CHHAPOM XPYCTAJIBHOI0 YeJIOBEKA

Xapnan Anexcei IOpvesuu

benopycckuii 2ocyoapcmeennviii meouyunckuii ynugepcumem, boopyiick

Hayunutii(-e) pykosooumens(-u) — kanouoam duonocuueckux nayk, ooyernm Cotuux Jlroomuna
Muxaiinoena, beropycckuii 2ocyoapcmeennblit MeOuyurnckuil ynusepcumem, Murnck

«CHHIIpOM XpYyCTaJbHOI'O YEJOBEKa» WJIM HecoBeplIeHHbI ocTteoreHes (HO) -
HACJIC/ICTBEHHAsT IaTOJIOTHs, B OCHOBE KOTOPOH JIEKHUT HapylleHHEe KOoCTeoOpa3oBaHHUs,
NPUBOJAIIEE K MOBBIIIEHHOW XPYIKOCTH KOCTEH M CKIIOHHOCTH K MHOKECTBEHHBIM IIEpPEIIOMaM.
OCHOBHBIMU CUMIITOMaMH JIaHHOTO 3a00JI€BaHU ABISIIOTCA 1eopMalys CKelleTa, BBICOKUIA PUCK
NepeIoMOB, aTpo(usi MBIIIIL U TOSBJICHUE 3yOOB SIHTAPHOTO LIBETA.

B nanno#i paboTte n3ydanuch NPUYMHBI U MEXaHU3MbI pa3BUTHS 3a00JeBaHNS, I0Ka3aHa
3HAYMMOCTb [TPEHATAIbHON JUArHOCTUKH I CBOEBPEMEHHOTO BBISIBICHUS ITATOJIOTHH.

N3yueHa u npoaHanu3MpoBaHa OTEUECTBEHHAs U 3apyOeKHas JIUTepaTypa.

CymectByet 4 Turia HO. Hanbouee gactas u nérkas popma — HO'| tTuma. HenasHo Obutn
knaccuduupoBansl tunel V, VI, VII u VIII. HO pa3suBaercst u3-3a MyTallii TI'eHOB,
OTBCUAIOIIUX 332 CUHTE3 OCIKOB COCAMHHUTEIbHOU TKaHU. B ocHoBe |-1V TumoB nexxar myranuu
reHoB, kogupyromux cuaTe3 Koyutarena 1 tuma COL1AT u COL1A2. I'ensl pactioioxeHbl Ha 7-
i (79 22.1) u 17-ii xpomocomax (17q 21.3-22). OCHOBHBIX MPHYMH JTaHHON MATOJIOTHH MOKET
ObITh 1Be. [lepBast — HemoCTaTOYHOE KOJIMYECTBO KOJUIAreHa, OJTHOTO U3 CaMbIX BaYKHBIX OCJIKOB B
CTPYKTYpe J11000i KOCTHOM TKaHU. BTOpas mpuuMHAa — KauecTBO HMMEIOILErocsl KOoJUlareHa He
COOTBETCTBYET HOPMaM, XOTS €r0 KOJMUYECTBO HE BBI3BIBAET HUKAKUX onaceHuil. B 3aBucumoctu
0T ¢opMbl 3a00JI€BaHHE MOXKET HACIEIOBATHCS 110 ayTOCOMHO-IOMUHAHTHOMY WJIH ayTOCOMHO-
peueccuBHoMy THUIy (MeHee 5%). [IpuMepHO B II0JIOBUHE CIydyaeB MAaTOJOTHUSI BO3HUKACT
BCJIEJICTBUE CHOHTaH HBIX MyTauui. J[1s CBOEBpEeMEHHON JAMAarHOCTUKH 3a00JjieBaHMS
NPUMEHSIIOTCST pa3uyHble MeToAbl npeHaranbHou (Y3U, 6uoncus BopcuHok xopuona, /JHK-
JIMarHOCTUKA) M MOCTHAaTalbHOM (CeMelHbI aHaMHE3, OMOINCHs KOXHM M MOJB3OLIHON KOCTH,
peHTrenosiornyeckoe oocnenoanue) nuarnoctuku. HO siBnsieTcst Hen3ineunMbIM 3a00J1€BaHUEM,
[IO3TOMY JIEYEHHE HAIPABJICHO HA 3aMEJIIEHHe MPOrPEeCCUPOBAHUS MAaTOJOTHH U YCTpAaHEHUE ee
CHUMITTOMOB.

HecoBepiieHHbI OCTeoreHe3 y JeTeil - MpOTHUBOpeuMBas M akTyalbHas mpobiema
COBPEMEHHOM MEUIIMHEIL. | JTaBHOM LEJIBIO IPOBOIMMBIX B MUPE U B HAILIEH CTPaHE UCCIIEIOBAaHUN
ABJIsIeTCA pa3paboTka yHU(PHUIUPOBAHHBIX, HAYYHO 000CHOBaHHBIX, 3()(PEKTUBHBIX U OE30MaCHBIX
METO/IOB IMarHOCTHUKH, JICYEHHUS M TPO(DUITAKTUKH ITOH ITaTOJIOTHH.
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