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BusHauyeHHs

Pi6po3Ha aucnnasiga (PO) (3a MKX 10) BigHOCUTLCA OO0 OCTEOXOHAPOAMCHSIA3IN
(Q78.1), a came O0 po3ainy BPOMAXKEHNX aHOManIin (Bag po3BUTKY)
KICTKOBO — M’A30B0I cnuctemun (Q65-79)

didopo3Ha auciaasia (xBopoba bpaiinesa - JlixTeHIITEHHA) -
€ 3aXBOPIOBAHHS, SIKE€ BUHHKA€ BHACIIJOK AaHOMAJli PO3BUTKY
ME3€HXIMH Ha paHHbLOMY e€Tall eMOploreHe3y, MOpHh SKOMY
(b1310JI0T1YHE PEMOICIIOBaHHS KICTKOBOI TKaHUHHU
TpaHC(POPMYETHCS B MATOJIOTIYHY Ipodidepalio  (i1Opo3HOI
TKaHWUHU, Ta TPU3BOAUTH J0 3HUNCEHHS MEXAHIYHOL 81ACMUBOCHIL
KICMKU, GUHUKHEHHS _NAmON02IYHUX NepeiomMie I BICbOBUX
Oegbopmauiii. (O.B. Jlonvruyskuil, 2009).
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MyTauia reHa GNAS (20g13.2-13.3
XPOMOCOMaA) B YpaXKeHUX KniTUHax

L}

npu3BoauTb 0O (POPMYBaHHS Ta
aHomanbHoro (niaBULLEHOro)
c¢yHuitoBaHHA G2 -npoTenHa
(noBepxHEBOro peuenTopa KniTuHW)

30INbLIeHHSA aKTUBHOCTI
ageHinatuumknasu, niaBULLEHHSA
npoaykuii UAM®P

L

iHAYKLUiA ekcnpecii cneyudgiyHnx
reHiB B KNiTUHAX, AKi 3a3Hanu myuii

Inner cell mass
“embryonic stem cell"

\

Chance mutation in\GNAS

/
Mutated cell proliferates \\

Affected cells migrate/expand as
embryo is formed

* one bone or
* many bones *
» endocrine organs

Orphanet Journal of Rare Diseases 2008,

30inbLUEHHS NPOAYKLUil iHTepneurkiHa
IL-6 Ta c-fos npoTenHa

niaABULLEHHS nponi(bepaufl' KNiTUH,
«HeKOopeKTHa» ix audepeHUinoBKa,

30inbLeHHA «naTonoriyHoro
¢pi6bpo3HOro maTpukcy»

R 2

nocuneHHs yHKUil ocTeoKknacTiB
B OcepeKax ypaKeHHS KiCTKu

BuUTOHYEHHS KOPTUKaANbHOrO Luapy
KiCTKM Ta 3MEeHLUEeHHS il MexaHiYHOI

MiLHOCTI

BuHUKHeHHA naTonoriyHoro
nepenomy




B 3anexHOoCTI Big 3anydeHnx 40 npouecy KiCTOK:

1.MoHoocanbHa (MpU ypak€HH1 OJHI€T KICTKH);

2.1lomocanbHa (Ipy ypa)xeHH1 0ararboX KiCTOK CKEJIETa);

3.Cunapom Omnopaiita (McCune - Albright syndrome) noeananss mosiocaibHOI popmu
($10po3HOI aucIUIasii 3 TINEPHIrMEHTAIIE0 MIKIPU (TTO TUITY «KaBH 3 MOJIOKOM») Ta
CHIOKPHHOIIATIEO (MepeayacHuii cTaTeBHi po3BUTOK). (Albright F., McCune D.J. 1937)

3a 06CAromM ypaxkeHHs:

1. Ocepenkona;

y

2. {udy3Ha (Ipu ypakeHH1 YCiX KOMIIOHEHTIB KICTKH Ha
3HAYHOMY TPOTsI31) (Bonkos M.B., 1973)




