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EHXOHIPAJIBHOIO OCTEOTeHE3Y, KapJHKOBICTIO, YPaKeHHSIM IuXasib-
HOl CHCTeMH BHACHAOK JedopMallil TpyaHOI KIITKU Ta Xpebrta,
BKOPOUEHHAM KIHUIBOK NpH 3BHYaHIH NOBXUHI TynybOa, aedop-
Malll€r0 HIKHIX KIHIIBOK [1, ¢. 197; 5, ¢.2; 7, ¢.2].

Bunukae AIl sracnigok MyTauiit B redi FGFR3 (fibroblast growth
factor receptor-3), posramoBaHoro B 16-My palioHi KOpOTKOIo ruieya
4 xpoMocomH (4p16.3), MO NPHU3BOANTE A0 MOPYIUEHHA MeXaHi3My
CHXOHApanbHOI ocudikauii. ['eH KoAye pelentop YMHHUKIB POCTY
¢i16pobnactiB THIy 3 Ta BianoBigae 3a BupobineHHs Oinky, Lo
MICTUTBLCSA Ha OBEPXHI KJITHH, K1 HaJIeXkKaTh 10 PI3HAX THIIB TKaHUH,
BKJIIOYAKOYM XpsAiioBy. B HopMmi Oinok BiANOBioae 3a CUTHANU BijJ
XIMIYHUX CIIOJIYK, LIO 3BYThcs (aKTOpaMH pocTy i CTHMYJIIOIOThH
3POCTaHHS Ta no3pieanusd kuiThi. [Tow’s3ani 3 Al myranil FGFR3 —
ue MyTalil TOCHIERHsA (QYHKLI], SAKI BUKIUKAIOTH He3aleXHy
aktuBanito 6inka FGFR3. Taka nocrifina aktuBauist Oinka FGFR3
raabMmye mposnidepariico XOHAPOUMTIE B POCTOBIH IUIACTUHII Ta
NPU3BOAMTE O BKOPOYEHHS TpyOuacTHX KICTOK, a TaKOX
aHoOMaJILHOTO (OpMyBaHHs IHWKX KicToK. 99% Bunaakis All
3yMOBJIEHI ABOMA MYTaLliAMH, [IPU SKUX BIAOYBA€ThCs MTOLUIKOKEHHS
1138 nykneotuy reny FGFR3 3 3aMiHOIO T'yaHIHY Ha ajeHiH a0o Ha
muro3nH. Hoei mytauii ryanina B 1138 nmonokersi reda FGFR3
CTAIOTLCST BHKJIIOYHO B CTAaTeBUX KIITHHaX ©OaTbka, X 4YacTOTa
301bIWYETHCS 3 BIKOM Oatbka [2, ¢.481; 7, ¢.3]. 'eHeTnyHI abepanii B
IHIIMX AiNSHKAX reHa FGEFR3 NpU3BOAITh 10 PO3BUTKY ORI ierkux
GopM ‘TIOpYIIEHHA pO3BUTKY CKeneTy, B T.H. TIMOXOHApOIasil
[I, c. 198]. Oxpim Toro, 3 wmMyrtauisMu FGFR3 noB 43y10TH
BHHMKHEHHs (PSHOTHUIIB IHHUX (POPM KApIUKOBOCTI, AKi BUMAararoThb
MpoBeAeHHS AHQPepeHUiHHOT AlarHOCTUKH [3; 5, ¢.2].

