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CuHpapoMm Mak-KetoHa — OAGpanta — bpauuesa
(OrAsgA AiTepaTypu Ta KAIHIYHUA BUNAAOK)
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Peslome. V cratTi HaBegeHi pe3ynbtaty ornsgy nitepatypu wogo cuHapomy Mak-KetoHa — On6parita —
BpaviyeBa vi onucaHwi KiHIYHWA BUNagok gaHoro cuHapomy. CuHgpom Mak-KbtoHa — Onbpavita — bpaviyesa
(MOB) — reHeTn4HO 3ymoBJrieHE 3aXBOPIOBAHHS, LLO XapaKTepu3yeTbCsl TPiaaow CUMMATOMIB: HasIBHICTIO crie-
UMPIYHUX MIISIM KOSIbOPY Kasu 3 MOJIOKOM, ¢hi6pO3HOI AUCIIasiero KICTOK | PIBHOMaHITHUMUN eH[OoKpuHonaris-
MU, HaN4acTILLOK 3 SKMX € rnepeavyacHu ctaTeBuii pO3BUTOK. HYacToTa 3ycTpidasibHOCTI 3aXBOPIOBAHHS Y CBITI
nepebysae B mexax Big 1 sunagky Ha 100 tucsy go 1 BUnagky Ha MinbvioH y 3arasbHivi nonynsayii. CuHapom
Mak-KbioHa — Onbpavita — BpaviyeBa BUKIMKAETbCSI MyTalieto B reHi, Bigomomy sik GNAS1. JaHwii reH kogye
anbgha-cybonnHnLIo ryariguHTpugoceatas’sdytodoro 6inka (G-6inka), Lo CTUMYSIIOE YTBOPEHHS LMKITIHHOMO
afeHo3nHMoHogocgaty. MyTaHTHMV BiNIOK MOCTIMIHO akTUBYE afeHinatymknasy, Lo npu3BoanTb 4O MUMOBITIb-
HOro «BKJTHOYEHHS» cekpewii ropMoHiB. GNAS1 3HaxoanTbcsa Ha gosromy nnedi 20-i xpomocomu. [JaHa KniTuHHa
MyTayis BigbyBaeTbCs Ha paHHiX cTagisx emopioreHe3y. OnucaHnii KiHIYHWA BUNagoK BUKIIMKaE 6e3repeyHimii
IHTepec i3 TOYKM 30py [eLLO 3ani3HINOoI JiarHOCTUKM CUHAPOMY, Xo4a NarosioridHi nepesioMm € KIacu4HuMm o3Ha-
Kamy XxBopobu. Ycrix liKyBaHHS LibOro 3axBOptoBaHHSI 6€e3MocepeHbo 3aseXuUTb Bifl PaHHbOI [iarHOCTUKKU Ta
CBOEYaCHOro HarnpasJ/ieHHs ANTUHW O BiAMNOBIgHOI €HAOKPUHOIONHHOI yCTaHOBY.

KntoyoBi cnoBa: cuHgpom Mak-KbtoHa — On6parita — Bpavilesa; eTionoris; KiiHika; ornsg

Bctyn

Cunapom Mak-KbioHa — Onbpaiita — bpaliueBa
(MOB, MKX-10: Q78.1. — moniocTo3Ha ¢ibpo3Ha Iuc-
razis;; OMIM 174800: ¢ibpo3Ha mmcriasis, fibrous
dysplasia/McCune-Albright syndrome, FD/MAS) —
piIKiCHE CITOpauyvHe 3aXBOPIOBAHHSI, 1110 XapaKTepH-
3y€EThCS AucIIazielo (idpo3HOi KiCTKM, TasgMaMy Ha
IIKipi i MiHTMBUMU TintepPyHKIIIOHATbHUMU €HIOKPH-
HorarisiMu. Lle maHeTHIYHe 3aXBOpIOBaHHS, Tlepeadavy-
BaHa 4yacToTa sIKoro nepedyBae B Mexax Binx 1 : 100 000
mo 1:1000 [1]. Jo mporo 3axBoproBaHHS CXUIbHI OOMIBI
cTaTi, MpoTe B IiBYaATOK BOHO TparlIsieEThCs YABiYi Yac-
Tillle, HiX Y XJIOMYUKIB. JledKi aBTOpU JOTPUMYIOTHCS
JIYMKH, 1110 BiJl CHHAPOMY CTpakJaloTh TiUILKH iBYaTKa.
Lle Mmoxe OyTHM MOSCHEHO TUM, 11O OAWH i3 HAWHOLIbILI
XapaKTepHUX CUMIITOMIB 3aXBOPIOBAaHHS — TIepeauacHe
cTaTeBe MO3piBaHHS — Y AiBYATOK Bim3HAaYa€eThes B 9 pa-
3iB yacTilie, HiX y XJIOMYUKiB. [HIIIi TPOsSIBU CUHAPOMY B
MpeICTaBHUKIB 000X CTaTeil TparIssioThCs TPUOIU3HO 3
OJIHAKOBOIO YacToToIO [2].

IcTopig BIAKPUTTS CUHAPOMY

VYnepiue B 1928 poui pociiicekuii xipypr B.P. bpaii-
1IeB OMUCaB CUMITOMOKOMILJIEKC ITiJi Ha3Bolo «pi-
Opo3Hi MyXJIMHW» (aBTOp BUKOPUCTaB TEPMiH
osteodystrophia fibrosa localisata cystica) [3]. ¥ 1936 p.
HonoBan JIxopmk MakKwion (Donovan George
McCune) ony0JlikyBaB CTaTTIO 3 ONUCOM AiBUMHKM,
y Kol mepudepuIHnl NepeayacHUl CTaTeBUIl PO3-
BUTOK TOEAHYBABCs 3 HAsSIBHICTIO BOTHUIL TiMEpPITir-
MeHTalii, (piOpo3HO-KiCTO3HMMHU 3MiHAMU KiCTKOBOI
TKaHWHMU i rineptupeo3om [4]. CroyaTky aBTOp MpU-
MycKaB, 1110 TPUYMHA 3aXBOPIOBaHHS — Helipodidpo-
MaTo3, aje BXe 4yepe3 Pik BiH omyOsiKyBaB 1€ OOWUH
MOMIOHMI BUITamOK 3 OMMCOM BUITAAKiB iHIIIMX aBTO-
piB, sIKi BUSIBWIN 9 TAIliEHTIB i3 Ti€I0 X TPia010 O3HAK
Y BUIJISIAI TileprirMeHTallii, MOIIKOIXEHHS KiCTKO-
BOI TKAHUHU 3a TUMIOM (PiOPO3HO-KiCTO3HUX BOTHMUIILL
i mepeayacHOro CTaTeBOro PO3BUTKY i 5 MalLli€eHTIB i3
JIBOMa O3HakaMu 3 TpboX [5]. OmHOYACHO B TOMY XK
polli aMepuKaHChbKUil eHaoKpuHoior Pynanep On6-

