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Knesckas ropofckas getckas kKnvHu4deckas 6onbHuua Nel

Pestome. Ha krunuueckom npumepe noxkasamol 006eKmueHble CLoNcHOCmu Ouppepenuyuanvioil ouaznocmuxi o0uupnoix 06oem-
1oix 06pasoeanuii mszkux mraneii ¢ demcxom ozpacme. Okonuamenvivlil OuazHo3 6vli NOCMAGLEH HA OCHOBANUL PE3YIbMAMOG
doobcaedosanus pebenxa ¢ arabopamopuu Centogene (Iepmanus), xomopvie noomeepounu nanuuue mymayuu GNAST-zena.
Jleuenue npoepeccupyroweti occupuuupyioweti zemeponiasuu kpaiine npotiemamuuio. Ha dannom amane ziasnas 3adaua ieue-
HUSL COCIOUM. 8 KOPPEKUUU 20PMOHAILHBIX PACCIPOLICMG U COXPANEHUU DYHKUULL NOPANCEHHbIX CYycmaesos. B nepcnexmuse nau-
Gonee eeposmiuviM NPeocmaeisemcs: paspadomxa u anpobauus (6 SKCnepuMenme U Ha JCUCOMILLX) NPEnaApamos, 00Na0aIouuUx
cnocobnocmuio 6rokuposamn mymavuu ¢ GNAST-zene, wmo nossoium npedynpedums wiu npepeams 2emepozeHuyIo 0CCUpUKa-

UUIO U Yayutuumv cocmosnue OONLHBIX.

Kntoueswie cnosa: zenaccouuuposaiias namonozisi, npozpeccupyiouas oCCUPUUUPYIouas 2emeponiasus, ouddepenyuarvias

Juaznocmuxa.
BBenenue

MEJIUIIMHCKOM TPAKTUKE BbIIEJSIOT [BE TeHACCO-

[MMPOBAHHBIE MATOJOTMU CO CXOKNUM KJIMHUYECKUM
CHMITTOMOKOTIIIEKCOM: (hHOPOTLIA3Hst OCCUbHUITUPYIONTas mpo-
rpeccupyiomast (FOP) u nporpeccupyiomast occuduiupyio-
mas rereporuiasust (POH). Onn xapakTepusyioTcst BpOsKIeH-
HOI KOCTHOH NMaTOJIOTHEH U MPOrpeccUpyIoNM IeTepoToIH-
YECKMM OKOCTEHEHHEM MBIIIII, CYXOKUJINI, CBI30K, ATOHEBPO-
30B. PacoBoii, 1os10Boli miam reorpaduueckoi mpeapaciosio-
sKeHHOCTH He BbisiBeHo. Ocobennoctbio POH saBistorcs
HacJie10BaHme 1o OTI],OBCKOV[ JIMHUU, M€/IJIEHHOE ITPOTPeCCUPO-
BaHMe MPOTIECCa; HAYATIO 3a00I€BAHNS, KaK PABIIIO, He CBsI3a-
HO C TPaBMOIf; B MOAABJISIONIEM OOJBIINHCTBE ciyyaes POH
COTIPOBOJK/IAETCSI TOPMOHAIbHBIMU HAPYHICHUSMHE (4aIlie BCEro
runodyHKIMEN HAIIIOYEYHUKOB, IIUTOBUIHOMN JKeJIe3bl ).

Boigensitor 6 1moaBuaoB 3a0o0JieBaHUs, CBSI3AHHOIO
¢ GNAS1-ren myTanueii:

1. Ocreomucrpodus Onbpaiita (AHO).

2. llcespnoncesporunonapatupouziusm (Pseudopseudohy-
poparathyroidism — PPHP).

3. Tlcesmorumomnaparuponzuam (Pseudohypoparathyroi-
dism Tuma Ta (PhPIa).

4. Kosxnas octeoma (osteomacutis).

5. TIporpeccupyiomiast koctHas rereporiiasust (POH).

6. Couerannslie (hOPMBI.

[Tporpeccupytomas occudunupyonas reTeponaasus
(POH) — ayrocoMHo-IOMHHAHTHOE 3aboJeBanue, aedeKt-
HBIE QJIJIEJIN B KOTOPOM HACJIEAYIOTCS MCKIIOYUTENBHO T10
oTIoBCcKOl iHuu [6]. OHa oTHeceHa K KpaiiHe peiKkuM 3a00-
JIeBaHUAM uesnoBeka. B Mupe nabmogaercs okono 60 yenoBek
¢ POH, oredyecTBenHast CTaTUCTHKA 10 TaHHOMY 3a060JeBa-
HUIO OTCYTCTBYET.

