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CUCTEMHI CKEJETHI JUCILITA3IL:
JUOEPEHIIIAHA JIATHOCTHKA

CHcTeMHI aucnnasii ckenety sBIfA0TE ¢o00i0 Ipyny OUIbLI HIXK
350 3axBOpPHOBAaHb, AKi, BIAMOBIAHO A0 MUDKHapOOHOT HOMEHKIaA-
TYpH chajkoBux 3axBoproBaHb KicTok (Ilapwk, 1983), BxmouaioTh:
MOPYUIEHHS POCTY JOBIUX KICTOK Ta XpeOTa, PO3BUTKY Xpsiia Ta
}i6po3HOTO KOMIIOHEHTY CKeJeTa, 3MIHU TOBLIMHH KipKOBOTO IIapy Ta
MoJentoBaHHA MeTadiziB. Byaw-akuil po3nay, WO CYNPOBOIKY-
€ThCA BKOPOUEHHAM KIHIIBOK, TMOTPAMLe B CHEKTP AudepeHHiitHol
JIaTHOCTHKM OCTEXOBAPOANCTINA3T.

Axonnporuasig (All) — ofHa i3 caMHMX YaCTHX MPUHHMH CKeNer-
HOT JaucIUTasii, IardHo3 sKOi 3a3BUYail CTaBRISITH NpU HAPOIDPKEHHI.
Y nauieutis .3 Al BiaMidaloTh pU3OMeNiYHE BKOPOYEHHS PyK
Ta HIT, KOPOTKUH Ta By3bkuiH TynyG, KHCTI pyK y fopmi TpnusyOy
Ta Maxkpoledanito 3 TiMONNAzici0 TPeTHHH OOJMYYS Ta HOJIOM,
WO BUCTYUAE. PICT TMPU HAPORKEHHI B MEKaxX HWKHBOT Mexi,
3 BIKOM MPOTPECUBHO BINCTAE BIA HOPMANLHUX BEAWYMH. 3aTpHMKa
B MOTOPHOMY PO3BHUTKY BHUKIUKAHA NOCHHAHHSAM M S30BOI TtIIOTOHI],
TIEPPYXITUBICTIO CYTNO0IB, YTpUMAHHAM BEJIMKOI FOJIOBU Ta, Pijille,
CTEHO30M NOTUIIHYHOTO OTBOPY 13 CTHCHEHHM cToBOYpa Mo3Ky. 80%
BUMAJKIB AX BWHMKAIOTH B pe3yibTaTi CNoOpaaWyHUX MyTalliit
FGFR3. Tonan 97% BUOAAKIB € Pe3yAbTaToOM ayTOCOMHO-AOMIHAHT-
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Hoi (AJl) miccenc-MyTauii (p.Gly380Arg), nokani3oBaHol B TpaHCMEM-
OpanHoMy aoMeHi FGFR3, piamle — MEHII IOUIMpPeH] MyTauli
(p-Ser217Cys, Ser279Cys, p.Ser344Cys ta p.Gly375Cys). I'omo3u-
roTHi Bumagku AX € PpIOKICHAMH Ta NeTaJbHUMHU, TOAIOHI [0
TaHaTOPOpPHOI Kap/IMKOBOCTI. Mailike BCl MyTaullil BUHHMKAIOTH Y
OatpkiBChbKill Xpomocomi. [Ninmoxounponnazis (I'X) — nerka dopma
KapaHKOBOCTI, 32 ¢eHOTHNIOM TIoAIOHA A0 axoHAponyasil. bikicts
il BUMagkiB — pe3yiabTar MyTauii de novo y reHi FGFR3, ane,
AK TIPaBUJIO, € NMO3UTUBHUE ciMeifHMi aHamHe3. JliarHo3s uieil ¢op-
