPIOBAHHS.

OnucaHi BUnaaxuy AeLo Biapi3HaTbCA 3a 0C00M-
BOCTSIMM e6I0TY i nepebiry XxBopobu, LUBMAKICTIO pO3-

BJTACHI CNOCTEPEXEHHA

BUTKY OCUQIKYIOHYMX NMPOLECIB Y CKENEeTHUX M’a3ax.
Ockinbky TeMNY NPOrpecyBaHHs 6ynv BULLMMU B Nep-
LIOMY BUMAAKY, ANTUHA 04pa3y po3rngaanacs sk nawi-
€HT i3 M’A30BMM YPXXEHHAM, | AN EPEHLINHNI AiarHO3
NMPOXOAMB Y MeXax HOBOYTBOPEHb, 3anaibH/X Ta HE3a-
nanbHUX ypaxKeHb M’43iB, iIHLUMX MPUYUH iX KanbLndika-
uii. Y opyromy BUnaziky Ha nepLuvii rniaH BUXO4UTb Cy-
NYTHE ypaXKeHHs Cyrnobis, TOMY AiarHOCTUYHWIA MOLLYK
cno4yaTky OyB CNPSIMOBAHNIA HA YTOYHEHHS XapakTepy
CcyrnoboBoro CMHAPOMY, NMPUYOMY HASIBHICTIO «EK30-
CTO3iB» Ta iHLLUMX 3MiH 3 OOKY ONOPHO-PYXOBOro anapa-
Ty HexTyBanu. Ha ue BnnavBanu 1 0CobaMBOCTi PO3BU-
TKY OMNTAY0i PEBMATOOri B HALUIM KPAiHi, SKi CbOrOHi
iHOAj CYNPOBOMKYIOTLCS MiNepaiarHOCTUKOI IOBEHIb-
HOro apTpuTy. Ha HaykoBmMx 3axofax LOMoBiAaTLCA
onvcu BMNaaKiB BiACYTHOCTI epekTMBHOCTI iX Tepanii,
KOJIN Y MaLjEeHTIB Yepes Kiflbka PokiB BNepLle BUsBe-
Hi BPOI)KEHI Baan PO3BUTKY, B TOMY YUCHI 3i 3POLLEH-
HAM XpeoUuB.

Tomy AMTAHOMY PEBMATOJONY NEPEL, MPUAHATTSAM Pi-
LLEHHS! NPO MPU3HAYeHHSs! NliKyBaHHS OAUTUHI HEOBXiaHO
peTenbLHO NepernsHyT! KPUTEPIi AiarHO3y XBOpOoOM Ta 3i-
CTaBUTU iX i3 KNIHIYHVMW NPOSBaMM 3aXBOPIOBAHHA'Y M-
TUHW. Y pasi X BUABNIEHHS 000AaTKOBMX O3HaK, HEBIAMO-
BiAHOCTI, 3aBXAW A0LISIbBHO PO3rASHYTU MOXJIMBICTb Ha-
SIBHOCTIi B ANTUHW iHLLIOT XBOPOOU, sika CYyNpPOBOLXKYETHCS
noaibHOI CUMMATOMATKKOIO, NEPLU 3a BCE, BPOMKEHWNX
aHOoMalin Ta reHETUYHNX 3aXBOPIOBAHb.

MOXMBOCTI NliKyBaHHS rEHETUHYHOI NATOSOr i 3 KOX-
HMM POKOM OHOBJIOIOTBCS | BUHMKAIOTb HOBI, Liika-
Bi Ta ONTUMICTUYHI MOBIOOMIEHHS OO0 €PEKTUBHOCTI
HOBUX METOAIB Tepanii. He3paxatoun Ha Te Lo PiaKiCHI
reHeTUYHi NaToNOrii B LLIOAEHHI NpakTuLi nikapis Oifb-
LLOCTI CreujanbHOCTEN TPanisioTbCH HaA3BUYANHO Pia-
KO, BKpaw BaXKJIMBO BMITW B4ACHO iX pO3Mi3HaTV Ta Hanpa-
BUTU LIMX NALLIEHTIB Ha NoaasibLLe 0OCTEXEHHS, OCKINIbKA
B, LbOro 3anexaTnMyTb NEPCMNEKTUBU Ta SKiCTb XUTTS
HE NULLIE HALLIMX MaJTIEHbKUX NaLEHTIB, ane 1 ixHix cimen.

CNMUCOK BUKOPUCTAHOI JIITEPATYPU

AutenaBa O.A., Hukmwmna W.MN., F'ycera U.A. n gp. (2015)
Mporpeccupyiowas occuduumpytowas ubpogucnnasus. PMX, 7: 415—
420.

FaycmanoBa-lMetpyceBuy U. (1971) MblweyHble 3a6oneBaHus.
Bapuwasga, c. 326.