© «MixHapopHWit eHKOKPUHONOTIYHMIE XypHan» / «MexzayHapoaHbIii SHAOKpUHONOrnyeckui xypHan» / «International Journal of Endocrinology» («MiZnarodnij endokrinologicnij zurnal»), 2019
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paiit (Albright Fuller) i3 KoneraMu oITyOJIiKyBaB OITHC
M’SITA BJACHUX CIIOCTEPEXEeHb IMAalli€EHTIB i3 Tpiamolo
03HAaK i TAKOX HaBiB OMUC paHillle ony0JiKOBaHUX MO~
HiOHMX BUMankis [6]. JokIagHuii aHali3 BCiX BimoMUX
Ha TOW MOMEHT BUMaAKiB A03BoJUB OJ0OpaiiTy BUCY-
HYTH TIPUITYIICHHS TIPO iCHYBAaHHSI OKPEMOTIO 3aXBO-
p1OBaHHS, 3yMOBJIEHOTO JeeKTaMu eMOpPioHaJIbHOTO
PO3BUTKY, i BUALIUTHA MOro MPOBiIHI O3HAKM, 1110 JIsI-
[JIM B OCHOBY KPUTEPiiB AiarHOCTUKU: TUISIMUA KOJTBOPY
KaBU 3 MOJIOKOM, nepu@epuyHuil nepeadyacHuin cra-
TEeBUI PO3BUTOK i XapakKTepHe crierudiuHe ypakeHHsI
KiCTKOBOi TKaHMHU, Ha3BaHoi On0paiiToM CroyaTKy
osteitis fibrosa disseminata. ¥ 1938 poi JlixreHmreitn
3aIIpOITOHYBaB TepMiH «(iOpo3Ha AUCILIA3isT», 1110 BU-
KOPHUCTOBYETHCS i ChOTOAHI. B3araji Ha moyaTrky cuH-
JIpOM MaB Ha3By «IoJjiocanibHa (pidbpo3Ha aucmiaaszis»,
SK 11e 0yso 3anporoHoBaHo Oyopaiitom y 1947 p. [7],
3a MPOBIAHUM KJIiHIYHUM MPOSIBOM XBOPOOHU, MOTIM
Ha3Ba TpaHc(oOpMyBajacs, i BCe YacTillle CTaB BU-
KOPHUCTOBYBATHCS TepMiH «cuHApoM Oibpaiitar. Lle
MPU3BEJIO 10 TOro, 1o B 50—60-x pokax XX CTOJITTA
iM’sam OnbpaiiTa Ha3BajauCsa OOMIBA BiAKPUTI iM 3a-
XBOpIOBaHHSI — XBopoba Ouibpaiita (rcesaorimnomnapa-
TUpeo3) i cuHapoM Onbpaiita y BUIIagKax MoeIHAHHS
TUISIM TiTlepIirMeHTallil, oTiocaabHOI (iOpO3HOI TrC-
IIasii i mepea4yacHOro CTaTeBOIrO PO3BUTKY. Y 1962
pOLli B CTATTi 3 Y€PrOBUM OMUCOM KIIIHIYHOTO BUNAJKY
Tpiaiu aBTOpaMu OYB BUKOPUCTAHUM TEPMiH «CHH-
apoM Mak-KsioHa — Omnbpaiita» (McCune-Albright
syndrome — MAS), i 3ropoM xBopoba cTajia Ha3uBa-
THUCS 3a Mpi3BUIIIaMU 000X aBTOPIB [8], a B pocilichKiit
TpaaWllii Ha3Ba 3aXBOPIOBAHHSI BKJIIOYAE TIPi3BUIIA
TPHOX aBTOPiB — «cuHApOM Mak-KbioHa — Onbpaii-
Tta — bpaiinea» — MOB.

EtioAoriqa i naroreHes cuHapomy MOB
IMTpuunHa 3aXBOPIOBaHHS JOBTMI Yac 3ajuInanacs
HEBiZIOMOIO, X04Ya MPUMYILIEHHS Tpo AedeKT eMOopio-
HaJIbHOTO PO3BUTKY OyI10 BucaoBjIeHO me P. Ombpaii-
ToM [7]. IcTOTHUMIT BHECOK Y pO3YMiHHS €TioJorTii i ma-
TOre€He3y 3aXBOPIOBAHHS 3pOOMB HIMEUbKUU AUTSYNI
nepmarojior Pynonbd Xamri, skuii BussBuB y 1986 poti
Mo3alyHuii XapakTep cuHapomy. CrioctepexXeHHs 10-
3BOJIMJIM MOMY 3pOOUTH BUCHOBOK MPO HASIBHICTh JBOX
KJITUHHUX MOMYJISILIHA, 110 (OPMYIOThCS B IIEPioi paH-
HbOro eMOpioreHe3y BHACiAOK MOCT3UTOTHOI MyTallil
«JIETAJIbHOTO» T€Ha, KOJIU BUXKMBAHHSI TUI0Ja MOXJIVBE
TUIbKY B pa3i NOEAHAHHS MYTaHTHUX KJIITUH i3 KJIiTUHA-
MU, BUIbHUMM Big MyTauiii. Ile mosicHoBaao mojimMop-
¢i3M nposIBiB, BapiabeabHICTh JIOKaMi3alii BOrHuI (i-
Opo3HOI IUCIIA3il i BiACYTHICTh criagkoBuXx hopM. Toro
K POKY 3p00JIEHO BUCHOBOK, 1110 B OCHOBI 3aXBOPIOBaH-
HSI JIEXUTDh 3arajbHUil Je(EeKT BHYTPIIIHbOKIITUHHOI
peryJisiii CMHTEe3Y LUKJIYHOro ajeHO3MHMOHOoMoCcha-
Ty (HAM®). Bigkputtst posti Gsa y BHYTPIillIHbOKJTITUH-
Hilf mepemayi cUrHaidy W imeHTUiKallisl aKTUBYIOUMX
myTauiii y reHi GNAS y 8-my i 9-My ek30Hax y nalieH-
TiB 3 00’€MHUMU YTBOPEHHSIMU Tinodisa i muToromio-
Hoi 3ayio3u no3Bouiau L.S Weinstein [9] npunyctuty,
IO «JICTATbHUM» T€HOM, BiIITOBiTaJTbHUM 33 PO3BUTOK

3axBopitoBanHs, € reH GNAS, 1o koaye Gas [10]. Cun-
JpoM MODB BHUKJIMKAETHCS COMATUYHO aKTUBYIOUMMMU
myTauissMu B GNAS, po3raiioBaHoMy Ha IjIedi q Xpo-
mocomu 20 y moyoxkeHHi 13.2 (20q13.2). GNAS nokyc
€ KOMILJIEKCOM, 1110 BUKOPUCTOBYE JEKiIbKa MPOMOTO-
PiB IJIS1 OTPUMAaHHS Pi3HUX T€HHUX MPOAYKTIB, y TOMY
yucii anbga-cyoonuuuii G ceKc-CTUMYJIIOI0YOTO Oifi-
ka (Gsa), 1110 YaCTKOBO CKJIAAETHCS 3 BHYTPIlIHHOTO
GTPase-noMeHy, 1110 TTOB’SI3y€ T'YyaHiHOBUI HYKJICOTU]L
i B3aemopmie 3i crieuudiyHuMM pelenTopaMu il epex-
topamu. BmacHa GTPase-aktuBHicTh Gso iHAKTH-
BY€E Mepenady CUTHaJiB pelernTopa ILLISXOM Tiaposizy
nos’sizaHoro GTP no GDP. MonekynsipHuii aedexr i
¢enotun npu cuHapomi MOB nogani Ha puc. 1 [1].

