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HecnpaBXxHii nepeayacHuUi
CTaTeBUI PO3BUTOK:
cMHAPOoM Mak-KtoHa-OAbOpaiita
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10.0. LLep6ak, B.O. laaaraH,
M.A. UuraHkoBa

Meauko-reHeTMUHMIN LeHTP, HauioHaAbHa aAnTSYa
crieuianizoBaHa AikapHa «OxmaTtamT», Kuis

Cunzpom Mak-K'tona—QOuibpaiita xapakTepusyeTbesi MOMOCTOTHYHOK (iOPO3HOW AUCILIAZIEI0, MIMEHTHUMH TLIIMAMU Ha
IIKipi Ta aBTOHOMHOIO eHAOKPUHHOIO TieP(YHKITEIO i € pe3yIbTaToOM MOCT3UTOTUYHOI COMATUYHOI MyTallii, IKa CIPUYNHSIE aKTH-
Ballil0 BHYTPILIHbOKIITUHHUX CUTHAJIbHUX KACKQJHUX PEAKILiil 3a BiZICyTHOCTI TOPMOHAIbHOI cTuMyJisiiii. [lepequacuuii crareBuit
PO3BUTOK y aiTeli i3 cunapomom Mak-K'tona—QOubpaiita BUHMKAE BHACIIAOK FOHAJOTPONIHHE3AI€KHOI aBTOHOMHOI OBapiajibHOI
abo tecrukyssipHoi akTuBaiii. O3Haku (Hibpo3HOi auCIIA3il KiCTOK BapilolOTh Bil MAJIEHBKUX AaCUMITOMHUX JIJISTHOK JI0 3HAYHUX
JECTPYKTUBHUX TIONIKOKEHD, [0 TIPU3BO/UITH [0 MATOJIOTIYHIX HePeToMiB. 3MIiHI Ha IIKipi TPEJCTaBIeH] OAHIEIO BEAUKOIO ab0
KIJIbBKOMa HEBEJIMKHUMU MITMEHTHUMM IUIIMaMU KOJbOPY KaBU 3 MOJIOKOM, $IKi YacTillle 3'IBJISIIOTbCS HA IEPLIOMY POLU KUTTSL.
[TaTosorist eHIOKPUHHKIX OPraHiB 3yMOBJIEHA MOSIBOIO TOPMOHIIPOAYKYBUIBHUX aJieHOM (TillepTHPeo3, TiIepKOPTUIIN3M, rirnodizap-
HU riranTusM abo akpomerainis). HasegeHo kiiniuni Bunagku cuaapomy Mak-K'tona—OnGpaiita B giTeil pisHOTO BiKy.

Kmouosi ciaoBa: cunapom Mak-K'iona—On6paiita, aBTOHOMHA €HIOKPHHHA aKTHBALsS, [epeIIaCHUl CTATeBHil PO3BUTOK,

(}i6posHa auCILIAzis, MrMEHTHI TISIME KOJILOPY KaBHU 3 MOJIOKOM.

Cepez[ reHeTUYHO JIeTepMiHOBaHUX (HOpM He-
CIIPAaBKHBOTO CTATEBOTO PO3BUTKY Halvacrilre
sycrpivaerbest cuHiapom Mak-K'rona—Obpaiita
(Fibrous dysplasia polyostotic; MIM 174800).
KnacuuyHuil BapianT cUHIAPOMY mepeabavyae HasiB-
HiCTh NMPUHANMHI ABOX O3HAK i3 XapaKTepHOI Tpia-
I — ypa)KeHHs KICTOK Yy BWTJISII TOJIOCTOTUYHOL
hibposHol aMcILIaszii, MTMEHTHI MIAMM Ha HIKipi
KaBOBOTO KOJIbOPY 11 aBTOHOMHA TinephyHKILis O/[HI€T
abo KiJIbKOX eHAOKPUHHUX 327103 [1, 2, 5].

Kriniyay KapTWHY CHHIpPOMY BIIEpPIIE ONUCAIN
Mc Cune i Albright HeszanexHO oauH BiJg OXHOIO B
1937 p. HocmimxeHHs OCTaHHIX POKiB 3HAYHO PO3IITH-
pwin cnekTp cuHapomy Mak-K'rona—Ou6paiirta.
HaiixapakTepHIilIIMH € 3MiHU B S€YHUKAX, KiCTKaX i
IIKipi, IIPOTE MOKYTh OYTH ypakeHUMHU i1 iHIIi eHx0-
KPUHHI Ta HEeHAOKPUHHI TKAHWHM.

Cunapom Mak-K'rona—Ouibpaiita — 1e pesyJbrar
MOCT3UTOTUYHOI comMaTudHOi MyTarlii B reHi GNAST,
SIKUW JIOKAJi30BaHUN Ha JIOBTOMY IIJIedi XPOMOCO-

