AxoHaponnasusa U He3aBepLUEHHbIN OCTeoreHes

AxoHOponnasunsa — O4MH U3 BapnaHTOB XOHAPOAMCNNA3NIA, ayTOCOMHO-AOMUHAHTHAasS popmMa
BPOXOEHHOW Kap/IMKOBOCTW, 00YCNOBNEHHON AEPEKTOM reHa, KOAUPYOWEro peLenTtop K
goakTopy pocTta gombpobnactos Tvna 3 (FGFR3). B Hopme 6enok FGFR3 nopaensiet
nponugoepaunio XOHAPOUMTOB, a AePEKTHbIA PeLenTop NOCTOSAHHO akTUBEH. [oaTomy
XOHOPOLMTLI HENPEPbLIBHO NPONNEPUPYIOT 1 HE 3aMeLlaoTcs ocTeobnacTaMu, HTo Pesko
3amennsieT pocT KocTew B AnvHy. CTpanaroT xpsweBble NNacTUHKKU pocTa B TpybyaTbiX KOCTSX
KOHEYHOCTEN N OCHOBaHMS Yepena. HapywatTcsa npouecchl

SHXOHOPA/IbHOr0 OKOCTEHEHUS

Ha pOHEe HOPMa/bHOr0 3HOOCTANIbHOrO U NEPUOCTaNbHOIO OKOCTEHEHMS. XapakTepHO
HapyLweHne NpPonopLnin Tena — nNpu HopMasbHbIX pasMepax Tynosulla 3Ha4YUTENbHO
YKOPOY€EHbl KOHEYHOCTU N HECKONBbKO yBenunyeHa ronoea. Poct 60nbHbIx 90—120 cM. Manbubl
KUCTEN pyK YKOPOYEHbI, YyTOMWEHbI, 0ANHAKOBOW ANUHbI. BbipaXeH nopao3 B MOSCHUYHOM
obnacTtu, NO3TOMYy XMBOT BbiNs4eH. MIHTennekT 60NbHbIX HE CcTpanaerT.

HecoBepLUeHHbI ocTeoreHes

HecoBepLeHHbIh ocTeoreHe3 — penkoe (1:20 000) HachencTBeHHoe 3abonesaHue ckeneta,
CBSI3aHHOE C MyTaLMen reHoB, KOOUPYIOWNX a1- U Az-MOJeKy bl konnareHos tuna 1. MyTtauun
HacnenyTCs Mo ayTOCOMHO-AOMUHAHTHOMY Tuny. 3aboneBaHne xapakTepuayeTcs
He[oCcTaToYHbIM Pa3BUTUEM N YMEHbLUEHNEM MACChl KOCTHOM TKaHW W €€ NOBbIWEHHOM
NOMKOCTbI0. [Mpn TAXENbIX MBMEHEHUsIX ckeneTa 0Obl4HO poXaatTcs MEPTBble AeTu. MeHee
TAXEénas goopMa cTpagaHms HOCUT Ha3BaHMe OCTEeoNcaTnpoa, YTo 03HavaeT NOMKYHO KOCTb, U
BbisiBNsieTCcsl B 60Nee No3gHEM BO3pacTe 1 Y B3POC/biX. B 3aBMCUMOCTN OT CTENeHn
Bblpa>XeHHOCTM NaTofIorMyecknx N3MeHEeHnn KocTen B Buae aedoopmaunin ckeneta u
nepenomoB BblAENAIOT 4 TUMNA HECOBEPLLEHHOrO OCTeoreHesa:

TunO | xapakTepnayeTcs ronybbiM LLBETOM CKNep 13-3a AedDeKTOB KonnareHa, Hepeako
aHoManusimm 3y6oB 1 NoTepelt cnyxa B CBS3M N3MEHEHUEM HEPBHbIX BONOKOH M3-3a
HapyLleHnin B KOCTAX. B cBS3M ¢ HapyleHeM ocTeocrHTe3a chopmmpyeTcs
nnacTMHYyaTas KocTb c
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npun3HakaMmm ocTeonopol3a, 0aHako MHOXECTBEHHbIE NMepenoMmbl KocTel HabnogalTCs NULb B
neTcTBe. npO,D,OTI)KI/ITeJ'IbHOCTb XKWN3HN HE N3MEHEHA.

TunO Il Bcerpa 3akaHumBaeTcs cMepTbio Mnbo nnoaa, NMbo MnaneHua B nepvHaTanbHOM
nepuone. XapakTepHo popMmnpoBaHme rpyboBONOKHUCTON KOCTW, KOPOTKNE UCKPUBNEHHbIE
KOHEYHOCTU N MHOXECTBEHHbIE NEPENOMBI.

TunO lll xapakTepuayeTtcsa nporpeccupytolwen ngegopmaumnein Kocten, B anndmsax n
MeTadomaax KOTOpbIXx 06pasytoTcs Macchbl Xpswa. Y4acTky NnacTuHYaTon KOCTN YepeaytoTcs ¢
yyactkamm rpyboBOIOKHNCTON KOCTW. [Tepenombl NOSBNSIOTCA B NEPBbIA r04 XMN3HN.

TunO IV — noMrMHaHTHas goopma C HopManbHbIMU CKNIepPaMm 1 HECOBEPLIEHHbBIM
LNEHTUHOreHe30M. B nnacTmHYaTbix KOCTSIX HePerynsapHO PacrnonioXeHbl LEMEHTHbIE TMHUN,
4TO NPVBOAMUT K CHUXEHUIO UX MEXAHWNYECKOI NMPOYHOCTU 1 NOMKOCTU. XapakTepHbI
ManeHbKuii pocT, AedoopmMaLmsi ckeneTa, 4acTo BO3HMKAIOT NepesioMbl KOCTEN.

WHTepecHble cTaTbu:
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1) Obwas nHpopmaums 0 KPoBoobpalleHUn

2) Wctopusa nsyyeHus socnaneHus

3) MpucnocobneHune
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