POH — wmerarmiacTiyeckuii mporecc, mpu KOTOPOM TIPOKC-
XOIIUT OOBI3BECTBIIENNE, & B MOCJIEAYIONIEM — UCTUHHOE OKOCTe-
HEHHUE COEMHUTEIbHOTKAHHBIX IMPOCJIOEK B TOJIIE JIEPMBI,
MBI, aciii, anoneBpo3os, cyxoxuanit. GNAS1-ren (Gene:
[20q13.32/GNAS1]), naxoqurcest Ha xpomocoMe 20 1 BKIIFOYAeT
13 konupyronmx ak30H0B. OH KoaupyeT BhipaboTKy Geska Gs-al-
fa (guanine nucleotide binding protein (G protein), kKotopsiii
HIPAET KIIIOYEBYIO POJIb BO B3AUMOJIEHCTBUH KJIETOK JIPYT C JIPy-
roM [2,3]. Ternbrit geheKT TPUBOAUT K HETOCTATOYHOCTH TOTO
6eJIKa, B PE3yJIbTaTe Yero HapyMaloTCsA MEKKIIETOUHBIE CBsi3u [6].

POH wmanudectupyer B paHHeM AETCKOM BO3pacTe M
HOCHT, KaK [PaBUJIO, TPOrPeCCUpyIoNuii xapakrep. XoTs
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HEKOTOPBIE aBTOPbI OTMEYAIOT, YTO € B3POCJIEHUEM ITAI[EeHTa
nporpecc 3aboseBanus 3amesisiercst [5]. Konnnaeckn 3a60-
JieBarne HaunmHaeTcst ¢ cybhebpunurera u mosgBaenus 6oJes-
HEHHBIX YIUIOTHEHWIT B JIepMe, TTOJIKOKHO-KUPOBOIT KieTyar-
Ke, MBIIIIAX ¢ mocaenyoneil nx Kaapludukaumei, a 3atemMm
occudukaimeil, orpaHUYeHUEeM U CKOBAHHOCTBIO JIBUKEHUI.
KocTHast TKaHb TOSIBIISIETCS B MECTAX, T/I€ €€ OBITD He I0JIKHO,
[pUYeM BO BCEM, KPOMeE JIOKAJIU3AIMK, 9TO HOPMaJbHast
TKanb [6]. Ee HeoObranoe MecToHaxXOkKAeHue OObICHIAETCS
HapyIIeHUeM MPOBOIMMOCTH KJIETOUHBIX CUTHAJIOB, PEryJiu-
pytomunx auddepeHpoBKy HE3PEsbIX KIETOK, B IIpoliecce
KOTOPOIT OHU TIPEBPAIIAIOTCS B Ty WX UHYIO TKAHb OPraHu3-
Ma, CTAHOBSICh KJIETKAMU KOXKM, MBIIIIL, ’KUPA. SHAYUTEILHBIC
CJIOKHOCTU BO3HUKAOT B TEPBUYHON AuddepeHImatbHOM
muaraoctuke POH, KOTopyio HE0OXOAUMO TIPOBOAUTD KaK C
NOOPOKAYECTBEHHBIMH, TaK U 3JI0KAYeCTBEHHBIMU HOBOOOPA-
30BaHUAMUN KOCTeI‘/JI N MATKUX TKa[leﬁ, leeMMyll[eC'l‘BellllO C
capkoMamu. B ¢Bsi3u ¢ aTHM IIPaKTHYECKHUIT MHTEPEC TPEICTAB-
JigeT Hate HabJIoeHe 3a MaIMEeHTKOMN, WTIOCTPUPYIOIee
00BEKTUBHBIE CIOKHOCTH TG hepeHITmaTbHOM ANATHOCTHKIT
OOIIUPHBIX 0OBEMHBIX 0OPa30BaHM MATKUX TKaHEH B JeT-
CKOM BO3pacre.

MaTepI/laJ[ U METObI UCCJIENOBAHUA

Pebenok Habmogaercst 8 KneBckoii ropojickoii eTckoii
6ompamie Nel ¢ Hos6pst 2012 roza 10 HACTOSIIEE BPEMSL.