I[Ipu cunnpomi MOB anxbda-cydomuHMUIIST MyTyeE
TaKUM YMHOM, 100 BUKJIMKATA KOHCTUTYTHBHY aK-
TUBALLilO aJeHIIaTIUKIA31 i TIPOJYKYBATU BUCOKi PiB-
Hi BHYTpinrHboKJIiTUHHOTO TAM®. lle npu3BoaUTH
JI0 TIOCUJIEHHS cekpellii MenaHiHy, ectpaniony (E2),
tectoctepony (T) [1].

IMopanpini MOJEKYJISIPHO-TEHETUYHI TOCIiIKEHHS
MiATBEPAUIN 11i pe3yJbTaT, JOBIBIIA POJb COMATUY-
HUX MyTaliil y BocbMoMy ek30Hi reHa GNAS R201H
a6o R201C y po3Butky cunapomy MODB i MOXIUBICTh
GopmyBaHHS iHIIKMX (DEHOTUITIB MpPU Tilk Xe MyTallil.
Myrawii R201 1 Q227 y reni GNAS nopyuyioTb (pyHK-
1ito Gsa HACTUTBLKY 3HAYMMO, 110 THTiJ, 3MaTHUI BIDKUTU
JIMILIE B pa3i MOsSBU LIMX MyTalliii moct3urotHo [11—13].

IIpu cunapomi MODB crniocrepiraeTbesl ypaskeHHS
OpraHiB, 1110 MOXOASTh i3 Pi3HUX 3aPOAKOBUX JIUCTKIB:
elmigepMic IIKipu, KiCTKM 4epemna, Tirmodi3 (ekTomep-
Ma), KiCTKM OCBOBOTO i TOZAaTKOBOTO CKeJieTa, TOHAIM,
HaJHUPKOBI 3ay1031 (Me3oIepMa), IUTONoAiOHa 3a10-
3a (eHmonepma). Yum padillle BUHUKJIA MyTallisl, TUM
Oinbllie opraHiB Oyae ypaxeHo. 3BiAcU BapiaOebHiCTh
KJIHIYHUX O3HAaK Bif Jierkoro cuHapomy MOD i3 wmi-
HIMyMOM TIPOSIBiB IO TSZKKUX MYJBTUKOMITOHEHTHUX
¢opm. OnucyBaHa KJIITMHHA MyTallis BinOyBa€eTbcs Ha
paHHIX cTafisix eMOpioreHesy, B mepiri 10 TIKHIB Ba-
ritHocTi [14]. B ubomMy BUIaaKy MyTallisl JOKai3y€Th-
Csl HEe B YCiX KJIITUHAX OpraHidmy, a TUIbKU B OKPEMUX
KJIOHAaX MYTaHTHOI KJIITUHM (1151 3aKOHOMipHICTh BijomMa
SIK TEHeTUYHMI Mo3ainu3M). OTKe, YMM paHillle B IIPO-
1eci eMOpiOHATbHOTO PO3BUTKY BiZIOYBAEThCS MyTallis,
TUM OiJbllIa KiIbKICTh KJIITUH MaTUME€ CTPYKTYPHUIA
IedeKT, IO 3YMOBIIOE PiI3HOMAHITHICTb KIIIHIYHUX
nposBiB 3axBoproBaHHs [15]. Cunapom MOB BuHUKae
CHoOpaguyHoO, i HEMA€E MiATBEPIKEHUX BMIIANIKiB BEp-
TUKaJbHOI mnepenayvi. Lle mpusBeno 10 HegoBeIEHOI,
aJie 3araJlbHOMPUITHATOI MOAEII MaToreHe3y CUHAPOMY
MOB, ne noctaurornyHi myTailii GNAS, HaOyTi Ha TI0-
YyaTKy eMOpioreHesy, MpU3BOIASIThH 4O CTAHY COMaTUYHOI
Mo3aiku. BianmoBinHO A0 1€l MOaesi BiICYyTHICTb Bep-
TUKaJbHOI mepenadi npuOJU3HO BigoOpaxae paHHIO
JIETAIBHICTb Y MyTaLlisIX 3apOJAKOBOI JIiHil.

OCHOBHiI KAiHIYHI cuMnToMU

®enorun cunapomy MODB BU3HaYa€eThCs TOETHAH -
HSIM (baKTOpiB, BKJIIOYAIOUM TOYKY PO3BUTKY, B SIKili
BiIOYBA€EThCA MyTallisl, MICLISI, B SKi MIirpylOTh KJIiTH-
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HU-MYTaHTH, i crmenudivyHi e(PeKTH KOHCTUTYTUBHUX
Gso B ypakeHMX TKaHUHAaX. Y BUMaJKaX, KOJIU 3aJydeHi
TKaHWUHU, 1110 PO3BUBAIOTHCS 3 YCIX TPHOX 3aPOAKOBUX
1mapiB (exToaepma, Me3ojepMa i eHioaepma), MoXHa
MPUITYCTUTH, 1110 MyTallisi BAHUKJIA B ONHili TUIFOPUITO-
TEHTHIH KJIITUHI 0 PO3BUTKY 3apOIKOBUX I11aPiB.

TosnoBHi KomnoHeHTH cuHapoMy MOB: ¢idbpo3Ha
OCTEOJUCIIA3Is; CBITJIO-KOPUUYHEBa IUISIMUCTA IIrMEH-
Tallisl MKipy; TIepeIIacHUi CTaTeBUIA PO3BUTOK.