( AKTVAJBHICTh TEMH

HAMHmAIl-M

HiKyBaHHﬂ (p10p0O3HO1 AUCIIA31l HAa Cy4acHOMY €Talll pO3BUTKY
AUATSYO01 OPTONE/Il1 JUIIAETHCS JTOCUTh aKTyaJIbHOIO

Ipo0JIEMOI0 Yepe3 BHUCOKY KUIbKICTh HE3aJ0BIIbHUX
pe3yJIbTaTIB, K1 IIOB’sI3aH1 3 BAHUKHECHHSIM:

|:> narojorigaux nepenomis (50%);

|:> OaraTomuonMHHUX AedopMaiiii kinmiBok (55%);

BIJICYTHICTIO JICKBAaTHOI TAKTUKHU XIPYpPridyHOTO JIIKyBaHHS
MaTOJIOTITYHUX MEPETIOMIB B 3aJI€AKHOCTI B PopMu

E> 3aXBOPIOBaHHSI, 00'eMy ypa)KE€HHS KICTU Ta JOKaIi3allii
IIATOJIOT1YHOTO IPOIECY;

b e T8

E:> 3HAYHOI 1HBAJIIIU3AIIEI0 Ta COLIAJILHOIO Ae3aalTalll€cr0
ITAI[I€HTIB.
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[ToxpamuTy pe3yabTaTH JIKyBaHHS XBOPHUX 3
AaTOJOTIYHUMH IIE€pEIOMaMH IIpU (P10pO3HIM
JAYCIIIA311 NUISIXOM YAOCKOHAJIEHHS, PO3POOKH Ta
BIPOBAP)KCHHS CYYaCHUX METOIIB OCTCOCHUHTE3Y

K JIIKyBaJbHOI'O TaK 1 NpOPUIAKTUIHOTO
HaMpsIMKY.
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B ocHOBY po00TH MOKIaJeHUI aHa13 Pe3yabTaTiB OOCTEKEHHS Ta J1KyBaHHS
XBOPHUX HA MATOJIOT14HI iepesioMu npu (i0po3H1M IUCIIa3li KICTOK KiHIIBOK

(30 xBopux, 59 nepenomis) 3 1992 no 2014 p.p.

* Bik xBopux: 5 10 25 pokiB
e Posmonin o crati: 16 gonosiuoi (50,7%); 15 xinouoi (49,3%);
« Ilo popmi ypaxeHHs:

MOHoocaiabHa hopma - 19 (63%) xBopux;

nojiiocanbHa Gopma — 11 (37%) xBopuX;

e 3a JoKaji3ali€ro MaToJOriYHuX IMepeaoMiB: cTerHoBa kictka — 37 (62,7%), KICTKH
romuiku — 17 (28,8%), nneyoBa kictka — 4 (6,8%), npomenena kictka 1 (1,7%).




KinbKicTh mani€eHTiB 3 nar. KinbKicTh nat. nepejoMis Ta ix JiokaJizauis npu

nepeaomamu npu OJf @/] B 32J1€:KHOCTI B BIKY Nami€eHTa.
B 3AJI€2KHOCTI BiJI (DOPMHU ypaKeHHS.
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2)

3)

4)

5)

6)

7)

BUHUKHEHHS MaTOJIOTIYHOTrO TIEPEIOMY MOYKE CTaTHUCS MPH B1JICYTHOCTI 3HAYHOI1
TpaBMU Ta MPU 3BUYAHUX HABAaHTAXKCHHSX KIHI[IBKU;

B CTPYKTYpi IepeIoMiB IepPEeBaKAIOTh IEPEIOMH HIDKHIX KiHITIBOK N-54 (91,1%),
a caMme CTerHOBOi KicTku N-37 (62,7%);