JleBouxa NN, 1 rox 3 mecsra, mocTynuiaa B Xupypruue-
ckoe otnenenre KneBckoit ropojickoii 1eTCKOM KJINHUYECKO
GosbHuIBI Nol ji71st 06C/IeIOBAHUS U JIaJIbHEIIIErO JIeUeH s ¢
rpeiBapuTeabHbIM auarno3oM «Ckiepojgepmust>. Pogaurenn
MIPEUbSIBIISLIN JKaI00bI Ha MOsIBJICHUE YIJIOTHEHUH B JiepMe B
06JIaCTH MIPABOTO JIOKTEBOTO CyCTaBa.

An. vitae. BepemeHHOCTD TIpoTeKama 6e3 0COOEHHOCTETN.
Popumnach jieBoyka JIOHOIIEHHON, B CPOK, ¢ Maccoi Teja
3200,0 r, gymHoi 51 e, o mkaie Anrap — 86. [Ipusura 1o
Bozpacty. VHdeKImonnbIx 3a60aeBanuii e 6b110. Asiepru-
YecKue peakiuu He oTMedeHbl. CeMeHbIN aHaMHe3 He OTSATO-
men. [lcuxnueckoe n pusnyeckoe passutne pebeHka coooT-
BETCTBYET BO3PACTY.

An. morbid. 3abosiena B 4YETHIPEXMECAYHOM BO3PACTE,
KOr/JIa TOSBUJINCH YIUIOTHEHUS B JIOKTEBOM CTHOE B MeCTe
3a60pa KpOBHU W3 MPaBoii JToKTeBOit Berbl. C pocToM pebeHka
Marh OTMEYaeT pa3pacTaHue YIJIOTHEHWH, MPUOOPETArOIINX
XapaxkTep OKOCTEHEHUsI, HapyIIAoMMX (YHKIIUIO JOKTEBOTO
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Puc. 2.

Puc. 3.

N J1yde3alrsiICTHOTO CyCTaBOB, C UICTOHYEHUEM KOKHU Ha/l HUMU.
A Tarke TIOSIBIEHHEM CHMIITOMA «MUHYC-TKaHb» B OOJIACTH
nepeiHeii GpIONTHON CTEHKH CJIeBa.

Status localis. B obnactu BepxHeil TPeTH MPaBOTO MpPeJ-
IJIeYbs U [IPABOTO 3aISICThSI €JIMHNYHbIE TIJIOTHBIE (PUKCUPO-
BaHHble 00PA30BAHUS B IEPMe, KOKA Hajl HUMI HCTOHYEHA, C
YMEPEHHO BBIPAKEHHBIM COCYAUCTBIM PUCYHKOM, 6e3 TeMIie-
paTypHOIi peakiuu. Pe3ko cHIzKeHa ABUTaTe bHAS (QYHKIINS
B JIOKTE€BOM U JIy4e3alsICTHOM cycTaBax (puc. 1, 2).
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Puc. 6.

Jluddepenimanbhas MarHiocTRKa MPOBOUIACH TIPEKIE
Bcero ¢ ¢ubpornmasueii occnpuIUpyIomeil Mporpeccupyio-
ieit (6. Mionxeiimepa, FOP), xapakrepusyrolieiicss MyTaiu-
eit B rene ACVR1 [8], ¢ mporpeccupyioteii occuduiupyio-
mreii rereporiazueit (POH), xapakrepusyiotieiicss Mmytaruei
GNAS1-Tena, a Takke ¢ MOCTTPAaBMATHYECKOIN BHECKEJIETHON
occuduKanuen.

PesyabraThl HCCIEA0BAHKS U UX 00CY KIEHUE

Ha Re-rpammax B aumHaMuKe IIpeJCTaBJIEHBI y4aCTKU
OKOCTEHEHMS B JlepMe M IOJKOKHON KJeT4aTKe MpaBoii
BepXHeil KOHEYHOCTH, MPaBOil KJouniibl, (cM. puc. 2—6).
Pe3ynbTaThl TabOpaTOPHBIX MCCIEIOBAHUN TPEICTABICHDI
B Taba. 1-2.

[larnble reHetmyeckoii axcmeptussl or 02.2013: myTa-
i ACVR1 He o6HapyKeHO.

AHaM3bl KPOBU 11OKA3aJIH TIPOTPECCUPYIOIICE UBMEHEHNE
dochopro-kambieBoro obMeHa [7]; MCKIIOYEHBI ayTOMM-
MyHHOe 3a6oseBanme (AepMaToMuo3uT) U (hubpormIasus
occudunmpyiomas nporpeccupyiomas — FOP (myranun
reaa ACVR1 — He BBIIBIICHO).