Kicmkosuii cumnmom. Mo3ailli3M TPOSIBISIETbCS B
KJIiHIYHUX 0cOOIMBOCTX (HiOPO3HOT IuCIUIa3ii KiCTOK,
Y TOMY YMCJIi y BUTJISIII YpaxkeHHSI OKpEeMUX KiCTOK abo
Maiike Bchoro ckejera [16, 17]. ®ibpo3Hi KicTu 3Ha-
XOIATBCH, K MPaBUIO, B JOBMMX TPyOYacTHX KiCTKax.
®opmyBaHHS BeIMKUX (HiOPO3HMX BOTHULL [IPU3BOAUTD
JI0 BUTOHYEHHSI KOPKOBOTO I1apy, Aecdhopmailii, BKOpPO-
YEHHSI KiCTKU, CXUJIBHOCTI 0 CIIOHTAaHHUX TIEPEIOMIiB,
0COOJIMBO YaCcTO B MPOKCUMAIBHOMY BilliJIi CTETHOBOT
KiCTKH, 110 MOXe MepepoCTy B KJIAaCUYHY AedopMallito
KYJIBIIOBOTO CYIJIO0a 3a THIIOM «OBeYa BOBHA». BuHM-
KaloTh YMCJIEHHI BOTHMIIA OCTEONOPO3Y 3 AUISTHKaMU
0CTEOCKJIepO3Yy i rirepocTo3y (0cOOIUBO B KicTKaX yepe-
na) [18]. Lle 3yMOBIIIO€ YUCICHHI TTEPEIOMU 3 IICEBI0AP-
Tpo3aMu, 1edopmallii KicTKOBUX OTBOPIB, 1110 BUKITUKAE
HEBPOJIOTIYHY CUMITTOMATHKY, 0iTb. Jlepopmaitis gepe-
a i TMLIEeBOro cKejeTa MoXe OyTH 3HAUHOIO i CYIIPOBO/I-
JKyBaTHUCS 3HIDKEHHSIM 30PY Ta CITyXy. YpaxKeHHS KiCTOK
3BUYATHO aCUMETPUYHE i MOXe OYTU €MUHUM CUMIITO-
MOM 3axBoproBaHHs [19, 20].

KicTkoBe mo3piBaHHs MPUCKOPEHE, ajie, sIK MpaBu-
JIO, CTPIMKOIO 3aKpUTTS 30H POCTY HE BiOYBAaETHCS.
®idpo3Ha AuUCIIIA3isa XapaKTepU3yeEThCsT CKIATHUMU

KaBa 3 MOfoKOM
[MepenyacHe ctaTeBe f03piBaHHSA
®dibpo3Ha gucnnasisa

AkTtumBauia myTtauii Gsa (GNAS) R201(H/C)

CalT-Creun@iYHUMM TiCTOJOTIYHUMHU 3MiHAMU, SKi
TISITBCS Ha TpU KaTeropii. [1pu kinacuuHiit hbopmi di-
Opo3Ha CTpOMa Bill HM3BKOI M0 MOMipHO-KJIITUHHOI
(dopMu 0TOUYE HEpeTYJISIPHiI KPUBOJIiHIMHI TpaOeKyIu
3 TUIETEHOI KiCTKM, PO3TallloBaHi Y BUIJISIII MEepepuB-
YacTOTO PUCYHKA, 3a3BUYaili 3BAHOTO «KUTAMChKUM
pucyHkoM Jucta» [21, 22]. IicToJoriyHo CKIepOTUY-
HUM TUI (TIECTOIMHMIA) aCOILIOETHCS 3 KiCTKAMU Ye-
pera i XapaKTepu3yeEThCsl IIUIBHOIO CKIEPOTUIHOIO
ryo4yacTolo KiCTKOIO 3i CKJIaAHUMU CUCTEMaMU JIiHil.
CKICpOTUYHUIA (TiTepLeTIONSIPHIIL) TUIT aCOIIIOETh-
Cs 3 THAaTUYHUMU KicTKaMM 1 OCHOBOIO yepera Ta Mic-
TUTb MEPEPUBYACTI KiCTKOBI TpaOEKyJU, pO3MOALIEHI
B YHOPSIAKOBAaHOMY, 4YacTO IapajieIbHOMY TOPSIIKY.
Ha Bcix mingHkax jienb IMOMITHI pelUMAMBHI O3HAKMU,
SIK TIPaBUJI0, JOMOMAaralTh Bipi3HUTH (HiOPO3HY AuC-
1asito Bif iHIIMX (piOPO3HUX ypaxkeHb, BKIIOYAIOUYU
3ipkornoioHi octeobnactu, BosiokHa Illapnu i Han-
JIMILIOK OCTEOily, 110 CBIAYUTh MPO HEJAOCTATHIO MiHEe-
panizauito. [Tpu nboMy hiGpo3HO-KICTKOBAa TKAHWHA,
SIK TIpaBUJIO, M030aBjeHa reMaTONMOeTUUHUX (PYHKILii
KiCTKOBOTO MO3KY [23, 24].

Hlxipuuit cumnmom. Binpasy miciass HapomKeHHs
BUHMKAIOTh CBITJIO-KOPMYHEBI IUISIMU (KaBa 3 MOJIO-
koM — café-au-lait) HempaBUIBbHOI (hOpMU 332 TUTIOM
reorpadiyHoi kKapTu abo y BUIIsai «oepera MaitHa» Ha
BiIMiHY BiJl UM i3 PIBHUMU KpPasiMU 3a TUIIOM «Oepe-
ra KanigopHii» npu Heitpodiopomarosi [25]. 3a3Buyaii
IUISIMU BEJIMKUX PO3MipiB Ta 4acTillle pO3TalllOBYIOTh-
cs i OibII BUpaXeHi Ha CTOPOHI YpaXkeHHSsI, 0COOJIUBO
4yacToO — Ha 3aJHili MOBEPXHi LIU1, CITIMHI, CTeTHaX, y M0~
MEePEKOBil TUTSHIII.

FiraHTnam/
akpomeranis

FinepTnpeos
CuHgpom KywumHra

Menanin, E2, T, T4, GH, kopTn3on

PucyHok 1. MonekynspHuii gechekr i gpeHoTun npu cuHapomi MakKeroHa — Onbpavita — bpaviyeBa [1]

TMpumitkn: ropmoHun: MSH — menaHoyntocTumynroo4mi ropmoH, LH — nroteinisyroyni roomoH, TSH — tupeo-
TponHuii ropmoH, GHRH — ropmoH, ctumysoro4us ropmoH pocty, ACTH — afpeHOKOPTUKOTPOMNHNI rOPMOH; BCi
curHanu yepes 6inok G (anb¢pa-, 6eta-, ramma-cy6o4MHNL).
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EHAOKPWHHA NMATOAOTIS

VY niB4aTOK pO3BMBAIOTHCS O3HAKM PAaHHBOTO CTa-
TEBOTO M03piBaHHSA (MEHCTpyallil i BTOPMHHI CTaTeBi
03HAKM 9aCTO BUHMKAIOTH Y Billi 7 pokiB). [lepionnuHi
KiCTU SIEYHUKIB MPU3BOISITH A0 €IMi30AMYHOI CeKpellil
€CTpPOTeHy i TepepuBYACTMX BariHaTbHUX KpPOBOTEY,
1110 B KiHLIEBOMY TTiJICYMKY MOX€ MPU3BECTH A0 30i/1b-
LIEHHSI KiCTKOBOIO BiKy i 3HMXXEHHSI 3pocTy [26—33].
IlepenuacHuii crateBuii po3BUTOK Mpu cuHapoMi MOb
TMOYMHAEThCA ITi3Hillle i mepebirae MOBiMbHIIIE, HiX
npu iHIMX hopMax MepeayacHOro CTaTEBOrO PO3BU-
TKy. SIK TIpaBujI0, MEePILIXM IIPOSBOM € MaTKOBi KPOBO-
Teui. BOHM BMHMKAIOTH 3a0BTO IO HACTaHHS TeJapxe
i1 anpeHapxe [34, 35]. ¥V xJIomuyuKiB cTaTeBUil PO3BUTOK
HOpMaJIbHUI, Y HUX MOXYTb OyTH SIBUIIIA TillepreHiTa-
Ji3mMy abo aTpodii craTteBux 3a103 [36].