HaWMOIIMPEHIIIIA JIOKATI3aIl[isl IepeIOMy CTETHOBOI KICTKH — MPOKCUMAJIbHUHN
BijuTiT N-26 (70.2%), Ha piBHI ssKOT0 MOKe popmyBaTucs XapakrepHa 1t DJ]
aedopMallisi o TUITY «IAIHII TACTyXa;

nedopMarlsg KIHIIBKYA MOKe OYTH HACIIAKOM SK IMAaTOJOTIYHOIO IIEPEIOMY Ta
3MIIIICHHS YJIAMKIB, TaK 1 pe3yJIbTaTOM «IIACTUYHOI Jepopmartii» (6ararbox
MIKpPOIIEpEIOMIB B YMOBAaX IOCTIHHOTO HAaBAHTA)KCHHS KIHIIIBKH);

B [IepeBaXxKH1 OUTbIIOCTI nepesioMu npu DJI 6e3 3HaYHOro 3MIlICHHS YIaMKiB
(yl1laMKH BiJ1 3MiIIEHHS! yTpuMye (i10po3Ha TKAHWHA, SIKOKO 3alIOBHEHI OCEPE/IKU
npu (i10po3Hil gucIIasii);

TEPMIHUA KOHCOJ1IaIlll MaTOJOTYHUX MEPEIOMIB 3aJI€KaTh Bl (JOPMU YPaKEHHS
(MOHOOCAaJIbHA, MOJII0CAIbHA);

301IBIIEHHS 3 YacoM ocepenkiB D /1, 1110 € XapakTEpHUM I DOCTYYOTO
UTSY0T0 OPraHi3My, 301JIbIIYE PU3HK BUHUKHEHHS IIOBTOPHUX IIEDEITOMIB.




KicTrkoBa miactuka ocepeaky DPJI kepaMiyHUM
TIPOKCUANATUTOM (3 Y4aCOM BHHHKJIA BApyCHa
nedopMaliisi IPOKCUMaIbHOIO BUIALIY CTETHA I10
Mirpaiust gikcaTopiB, sIKI IPOBEACHI THNY “‘manauii nacryxa’)

yepe3 AUCINIACTHYHY KICTKY

(mudy3HE ypaKeHHsI CTETHOBOI KICTKH,

noniocanbHa dopma D)

KomOiHAaIs KICTKOBOT AJIOIUIACTHKH, T1IPOKCHATATUTHOT KEPAMIKH
Ta METAJI00CTEOCUHTE3Y (IT1CII BUIAJICHHS MEeTAJIEBUX (DIKCATOPIB — PEIMANB MAT.

[epeIoMiB)




XipypriuHe JiiKyBaHHA
aToJIOriYHUX nepesaomiB npu O/

Hpodinakrnunuii BIOC JlikyBaasauii BIOC

Ilpozpecysanns ocepeokic @/ 3 Ilamonoziuni nepenomu ma 6icbo6i
BUMOHYUECHHAM KOPMUKAIbHO20 WApy

Kicmku(npu eiocymnocmi deghpopmauiit ma

oeghopmauii Kicmok, wio nompeodyromao
BUKOHAHHA KOPU2YBATbHUX
namonoZiunux nepeiomie Kicmok) ocmeomomiii

bIOC — € memooom eubopy ma eukonye pyHKuiro inmpameoyiapHoz2o
eHoonpomesy 3 Memor RIOMPUMKU MEXAHIYHO HECHPOMOHCHOT
OUCHAACMUYHOT KICMKU, AKUI IMNJIAHMYEMbCA HA 0062UTL
nepioo uacy.




KinpkicTs xBopux npoaikoBannx Metoankor bIOC - 18 (23 cermenTa)

(TEpMIH CITIOCTEPEKEHHS BiJ 6 MIC 10 6 POKiB)

1. IHpodinaxmuunuu bIOC npu 3a2po3i namono2iuno2o nepeiomy — 5

(4 cTerHOBUX KICTOK, | B/TOMIJIKOBa KICTKA).

2. Jlixysanovrnuii BIOC npu namonoziunux neperomax -18 (8 CTerHoBUX KICTOK,
8 B/TOMIJIKOBHX KICTOK, 2 IIJICUOBUX KICTOK).