B ¢BsA3U ¢ TI05IBJIEHNEM HOBBIX 04arOB OKOCTEHEHMsT B 06J1a-
CTH IIPABOII KJIFOUMIIBI, HE CBA3AHHBIX C TPABMOM, CHAT JINArHO3
«ITocTTpaBmarnyeckast BHecKeseTHasT OCCU(DUKAIIS>.

YauTsiBasi mporpeccupyiolniee TedeHue 3a00TeBAHU
(paspactanne occurKaTOB MO BCell TTPaBOil BepHeil KOHed-
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PesynbraTtbl 1a00OpaTOpPHbIX UCCNegoBaHuil y pebeHka NN

Tabnuya 1

Mokasarens Pesynbrar PecepeHTHbIE EanHuybl Oarta
3HaYeHus n3MepeHus uccnegoBaHus
B npegenax
OAK BO3pacTHOMN 26.11.12
HOPMbI
AwTutena k Sci-70 2,0 <15 oa/mn 26.11.12
(cknepogepmus)
AHTuTenalg Jo-1 (ANA-Screen) <0,2 no 1.0 Al 28.11.12
AHTUTEna Kk geycnunpanbHon OHK 0,67 <25 Oa/mn 26.11.13
AHTUSgEpHble aHTUTeNa 0,2 <1,0 S /CO 26.11.12
XOPWOHNYECKWI rOHaZoTPONUH <1,0 <5 oa/n 28.11.12
AnbdadeTonpoTenH 18 <2,64 MO/mn 28.11.13
KpeaTuHK1Ha3a 81 <228 Oa/n 26.11.12
nar 410 120-246 Oa/n 26.11.12
Kanbuun 2,38 2,25-275 Mmonb/n 28.11.12
Pocop 2,32 1,45-2.16 Mmonb/n 28.11.13
L 856,8 0-1107 Oa/n 13.03.13
XonecTtepuH obLyuii 3,52 2,9-518 MMOIb/N 13.03.13
rnrokosa 3,87 3,3-5,6 MMOnNb/N 13.03.13
Bunupy6uH obwun 5,05 0-20,5 MKMOIb/M 13.03.13
ANT 18,86 0-33 Oa/n 13.03.13
ACT 41,44 0-48 Oa/n 13.03.13
KpeaTuHKkMHa3a 167,31 0-228 oa/n 13.03.13
nar 332,26 0-395 Oa/n 13.03.13
Kanbumn 1,97 2,25-275 MMOIb/N 13.03.13
Pocdop 2,51 1,45-2,16 MMOsb/N 13.03.13
AMMMnak 32,36 18-72 MKMONb/N 13.03.13
Lactat 1,52 0,2-2,2 MMOnNb/N 13.03.13
Tabnuya 2
Pe3ynbTat aHanu3a moum pe6eHka NN
[ Kanbumin | 0,26 1,753 | Mmonk/n | 28.11.13 |
Tabruya 3
Pe3ynbTaTbl reHETUYECKOr0 aHaNn3a KPpoOBU
| GNAS1-ren | Gene: [20913.32/GNAS1] — o6HapyxeHa MyTauus | 20.10.13

HOCTH, BKJIIOYAsl KJIIOYUILY), 110 PEKOMEHAINU TUCTOJIOTa
NpousBeeHa OMOTICHST KOKH, TTOAKOKHO-)KUPOBON KJeTyar-
KU, MBITIIBI U y9aCTKa OKOCTEHEHUsT B 06JIACTH MTPABOTO JIOK-
tesoro cruba [1]. Mopdorucrosornieckoe 3akJIOUYEHUE:
Hasinyue ry6uaTtoil KOCTHON TKaH¥ B JlepMe, TOJIIIE MbIIITIIbL.

YuauTpiBast, 4TO OKOHYATEJHHBIN IUATHO3 HE YCTAHOBJIEH,
petieHo noobcrenosarh pebenka B maboparopun Centogene
(I'epmanus) s NOATBEPKACHNS AMATHO3a TIPOTPECCUPYIO-
meit occudurupyiomeit rereporiazun — POH (myrarus
GNAS1-rena) (tabu. 3).

leneTnyecky moATBep/KEHA IIPOTPeCCUPYIONTast OcCudU-
nupyiomas rereporiazust (POH), a Takske BbIsIBJIEHBI TUIIO-
TUPEO3 U XPOHUYECKasT HA/IMOUYEYHUKOBAS HEJJOCTATOTHOCTb.