mu 20 y Jokyci 13.3 i xomye asnbda-cyGoarHUIO
crumyJsniitnoro G-nporeiny (Gsa). G-niporein 6epe
y4acTb y BHYTPINIHBOKJIITUHHIN Iepefadi TOpMo-
HAJIBHOTO CUTHAJY, IO 3’€/IHY€E KJITUHHI MOBEPXHEBI
perenTopy i BHYTPIIIHBOKIITUHHI CUTHATBHI KacKa-
. Yaaciaigok axrtubailii Gsa-ejieMeHTa 3/11CHIOETh-
cd TIOCTilHEe CTUMYJIIOBAHHS aJIeHITaTIINKIIAa3u 1 Ti/1-
utieHHs1 piBasd TAM® y kmitwni. TakuM 4yuHOM,
crieruivyHa MyTallisl CIPUYMHSIE aKTUBAIIO BHYT-
PIITHBOKTITUHHUX CUTHAJIbHUX KacCKaJHUX PpeaKIliil
3a BificyTHOCTI (Hi3i0JOTIYHOI TOPMOHAIBHOI CTUMY-
ganii. Yum panime B emGpioreHesi BiaOyBaeTbcst
MyTalis, TUM GiJIbIlIa KiJIbKiCTh TKAHUH YTATYEThCS B
naroJoriyHuil mporec. MyTauii B misHboMy eMGpio-
reHesi JIOKaJbHII 1 BUSBJALIOTHCS JUle 1BOMa abo
TppoMa (DEHOTUTIIYHUMH O3HaKaMu cuHapomy [6, §,
12, 21]. Myraliis, sika BigOyBa€TbCs B TKAHUHI MiCJIs
nudepeHIiioBaHHEs B creluivHi KIITUHHI JiHii,
MOJKe TIPU3BOIUTH 0 BUHUKHEHHS MOOINHOKOI ajie-
Homu. Hanpuknaa, Gsa-akrupariitni myramii Oy
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OTHCaHi B 13071bOBaHUX TinephyHKI[IOHATBHUX BY3-
JIaX IUTOIOAIOHOI 31031 i COMATOTPOIIHIIPOAYKY-
BAJIBHUX ajieHOMax rinodisa [7, 9, 10].

Bunaaku cunzpomy Mak-K’'tiona—Ou6paiita
3a3BWyail ciopaauyHi. IlommpenicTh H0ro CTAaHOBUTH
1:100 trc. — 1 : 1 ot Hacenenus. IlocTauroTnyna
COMATHYHA MYTallid BUHWKAE He3aJeKHO BiJl CTaTi,
ajle 3a KJIHIYHUMH BUSBaAMHU CHHAPOM HaldacTilne
JarHoCTyIoTh y JKiHOK |5, 7, 11, 22].

KniHiyHi BUSIBU CHHIIPOMY
Mak-K’rona—Qnopaiita

IlepemuacHuii crateBUil PO3BUTOK — HaWvacTilla
eHJIOKPUHHA O3Haka cuHapomy Mak-Krona—QOu6-
paiita, gka BUHWKAE BHACJIJOK TOHAJOTPOITiHHE3a-
JIESKHOT aBTOHOMHOI akTHBaIlil QYHKIT sse4HUKIB a60
sevok. IlepemyacHuii craTeBUil PO3BUTOK 3a I[bOTO
CHHAPOMY OiJIbIIl XapaKTePHUI Ui AIBYATOK, HikK
JUIsI XJIOIMYMKIB. AKTHBaLis ocTperiernrrtopaoro tAM dD-
CUTHAJIBHOTO KacKajay y (omKyJIpHUX KJIITUHAX
SIEYHUKIB IIPU3BOJIUTH JI0 YTBOPEHHS €CTPOTEHITPOJLY -
KyBaJbHOI KicTu (abo kicT). JJoMiHaHTHA oBapiajibHa
KicTa PO3BUBAETHCS HE3AJIEKHO BiJl CTUMYJIIOBAHHS
roHazoTporinaMu. I[lepemyacHuii cTaTeBUI PO3BUTOK
y AiBYaTOK 3a3Bu4ail MaHidecTye micast 1-ro poky
JKUTTSI, TIPOTE WOTO BUSIBU MOKYTh 3'SIBUTHUCS BKE 3
4-X MicsIIiB; Ha BIZIMIHY Bifl CIIPaBXHBOTO (TOHAIO-
TPOITiH3AJIEKHOT0) TIEPeIYACHOTO CTATEBOTO PO3BUT-
Ky HECIPaBKHIill MOYMHAETHCS 3 MEHCTPYAJIbHOIIO-
HnibHOI KpoBoTeui 0e3 IONepeAHbOro HarpyOaHHs
MOJIOUHUX 3aJI03 i 32 BiJICYTHOCTi POCTY BOJIOCCS HA
J06Ky. Enisonu MeHcTpyaliit MOy Th OyTH MOOJIUHO-
KuMu a60 peraInBHUMEU. TaK0oK HaJIMIIKOBA CEKpe-
I1isl ECTPOTEeHIB CTUMYJIIOE IPUCKOPEHHS TEMIIIB 3POC-
TaHHI 1 CKeJIeTHOI 3pimocri [1, 5, 7, 13, 15, 16, 22].

®DibposHa AMCIUIasisg y XBOPUX HA cMHAPOM Mak-
K’'tona—Ouibpaiita Moxe ypaxkatu OyIb-gKy KiCTKY,
aJle HalyacTiiie ypakeHHsI 3a3HAIOTh 0BT Tpy6OUacTi
KicTkuy, peGpa it yeperr. ITaTosoriuni mpoiecu B Kict-
KaxX BapilolOTh BiJl aCUMIITOMHOTO YPasKEeHHS HEBEJTH-
KUX JIJISHOK, 1O iX BUSIBJISIIOTH BUIIAJKOBO ITiJ Yac
CKaHyBaHHS, /0 3HAYHUX JECTPYKTUBHUX 3MiH, SIKi
MPU3BOSTH JI0 MATOJIOTIYHUX TIEPEIOMIB 1 ypaskeHHs
HepsiB [1, 5, 12, 13, 15, 22].