Pezyrvmamu nikysanns:

« KoHcomaals nepesoMiB BiIOyIacs y BCIX BUMaAKax. TepMiH 3pOIICHHS
3aJI€’KaB B1Jl BIKY Ta QOPMH ypaK€HHs, OJHAK 3aBKI1d OYB 301bIIICHUM.

* BiacyTHICTh TOBTOPHUX MEPEIOMIB Ta pelUAMBIB AedhopMaliiii (TepMiH
CIIOCTEPEIKEHHS /10 6 POKIB)

e [Il/onepamiiidi yckiagHeHHs1 (HarHOEHHs) — HE OyJI0.

e Mirpariiisi METaTOKOHCTPYKIIT — 2 BUNIAJIKK (MIrpalisi OJIOKYIOYUX TBUHTIB,
MPOTE CTAOUIBHICTh METAJTOKOHCTPYKIIIT HE TOPYIIIIACH).



[TamienT I1., 14 pokis, Ne ict. xBopoou 485450. JliarHo3: ¢i06po3Ha aucmuiaszis, nojiocaibHa Gpopma, 1udy3Ha
dbopma ypakeHHsI CTETHOBUX KICTOK 3 pOpMyBaHHSM BapycHO1 JAedopMaliii IpOKCUMAIBHOTO BILTY J1BOL
CTETHOBOT KiCTKH 32 THUIIOM «ITaJTUIli TTACTyXa» Ta 3arpo3010 MaTOJIOTIYHOTO MEePEIOMY MPaBOi CTErHOBOI KiCTKH.
[Tpodinaxtnunuit BIOC npasoi Ta nikyBanbHii BIOC niBOi cTerHOBOT KICTKH (TEPMIH CIIOCTEPEKEHHS 3 POKH).



[TamienTka 3., 14 pokiB, Neo icT. xBopoou 497647.
[iarHo3: ¢i10po3Ha auciiasis, mojiiocaibHa GopMma.
[TaTomoriynuii mepesom JiBoi miedoBoi Kictku. bIOC
IJ1€490BO1 KicTKHU. [ToBHE BigHOBIEHHS QYHKIIIT
KIHI[IBKU. TepMiH criocTepexxeHHs 4 POKH.

[TamienTka I'., 18 pokiB, Ne ict. xBopoou 490660.

Jliarno3: i06po3Ha auciuiasis, MOHOOCaIbHA (popma.
[TaTonoriunuii nepenoM B/3 J1iBOi CTETHOBOT KICTKH.
Kopurysanbna octeoromisi, BIOC. Pennnupy
MaTOJIOT1YHOTO TiepesioMy Ta nedopmarrii He Oymo. TepmiH
CIIOCTEpEeKEHHs 3,5 p.



1.

IIaToJioriuHi mepesoMH KiCTOK Ta BichbOBI AedopmMamii KiHIIBOK €
XapaKTePHUMHU OPTONEAUYHUMU NPOsIBaMU (PiOPO3HOI AU CILIASIL.

2. MeTonom BHOOPY JIIKyBaHHSI NATOJOTIYHUX NMepesioMiB Ta gedopmairii

KicTOk y xBopux 3 @D/ € 3acrocyBaHHs iHTpamMexyJsIPHOIO
0JI0KOBAaHOTI'0 OCTEOCHUHTE3Y.

3acrocyBanusa BIOC y xBopux 3 ®JI mae npodimakruuynuii (ajid
3aMo00IiraHHs MATOJIOTIYHUX MEPeJIOMiB) Ta JIKYBAJbHUN HANPAMKH
(Mpu MaTOJIOTIYHMX NEePeIoMaxX Ta BiCbOBUX JAedopMaliaX KiCTOK).

MaJjioTpaBMaTH4HICTL METOAY, OiOMeXaHIYHA HOro OOIPYHTOBAHICTD,
MO03BOJIMJIM JOCAITH ONTHUMAJBHHUX Pe3yJbTATIB JIKYBAHHS B CTHUCJII
TEPMiHU TA 3HAYHO MOKPAINUTH AKICTH YKUTTH i CAMO0OCIYIrOBYBAHHSA
MALiCHTIB.
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