V nanieHTiB MOXYTb TaKOX BUSBJISITUCS iHIIII €HI0-
KPMHOTATII: rinepTupeos, rineprnaparupeos, rinepnpo-
JIAaKTUHEMisl, TimepcoMaTOTpoI1i3M, cuHapoM KyiimHra.
AHoMaJIi1 IUTOITOAIOHOI 3271031 BUHUKAIOTh TTPUOIN3-
HO'y 2/3 mallieHTiB, TTOJIOBUHA 3 SIKMX ITOB’s13aHa 3 BUpa-
JKeHUM Tineptupeo3oM [37]. Hammmiok ropMoHa poc-
Ty TPAIUISIETLCS piniie, Bpaxawun 15—20 % naiieHTiB
[25]. XapakTepHa rinepnpoaykiist ¢pakTopa pocty ¢i-
opoomaacris 23 (FGF23) knitnraMu (hibpo3HOI mucTIa-
3ii, 1110 MOXe MPU3BECTU 10 BUpaxKeHoi rimogocdarte-
Mii i paxity/octeomarsiiii [38]. linepkopTuimam — 1ie
HalpiAKiCHiIlIa eHIOKPUHOIIATIS, 110 MOB’sI3aHa 3 CUH-
npomoM MOB i BUHMKAa€E BUKIIOUHO B HEOHATAJTbHOMY
nepiofii uepes rinepcekperito KOpTU30ay HaAHUPKOBU-
MM 3aj03aMu 11oaa [39].

BikoBi 3MiHM npu cuHapomi MOb

VYpaxenns npu cunapomi MOB xapakTepu3yoThb-
Ccs BiKOBMMM TiCTOJIOTIYHUMM, PEHTreHorpadiyHUMU
i KJiHiYyHMMU 3MiHamu. CriocTepiraaucst 3HVKEHHS
KimbKkocTi MmyToBaHUX BMSC, BHCOKMII piBeHBb aIoll-
TO3y B 3pa3kax (idpo3Hoi aucriasii, MeHIa KiIbKiCTh
TiICTOJIOTIYHUX O3HAK, XapaKTepHUX JJIS XBOpOOU, i B
JesIKUX BUMaaKaXx — JIeMOHCTpallisi HOpMaJIbHOI TiCTO-
JIOTi1 KiCTKOBOT'O MO3KY, 1110 CYITPOBOJIKYETHCS BiTHOB-
JIEHHSIM KPOBOTBOPEHHsI B 0ci0 crapiioro Biky [40].
Lle HaBOAUTH HA IYMKY IIPO T€, 110 MYTOBaHi CKeJIEeTHI
cTOBOYpOBi KimiTuHU B TromyJsiiii BMSC He 3martHi 10
CaMOBITHOBJIEHHSI 1 B KiHIIEBOMY ITiICYMKY MOIJIMHA-
IOThCSL aIlONTO30M, TOJi SIK CHiBICHYIOYi HOPMaJIbHi
CKeJIETHI CTOBOYPOBi KJIITUHU BUKMBAIOTh i JO3BOJISI-
10T (OpPMyBaTH HOPMAaJIbHI CTPYKTYPH KiCTKOBOTO
MO3KY. Y MajieHbKMX AiTeit (< 2 pOKiB) 4aCTO BUSBISI-
IOTh TEeTEPOreHHI YpakeHHsI Ha peHTreHorpamax, sKi
HE MaloTh AUISTHOK TUITY KJIACUYHOTO «MaTOBOTO CKJIa».
VY GinbI Mi3HHOMY IUTUHCTBI BOTHUILA YpaXK€HHS 3a-
3BMYAil PO3BUBAIOTH OMHOPIMHY PEHTreHOrpadivyHy
LLIJIBHICTh «MaTOBOTO CKJIa», a 3 BIKOM BOHM 31al0ThCS
OLTBIN IIITBHUMM i OiJIBIIT CKIACPOTUYHUMU [41].

EngokpuHonarii 3a3Buyait po3BUBaOThCSI B IUTUH-
CTBi a00 paHHbOMY AUTUHCTBI i 30epiraroThcsl B 10PO-
cJIOMy XWTTi. BUWHSTKM BKIIIOYaIOTh HEOHATAJIbHUN
TiMepKOPTULIM3M, 1110 MOXE ITiIaBaTUCS CTIOHTAHHOMY
BUIY>KaHHIO ITiCJ1s1 iHBOJIIOLIIT HAJHUPKOBUX 3103 T1J10-

na. FGF23-omocepenkoBaHna rimodocdareMiss Moxe
pocTu i cnablaTy pa3oM 3 aKTUBHICTIO 3aXBOPIOBAHHSI.

O1iHKa eHIOKPUHOIIATIi € BaXJIMBUM KOMITOHEH-
TOM BeleHHsT Tipu cuHapoMi MOB, ockinbku eHmo-
KPMHHA AUCHYHKIIST MOXE MOCUJIMTU 3aXBOPIOBAHHS
ckenera. 30KpeMa, HaUTUIIIOK TOPMOHA POCTY TIPU3-
BOAUTH J0 Makpouedatii i 30iIblIeHHsT pU3UKY BTpaTu
3opy. ['imodocdaremist moB’si3aHa 3 MiABUIIICHUM PU3H-
KOM nepesioMiB i 60110 B KicTKax [42—48].

AxtuBytoui myranii GNAS npu cunapomi MObB
BBAXXAIOThCSl CIAOKMMM OHKOTEHAMM i MOXYTh BKa-
3yBaTU Ha HEBEJIMKUN MiABUILEHUN PU3UK 3I0SIKiCHOT
TpaHchopMmallii B ypaxkeHUX TKaHWHaxX. Pak, mpo sikuii
MOBiIOMJISIIOTH Y 3B’513KY i3 cuHapoMoM MOB, Bpakae
KiCTKY, IIIUTOITOAIOHY 3a7103y, MOJIOUHY 3aJI03Y i SIEUKO
[49, 50]. ITporpecyBaHHSl KiCTKOBOI IaTOJIOTii MOXe
MPU3BECTU 10 TSKKOI iHBajigu3aiii. IcHyloTh Bigo-
MOCTI TIpO cTabiii3allito mpouecy Iicias 3aBepLICHHS
CTaTeBOro J03piBaHHS. Y 3B’SI3KY 3 LIMM 3aCTOCYBaHHS
CreuiaJbHOI AaHTUTOHANOTPOITHOI Teparii Mpyu LUbOMY
3aXBOPIOBAaHHI HEAOLIIbHE.