3MiHU IKIpH, TIPUTAMAaHHI CUHAPOMY, TTPe/ICTaBIIe-
Hi OfiHi€O BEJIMKOI ab0 KiJIbKOMA PI3HOIO PO3MIpy
MIrMEHTHUMU TUISIMAMU KOJIbOPY KaBU 3 MOJIOKOM,
sKi yacrinte 3'saBistoTbed Ha 1-my porti skutts. [eit
CUMITOM 3yMOBJIEHUI HAJIMipDHUM YTBOPEHHSIM Me-
JIAaHIHY B KJIITUHAX HIKIpH, 0 B HOPMi 3aITyCKAETHCS
MesaHOTUTCTUMYIsinaIM TopMoHoM (MSH) uepes
perienitop, SKuii € KiaacudHUM G-TIPOTETHOBUM pe-
merrropoM, oB’si3annM i3 Gsa. Came aktuBaris Gsa-
cyOOIMHUII B MEJAHOLUUTAX MPHU3BOAUTH [0 Tilep-
npoxaykiii mirmenry [5, 12, 13, 15, 22].

Cepen po3JiajliB €HIOKPUHHUX 37103 IO CKJAILY
CUH/IDOMY MOKYTb BXOJUTHU TilIEPTUPEO3, TillepKOp-
TUIU3M, rinodizapauii riraHTuaM abo akpoMeraJis
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(ynacaigok CTT-mpomykyBasbHOI ajieHOMU Tinmodi-
3a). Y MaIli€HTiB TAKOK MOKYTh /IIarHOCTYBAaTH HEEeH-
JIOKPUHHY TIATOJIOTIIO, a came: TirnodocdaTemiio, Xpo-
HIYHWI TenaTUT Ta TOPYHIEHHS CEPIEBOTO PUTMY
(MOXJIMBA HABITh PalITOBA CMEPTH BiJl CEPIIEBOI ApUT-
Mmii) [6, 10, 11, 22].

JlaGoparopHa jmiarHocTMkKa cuUHApPoMy Mak-
K'iona—Ounbpaiita nepegbavyac JOCTIKEHHS PIBHIB
oaikynoctumymosanbHoro ropmona (MCT), more-
irizyBasbHOrO TopMoHa (JII') 1 crareBux cTepoifis.
IMokasaukn DCT i JIT nepebyBaioTh 3a3BuYail y
Mekax BiKoBoI HopMHU. OCKIiJBKH TilepceKperris
€CTPOTEHIB SI€UHMKAMU Y XBOPHX €Ii30ANYHa, He0O-
XiJHI TTOBTOpHI AOCJIKEHHS 3pas3KiB KpOBi depe3
HeBHUIT yac, 106 BUSBUTY IiABUIIIEHHS PIBHS eCTpa-
JIOTY.

CTuMyIAMIMHETT TECT i3 TOHAIOTPONiH-PUTI3WHT-
ropmoHoMm (I'u-PT’) (mpemaparom tpumTopesiny B
031 1 MKT/Kr) momoMara€e augepeHIiioBaT ToOHaI0-
TpoTiH3aMeXHNN (IeHTPaTbHUN, CIIPABKHIN) 1 TOHA-
JIOTPOTIiHHEe3aIe;KHUH (HecTpaBsKHill) TepeayacHuit
CTaTeBUI PO3BUTOK. Y CUPOBATIII KPOBI JIOCIIKYIOTh
piBenp @CT i JIT nariie ta yepe3 30 xB, 1 rox i 4 rox
IicJIst BBeJIeHHs Ipenapaty. BigcyTHicTb 36iablIeHHs
nokasuukis JIT' i @CT nicast BBepenns [u-PI xapak-
TEPHA IS TOHAZIOTPOITHHE3AJIESKHOTO TIepedacHOTO
CTaTEBOTO PO3BUTKY, 3yMOBJIEHOTO CUHIPOMOM Mak-
K’rtona—Oubpaiira [3, 4, 15, 22].

YabTpa3ByKoBe OCTI/PKEHHS OpraHiB MaJioro
Taza JOIOMAara€ BUSIBHUTH HAasBHICTb OBapiaJbHUX
KicT. Po3Mip sSIEUHUKIB y XBOPUX HE MA€E J[IaTHOCTUY-
Horo 3HauyeHHs1. Kicra (abo kictu) yacTo Bisyasisy-
€ThCsI 3 OJHOrO OOKY Ha BiAMIHY BiJ IIEHTPAJIBHOTO
(TOHAIOTPOTIIH3AIEKHOTO) TIEPEIIACHOTO CTATEBOTO
PO3BUTKY, 32 SIKOTO KiCTU B SIEUHWKAX HEBEJUKI i
nBoGiuHi [5, 7, 9].

PentreHorpadiute gocaifzKeHHsT TPyOUacTUX Kic-
TOK JIa€ 3MOT'Y BUSABUTH aCUMIITOMHI AIISHKH HiOpo3-
HOI ucIiasii («1o3uTUBHI» AinsTHKN ). Taki peHTren-
3HAXiKW B pasi MATBEPAKEHOTO TOHAIOTPOITIHHE3a-
JIESKHOTO TIEPEYACHOTO CTATEBOTO PO3BUTKY CBilUATh
Ha KopucTh cuuapoMmy Mak-K'iona—Oubpaiira [5, 12,
13, 15, 22].