Bxe npu HapomkenHi y aiteif 3 AIT cnocTepiracTecs BiAcTaBaHHs
Y 3pPOCTl, CTUTMH Au3eMOpioreHe3y (NepeBaxkaHHA MO3KOBOT YacTHHU
uepena HaJ JIMLEBOI, BUMYKIICTh 4ona, ciinonoaiOHe mnepeHices).
Yei TpyOuacTi KicTKM NOTOBLIEHI, BUIHYTI, OYIPUCTI, BIAMIYAETHCA
BapyCcHa Ta BaJIblycHa Aedopmauis, WO MPOrpecye NpH paHHbOMY
HAaBaHTAXEHHI HA HWXHI KIHUWIBKYU, Bke HA MEPWIHX MICAUAX KATTS
BHHO LHPOKI IOJIOHI, BKOPOUEHI, PAKTHYHO OJHAKOBOI HOBXHHU
[I-V nanbui, nepmuii nameus OOBWHM 3a iHIN, IOJOHS y dopmi
Tpr3yGa, WHPOKI Ta KOPOTKI KUCTI Ta cTOMH. JIiTH, SKi CTPaXKaatoTh Ha
ATl BiactaroTh y GI3HUHOMY PO3BUTKY, MI3HO ITOMHHAKOTEL TPUMATH
ronoBy (micnas 3-X Mic), cumiti (micas 8-mu wmic), xonutu (B 1,5-2
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pokH). Bixe Ha mepluomy poli 3 ABAAETHCA KipO3 B MOMEPEKOBOMY
Bigaini xpedra. [lo Mipi pocTy MUTHHHM BKOpPOUYEHHS KiHIIIBOK CTae€
Oinpw noMmiTHUM. Jna pitel, sxi crpaxkaaiots Ha All, xapakrtepHi
HOpYIIEHHs TUXAaHHA 13-332 0coBINBOCTEN OyN10BH O0IMYUS, BEMHKUX
MUTJaMKIB, HEBEIUKOI TIPyAHO! KIITKHM, IO OOYMOBIIIOE XPOHIi-
3allli0 Ta 3anaJbHKH Mpolec OpraHiB AWXaHHS 3 KBOJHUM Iepebirom
Ta PO3BUTKOM IUXAJILHOI HEAOCTaTHOCTI. IlallieHTH MarOTh CXHIIb-
HICTb IO OKHMpiHHA, OCOONMBO B CTapuioMmy Bili. [HTenekTyansHUiA
PO3BUTOK AiTel MpaKkTHYHO He cTpaxkiac. PicT mopochauix He mnepe-
Bullye 130 cM s yonoBikiB Ta 124 cMm — mist kiHOK. TpHBanicTh
KUTTA HaGMKeHa 10 3BUYAITHOL.

TTocTaHOBKA AlarHO3y HEe BUKIIMKAE YTPYIHEHb i3-3a BUPaKEHUX
BIAXMJIEHB, XapaKTEPHUX IJIS 3AXBOPIOBAHHS, 4 TAKOXK YITOBIUIbHEHHA
pocty. BianopiiHo Ao pexkomMeHAauiil AMEpPUKAHCHKOI axKajeMil
nexgiatpii Ta reHeTukd (1995), OCHOBHUMHU B OOCTEXEHHI Ta BeJCHHI
xBopux ¢ All € HacTyrHI MOMEHTH:

1. AHTpONIOMETPIS LIOMICAYHO BITPOIOBXK MEPILIOTO POKY XKUTTS, B
NOJAJIBLIOMY — KOHTPOJIb POCTY Ta 0OBOY FOJIOBH 3 BUKOPUCTAHHAM
CTaHapTU30BaHUX KpUBHUX 1U1st XBOpUX 3 All. Bu3HaueHHs A0BXKHHHU
BEPXHBOMO CErMEHTY 10 HHXKHBOTO.

2. SKWo TiM’suKa AYXKe LWHPOKi, OOBIX TONOBH 301IBIIYETHCS
Ayke WBKAKO abo BUHWKAKOTL 03HAaKM Fifpouedaltii, ciia npoBecTy
Y3/ ronoBHOro MO3KY.

3. JluHaMI4He CIOCTEPEKEHHS HEBPOTOrOM.

" 4. MPT/KT 3 pocnimkeHHsM MOTWIMYHOTO OTBOpY uepena a1
OUIHKH BaXKKOCTI TIMOTOHIT a00 BUKITIOUEHHS MOKIMBOCTI KOMIpecii
CUMHHOro Mo3ky. MPT-nocnikeHHs rOJIOBHOTO MO3KY Y TaKMX AITeH
4acTo JAA€ KapTUHY rinepmiasii rinogily, Mo MAIaTHOCTYEThCS SIK
aeHoOHOMA rinodisy.

5. KoHcynpTalll AMTAYOT0 opToliea prH BUKPUBIEHH] KiHIIIBOK.

6. KoHcynprauiil gutsiuuM BeptebponoroM. OLiHKa NOMNEPEKOBOTO
10pRO3Y.

7. CnocTepexxeHHs 3a NMpopizyBaHHIM 3yOiB.

8. Koncynbrauil IuTAYUM OTOpHHOMApHHronoroM. JlikyBaHHS
OTHUTIB MPH 1X BHHUKHEHHI.

9. OTpymaHHs aHaMHECTUYHUX JAaHuX NpOo HAsABHICTH ariHoe, Nnpu
HEOOXITHOCTI — OOCTEXKEHHA XBOporo yei cHi. Ilpu coHHHMX amHoe
MOXYTb OYTH epEeKTUBHUMH: aJIEHOTOH3WIEKTOMIsA, 3HWKEHHS Baru
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TiNa (TIPH OXKUPIHHI), DUXaNbHa MacKa Ta TpaxeoTomis (¥ BaXKHX
BHMAaKax) [4].

