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Beenenmne. Hecosepiennsiii ocreorenes (HO) mpescrasisier coboit rpyiny reHeTuaecKux
HapYIIEHWI ¢ pa3HbIM TUIIOM HaCJeJO0BAaHUS, XapaKTePU3YEMbIX HaCTBHIMU IIEPEIOMaMU, KOCT-
HBIMU JiechopMalusiM, HU3KOH MIUHEPaJIbHON IJIOTHOCTBIO KOCTH U ocTeonieHueit. B 6osbimacTBe
ciayaaes HO BoizBan pomunantaoit myrtarueit renoB COL1A1 nin COL1A2, Konupyonmx CuH-
Te3 (-2 Teneil KoJtarena mepBoro THIla, B pesysbTare 9ero y Jiojeit, crpagatonmx HO, comep-
JKaHWe JJAHHOTO OeJTKa CHUYKAeTCd B TKaHAX, HAPYIIAIOTCI TaKKe ero CTPYKTypHbIe (DYHKITAM.
YHacrora Berpedaemoctu 3aboseBanus Kosebsercsa or 1/10000 mo 1/20000 HOBOPOXKICHHBIX.

Llens uccaepoBanus. KimHuKoO-reHeTHYecKoe ONUCAHUE NMPEHATAJIHLHOTO BBIABIEHHOTO
cJIydas HeCOBEPIIEHHOI'O OCTEOreHe3a.

Pesyabrarel ucciaeqoBanus. [Ipobann M., myxamna 1995 r.p. (30 ser). 3 anamuesa
JKU3HU: POJIAJICS B CPOK, (pusmostorndeckne pojnl. [Ipenaranbroe Y 3U mepes pogavu BBISBIIO
nepesioMbl TpyOUIaThix KocTeit. [locTHaTaabHO BBISBICHBI MHOXKECTBEHHBIE TIepesioMbl. C pokie-
uus guaraoctupoBad HO, pebeHOK HAXOMMIICS B TSKEJIOM COCTOSTHUU, OIEHKA 110 IKaJje Arrap
cocraBuia 7/8 6amwios. 3a Bewo )u3ub K 2010 . ycranossienst 20 nepesomoB konednocreii. C
16 jeTHero Bo3pacrta HaYMHAET XOJIUTH C IIOMOIILIO XOyHKOB. Ha ocmorpe B 18 jtleT ormedaior
JiecbOpMAIMIO TPYJIHON KJIETKU U KOHEYHOCTEH, yKOpOUYeHUe JIEBOW HUKHEN KOHEeIHOCTH Ha 12
cm. Teneanormdeckuit anamues e orgaromier mo HO. C momoripio ceKBeHUPOBaHus ObLT BbIsiB-
JIEH He OIMCAHHON B JocTymHOi Jmreparype BapuadT ¢.2081G>A B rene COL1A2. Bapuanr
BasuupoBan 110 CHTep CEKBEHUPOBAHUIO.

BeiBoabl. Kinunnaeckue nposisiienns HO y manHOro mnpobania HadaaIuch 10 POXKICHUS U
MIPOJIO/IZKAJIUCH B TEUCHUE KU3HU C MOCTEyIoneil nedpopmarimeii KOHeIHOCTEH.
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