JIlikyBaHHS CHHIPOMY
Mak-K’rona—QO:6paiita

OckifbKku TepeyacHUil CTaTeBU PO3BUTOK Y
piteit i3 cungpomom Mak-K'ona—Qubpaiita € ro-
HAJIOTPOIHHE3AJIEKHUM, JIIKYBaHHSI TperapaTtaMu
I'a-PI' HeedpexTuBHE Ha BiMIHY Bifl CIIPaBKHBOTO
(LIEHTPAJILHOTO) TEPEYACHOTO CTATEBOTO PO3BUTKY.
3a JIOBTOTPMBAJIOL TimepecTporeHeMii, sika CyIpo-
BOJ/UKYETHCSI TIPUCKOPEHHSIM KiCTKOBOTO [03PiBaHHSI
Ta/ab0 MeHapXxe, IPU3HAYAIOTH [IPerapaTH, o OJOKY-
10Tb nepudepuyHIii MeTaboIi3M CTEpPOIAiB a0 KOHKY-
PYIOTb 31 CTaTeBUMH TOPMOHAMH HA PiBHI PEIENTOPIB.

TpuBanuii yac exuHUM 3acO00M IS JHKYBaHHS
MePEYACHOTO CTATEBOTO PO3BUTKY B IiTeH i3 CHHIPO-
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PucyHok. MowmpeHi nirMeHTHi NAsSIMM Ha LWIKipi TyAyOa
¥ KiHLiBOK XxBOpoOIi B.

MoM Mak-K'tora—Oubpaiita BBaXkaal aHTHAHIPO-
TeHHUI Tpernapar — IUIPOTepoHy amertat (y 103i
50—100 mr/m? Ha 100Y).

[TosutuBHUIL eeKT y Tepallii rinepecTporesemii 6yB
OTPUMAaHWIA TTiJl YaC BUKOPUCTAHHS B JIOPOCJIIX XBOPHX
iHriGiTOPiB apOMaTasy, SIKi 3HUKYIOTh DIBEHb [IUPKYJIsI-
IIHUX ecTporeHiB (TecToNakToH y /1031 20 Mr/Kr Ha
100y 3a 3—4 npuiioMu 3i 36iIbLIEHHSM ii 32 TTOTPeOU 10
40 mr/xr Ha 100y). OcraHHI AOCJIKEHHsI CBiZyaTh
TaKO)K Ha KOPUCTh BUKOPUCTAHHS B JIOPOCJINX TAIli€H-
TiB MTPOTUITYXJIMHHUX TTPETapariB — CeJIeKTUBHUX 1HTI-
6iTOpiB apoMaTasy, sSIKi MalOTh aHTHECTPOreHHY Jif0 32
paxyHOK OJIOKYyBaHHsI CHHTE3y eCTPOTeHiB y mepude-
PUYHUX TKaHWHAX (J1eTpo30J1, anacTpo3oa) [16, 19, 20].
Omnrcana Takox eheKTUBHICTh AHTATOHICTY €CTPOreHO-
BUX PeIenTopiB TaMokcugeHy (aHTHeCTPOTeH, SKUN
CIOYATKY PO3POOIISIIH JIJIsT JIIKYBAHHSI €CTPOTEHYY TIIH-
BOTO paKy MOJIOUHOI 3aJ1031) y JIIKyBaHHI TIepe/[4acHOTO
CTaTeBOTO PO3BUTKY B [[IBUYATOK i3 CUHAPOMOM Mak-
K'rona—Oubpaiita (y mosi 20 mr/mo6y) [14].

MenukaMeHTO3HOTO JliKyBaHHS (biOpo3HOI auc-
ns1a3ii cborozini He icHye. [loBiOMIIEHHS NIOZI0 BUKO-
pucrants OidocoHaTIB cynepewsnBi, IPoTe BOHU
3MEHIIYIOTh OOJIICHICTD YIIKOKEHUX IiissHOK [18].
[TokasanusiM /19 XipyprivHOTO JIKYBaHHSI CJIYTYE
MIePEeJIOM.

Kainiunmii Bunagok 1

isunna B. y Bimi 16 pokis Oyja ckepoBaHa Ha
KOHCYJIBTAIII0 10 MeINKO-TEHEeTHYHOTO IIEHTPY ¥
3B’13Ky 3 HAgBHICTIO NOIIMPEHUX MIrMEHTHUX ILJISM,
[0 CTBOPIOBAJIU BUPAKEHUN KOCMETUYHUU nedekT
(pucyHok). XBopa HapoAuIacs BiJ MepINol BariTHOC-