OxonuatesnbHblil guarnod: «IIporpeccupyionas occudu-
nupyiomias rereporiasust. [unorupeosd. XpoHudeckas Haj-
MMOYeYHUKOBAST HEJIOCTATOYHOCTD.

K seuenuto mobasiebr L-THPOKCHH B BO3PACTHOW 03H-
pOBKe, BUTaMUH D, HecTepouinbie IPOTHBOBOCIIAIUTEIbHbIE
MperapaThl Per 0S, KyPCOM.

PO]LI/ITeJII/I 6bIJII/I IIpOKOIle]IbTI/IpOBalIbI 110 BOIIpOoCamM
00111ero porHo3a 3ab0JeBaHMsL.

K coxkanenuio, B YKpanute HeT reHeTHYECKON abopaTo-
puH, crocoOHOMN cienaTh KapTUPOBaHUE JIJIsT TEHACCOIMUPO-
BaHHON Tartosiornu. Bech MaTepuas mepenpasiisijicss HAMH B
T'epmanuio n Poccuto.

[To MHeHMIO 3apYOEKHBIX aBTOPOB, COBPEMEHHBIE CXEMbI
neyeransi POH B ocHoBHOM masmmatuBHbie. Jlederne POH
kpaiine npobsematuo [4]. Yremiaer, uto 60/e3Hb, KaxkKeT-
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Cs1, 3aMeJIUISIET CBOE Pa3BUTHE ¢ B3pocieHueM [5]. Xupypru-
Jeckoe yzanenune occupUKATOB TPUBOAUT K PEIUIUBY Y
GoJbIIMHCTBA ManneHToB [4]. ExnncTBeHHOE Jleyenue, X0Ts
U OTPAaHUYEHHOE, — 3aMECTUTEbHAS TOPMOHOTEPAINS, a
TakKe (pU3NOTEPANysl, KOTOPast Hy’KHA /ISl COXPaHEeHHUe JIBH-
sKeHus u mpobuyakTuKy mposeskueit. [To moBomxy BTOpuanOit
MPOOUIAKTUKY WJIN TPODHUIAKTAKY JIATbHENIIIETo TIporpec-
CHPOBAHUA MATOJOTMYECKOTO MPOIEcca MOKHO ¢ OO0
YBEPEHHOCTBIO YTBEPIKIATh, YTO CJEAYET M36eraTh JIOObIX,
Jlake HE3HAUYMTENBHDLIX, TPABM, SITDOTEHUH, BKJIOYAs He
TOJTbKO XMUPYPIUYECKUE BMEIIATEIbCTBA, HO 1 JIIOOBIEC HHbEK-
K. B nepenektnse Hanbosee BEPOSATHBIM TIPEACTABIISIETCS
paspaboTka u arnpobarys (B 9KCIeprMeHTe U Ha JKUBOTHBIX )
IpenapaToB, 00JafalOMIMX CIIOCOOHOCTHIO OIOKUPOBATDH
myTarm B GNAS1-reHe, 4TO MO3BOJUT MPEAYIPEIUTD W
[pepBaTh reTeporeHHyIo OCCUMUKAIIIO U YIYUHINTh COCTOSI-
HUE MAI[UeHTOB,

Kpome Ttoro, packpbiTe Mexann3ma BO3HUKHOBEHMWs
POH mo3BoauT momMo4b OTPOMHOMY KOJHUYECTBY JIOJEH,
CTpaZlalolMX CaMOil pacrnpocTpaHeHHOl GOJIe3HbIO KOCTei
— octeorniopo3om. [lonnManme IPUYNH, B CBSI3U C KOTOPBIMU
y zeTell, cTpajlaloliuX MIporpeccupyioieii KOCTHOH reTepo-
[JIasveil, yBeJUYMBaeTcss BbIPAaOOTKA KOCTHBIX KJETOK,
OTKPOET HOBbIE BO3MOKHOCTH [1Jid prell.}le[ll/lfl JIOMKHUX
KOCTeil TIpu ocTeornopose. B koneuHoMm cuete, CTaHeT BO3-
MOSKHBIM TIOHSITh MEXaHHU3Mbl BOCCTAHOBJIEHUSI KOCTHOI
TKaHU U Pa3oOparbesi, KaKWe CUTHAJbI 3aCTaBJISIOT He3pe-
Jible KJIETKH TPEBPAIIAThCS B KJIETKN KOCTHOH TKAaHU. DTH
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3HaHUA JIATYT B OCHOBY paSpa6OTKI/I HOBOTI'O IIO/IX0/1a K Jieue-
HHIO OCTEO0IIopO3a.