MH KapJiMKOBOCTI 4YacTO CTaBUTHCA B OUIBII TI3HEOMY Tepiof,
KONA CIIOCTepiraeThes 3aTpumia pocty. I'X BHKIIMKAETLCA MiceHc-
myTauieio p.Asn540Lys, nokanizoBanorw B JAoMeHi | THpo3uHKiHa3H,
i 3ycTpidaeThess B 60% BUMankiB. IHINI MeHII MOLWIMpPEHI MiceHc-
MyTallii BUABIEHI B THpO3UHKiHa3HOMYy xnomeHi II FGFR3 Ta y
no3akJiTHHHOMY AoMeHi. Tanatodopra mucrinasia [ ta I tunmy (TAI
ta TII) — e Baxkki, yacto neransHi, popmu kapnukosocTi. [Tpu T
I BurnyTi, moxioni 1o reneGOHHUX CAYXaBOK, CTEHOBI KICTKH Ta AyXke
miocki xpedui, npu tumi 11 — npsami cTerHosi kKicTku, Bul xpedili,
BaXXKUH kpaniocuHocto3. T ta THOIT cnpuuuueni pisuumu
MmyTauismu y FGFR3. Hait6inew yactumn (75%) € MiceHc—myTauii,
Ginbwr pigkicHi — HoHceHc (20%). Cunapom SADDAN — mawka
aXOHIpOMnna3zis 3 3aTPUMKOI0 PO3BHTKY Ta YOPHUM aKaHTO30M
(SADDAN) Ta netanbHa CKeNeTHa TMNAaTUCTIOHAWIIMHA JIHCIUIA3iSA
tuny Can-[iero (PLSD-SD) — Bkpait piakicHi neTajibHi dopmu
XOHApPOAUCIUIa3il, fAKi CYNPOBOJKYIOTHCH YOPHHM  aKaHTO30M
(rineprmirMeHTalliss Ta TOTOBINEHHA IUKIpH) Ta BaldaMH pO3BHTKY
MO3KY. YcCl Wl CHHAPOMH BUKIMKaHI MyTtauieio p.Lys650Met y
FGFR3. CHBRApoM KaMITOAAKTHUJIII-BUCOKOTO  3POCTY-CKOJIO3Y-
BTpaTH ciyxy (cnaapoM CATSHL) Bkmiovae KaMIITONAKTHIIIEO, BUCO-
KHH 3pICT Ta BTPATY CIyXy, € pe3yJbTaToM JOMIHAHTHO! BTpaTw
dyrkuionansuoi myrauiv FGFR3 (p.Arg621His). Lli nauienTH xapax-
TEPU3YIOThCA HAIMIPHHUM 3POCTOM, CEHCOHERPATBLHOIO RTPATOIO CITYXY
Ta Mikpouedaniero. Takox MOBIAOMIISINOCA NPO PIAKICHY PELECUBHY
BTpatTy (pyHkuioHansHoi mytauii FGFR3 (p. Thr546Lys) y nauieuTis 3
BUCOKMM 3pOCTOM, MIKpouedamero, MOMIPHOK BTPATOK CIyXy Ta
IHTEeNIeKTyanbHOIO HegocTaTHIcTI0. Cuuapom Mrionke (CM) abdo
KPaHIOCHHOCTO3 3 BTPATOK CIYXY ayTOCOMHO-JIOMIHAHTHUIt po3Jiaj,
SIKUH XapaKTepU3yEThCs MepelyacHHM 3pOUICHHAM KOPORApHUX IIBIB,
Makpouedanieto, BTpPaToOl0 CAyXy, 3aTPUMKOIO pPO3BHUTKY Ta
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IHTENEKTYAJIBHOK HEHOCTATHICTIO. Y HiBYarT rnepedirae  Baxue.