N° 4 2014

Ti, (i3ioJOriyHUX BYACHUX IOJIOTIB 3 MAacCOI0 Tija
3200t ta mosxuuoiO Tima 50 cM. Barbku 310poOBi,
ciMeitHUl aHaMHe3 He OOTSKEHUH BUIIaKaMU BPOJI-
JKEHUX BaJZ PO3BUTKY, CIAJKOBUX 3aXBOPIOBaHb,
TSOKKAMYM COMATHYHUMHU XBOpoGamu, Oe3TiaasM.
3 aHaMHe3y BiJ[OMO, IO TIONTMPEHi MIrMeHTHI TJIIMU
Ha IIKipi 3’aBusncs y Biti 7 mic, ay Bimi 11 mMic BunMK
HepIIil €301 MEeHCTPYaJbHOIOAIGHOI KPOBOTEYI.
Byno BcranoBsieHO liarHO3 «I1epelYyacHUil CTaTeBUi
PO3BHUTOK, i30JIbOBaHE MeHapXe» Ta IIPU3HAYEHO JIi-
KYBaHH: IIUTIPOTEPOHOM, SKe TaIliEHTKA OTPUMYBaja
1o 14 poxis. Ilix yac 30BHIIIHBOTO OTJISILY CTUTM JTH-
3eMOpioreHesy He BUSBJIEHO, OYI0Ba Tijia MPOIIOPIiii-
Ha, Ha WKipi Tys1y6a, mui Ta CiAHUIb Bi3yali3yroThCs
MIrMEHTHI TJISMU KOJThOPY KaBU 3 MOJIOKOM 3 HepiB-
HAMHW KOHTYpaMH 3a TUIIOM TeorpadiyHoi KapTH.
BropunHi cTaTeBi 03HAaKW PO3BUHYTI BIATIOBIHO /10
BiKYy, MEHCTPYaQJIbHUIN IUKJ peryJsipHuil. BpaxoBy-
10ur (DEHOTHITIYHI BUSBH Ta JIaHi aHAMHE3Y, JliarHOC-
toaHo cuHapoM Mak-K'tona—Qubpaiita Ta peko-
MEH/IOBAHO TIOPiuHe 06CTEKEHHS B €HIOKPUHOJIOTA 3
METOI0 CBOEYACHOTO BUSIBJIEHHS MOPYIIEeHb (DYHKITI
€HOKPUHHUX 3aJ103 i PEHTIeHOJIOTiYHe CKAaHYBAaHHS
KicTOK (MONIYK MOMKIMBUX ALISHOK (DiOpO3HOI [ic-
miazii). Jlo TemepimHbOTO Yacy MAIliEHTKA MIOPIYHO
TIPOXO/IIJIA TUIAHOBI 0OCTEKEHHsT, O3HAK €HIOKPUHHOI
naToJiorii He BusBisiin. 13 18 pokis ynepiie Bizyaizo-
BaHi JITHKY (DIOPO3HOI AUCILIA3ii KICTOK — CIIOYaTKy
B pebpax, i3 yacoM — y KiCTKax yepera, Tijax XpeOIlis,
MOBIUX TPyOUACTHX KiCTKAX, MO KITIHIYHO BUSBJISITNCS
Y BUTJISI/I TIATOJIOTIYHUX TIEPEJIOMiB.

Koniuiunumii Bunagok 2

Hisuunka C. oTpuMana KOHCYJIBTAII0 B MEINKO-
reHeTUYHOMY 11eHTpi y Bimi 2 pokiB 10 mic. Hapoan-
Jlacsl Biji Pyroi BariTHOCTI, Apyrux isionoriyHux
BYACHUX ITOJIOTIB 3 Macoio Tiya 3650 ri ZoBXUHOIO Tijia
52 cm. Barbku 3110poBi, He MAIOTh IIKIAJUBUX 3BUYOK i
npogeciiitanx mkigmuBocteii. CiMellHNII aHaMHe3 He
oOrskennit. Ha 5-Ty 100y KUTTs 3'IBUIACS [TITMEHT-
Ha IJIIMa Ha MIKIpi B JJISHIN TIONEepeKka Ta IpaBoi
HIDKHBOI KiHIIBKKA. Y Bimi 1 poky 7 mic BimiueHO
361JIBITIEHHS] MOJIOYHUX 3J103, sTKe CAMOCTIIHO 3HUKJIO
yepes 3 Mic. Y 2 poku 7 Mic 6aThKK TIOBTOPHO 3BEPHY-
JIKLCST 1O JIOTIOMOTY, OCKIJIBKY HA TJIi MOBTOPHOTO 301/1b-
IIEHHS MOJIOYHMX 327103 BUHWKJIW [[BA €Ii30/[11 MEH-
CTPyaJIbHONOAIOHKX BUILIeHb. [Tij] yac oruismy JUIbo-
BUX aucMop(iii Ta MopylieHb AepMaTOrTidiku He
BUsIBJIEHO, 3picT 104 cMm (+2SD), maca tisa 18 xr, IMT
16,6 kr/m? (50—85%), GymoBa Tija mponopuiiiHa, Ha
IIKipi TTonepeka, MpaBoi CiAHUIN, 33aHBOI TOBEPXHI
MpaBol TOMIJIKM Bi3yasi3y€eThcs MIrMEHTHA ILJIsIMa
KOJTbOPY KaBH 3 MOJIOKOM 3 HEpPiBHUME KpasMHU.
Ocudikarist He prickopeHa (KiCTKOBUI BiK 3 POKN).
ITix wac TaboPaTOPHOTO OOCTEKEHHSI BUABIEHO JIOTTY-
GepraTHi MMOKa3HUKHU roHagoTpomniHie y kposi (DCT <
0,3 MMO/mm; JIT < 0,07 MMO/ma) i 36iabiieHuit
piBenb ecrpamiony (38,5 r/mi). IIpobGa 3 audepeli-
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HOM HeTaTuBHA. 3a fanuMu Y 3/] opraHiB Majoro Tasza
BU3HAYEHO 301IbIIEHHST BHYTPIIIHIX TeHiTaJiil: MaTKa
25/13 x 20 x 14 MM, TOBIIMHA €HIOMETPIsT — 3 MM,
mpaBuii sedHuk 17 x 13 x 20 mm, JgiBuii sseunnk 17 x 15
x 19 MM, B 000X sieUHUKAX — YHUCJIEHHI (DOIiKyJIH
1—6 MM y miametpi. [TokazamKM THPEOTPOITHOTO TOP-
mona (TTT), BismbHOTO THpPOKCURY (BT4), TapaTropmo-
Ha, TPOJIAKTUHY — Yy MeXaX HOPMAaTHBHHUX 3HAYEHb.
[lix gac peHTTreHOJIOTIYHOTO AOMiMKEHHS KiCTOK Ha
MOMEHT KOHCYJIBTYBAHH:I TTaTOJIOTii He BUsIBJIeHO. Taki
YUHHUKH, SIK BI/ICYTHICTb BUCOKUX PiBHIB TOHAIOTPOITi-
HiB 32 HagBHOI TillepecTporenemii, HeraTusHa 1Ipoda 3
nudepeniHoM 1 36iIbIIeHHsT BHYTPILIHIX TeHiTaii,
CBi/lYaTh Ha KOPHCTh TOHAIOTPOIiHHE3ATEKHOTO
MepedacHOr0 CTaTeBOTO PO3BUTKY. JIUTHHI BCTaHOB-
JeHo aiarno3 <«cuuapoMm Mak-K’iona—Qubpaiita,
HeCITPaBKHil ITepeJacHuil CTaTEBUI PO3BUTOK, €HJIO-
KPUHHUI CyOriraHTH3M» i PEKOMEHIOBAHO JIKYBaHHS
numporepony areratoMm 10 Biky 10—11 pokiB (1o
noyarky mybeprary) 3i MOPIYHUM IJIAHOBUM 0OCTe-
SKEHHSIM Ta, 32 HeOOXIIHOCTI, KOPEKIIIEIO JI031.

