26-27 mapTa 2024

KoHdepeHums no opdaHHbIM U AETCKUM Kucenesa H.[., TapaHyweHko T.E., KonogknHa A.A.

SHOOKPWUHHBIM 3aboneBaHUAM PIrbOY BO KpacHosipckuu rocyaapCcTBeHHbIU MeOULUHCKUN YHUBepcuTeT um. npod. B.®. BonHo-AceHeukoro MmnHsapasa Poccum
QHHBKFHHHHH npq)aHETHKa: [lepBUYHBLIN OCTEONOPO3: reHeTU4YecKasa AMarHocTuka B Bepndukaumum gmarHo3sa (KnmMHn4yeckoe HabnoaneHue)

AOCTUXEHUA U NepClneKTuBbI

BBEOEHUE. MATEPUAIJIbl N METODbI.

OcTteonopo3 ABNSAETCA OAHOU U3 3HAYMMbIX NMpobnem negunaTpum U OETCKOU IHAOKPUHOMOrMn. 3To OoO6yCcnoBneHo NpencraBrneHoO KNMHUYecKoe HabnroaeHe nauueHTKU 3 feT ¢ nepBUYHbLIM OCTEONOPO30OM C MHOXECTBEHHbLIMU NaTONOrM4eCKUMmMm
MHOroakTOpHOCTLIO U BbICOKOU PAaACNpPOCTPAHEHHOCTLKO AOaHHOM nNaTofiIorMM, OCOOEHHOCTAMM Te4yeHud KOMMPEeCCUOHHbLIMU neperniomamum ten no3BoHkoB Th11, L1, L4, LS, noBTOPHbLIM NaTONIOrM4eCKUM KOMMNPECCUOHHbLIM NeperyioMoOM Tena
3aboneBaHuss B OETCKOM BoO3pacTte, a TakKkKe HeoOXoAMMOCTbIO paHHero BbIABNEeHUA U3MEHEeHUU MUHeparibHoOu no3BoHka Th8, knmHoBnaHou gecdopmauueun ten no3BoHkoB Th3, Th4, Th7, Th12 no Tuny "pbiobux".

NAOTHOCTU KOCTU ANA npepynpexaeHus nepenomos.

B HacToAlee BpemMAa npeaAMEeTOM Hay4yHOro nOUCKa SABMAKOTCA MPUYMHbLI, NAaTOreHeTUYeCKne MeEeXaHU3Mbl W
OCOOEHHOCTU Te4YeHUs NepBUYHOro0 OCTeonopo3a, BO3HUKAWLLEro y getenm 60e3 conyTCTBYHLUEU MATOSNIOrMN UMW
npuema npenapartoB, OTPULIATESNIbHO BNUAIOLWNX HA MeTabOosfIM3M KOCTHOM TKaHM.

PE3YJIbTATDI.

MauneHTKa . 06CnegoBaHa y A€TCKOro 3HAOKPUHOMOra B Bo3pacTte 3 fieT B CBA3U C KOMMPECCUOHHbIMU NepenioMmamMim Tesl NO3BOHKOB.

N3 aHamHe3a: poaunacb AOHOLWEHHOUN, OT nepBon 6epemeHHOCTU, ¢ Maccou 3550 r., annHon tena 57 cm., oueHkou no wkane Anrap 8/9 6annos. [lcuxomoTopHoOe pa3BuTMe No Bo3pacTty. bonbLwon poaHUYOK 3aKpbincs B 2 mecsua. lNepBbin 3yd6 npopesancs
B 10,5 mecsiueB, oTMe4yanocb HapyweHue PU3nororm4ecKoun nocriegoBaTesibHOCTU Npope3biBaHnA 3y0O0B.

HacneacTtBeHHOCTBL: Yy nanbl MHOXKECTBEHHbIE NepenomMbl KOCTEM B aHaMHe3e.

lNMepBbIN Nepenom y AeBOYKM npousowien B Bo3pacte 1 roa 4 mecsaua npv nageHun ¢ KpoBaTtu (IMHENHbLIN NeperiomM fieBon TeMeHHOU KocTun). B Bo3pacTte 3 roga npv nageHun Ha aroguubl AMarHOCTUPOBaH KOMMPECCUOHHLIU neperioMm Tena no3BoHka L1. B
nocrieaywoLwem npu odbIYHbIX PU3NYECKUX Harpyskax u npm U3aMeHeHUM NOJI0XKeHUA Tena NoABNANUCH BHe3anHoe 6eCcrnoKoncTBo, pe3Kuu nrayd, crnabocrtb, orpaHn4yeHne asurateribHon aktuBHoctu. lNpu nposegaeHmnn MPT BusyanusnpoBaHbl
nartonorn4yeckue nepenomsli ten nossoHkoB Th 4,5,9,12, L 1,5, komnpeccuoHHan aecopmauun ten Th 7,8,10,11, L 2,3,4.