3aXBOPIOBAHHSA TOB A3aHe 3 MYTallisMU, KI 3a4INaOTh 7 €K30H IeHa
FGFR3. Ten xaprosaun#i Ha xpomocoMi 4pl16.3. MC BukIHKaHUN
MiceHe MyTaui€ro (p.Pro250Arg), 1okanizoBaHOK Y MO3aKIITHHHOMY
nomeHi FGFR3. CunppoM KpysoHa, noB’s3aHWil 3 YOPHHUM aKaHTO-
30M, — Qe piakichuid (1:1 MRH HEMOBJAT) CUHIPOM, 110
XapaKTepPU3YEThC KPaHIOCHHOCTO30M, OYHUM TITO30M, TIMOILIA3IEI0
Ta TIMEPKEPaTO30M CepeaHbOl YacTHMHM 00JMYYs Ta TileplirMeH-
Tauiero wWkipn. ATpesia xoaH peectpyeTbesd y 50% xBopux. Yacriwe
CTpakJaloTh AiBYaTa. MyTauis nokansyeTbed B TPaHCMEMOpPaHHOMY
JOMEHI peuentopa, IUCTANbHILIOMY Bil MNOBTOPIOBAHOI MyTalil
Ach(p.Gly380Arg). BiaMiHHOCTI y ¢deHoTUnax (KpaHiOCHHOCTO3M
NpoTH XoHApoaucnnasii) myTtaui p.Ala391Glu ta p.Gly380Arg
MOXHA  NOACHUTH  BIAHOCHWM  30iNBINEHHSIM  YTBOPEHHA
reteporumMepiB FGFR3 3 myrauieto p.Ala391Glu.

HaBoauMo npHkian 3 TpPakTUKU CKJIAAHOrO  BHIAAKY
JIaTHOCTUKU axonAapornnasii y autusu. J[o nikaps reweruka
3BepHyNacd PpoAMHA 3 I ATUMICSYHUM XJOMYMKOM 3 TPUBOAY
BKOPOYEHHS KiHIIBOK. /luTuna Bix apyroi OaxaHo! Ta nimaHoBaHOI
BAriTHOCTI LINIAXOM  eKcTpakonopanbHoro 3sammiaHenHs (EK3)
faTbKiBCHKUX ramMeT. B anaMHe3i )KiHKH NOpYLWeHH MEHCTPYaNbHOTO
HMKITY, 3anajbHi 3aXBOPIOBAHHS BHYTPILUHIX CTATEBMX OpPraHiB,
NiKyBaHHS BHOPOAOBXK BOCbbMM POKIB 3 NPHUBOAY HEIIIAAsd, O/IHA
3aBMepiia BariTHICTh, fAKa Takox Hactana muiaxom EK3. [lana
BariTHICTh mepebirana Ha (GOHI 3arpo3u BUKHUIHA, TOKCUKO3Y Ta
6aratoBonas, I'P3 va 24 Tk recrauii, Marepi 35 pokiB, ocBiTa BULUA,
Gyxrantep; 6aTekoBi — 41 pik, ocita BulIA, pizHopoGouuit. Ulmob
3apeecTpOBAHMH, HEKpOBHOCTIOpIAHEHUA. Matu 310poBa, 0aThKO
cTpaxaae Ha By3noBuil 300. CriaakoBicTh MO NiHIT MaTepi oOTsHKeHa
CepUEBO-CYNUHHOIO Ta OHKONATONOriElo; mno JiHIl OaTeka —
OpoHxianeHa acTMa. MatH kypuTh 3 18 pokiB, ankorons BxkuBac pas
Ha TwkIeHb. Pobora Garkbka TMOB sf3aHa 3 XIMIYHUMU UYUHHUKaAMU
(benonu). 31 cnir 6aTHKIB, 32 JaHUMU NIPEHATANIBHOrO Y 3], BIAXUICHE
He BiaMiuanocs. Ilomorm Ha 38-My THX BariTHOCTI ULUISIXOM
LIMCapChKOro po3THHY. Maca IUTUHY ITpH RapokeHH] 3550, 1oBkuHa