Koniniynumii Bunaaox 3

Hieuunxa /I, Gyjia TPOKOHCYJIBTOBAaHA B MEIUKO-
TeHEeTUYHOMY LIeHTPi y Bitli 5 pokiB 8 mic. Hapoaumacst
BiJl TIEpIIIO] BaTiTHOCTI, (pi3i0IOTIYHIX BYACHUX TIOJIOTiB
3 Macoio Tizia 3500 T Ta moBKHHOIO Tiia 52 cM. barbku
3/10pOBI, CciMeliHuii aHamHe3s He OOTsKeHwid. Y Bini
5 POKiB GaThKK 3BEPHYJIM YBary Ha MMOCHJIEHHS ITiTMeH-
Tawii apeost Ta 30LIbIIeHHsT MOIOYHUX 3a103. DeHoTum
6e3 ocobsmBocreld, 3pict 123 cm (+2SD), maca Tia
25 kr, IMT 16,5 kr/m? (50—85t), Gymosa Tijia nporio-
piiitHa, mmkipa 3BuuaiiHOrO KosibOpy. Ocudikaiis He
nprickopera (KicTkoBuil Bik 5 pokis). ITix yac sabopa-
TOPHOTO OOCTEKEHHsSI BU3HAYEHO AOIMyGepraTHi PiBHi
ronaztorporiniB y kposi (OCI — 0,2 MMO /My JIT —

0,2 MMO/Mir) Ha T1i 36UIBLIEHOr0 PIBHSI €CTPaLioNy
(49,4 ir/mun). TIpoba 3 audepesiHoM HeratuBHa (Biz-
cytHicTb my6GeprarHoro migsumenas OCT i JIT micas
1I0T0 BBEJIEHHS, IO CBITYMTDH HA KOPUCTH FTOHA/IOTPOITiH-
HE3JIE;KHOTO TIEPEIYACHOTO CTATEBOTO PO3BUTKY OBapi-
anprOTO TeHe3y). [lokazauku TTI, BTy, IITT, mponax-
TUHY — Y M€KaX HOPMATUBHHMX 3HAYeHb. 3a JAHUMU
V31 opratis MaJIoro Ta3a BU3HaYeHO 30LIbIIEHHS PO3-
MipiB BHYTPIITHIX TEHITATIN 3 HASIBHICTIO POJIIKYISIPHOI
Kictu mpaBoro geuHuka (Marka 26/22 x 18 x 12 mm,
EHZIOMETPINl «—», MpaBuil €yHUK 46 x 30 x 40 MM 3
aHexoreHHUM yTBopeHHsIM 33 x 20 x 30 MM, JTiBUii s1€u-
Hik 30 x 13 x 22 MM, 3 060X GOKiB unceHH GoTiKym
3—5—6 MM y apiamerpi). Ilig yac peHTreHOJOTIYHOTO
JIOCJTI/KEHHST KiCTOK OPTaHiB IPY/IHOI KJITKU BUSIBJIEHO
YKCJIEHH] «HiMi» Boruuia pibposHol AUCILIasii B AijsaH-
1 pebep. 3a pesyJisraTaMu 00CTeKEeHHsT [iBYMHII BCTa-
HOBJIEHO JiarHo3 «cunapom Maxk-K'iona—Qgbpaiira,
HeCTIpPaBsKHil IepeqIacHuil CTaTeBUI PO3BUTOK, €HIO-
KpPUHHUIT cyOriranTiaM, (ibposHa AUCIIazisgy i PeKo-
MEHJIOBAHO MPUIIOM IIMIPOTEPOHY alleTaTy 0 Iybep-
TATHOIO BIKY 31 IIOPIYHMM ILJIAHOBUM OOCTEKEHHSIM,
PEHTTeHOJIOTIYHe CKAaHYBaHHSI KiCTOK KiHITIBOK, Ta3a,
yeperia 3 METOIO BUSIBJIEHHST THIITUX MOKJIMBIX BOTHHII]
}i6bposHOI AUCILIAZIL.