AiarHocTtuka

JliarHO3 yCTaHOBIIOIOTh Ha TTiJCTaBi HASIBHOCTI TIJISIM
KOJIbOPY KaBU 3 MOJIOKOM, MATOJIOTi1 KiCTKOBOI TKaHM-
HU, TIepeI4acHOIrO CTaTeBOrO PO3BUTKY, TiMEPTUPEO3Y,
aHOMaJTii HAIHUPKOBUX 35103, akpomeradii. [Tpu nabo-
DPATOPHUX AOCIIKEHHSIX BUSBISIOTh IMTiABUILIEHHS PiBHS
TOPMOHIB LIMTOIOAIOHOI 331031, MPUILIUTONOAIOHUX Ta
HaIHUPKOBMX 3aJI03, a TAKOX TOPMOHA POCTY i MpoJIak-
TuHy. [Ipy peHTreHOJOriYHOMY JOCHiIKEeHHI BUSIBIIS-
10Th (hiOpO3HY AMCIUIAZIO, IO ypaXae AeKiabKa KiCTOK.
PentreHosnioriuna kaptuHa piOpO3HOI OCTeoAMCILIa3ii
JIy>Ke pi3HOMaHiTHA: BOTHMIA PO3PiIKEHHs abo Mpo-
CBITJIEHHSI KiCTKOBO1 TKAHMHU Pi3HUX PO3MIipiB i (hopM.
[MaTonoriyHa TKaHWHA MOXKE PO3TAIIIOBYBAaTUCS Y BH-
IJISIi OKPEMMX BOTHUILL, ajie MOXJIMBE W nudy3He ypa-
xeHHs1. [Tpu MPT moxe BUsIBISITUCS aneHOMa Tirnodisa.
[Tpu reneTuHOMY TecTyBaHHI BUSBISTIOTE TeH GNASI.

KAiHiYHMIM BUNOAOK

JiBuriHKa BiKOM 2 poKH 6 MicsI11iB riepeOyBaia B Xi-
pypTiyHOMY BiJJIiJIeHHi 3 JiarHO30M: 3aKpUTUII yepes-
BUPOCTKOBUU MEPeIOM JIiBOI IJIEYOBOI KiCTKU 3i 3Mi-
meHHsIM. [lepesom oTpuMaa B pe3yabTaTi MadiHHS Ha
BYJIULII HA PO3ITHYTY B JIIKTBOBOMY CYIJIOOi pyky. ITin
yac ONISIAy BUSIBJIEHO 3HAUYHUI HaOpsk, aedopmallito
JIIBOTO JIIKTHOBOTO CyIyIo0a, pi3Ke OOMEXEHHSI pPyXiB
Ta 60JbOBUI CUHAPOM. Ilanbli KUCTI OyJIM TEIMMMU,
PYXJIMBUMU, YYTJIMBUMMU, HEBPOJIOTIYHOI CHUMIITOMa-
TUKJ HEe BCTaHOBJIeHO. HayaromkeHo cKeJeTHe BUTST-
HEHHS yepe3 JIiBU# JIIKThOBUI BUPOCTOK. Ha ueTBepTy
OOy TMicJg TrocmiTatizallil Big3Havyanaocs 30€pexXeHHS
3MillleHHS BimjaMmkiB. BUKoHaHO XipypriuHe BTpy4yaH-
HSI: OCTEOCHHTE3 JIiBOi IIJIeYOBOI KicTKM (puc. 2). 3a-
TOEHHSI TIEPBUHHE, iMMOOITi3allisd KiHIiBKU TilICOBOIO
MMOB’SI3KO0I0 BiOyBaJlach MPOTATOM OJHOTO Micsig. Ha
KOHTPOJILHOMY OIS yepe3 1 Micslb 3ruHaHHS B JIiK-
ThOBOMY CyI100i craHoBuio 70°, po3ruHaHHsg — 170°.
Yepes 2 Mics1Ii B INTUHY BiIMidaBCsI ITepeIOM HIKHBOT
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TPETUHU MTPOMEHEBOI KiCTKU 0€3 3MIllleHHS, iIMMOOiTi-
3allisl KiHIL[iBKM TilICOBOIO MOB’SI3KOI0 Big0yJach Mpo-
TATOM OAHOro Micdauda. PerenpbHUil OmIsAn Malli€HTKA
BUSIBUB i30JIbOBaHE TeJIapXe, HAIBHICTh TIIM KOJbOPY
KaBU 3 MOJIOKOM Y HiJITHIII CKPOHi MapaopOiTaabHO 31i-
Ba, Ha IPyIsX i3 MepexoJoM Ha CIUHY Ta JiiBe Iuieye i
Mepearutivyys, 3 HepiBHUMU KOHTYPaMHU.

3 aHaMHe3y: DUTHHA Bi IEPIIoi BariTHOCTI. Matepi
Ha MOMEHT HapOKeHHS TUTUHU 0yJ10 35 poKiB, 0aTbKO-
Bi — 36 pOKiB, XpOHIYHMX 3aXBOPIOBaHb HE MalOTh. Ba-
TiTHICTD, 3i CJIiB MaTepi, nepebdiraja 6e3 0coOJIMBOCTENM.
Maca Tina nmpu HapoaKeHHi ctaHoBuaa 2750 r, 3picT —
48 cMm, owiHKa 3a 11Kajao Amnrap — 6/8 6anis. Ha rpyn-
HOMY BUTOJOBYBaHHI AMTUHA IepedyBanga 10 OIHOIO
poKy. MaMma BusiBMJIa HeBEJIMKI IIrMEHTOBAaHI TUISIMU Ka-
BOBOTO KOJIbOPY Ha CITMHI i TPyIsIX y Billi TPbOX MICSILIiB.
'V Mipy 3pocTaHHS IUTUHU TUISIMU CTaIu 301IbIITYBAaTUCS
B pO3Mipi, BAHUKAJIW HOBi IUISIMU B CKPOHEBIl MiISTHII
Ta 330BHi Ha IMpaBoOMY ILIedi i epeariivyi (puc. 2 [51]).

B 1 pik 6 wmics1iB 0MHOPa30BO Ha TIATY3KY OyiIu
Mi3epHi KpOB’sIHi BUIiJIEHHSI. 3BepTajacsl 3a MicleM
MPOXKMUBAHHS J0 TIeiaTpa 040 MirMeHTOBAaHUX TIJISIM,
PEKOMEHI0BAHO CHOCTEpeKeHHs. Y BiIAiJieHHI AiB-
YHKa IPOKOHCYJIbTOBAaHA I€PMATOJOIOM, AUTIUYUM
TiHEKOJIOTOM, IUTSYUM CHIOKPUHOJIOTOM Ta TeHETH-
koM. IlpusHaueHi gogaTkoBi oOcTexkeHHs. PesynbTa-
TH: aHTPOIIOMETPUYHI MOKa3HUKM: 3picT — 103,3 cm
(SDS pocty +2,38, 1110 BiAIOBiTa€ BUCOKOPOCIOCTI),
maca — 17,8 xr. I'iHekosoriunmii ornsa: AX0 MA1 Pb0
Mel9 mic. BumineHHst cim30Bi, CBIiTII, Mi3epHi. 30B-
HillIHI cTaTeBi opraHu chopMoBaHi MPaBUILHO, KJIITOP
He 30inbmeHuit. Hymen ectporeHizoBaHWIT TTOMipHO,
He TrinepeMoBaHuii. JIBOpyYyHe MOCHIIXKEHHS: MaTKa
PO3TAlIOBYETHCS CEPEIUHHO, TPOXHU OUIBIIIA Bil HOPMHU.
IIpunatku 3 000X CTOPiH He BM3HAYalOThCS, TMajbIia-
TOPHO JiJISTHKA X JIoKaJli3ailii 6e300JicHa.

