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Beenenne: Hecosepuienusiii ocreorenes (HO)- nacsencTsentoe 3abojieBanne, XapakTepu-
3yIOIeecs MOBBIMEHHON XPYIKOCTBIO KOCTEe, JacThIMU IepeIOMaMi, CHUXKEHHEM IIJIOTHOCTH
KOCTeil W KOCTHBIMH JiehopMaIisiMi, aHOMAJMsIMU JIEHTHOTeHe3a U CHuKeHueMm ciayxa. HO
Berpedaercs y 1/15000 gesosex [1, 5. HO 1wacTto coderaercs co CIeayONUMI MOPaZKEHISIMI
o4eK: HepPOKAJIBIIMHOS3, THIIEPKAJIBIINYPUs, TOJIMYPHUsI, AHOMAJIUU [APEHXUMbI TIOYEK, XPOHI-
Jeckas 60J1e3Hb ouek u HedposuTnas [2-4]. Ceeime 80% ciayuaes HO o6ycsioBiienbr My Taru-
smu B renax COLIA1 u COL1A2, xonupyiomux ol uan 2 nenn KoJjiareHa, IpPUBOIIIIMI K
CTPYKTYDHBIM ¥ KOJMYECTBEHHBIM HapyleHusiM Kojuiarena [ tuma [2]. Ocranbabie ciayaan HO
BBI3BAHBI MYTAIsIMU B T€HAX, PErYIUPYIONIX POIECCHHT KOJIIareHa.

[TaneHTHl W MeTOJ/BI: BBIIN PEeTPOCIIEKTUBHO MPOAHATU3UPOBAHBI JaHHbIE KJIMHUIECKHX,
J1a00PaTOPHBIX W WHCTPYMEHTAJIbHBIX HccaeqoBannii 12 narmuentos (6-17 jer, 10 MaIBIMKOB,
2 JIEBOYKM), C MOJIEKYJsIpHO-TeHeTndeckn mnojarsepxkaenabiM HO (myramun 8 COL1AT y 9,
COL1A2 - 3).

Pesysbrarsr u obcyxkierne: Y GOJIBITMHCTBA OTMEYAICEH YacThie mepesioMbl (>10), nedop-
MaIlii KOHEYHOCTEl, MMO3BOHOYHUKA ¥ I'PYJIHON KjeTKu. llarojoruu modek, HabIIOJaeMble Y
nanueHToB: HepokaabimHo3 (y 4), Hedponros (7), xpoHndeckas 60se3Hb oUeK (6).

Bricokast Becrpedaemocthb Hedporroza mpu HO BeposTHO cBsA3aHa ¢ aHOMAJIASIMA CBSI30THOTO
alrmapara I0YeK, BbI3BAHHBIMU I'€HeTHYECKH-00YCIOBIEHHBIMU CTPYKTYPHBIMEI HAPYIIEHUSIMI
kosutarena [5|. Hedporasbimnos npu HO BeposTHO 06yCc/i0B/IeH HAPYIIEHUSIME MUHEPATBLHOTO
obMeHa, — TIOCJIeICTBUEM aKTUBHO pe3opbrnu kKocTHO# Tkanu [1]. Jdedopmammu kocreit tasa,
xapakrepHble jiyist HO, MOryT NpuBOJMTE K OKKJIFO3UU [TOYEYHON apTepuy M, KaK CJIe/ICTBHE,
Pa3BUTUIO XPOHUIECKOi 6osie3Hn mouek |3].

Boeieoa: Bosesnn nmodek dacto conpoBoxkgaior HO u MOryT HNpuBOAMTD K CHUYKEHHIO Kade-
CTBa KU3HU U WHBAJUIM3AINN MarueHToB. VccaegoBanne nxX MPUIWH MTO3BOJIUT pa3paboTaTh
METO/IbI TPOUIAKTUKI U TEPAINH [ToparkKeHus modek y maruenTos ¢ HO.

Birarogapuoctn: Hayunbim pykosogutensm: Bamakumoit H.A.) Tlapdenerko M.A.; NucTn-
TyTy Bembrninesa, 3a BO3SMOYKHOCTH ITPOBEJIEHUsT UCCIIETIOBAHMS.
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