Mu BBaskaemo, 10 HaBe/leHi JaHi JiTepaTypu Ta
BJIACHI KJIIHIYHI CITOCTEPEKEHHS MalOTh TPaKTHUIHE
3HAYEHHS [UUIST IUTSYUX €HJIOKPUHOJIOTIB, TeiaTpis.,
TeHETHUKIB, TIHEKOJIOTIB Ta iHIMMX (axiBIliB, A0 SKUX
MOJKYTh 3BEPTATHCS 10 IOTIOMOT'Y MAIIEHTKY 3 aHAJIO-
rivnnmu BusiBamu cuHzpomy. Cuaipom Mak-K'iona—
Ouibpaiita Ma€ IUPOKUN CIIEKTP KJIIHIYHUX O3HAK,
TOMY TIi/l Yac JIUIe OJHOTO KOHCYJIBTYBAHHS HEMOX-
JIUBO HiATBepAuTH ab0 3anepednTy Aiarnos. Iamient
notpeby€e TPUBAJIOIO CHOCTEPEKEHHSI Y 3B'SI3KY 3
MOTEHI[IHHUM PUBMKOM BUHUKHEHHS aJ[EHOM €HJIO-
KPUHHHUX 327103 Ta MATOJOTTYHUX MIEPEJIOMIB.

AITEPATYPA

1. KeHHeT A. ApkoHc. HacaeacTBeHHble CMHAPOMBI Mo A3BUAY CMUTY:
ATAac-cnipaBoyHuK. — M.: MNpaktnka, 2011. — C. 540—541.

2. MNetepkoBa B.A., CemnueBa T.B., lopeabiwes C.K., Ao3oBas [O.B.
IMpexaeBpeMeHHOe MoAOBOe pasBuThe. KAMHMKA, AMAarHOCTMKa,
AeveHue: [ocobue ans Bpadent. — K., 1999. — 40 c.

3. TpakTWuHi aArOpUTMM B AMTSNIN eHAOKPUHOAOTrii. MepeadacHuit
PO3BUTOK rPyAeit y AiBUYATOK // YKpaiHCbKMIA SKypHAA AUTSYOT EHAO-
KpuHoaorii. — 2012. — N2 4. — C. 46—48.

4. [MpPOTOKOAM HAAQHHSI MEAMYHOT AOTIOMOIM AITSIM 3@ CMeLiaAbHICTIO
«AMTS4a eHAOKpUHOAOris». — K., 2006. — C. 82—83.

5. Cemunuesa T.B., Koreposa E.b. KanHnueckme BapmaHTbl cMHApPOMa
Mak-KbtoHa—OnGpaitta — bpainuesa y aeten // TNpobaembl
SHAOKpPUHOAOTUMMN. — 1994, — N2 2. — C. 44-47.

6.  Akintoye S.O., Chebli C., Booher S. at al. Characterization of gsp-
mediated growth hormone excess in the context of McCune—
Albright syndrome // J. Clin. Endocrinol. Metab. — 2002. —
Vol. 87 (11). — P. 5104—5112.

7. Aycan Z., Onder A., Cetinkaya S. Eight-year follow-up of a girl with
McCune—Albright syndrome // J. Clin. Res. Pediatr. Endocrinol. —
2011. — Vol. 3 (1). — P. 40—42.

8.  Chanson P., Salenave S., Young J. Ovarian dysfunction by activating
mutation of Gs alpha: McCune—Albright syndrome as a model //
Annales d’Endocrinologie. — 2010. — Vol. 71 (N 3). — P. 210—213.

9. Collins M.T., Shenker A. McCune—Albright syndrome: new in-
sights // Curr. Opin. Endocrinol. Diabetes Obes. — 2000. —
Vol. 6. — P. 119—125.

46

10. Congedo V., Celi F.S. Thyroid disease in patients with McCune—
Albright syndrome // Pediatr. Endocrinol. Rev. — 2007. — Vol. 4. —
P. 429—433.

11. Coutant R, Lumbroso S., Rey R. at al. Macroorchidism due to
autonomous hyperfunction of Sertoli cells and G(s)alpha gene mutation:
an unusual expression of McCune—Albright syndrome in a prepubertal
boy //). Clin. Endocrinol. Metab. — 2001. — Vol. 86. — P. 1778—1781.

12. Diaz A., Danon M., Crawford J. McCune—Albright syndrome and
disorders due to activating mutations of GNAS1 // J. Pediatr.
Endocrinol. Metab. — 2007. — Vol. 20. — P. 853—880.

13. Dumitrescu C.E., Collins M.T. McCune—Albright syndrome //
Orphanet J. Rare Disease. — 2008. — Vol. 3 (12). — www.ncbi.nlm.
nih.gov/pubmed/184897442dopt.

14. Eugster E.A., Rubin S.D., Reiter E.O. et al. Tamoxifen treatment for
precocious puberty in McCune—Albright syndrome: a multicenter
trial // The Journal of Pediatrics. — 2003. — Vol. 143. — P. 60—66.

15.  Feuillan P.P. McCune—Albright syndrome // Curr. Ther. Endocrinol.
Metab. — 1997. — Vol. 6. — P. 235—239.

16. Feuillan P., Calis K., Hill S. et al. Letrozole treatment of precocious
puberty in girls with the McCune—Albright syndrome: a pilot
study // ). Clin. Endocrinol. Metab. — 2007. — Vol.92. —
P. 2100—2106.

17.  Kirk J.M., Brain C.E., Carson D.J., Hyde J.C., Grant D.B. Cushing's
syndrome caused by nodular adrenal hyperplasia in children with
McCune—Albright syndrome // The Journal of Pediatrics. — 1999. —
Vol. 134. — P. 789—792.



10.0. lllep6ak Ta criBasT. YKPAIHCBKMI KYPHAA AUTSHOT EHAOKPUHOAOTTT

Ne 4 2014

18. Matarazzo P., Lala R., Masi G. et al. Pamidronate treatment in bone efficacy of fadrozole in treating precocious puberty in girls with the

fibrous dysplasia in children and adolescents with McCune—Albright McCune—Albright syndrome // ). Clin. Endocrinol. Metab. —

syndrome // ). Pediatr. Endocrinol. Metab. — 2002. — Vol. 3. — 2003. — Vol. 88. — P. 5730—5733.