3arajbHUIT aHaJIi3 KPOBi, cedi 0€3 TTaTOJIOTiTHNX 3MiH.
T'opmoHu KpoBi: (QOJIKYJIOCTUMYIIOIOUUIA TOPMOH —
0,60 MOJ1 /M, moreinizyrounii ropmoH — 0,20 MOl /M,
ectpanion — 300 mMoJb/71, TectocTepoH — 0,55 HMOJIb/J1,

PucyHok 2. T1nsimMu cBiT/I0-KOPUYHEBOIO KOJIbOPY
(kaBa 3 monokom — café-au-lait) HenpaBunbHoi

¢hopmu

AT'EA-C — 0,2 MKMOJIb/JI, TUPEOTPOITHUI TOPMOH —
0,5 MMO/n (Bin3Havasiocs 30iJIbILIEHHS] €CTPOIeHiB, 110
€ He (Di3ioIoTiyHNM [IJIST JAHOTO BiKY).

IIpu yabTpa3ByKOBiil AiarHOCTHUILII OpraHiB Majo-
ro Ta3a MaTKa pO3TAIIOBYEThCSI CEPEAVMHHO y BUIJISIII
Tsika po3MipoM 28 x 7 x 14 mMm, M-exo HeuiTKe, JiHili-
He. fledHnKU po3TalioBaHi HU3BKO 3 OOKIB Bil MaTKU:
npaBuii po3mipom 16 x 10 MM i3 douikynamu 2—3 mm,
JiBui — 14 x 9 MM i3 ponikynamu 2—3 MM.

PenTreHnorpadgis kicTok pyk: BUsiBJIeHa repedynoBa
KiCTKOBOI TKaHWHU B OCHOBHMX i cepefHiX (pajaHrax
2—5-T0 MaibliB JIiBOI KMCTi i MEHIIIOIO Mipol0 — B ce-
penHix ¢ajaHrax 2—5-To majbliB IpaBoi KucTi. KicT-
KoBuit BiK Bigmosigae 3,0—3,5 poKy, TOYKM OKOCTE-
HiHHSI HamiBMiCSIYHUX KicToK. BusBieHa mepeGynoBa
CTPYKTYpPH JIiBO1 CTETHOBOI KiCTKM 3a TUIIOM (hiOpOo3HOT
JIACILIA311 3 MEPiOCTAIbHUMU HAlIApDYBAHHSIMU, BOTHU -
IIEBUMU TPOCBITJICHHIMU 1 €JIeMEHTaMU OCTEOCKJIe-
po3y; 3a3HaYeHi 3MiHU BUSIBJISUIMCS B IUCTAJbHIN Tpe-
TUHI BEPTJIIOXKHOI 3aMaJuHMU.

OcteoramMmacLMHTIrpadis — acuUMeTpUYHE Ha-
kormueHHs1 pagiodapmmpernapary (P®II) y kicTkax
cKeJsieTa, y AUISIHLI CKYITYEHHSI JIiBOi BUJIMYHOI KiCTKHU,

PucyHok 3. PeHTreHorpama rse4oBoi KiCTKU XBOpPOI AiBYNHKN: a) nicnsi TpaBmu; 6) nicnsa onepadii
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JIiBili MOJIOBMHI BEPXHBOI i HUXKHbBOI IIEJIEIM, MpaBiid
BEJIMKOTOMIJIKOBIM KiCTIi, JIiBill TJIEYOBil (HE3aJIeXHi
BOTHUIIA Y BEPXHill 1 HUKHIiI TpeTUHAX) i mpaBiit mie-
YOBill (AucTanbHUI MeTadi3) KicTKax, y KyTi MpaBoi Jo-
naTKu, y TpYAHUHI i pedpax. Pizko BUpaxxeHa 3aTpuMKa
POII y 30upanbHiii cuctemi mpaBoi HUPKU.

ITpoBeneHa rpoda 3 TPUNTOPETiHOM — MiATBEPIXKE -
HO FOHAJOTPOIiHHE3aJIeXKHUI nepeayacHUd CTaTeBU
PO3BUTOK.

BucraBnenuii miarHos: cuHapoM Mak-KbioHa —
Onbpaiita — bBpaiilieBa, TiepeuacHil CTaTeBUIA PO3-
BUTOK MepUdEPUIHOIo IreHe3y, i30CeKCyalbHUM TUTI.

ITpusHaueno renetnyny JAHK-giarnoctuky. Iutu-
Ha rnepeBefeHa B eHAOKPUHOJIOTIYHE BiIiUIEHHS.

BMCHOBKMU

IlepemuacHuii ctaTeBUil PO3BUTOK MPU CUHIPOMI
MOB yacriiiie BUSIBJISIETbCS TICIISI TIEPIIIOTO POKY XKUT-
TS 1 XapaKTepU3YEThCS MAaTKOBOIO KPOBOTEUEIO i 30i1b-
LIEHHSIM IPYIHUX 337103 (Tesapxe). AnpeHapxe (JIoOKoBe
1 akCUJISIpHE OBOJIOCiHHST) He XapakTepHe. OCHOBHUMU
KIIIHIYHMMU O3HaKaMH MepeadyacHOro CTaTeBOro po3-
BUTKY B HallIOMY KJIIHIYHOMY BUITaAKy OyJI1 301IbIIECH-
HSI TPYAHUX 3aJ103 1 KPOB’STHUCTi BUAIEHHS 31 CTaTEBUX
HUIsAXiB. BaxmMBoO 3a3Ha4uTH, 1110 €CTPOTeHi3allis npu
1LIbOMY 3aXBOPIOBaHHI HE MPU3BOIMTL OO HACTaHHS
MEHAapXxe; BJIACTUBI IIBUJIIE MEHCTPYaJbHOMOMIOHI
KpOBOTEYi, 3yMOBJIEHI Pi3KMMU KOJMBAHHSAMMU PiBHS
€CTPOreHiB, MPOTe LUKIIYHICTh Ipoliecy 3a3Buuail He
Big3HavaeThes. KicTKOBUI BiK € BaXJIMBUM KPUTEPIEM
B OLIiHIIi XBOPUX i3 TIepeI4aCHUM CTaTeBUM PO3BUTKOM.
Bucokuii piBeHb CTaTEBUX TOPMOHIB ITPU TPUBAJIOMY iX
BIUIMBI 3HAYHO MPUCKOPIOE MIPOrpecyBaHHs KiCTKOBO-
ro BiKy. KiIbKiCTh IUISIM TinepIiirMeHTalii KopeatoBaia
3i cTyneHeM (PiOpO3HO-KIiCTO3HOIO YypaKeHHs KiCTOK
ckeneta. IlaTonmoriyHi mepejioMu € KJIACUYHUMU O3Ha-
KaMU XBOpOoOU. YCMiX JiKyBaHHSI JAHOTO 3aXBOPIOBAH-
Hsl Oe31ocepeIHbO 3aJIeXKUTh Bifl paHHbOI AiarHOCTUKU
Ta CBOEYACHOTO HAIpPaBJAEHHS AUTUHU 0 BiAMOBiAHOT
€HAOKPUHOJIOriuHOiI ycTaHOBU. CBO€YACHI JiarHOCTHUKA
i JIIKyBaHHSI CIIPUSIIOTH pEerpecy BTOPUHHUX CTAaTEBUX
0O3Hak, 3arnobiraHHIO iHBaliAM3allil 32 paXyHOK OCTEO-
JMUCIUIA3ii, i Hamami cTa€ MOXKJIMBOIO peati3allis pernpo-
JTYKTUBHOI (DYHKII1.