VTOUHUTH XapakTep MaTojoOrii A03BOJSIOTH peHTreHorpadis
yepena (AUCIIPOMOPLIA MDK JIMUEBOK Ta MO3KOBOIO YaCTHHOIO;
3MEHIUEHHS NMOTUIIMYHOTO OTBOPY, 301MBIIEHHS HWKHEBOI IIENENH Ta
KICTOK CKJIETIiHHA Yepena; TypeubKe Cino y BUTIIAAl falmaka; ocHoOBa
yepera TIOCKa Ta BHAOBXKEHA), peHTreHorpadis TpyAHO! KIHTKH
(moToBieHI pebpa, X medopMallis B OUIAHII MEpeXofy B XPALIORBI
oyru; kido3), peHTreHorpadis TpyOuacTHX KICTOK (BKOpOYEHHS Ta
BUTOHYEHHs aiadi3iB, NOTOBUIEHHS Ta OOKAJIOBHUAHI PO3LIMPEHHS
MeTa(hiziB, emiQi3d BTUCHYTI B MeTadi3u 110 THITY WAPHIPIB).

HesBakaroun HAa HAKOMWYEHI 3HAHHA MPO JaHy MATONOTIIO Ta
ocobnuBocTi Tepanii nauieHTiB 3 AL, mocTaHoBKa 11arHO3y B OKpEMHX
BUIAJKAX BUKJMKAE MI€BHI TpyAHOWLi. byap-akuii po3nax, wo cyrnpo-
BOJUKYETBCA BKOPOYEHHSAM KIiHUIBOK, MOTpaiuiie B CIEKTp Nude-
peHUiHOT JiarHOCTHKH AaXOHJAPOMNNasil, L0 3HAYHO YCKIIAJHIOE
Bepu(iKaiii AiarHo3y LUIAXOM CHHAPOMOJIOTIYHOTO  H1arHo3y.
BpaxoByrouH BHILE BKazaHe, B KOXHOMY BUITaAKy HENPOTOPLIAHOTO
PO3BUTKY CKENETY, BaXKJIUBUM METOHNOM MIarHOCTHKH € BU3HAYCHHHA
MyTallifl rea FGFR3 MAsSXOM MOJIEKYIAPHO-TEHETHYHOIO aHaTl3y.

3a MEIVYHOK) AOIIOMOIOIO 3 MPHUBOAY HU3BLKOPOCJIOCTI 10 JiKaps
EHAOKPUHOMNOra BIepLle 3BepHYJAacs MaTv 3 JIBYMHKOIO 7 POKIB.
Hutnna Bix Il BariTHOCTI, ska nepedirana Ha GOHI 3arpo3u BUKWIHA
Ta XPOHIYHOI NIaLeHTapHol HexocTaTHOCTI. MaTepi 26 pokis, OCBiTa
cepeliHs, pauloe WBavYKow, poboTa MOB A3aHa 13 3HaYHUM diZHYHUM
HaBaHTAXKEHHAM (TpuBana, cuiasda). barekoBi 40 poxiB, OCBITa
cepeHs, pisHOpoGounif. MaTH KypUTh BIPOJOBXK TPHUBAIOTO NEPIoay.
CnaakoBicTh MO JiHIT MaTepi Ta 6aTbka 0OTKEHA CepLEeBO-CY AMHHOIO
natonoriero. Y Aifa Mo JiHil ©aTbka BiJMI4aBCA HU3BKUH 3PICT.
[penataneHe Y3/ mia 1ac BariTHOCTI, 31 CJB MaTepi, NaTOJIOTii He
BusBuio. [onoru B 40 TikHiB. Maca npu HapomkeHnHi 3100, nos:xuHa
— 52 ¢M. Pict gutunu B 1 pik — 72 cM (+20 cM/pik), B 5 pokiB — 84 cM
(+3 cm/pix), Hapasi — 101 cm (Hopma — 114-125 cm), 110 CBIAYUTE NIPO
3aTPUMKY POCTY Ha 3 CUTMalIbHUX BIAXHMIeHHd. Bara gutunu 19 ki
Jlikap €HAOKPHHOJIOP 3amilo3puB TINOXOHIAPOIIA3(i0 Ta PeKOMEH-
AYBaB OMIAA AUTAYUM OPTOMeEAOM Ta JllikapeM reHetHkoM. JlikapeM
OPTONEAOM IUTSYHM BCTAHOBJIEHO aXOHAPOIIA3ilo 3 Ae(ilUTOM
pocty TpyO4acTUX KICTOK Ta CHpSAMOBAHO HA  PEHTIeHO-
rpadiyHe 00CTeXEHHS KYJILUIOBUX CYTI001B, 3a pe3ynbraraMu AKOro
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BCTaHOBJIEHO XBOopoOy biayHTa. 3a JaHMMH peHTTEHOIpaMHt KHUCTe —
BKOpOUEeHHS A1a]i3is I-V MACHUX KICTOK NPOKCUMAJIBHUX, CePEAHIX Ta
AUCTANBbHUX (anaHr o6ox kuctell, roniBku I-V MACHUX KICTOK
OTOBUIEH], 1eHOPMOBaHI, 3 PO3PLAXKEHOIO KICTKOBOK CTPYKTYpPOIO,
MPOMEHEBI KICTKU AYromnoai6HO BHUTHYTI MeIiallbHO, JIKTHOBI —
JIaTepalibHO, BCTAHOBJIEHO aXOHIPOIIa3ito 000X KUCTE.