P. 929-937. 21. Weinstein L.S., Shenker A., Gejman P.V. et al. Activating
19. Mieszczak )., Lowe E.S., Plourde P., Eugster E.A. The aromatase mutations of the stimulatory G-protein in the McCune—Albright

inhibitor anastrozole is ineffective in the treatment of precocious syndrome // N. Engl. J. Med. — 1991. — Vol. 325. —

puberty in girls with Mc Cune—Albright syndrome // ). Clin. P. 1688—1695.

Endocrinol. Metab. — 2008. — Vol. 93. — P. 2751—2754. 22. Zacharin M. The spectrum of McCune—Albright syndrome // Pedi-
20. Nunez S.B., Calis K., Cutler G.B., Jones )., Feuillan P.P. Lack of atr. Endocrinol. Rev. — 2007. — Vol. 4. — P. 412—418.

Ao0XHOe npexxAeBpeMeHHOe MOAOBOe pa3BUTHE:
cuHAPOM Mak-KbtoHa—OAb6pajiiTa

I0.A. LLep6ak, B.A. Nararan, M.A. LipiraHkosa

MeauKo-reHeTnueckuii LeHTp, HaumoHaabHas AeTckas crnieupasnsnpoBaHHas 6oabHULA «OxmaTaeT», Knes

Cunapom Mak-Kpiona—Oubpatita XxapakTepnusyeTcs HOJHOCTOTHYECKON (IOPO3HO#T ANCIIIa3nuel, TMTMEHTHBIME MATHAMU Ha
KO3Ke U aBTOHOMHON 9HJOKPUHHOI ruriepdyHKIMEN 1 SBIISIETCS PE3YJIBTATOM [T0CT3UTOTUYECKON COMATHYECKOM My Talluu, KOTO-
past BBI3bIBAaeT aKTUBAIINIO BHYTPHKJIETOYHBIX CUTHAJIBHBIX KaCKaHBIX PEaKNnil IPH OTCYTCTBUN TOPMOHATBHON CTUMYJISIINN.
[IpexaeBpeMenHOe 10JI0BOE pa3BuTHe y aeteil npu cunapome Mak-Kbpiona—O6paiita BO3HUKAET B pe3yJibTaTe FOHA0TPOIIH-
He3aBUCHMOIT aBTOHOMHOIT 0BapHaIbHO I TECTUKYJ/ISIPHOI akTHBarmi. IIposirentst GubposHoi IUCIIasnu KocTell Bapbupy-
10T OT MAJIEHbKUX ACUMIITOMHBIX YYaCTKOB /IO 3HAYUTEIbHBIX JA€CTPYKTUBHBIX OUArOB, IPUBOSIINX K IIATOJIOTHYECKUM HIepesIo-
MaM. VI3MeHeHusT Ha KOXKe TPEICTABIEHBI OHUM HJIH HECKOJIBKIMI HEOOJBIIIMI TIMTMEHTHBIMI TISITHAMH I[BeTa KO(de ¢ MOJIO-
KOM, KOTOpbI€E Yallle TTOSIBJISIIOTCST Ha [IEPBOM TOJY KU3HH. [1aTosIorust 9HIOKPUHHBIX OPraHOB 00YCJIOBJIEHA MOSIBJIEHUEM TOpP-
MOHTIPOZYIUPYIONNX aieHOM (THUTIEPTHPE03, THIePKOPTUIIN3M, TUMO(DNU3aPHBIN THTAaHTU3M WM akpoMerasws). Ommcansl KiIn-
Huveckue ciaydan curgpoma Mak-Kpiona—Oubpaiita y geTeil pasHoro Bo3pacra.

Kimouessie cioBa: cunapom Mak-Kbiona—On6paiita, aBTOHOMHAsT 9HIOKPUHHAS aKTHUBAINS, MPEKIEBPEMEHHOE TI0JI0BOE
passuTHe, HUOPO3HAST AUCILIAZYSL, IUTMEHTHbIE [SITHA 1[BETA KO(BE ¢ MOJIOKOM.

False precocious puberty: McCune—Albright syndrome

Yu.O. Shcherbak, V.O. Galagan, M.A. Tsygankova
Center of Medical Genetics, National Children’s Specialized Hospital «Okhmatdyt», Kyiv

McCune—Albright syndrome is characterized by fibrous dysplasia, pigmented spots on the skin, autonomous endocrine
hyperfunction as a result of post zygotic somatic mutation in the GNAS1 gene that causes the activation of intracellular signaling
cascade reactions in the absence of hormonal stimulation.

Precocious puberty in children with the McCune—Albright syndrome is a result of gonadotropin- independent ovarian or
testicular autonomic activation. Signs of fibrous dysplasia of bone vary from small to large areas of destructive lesions, leading to
pathological fractures.

Changes in the skin are presented with one large or several small pigmented spots «coffee with milk», which often occur in the
first year of life. Pathology of endocrine organs caused by occurrence of hormone-producing adenomas (with development of
hyperthyroidism, hypercorticism, pituitary gigantism or acromegaly as a result). The article shows clinical cases of syndrome
McCune-Albright syndrome in children of different age.

Key words: McCune—Albright syndrome, autonomous endocrine activation, precocious puberty, fibrous dysplasia, pigmented
spots of color «coffee with milk».
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