BriBoib1

3a 14 Mecsanes Hamiero HaOIIOJEHUA 3a HAlUCHTKOM,
Cylsl TI0 KJIUHUYECKUM JIaHHBIM, OO0JIe3Hb IMPOIOJIKAET

JIUTEPATYPA

MporpeccupoBaTh Ha (oHEe MPOBOAUMON Tepanuu. [ aBHas
Hallla 3ajla4a COCTOUT B TOM, YTOOBI KOPPEKTHPOBATH TOP-
MOHAJIbHBIE PACCTPOICTBA U TIBITATHCS KAK MOYKHO JIOJIbIIIE
COXpaHUTh (YHKIMU MOPAKEHHBIX CycTaBoB. Poputenn
MpOMH(MOPMUPOBAHbI O TEUCHUN 3a00JIEBAHIUS U BO3SMOKHOM
MIPOTHO3E.
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Bunapok nporpecyto4oi ocudikyroyoi rereponnasii (POH) y autunn 1 poky 3 micaui

B.B. bepextuii, OA. Koxapa, 0.C. Mixnywesa, C.B. Ctpenbyosa, JIH. Eroposa

HauioHanbHa akagemis nicnagunaomHoi ocsith im. MN.J1. Lynuka, m. Kuis, YkpaiHa

KniBcbka micbka auta4a kniHivHa nikapHsa Nel

Pestome. Ha kniHi4HOMY Npuknagi nokazaHo 06'eKTUBHI TPYAHOLLI AndhepeHLianbHOI 4iarHOCTUKI NOLUNPEHUX 06'€EMHIUX YTBOPEHb M'AKUX TKAHWUH Y AUTSAYO-
My BiLi. OcTaTo4HNil fiarHo3 6yno noCTaBneHo Ha NiacTasi peaynsraTtie JOO6CTEXEHHS AuTuHI y nabopatopii Centogene (HimevdmHa), fiki nigTBepANAM HasB-
HicTb MyTauii GNAS1-reHa. JlikyBaHHS nMporpecyto4oi ocudikyto4oi reteponnasii Bkpaii npobnemHe. Ha faHoMy eTani ronoBHa 3afaya NikyBaHHs Nonsrae
Y KOPEeKLjii ropMOHanbHNX NopyLUeHb Ta 36epexeHHi (PYHKLIA ypaxeHux cyrno6is. Ha nepcnekTuBy HanbinbLu BiporifHO0 € po3pobka i anpobauis (B ekcne-
PUMEHTI | HA TBApUHAX) Npenaparis, 3faTHNX 6nokysaty MyTauii B8 GNAS1-reHi, 110 403BONUTL NONEPEAMTI 41 NepepBaTH reTeporeHHy ocudikaLito Ta nokpa-
LLUTI CTaH XBOPUX.

KntoyoBi cnoa: reHacoujiiioBaHa natonorisi, Nnporpecytoya ocudikytoya reteponnasis, AudepeHuiianbHa AiarHocTuka.

Case of progressive ossifying heteroplasia (POH) in child

at the age of 1 year and 3 monthsa

V.V. Berezhnoi, YuA. Kozhara, 0.8. Mihnusheva, S.V. Streltsova, L.N. Egorova

P.L. Shupik National Academy of Postgraduate Education, Kiev, Ukraine

Kyiv City Clinical Hospital Ne 1

Summary. By the clinical example the objective difficulties of differential diagnosis of major, space-occupying of soft tissue in childhood are shown. The final
diagnosis was based on the results of early examination of the child in the Centogene laboratory (Germany), which confirmed the presence of GNAS1- gene
mutations. Treatment of progressive ossifying heteroplasia extremely problematic. At the present stage the main task of the treatment is to correct hormon-
al disorders and preservation of affected joint function. In the future, it will be most likely to develop and approbate (in the experiment in animals too) of prepa-
rations with the ability to block GNAS1-gene mutations that will allow to prevent or interrupt heterogeneous ossification and improve the condition of patients.
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