Monomapes A.A., Kynukos E.[., Kapaeaee H.C., ®epoce-
eB A.B. (1998) Peakue koxHO-BUCLIEPaNbHbIE CUHAPOMBI. PSi3aHb, 648 c.

MpockypoBa B.U., Koctenko U.H. (1973) O mMHOXeCTBeH-
HOM nporpeccupytolemM Muosute (occuduumpytowem). Bpayeb. geno,
4:114-118.

Blaszczyk M., Majewski S., Brzezinska-Wcislo L. (2003)
Jablonska Fibrodysplasia ossificans progressiva. Eur. J. Dermatol.,
13(3): 234-237.

Clementia Pharmaceuticals Initiates Phase 2 Study of Pal-
ovarotene in Patients with Fibrodysplasia Ossificans Progressi-
va (FOP) (2014) July 14 (http://clementiapharma.com/wp-content/up-
loads/2019/04/Clementia-20140714.pdf).

Favus M.J. (1990) Fibrodisplasia (myositis) ossificans progressi-
va. Primer on metabolic bone diseases and disorders of mineral metab-
olism. First ed. ASBMR, 297 p.

Glaser D.L., Economides A.N., Wang L. et al. (2003) /n vivo
somatic cell gene transfer of an engineered Noggin mutein prevents
BMP4—induced heterotopic ossification. Bone Joint. Surg. Am., 85—
A(12): 2332-2342.

YKPATHCbKWN PEBMATOJIOTIYHUW XYPHAJ o N2 4 (78) » 2019



BJTACHI CNOCTEPEXEHHS

HegyilL., Gannon F.H., Glaser D.L. et al. (2003). Stromal cells of
fibrodysplasia ossificans progressiva lesions express smooth muscle lin-
eage markers and the osteogenic transcription factor Runx2/Cbfa-1: clues
to a vascular origin of heterotopic ossification? Pathol., 201(1): 141-148.

Kaplan F.S., Glaser D.L., Shore E.M. et al. (2005) The phe-
notype of fibrodysplasia ossificans progressiva. Clin. Rev. Bone Miner.
Metab., 3: 183-188.

Lees-Shepard J.B., Yamamoto M., Biswas A.A. et al. (2018)
Activin-dependent signaling in fibro/adipogenic progenitors causes fibro-
dysplasia ossificans progressiva. Nature communic., 9(1): 471.

Lucotte G., Bathelier C., Mercier G. et al.; FOP Consortium.
Fibrodysplasia Ossificans Progressiva Consortium (2000) Localiza-
tion of the gene for fibrodysplasia ossificans progressiva (FOP) to chro-
mosome 17q21-22. Genet Couns., 11(4): 329-334.

Mahboubi S., Glaser D.L., Shore E.M., Kaplan F.S. (2001)
Fibrodysplasia ossificans progressiva. Pediatr. Radiol., 31(5): 307-314.

Olmsted E.A., KaplanF.S., Shore E.M. (2003) Bone morphoge-
netic protein-4 regulation in fibrodysplasia ossificans progressiva. Clin.
Orthop., 408: 331-343.

Palhares D.B., Leme L.M. (2001) A perspective on the control
of myositis ossificans progressive. J. Pediatr. (Rio. J.), 77(5): 431-434.

Scarlett R.F., Rocke D.M., Kantanie S. et al. (2004) Influen-
za-like viral illnesses and flare-ups of fibrodysplasia ossificans progres-
siva. Clin. Orthop., 423: 275-279.

Semonin 0., Fontaine K., Daviaud C. et al. (2001) Identifica-
tion of three novel mutations of the noggin gene in patients with fibro-
dysplasia ossificans progressiva. Am. J. Med. Genet., 102 (4): 314-317.

https://www.ifopa.org/

PEAKUE BOJIE3SHMU:

OBA CJIY4MA] NPOrPECCUPYIOLLEA
OCCUDULIUPYIOLLEN
DOUBPOAUCIJIASNN B NPAKTUKE
AETCKOIo PEBMATOJIOIA

E.A. OwnsiHckas™ 2, A.Il'. ApunmoBny’ 2,
H.B. CamoHeHKO" 3

'HauwnoHanbHas MeanumHckasl akaaemusi
rnocaeannIoMHoro obpa3oBaHus
um. M.J1. Lynnka M3 YkpauvHbl, Knes
211Y «MIHCTUTYT neamaTtpun, akyLLepcTBa
v rmHekosiorum um. akas. E.M. JlykbsiHoBow
HAMH YkpauHbl», Knes
SH/ACB «OxmataeTt», Kues