— 50 cm; obBia ronoBu — 38 cm, o6Bia norpyaas — 32 cm. OUIA
6-7 Gams. Ha mepmy noby nepemefeHa y BIAMIIEHHS TaTOJIONIT
HOBOHApOIKeHUX XMENbHHULBKOT MIChbKOI OUTAYO! JKapHi, Ae
3HAXOAWIAcs Ha JIKYBaHHI BIIPOJOBXK JBOX THXHIB 3 TIPUBOAY
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koMGiHoBaHoro ypaxeHnHs L{HC BHacnmigok acdikcii Ta HaTanpHOL
CiHaJIbHO1 TpaBMU. Bunncana mia Harisix Jikapsa Hesposora. Y Biui 4
Mic 3Haxoaunacs Ha peadinitauii 8 OKHIT «bykoBHHCBEKHIH LHeHTP
BITHOBHOTO JIIKYBaHHS Ta KOMNIIIEKCHOI peabinitauii xiTeii» 3 npusoay
3aTPUMKH  CTaTO-KIHETHYHOrO pO3BUTKY; 3MilIaHOl riapouedanii
Hacaitok I'TY ITHC ta Habpsky ronoBHoro mo3ky. Bumucana 3
PEKOMEHIALIIMH CIIOCTEPEKEHHS JTIKapeM NUTIYNM HEBPOJIOTOM Ta
autauuM oproneom. OcTadHIM OyJ10 3amiA03peHO aXOHAPOTLIa3io Ta
CTIpAMOBAHO Ha pEHTreHorpagiyHe AOCHIKCHHS KYJILIUOBHX Ta
KOJTIHHUX CYTJI001B, 32 pe3yJIbTAaTaMH SIKOTO BUABJICHO aXOHAPOTIIA3ii0
Ta PEKOMEHAOBAHO KOHCYJIBTALIIO JIIKapeM TeHETHKOM. 3BaKaI0UM Ha
aHamHe3, JaHi OfJiAly OpTONeNoM, pe3yJbTaTH peHTITeHOrpadivHOro
00CTexenHs Ta HasBHI ¢eHn (Makpouedasnis, BKOPOYEHHS MPOKCH-
MAJIbHUX BIAAIMTIB BEPXHIX KIHLIBOK), 3aNPOTIOHOBAHO MOJIEKYSPHO-
FeHETHYHE JOCHIDKEHHA, fKE BHUABMIO TATOTEHHY MYTaLilo
c.1138G>A (p.Gly380Arg) rena FGFR3 1a 103BOJNIMIO BCTAHOBUTH
RIarHO3 aXOHApONIasii,

IlpencraBiene crnocTepexkeHns CBIAYUTE TIPO Te, WO HE3BAXKAIOYN
va Te, wo All € BpomkeHUM 3aXBOPIOBAHHAM 3 TPEHATAJLHOO
MadidecTauiero, oMy TakoX NpUTaMaHHUH KITIHIYHAN nonaiMopdism,
0 BUMAara€ KOMIUIEKCHOT Ta MYJBTHAMCLMIUTIHAPHOT A1arHOCTHKH.
HiarHos niateeprxyeThes 3a gonomororo JHK-nmiarnoctnku. ['ene-
THYHE IMIATBEPIKEHHS € OAHHUM 3 TOJIOBHUX €TamiB NaGopaTopHOro
AOCHIDKEHHST TIali€HTIB 3 CUCTEMHWMM CKEIETHHMH AUCTUIA3isIMH.
OnTuMizallis Ta cBO€YacHa MpeHaTaabHa AlarHOCTHKA IAHOT NATONOTI |
BH3HAYAE LWISAX TTONOTOPO3PILICHHAA, & JIOTASA 3a TaKWMU JTBEMH
CTAHOBHTE OJTHE 3 FOJIOBHUX MUTAHbL CYYACHOU MEAUITUHHA.
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