KnnHuyecku npu ocmotpe: husnvyeckoe pasButue cpeaHee rapmoHnyHoe (poct — 92.5 cm, Bec — 13 kr, UMT — 15.19). CHnkeHa ABuraTenbHasa akTUBHOCTb. [loxoaka HeycToOM4YMBas, XoAUT OCTOPOXXHO, MeANIeHHO, C NoAAepPKKOU, HacTynaeT Ha NATKW. Jlerkas
BanibrycHas gedpoopmaums KorieHHbIX cycTaBoB. [MnepMoOMNbLHOCTbL CycTaBoB. [lnactema, dopma n pacnorioxeHme 3yo6oB oOblYHbIe, 3Marib He uaMmeHeHa. Cknepbl 00bIYHOro uBeTta. Hortn ¢ ymepeHHbIMU TPOMPUYECKUMN U3SMEHEeHNAAMU, bonbLue Ha cTonax.
Mo pe3ynbraTtam nabopatopHbIX 00cregoBaHMU: NoOKa3aTesiu MMHeparibHOro ooMmeHa B HOpMe, 3KCKpeLust ANIeKTPONIMTOB He HapylweHa, obecne4yeHHOCTbL BUTaMMHOM D pocTtaTto4uHas (36.9 Hr/mn), napaTropmMoH npepenax HopMbl (14.2 nr/mn), NOBbILLEHbI
MapKepbl ocTeomoaenmpoBaHusa (octeokanbuuH - 36.6 Hr/mn, c-tepMmuHanbHbIN TenonenTupg - 0,99).

PeHTreHorpadua TpyoO4aTbIX KOCTEM U KOCTEeN 4eperna — POCTKOBbLIN Xpsilh HeCOCTosATerlieH, WCTOH4YEeH, OCTeonopo3, UCTOHYeHUe AuacdpunsoB OeapeHHbIX U NfieYeBbIX KOCTeUn, Metadpumsbl 6eapeHHbIX KOCTeU KOSJIOKONooOOpa3HO pacCLUUpPeHbl,
MHOIFOKOHTYPHOCTb B MpoeKumMun (hopMUpPYHOLLMXCA Me3MbILerioBbIX SIMOK C 00enx CTOpPOH U HapaueTabOynsapHbIX 30H, bonble crneBa, NOABbLIBUX B 1IeBOM KOJfIeHHOM cycTaBe, MHOIMOCNMIOMHOCTb HECOCTOATESIbHOU KOPTUKaribHOU MJTACTUHKU MnrieYyeBbIX
KOCTEeU, crieBa BbipaXXeHHOe pa3psaXeHue NAOTHOCTU CyOKannTarnbHOU 30HbI.

PeHTreHorpadua tazobeapeHHbIX CyCTaBOB — MHOFOKOHTYPHOCTb HECOCTOATESIbHO MUHEepPanu3oBaHHbIX KOPTUKaNbHbIX MNMACTUH KPbILWWU BEePTNYXHbIX BNaAUH U HagaueTaoynspHbIX 30H, a TaKXe YWKOBUAHbLIX NOBepXHOCTen, obocobneHHoe pa3BuTue
ManbiX BepTenioB C MHOFOKOHTYPHOCTbLIO MCTOHYEHHbLIX CJfIOEB POCTKOBOro Xpsiwia, AeueHTpauus rorioBokKk 6eapeHHbIX KOCTen, norpaHU4Has C HayvYanbHOW CTeneHbH0 NOABbLIBUXOB, OonbLUe crnpaBa, aHTeTopcusa guadusa neBon 6eaApeHHOU KOCTMU,
NPU3HaKn ocTeonopoa3a.

CekBeHnpoBaHue no CaHrepy: uccrieaoBaHbl 3k30HbI 02-12 reHa ALPL ¢ npuneraroliuMmm MHTPOHHLIMKU OONacTAMU, MyTauMn He BbISABIEHO.

lNonHoe cekBeHMpoBaHue 3Kk3oma (nporpamma Anbga-9dHao): B reHe GORAB (NC_000001.11 (NM_152281.3)) B aKkuenTopHOM canTe cnsflaucuHra B 3 MUHTPOHe OOHapyXeH paHee He onucaHHbIN B nutepartype BapuaHt (HG38, chr1:170544704G>A, ¢.522-1G>A)
B reTepo3nMroTHOM COCTOSIHUU C rMyOUHON NOKPbITUA 98X.

B ycnoBusix otaeneHus HacneacTBeHHbIX 3aboneBaHMN U aHAOKPUHONATUKU paHHero Bo3pacTta PIrbyY HMUL sHpgokpuHonorum M3 P® geBoyuke npoBeaeHa uHdy3usa sonegpoHoBon Kucnotbl 0.16 mr (0.0125 Mr/kr), ¢ nonoxuTenbHON KNMMHUYECKOWN
AVHaMUKOM (BOCCTaHOBMEeHUe ABUraTtenbHON akTUBHOCTU, OTCYTCTBME KITUHNYECKUX NPU3HAKOB NepesniomMoB).

3AKINTIOHEHME. KOHTAKTDI.

[JaHHbIN KNUHNYECKNUUN CnyYau nNpeacTaBrnsdeT MHTepec AN neauaTtpoB U AETCKUX IHAOKPUHOSNOroB, AEMOHCTPUPYET NPOABIIEHUA NepBUYHOIro OCTEeoNnopo3a y pebeHKka ¢ HopManbHbIMU NoKasaTenamMmm ocdopHO- TenedoHbl 89082128321,
KanbuumeBoro oomeHa. Hannuyume nogoOHbLIX 0COOEHHOCTEU ABIAETCA OCHOBaHMEM AN OLeHKU KOCTHOro peMoaeriupoBaHUus, a TakKe npoBeaeHNA MOJEKYNAPHO-reHeTU4YeCcKoro obcriegoBaHus € Lenbio CBOEBPEMEHHOIO 89504000019

YTOYHEHUA AnarHo3a u nfaHMpPoBaHUA AanbHEULWEeN TaKTUKU HAONIOOeHNA U NeYeHus. JrNeKTPOHHaA noyTa:

Kinatta@rambler.ru,
tetar@rambler.ru
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