Konduikr inTepeciB. ABTOpU 3asBJISIOTH MPO Bif-
CYTHICTb KOH(JIIKTY iHTepeciB MpU MiAroTOBLi AaHOI
CTaTTi.
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BI'Y3 YkpauHbl «byKOBUHCKUK rOCYAQPRCTBEHHbIV MEAVLMHCKUI YHUBEPCUTET», I, YHepHOBLbI, YkpaAmHA

Cunapom Mak-KbtoHa — OA6panTta — bpaiuesa
(0630p AUTEpPATYPbI U KAUHUYECKUIN CAYHA)

Pe3tome. B cratbe npuBeneHbl pe3ynbTaThl 0630pa JIMTepa-
Typbl, Kacatoluecss cuHapoma Mak-KeioHa — Onbpaiita —
BpaiiueBa, u onvcaH KIMHUYECKUM ClTyyailt JaHHOTO CUHAPO-
ma. CunapoMm Mak-Keiona — Onbpaiita — BpaiitieBa — 3T0
TeHeTU4Yecku OOYCJIOBIEHHOe 3abosieBaHMe, KaK MpPaBUIIO,
XapakTepu3ylolleecsl TPUaaoil CUMITOMOB: HaJIMUMEM CIie-
MdUIECKUX MATEH 1BeTa Kode ¢ MoaokoM, HhrUOPO3HOIL auc-
Tia3ueil KocTeil M pa3HOOOPa3HBIMU SHAOKPUHOIIATUSIMH,
HaunboJiee 4acTOl U3 KOTOPBIX SIBJSIETCS TMPeXAeBpeMeHHOe
nosoBoe pasButve. Yactora BCTpeyaeMoCTH 3aboJieBaHUS
B Mupe BapbupyeT oT 1 ciyuyasd Ha 100 Teicsu 1o 1 ciyyad Ha
MWIJIHMOH B 00111ei momysiunu. CuHapoMm Mak-Ketona — OJ1-
Opaiita — bpaiilieBa BbI3bIBacTCS MyTallMeil B reHe, U3BECT-
HoM kKak GNASI. /laHHbIi1 TeH KOAupYyeT anbda-cyobeanHU-
1y ryaHuauHTpudocdaTcpssbiBatoniero oenka (G-6enka),

T.V. Sorokman, O.V. Makarova, N.O. Popeliuk

CTUMYJIMPYIOLIETO 00pa30BaHue IIUKINIECKOTO aleHO3UHMO-
Hodochara. MyTaHTHBIM 0€JTOK TTOCTOSTHHO aKTUBUPYET ajie-
HWIATIIUKJIIa3y, YTO IIPUBOIUT K CAMOITPOM3BOJIBHOMY «BKJTIO-
yeHMI0» ceKpenu ropmMoHoB. GNAS1 HaxomuTcs Ha JJIWH-
HoM 1uiede 20-ii XxpoMocombl. JlaHHas1 KJIeTOYHasi MyTallMsl
MPOMCXOANT HA PAHHUX CTaIusIX dMOproreHesa. OnucaHHbIi
KIMHUYECKUH CITyJaii TIpefCTaBysieT HeCOMHEHHBIN MHTepeC
C TOYKW 3pEHUST HECKOJIBKO 3aItO37aoi MMarHOCTUKU CUH-
JIPOMa, XOTsI MATOJIOTUYEeCKUE TIePeIOMbI SIBISIIOTCS KlacCH-
YecKMMM TpHU3HAKaMu OOJe3HU. YcIex JieYeHUsl TaHHOTO
3a00JIeBaHMS HATIPSIMYIO 3aBUCUT OT paHHEH TUarHOCTUKU U
CBOEBPEMEHHOTO HATpaBIeHUsT pebeHKa B COOTBETCTBYIOIIEE
SHIOKPUHOJIOTUYECKOE YUPEeXKACHUE.

KioueBbie ciioBa: cungpom Mak-KeioHa — Ounbpaiita —
BpaiitieBa; 3THOIOTHST; KIMHUKA; 0030p

Higher State Educational Establishment of Ukraine "Bukovinian State Medlical University”, Chernivtsi, Ukraine

McCune-Albright-Braytsev syndrome:
literature review and clinical case

Abstract. The paper presents the results of literature review
on McCune-Albright-Braytsev syndrome and describes the
clinical case of this syndrome. McCune-Albright-Braytsev
syndrome is a genetically determined disease, usually chara-
cterized by a triad of symptoms: the presence of specific ca-
fe-au-lait spots, fibrous dysplasia of the bones and various
endocrinopathies, the most frequent of which is premature
sexual development. The incidence of this disease in the
world varies from 1 case per 100,000 to 1 case per million
in the general population. McCune-Albright-Braytsev syn-
drome is caused by a mutation in GNASI1 gene. This gene
encodes the alpha subunit of guanosine triphosphate binding
protein (G protein), which stimulates the formation of cy-
clic adenosine monophosphate (cCAMP) that, among other

things, regulates the work of many endocrine glands in the
body. The mutant protein constantly activates adenylate cy-
clase, the intracellular level of cAMP increases, which leads
to spontaneous “inclusion” of hormone secretion. GNAST is
on the long shoulder of chromosome 20. This cell mutation
occurs in the early stages of embryogenesis. The described
clinical case is of unquestionable interest in terms of some-
what delayed diagnosis of the syndrome, although pathologi-
cal fractures are the classic signs of the disease. The success
of the treatment of this disease directly depends on the early
diagnosis and timely referral of the child to the appropriate
endocrinological institution.

Keywords: McCune-Albright-Braytsev syndrome; etiology;
clinical presentation; review
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