Pe3iome. [Iporpeccupyrolyas occupuumpyroLlasl
pubpoavicnnasuvs aensetcs peakum (1 m3 2 MiH)
reHeTnyecknm 3abosieBaHNeM ¢ ayTOCOMHO-A0MU-
HaHTHbIM TUIMOM HacJ1eA0BaHWsl, KOTOPOE 3aKJio-
4YaeTcs B MOCTENEHHOM 3aMEHE MbILLIEYHOV TKaHu
KOCTHOV Y MPUBOANT K MHBaINAN3aLNN, a 3aTeM
v cmepTy naymeHTa. [NyTb K yCTaHOBIEHWIIO AnarHo-
3a 3a4acTylo 3aHUMAET HECKOJIbKO JIET N3-3a HU3-
KOV pacripoCTpaHeHHOCTY raTtosiornm v KImHu4e-
CKOWVi CXOXECTH C OPTONeANYECKNMU Y OHKOJI0rn4e-
ckuMu 3abos1eBaHVsSIMU. Ha ceroaHsILLIHWI 1eHb 3Ta
00/1e3Hb SIB/IIETCS HEN3IEYNMOM, HO B MUPE MPO-
J0JIKAI0TCS KIIMHUYECKNE UCTbITaHWS Mpernaparos,
KOTOPbIE MO3BOJISAT MPUOCTAHOBUTH MPOLIECC OCCU-
Pukaumm. Lenb: npysieds BHUMaHNE K OCOOEHHO-
CTSIM TEYEHUS1 Y TPYAHOCTY ANarHOCTUKU MPOrpec-
cupyroLLier occupuUmpyroLLier pubpoancriasuy.
OO6GBeKT: nauneHTsbl NeaguaTpPu4eckoro npogus
C nporpeccupytoLeri occuguumpyroLei ¢pubpo-
avcrinasvei. Merogbl: 06paboTka AaHHbIX Meau-
UMHCKOV AOKYMeHTauuy. Pe3ynbrarbl: OnvcaHbl

/1Ba CJ1y4asi porpPeccupyroLLer occnduumpyouen
pubpoavcrnnasnm y AeTev, HAXoANBLUVXCS Ha Jieqe-
Huy B kiiHuke Y «UTMAT um. akaa. E.M. JlykbsiHO-
Bovi HAMH YkpaviHbl». BeiBOAbI: HACTOPOXEHHOCTb
JAETCKUX PEBMATOJI0rOB M BPa4eri CMEXHbIX crieym-
aJIbHOCTEVI K BbISIBJIEHUIO CJTy4a€EB MPOrpeccupyro-
Levi occnguumpyroLe pubpoamncnia3nmy rno3so-
JINT KaK MOXHO paHbLLE MNpeaocTaB/isiTb BCIO BO3-
MOXHYIO MOMOLLb fNaumMeHTaMm ¢ 3TUM AUarHo30M
W Yy4LIaTh UX KQYECTBO XU3HU.

KnioueBble cnoBa: nporpeccupytoLlasi
occuduumpyoLLaa Grudbpoamcnnasns, KIMHUYECKni
cny4ai, netm, opdaHHble 3a601eBaHNS.

RARE DISEASES: TWO CASES

OF FIBRODYSPLASIA OSSIFICANS
PROGRESSIVA IN THE PRACTICE
OF A PEDIATRIC RHEUMATOLOGIST

O.A. Oshlianska'’ 2, A.G. Artsymovych’ 2,
N.V. Samonenko’ ?

'National Medical Academy of Postgraduate
Education named after P.L. Shupik,
MH of Ukraine, Kyiv
28| «Institute of Pediatrics, Obstetrics
and Gynecology, NAMS of Ukraine», Kyiv
SNational Pediatric Specialized Hospital
«Ohmatdyt», Kyiv

Summary. Fibrodysplasia ossificans progressiva is a
rare (1 out of 2 million) genetic disease with an auto-
somal dominant type of inheritance, which causes fi-
brous tissue to be gradually ossified and leads to dis-
ability and then death of the patient. The path to the
diagnosis often takes several years, due to the low
prevalence of pathology and clinical similarity to or-
thopedic and oncological diseases. Today, this dis-
ease is incurable, but there are ongoing clinical trials
of drugs in the world that will suspend the process of
ossification. Objective: to draw attention to the fea-
tures of the course and difficulties of diagnosis of fi-
brodysplasia ossificans progressiva. Object: pediat-
ric patients with fibrodysplasia ossificans progressiva.
Methods: analysis of data of medical documenta-
tion. Results: two cases of fibrodysplasia ossificans
progressiva in children undergoing treatment at the
S «IPOG named after O.M. Lukyanova of NAMS of
Ukraine» are described. Conclusions. The caution of
pediatric rheumatologists and doctors of related spe-
cialties in detecting cases of fibrodysplasia ossificans
progressiva will allow as early as possible to provide
all possible assistance to patients with this diagnosis
and improve their quality of life.

Key words: fibrodysplasia ossificans progressiva,
clinical case, children, orphan diseases.
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