ITpr ornsai mikapeM TFeHEeTUKOM BWSRBJIECHO BHCTYMNaioue Yoo,
Makpouedatilo, TiNoniasiio cepeaHbol YacTHHN OOJIMYYsl, BKOPO-
YeHHS NMPOKCUMANbHUX CETMEHTIB KIHLIBOK, KHCTI Y (opMi TpusyCy,
OpaxiakTuailo. 3aniio3peHo axOHAPONazilo, Ta PEKOMEHAOBAHO
MOJIEKYJISIPHO-TEHETHYHE JOCHIKEHHA, sKe BHUSBWIO TATOreHHY
myTtanio ¢.11138G>A(p.Gly380Arg) rena FGFR, mo A03BOJHIIO
BEPUPIKYBATH J1arHO3 aXOHAPOTINA3iL. 3 ACYBaNOCs TAKOXK, I1I0 BOHA €
HOCIEM ayTOCOMHO-pPELIECHBHUX CTaHIB, TIOB A3aHUX 3 reHoM WDR 34,
AKUH acOUIIOEThCS 3 KOPOTKOpPEeOEepHOW TIPYyRHOW AUCILIA3IEID
(SRTD). dutrHy B34TO T MEIUYHHH KOHTPOJb Ta INPH3HAYEHO
KOMIUIEKC JIaTHOCTHYHHX Ta peabinmiTamifiHuX 3axodiB. PoamuHi
HaJaHl peKoMEeHJAauil U100 NJaHyBaHHS HAcTYNMHO! BariTHOCTI Ta
peHaTalbHOl J1aTHOCTUKH.

Komnnekcne oOcCTeKeHWHss AWTHHHM, aHaMHe3 pPO3BMTKY 3
NeTaNbHUMKU  OAHUMH  aHTPONOMETPIl,  KAIHIKO-TeHeaJIOruHMI
aHaMHe3 JKHTTA, CHHAPOMOJIOTIYHA JIaTHOCTHKA, @ TAKOX CBOEYACHE
MOJIEKYJISPHO-T€HETHYHE JOCHIDKEHHS MalOTh BaXKJIHBE 3HAYECHHS
JJIst JJarHOCTHKHM CUCTEMHHX 3aXBOPIOBaHb cKelleTy. [ 310pOBHX
6aTekiB AUTUHU 3 All puU3nK HAPOAWTH HACTYNMHY MUTHHY 3 HHU3BKO-
pOCNICTIO € HHM3BKHM, OIHAaK BHIUUM, HDK B 3araibHid mnomy-
nsuii. IpenaransHa giarHoctuka 10 20-ro THXKHS recTaiil MOXIIMBa
NULIe TpH MOJIEKYJIIPHOMY TeCTyBaHHI Tiogy. B KiHUi BariTHOCTI
I1arHo3 Moke OyTH BCTAHOBIEHMH peHTreHorpadicio KicTOK MIomy.
Taxuii mizExix A03BONUTE MOTTHOUTH 3HAHHS OPO Pi3Hi 3aXBOPIOBAHHS
Ta NAaTOJOTIYHI CTaHW, SKi TIPOABJAIOTHCS MOMIOHOW KIHIUHOW
CUMMTOMATHKOKO Ta MPOBOANTH TX NMPOPIiNakTHKY.
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