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He3zasepitennsrii ocreorene3 (HO) (MKB-10: Q78.0, HecoBepIeHHBLT 0OCTEOr€HES) - 9TO
KJIMHUYECKN ¥ TeHEeTUYEeCKU T'eTepPOreHHOe HACJIE/ICTBEHHOEe 3a00/IeBaHNe, XapaKTePU3yIOeecs
MHOTOYHUCJICHHBIME TIEPEJIOMAMU, MyTAIMA WICHTU(PUIMPOBAHBI MyTaluu B 21 TeHe, OJHAKO
CTeleHb TeHeTUIECKOl TeTeporeHHOCTH 3ab0/IeBaHus JI0 KOHIa He BbisCHeHa [1].

Hesbio uccte1oBaHMs ABISIOTCS WICHTU(DUKAISA MY TAIUH Y TAIHeHTOB ¢ UCCJIEyeMOi Ta-
TOJIOTHel, BaIuIaIs OOHAPYKEHHBIX M3MEeHEeHNT HYKJIEOTUTHOM TOCIeI0BATEIbHOCTH B OTS-
TOIIEHHBIX CEMbAX C yYeTOM THIIA HACIEI0BAHUs, BHYTPUCEMENHONH TeTepOreHHOCTH.

DTAallbl CCJIEIOBAHUS:

1. Taprernoe NGS-ceksenuposanu renos kojutarena | tunia (COL1 A1, COL1A2);

2. Taprernoe NGS-cexkpernmpoBanue 18 reHOB, TPOIYKTHI KOTOPBIX yIACTBYIOT B MOM(MU-
KallisX KoJTareHa y MAIeHTOB ¢ OTCYTCTBHEM MyTalldii B TeHaxX KoJjutareHa | Tuma;

3. Taprernoe NGS-cekBenupoBanue 166 reHoB, yIacTBYIOIIIX B KOCTHOM METaOOJIU3ME CO-
€JIMHUTE/IbHON TKAHM Yy MAIMEHTOB C OTCYTCTBUEM IATOIN€HHBIX M3MEHEHUN Ha IIPEeJIbIIYIIIX
dTarnax MUCCaeIOBAHNSI;

4. Taprerrnoe NGS-cekBennpopanne 664 reHOB, yIACTBYOIINX B METaOOIN3ME COEINHNTETb-
HOIl TKaHW y TAllMEHTOB C OTCYTCTBHEM MYTalllii B TeHaX TApPreTHBHIX MTaHesell MpeIblTyIInX
9TAIIOB UCCJIE/IOBAHUS.

Marepuasom jijis uccienoBanus nocayzkuan oopasisl JTHK 59 meposgcrsennblit manuenT ¢
KJIMHUYECKUM JIMArHO30M «He3aBEPIIEHHbBI ocTeoreHe3» n 128 4jieHOB nX ceMeii.

[IpoBenerHOE HAMU HCCIe0BaHNE BRIABIIO 28 TumoB myTanuii B renax COL1 A1 u COL1 A2
y 31 mepoxacreennnix namuentos ¢ HO, uro cocrasumno 52,54% cpenn Bcex mcciieq0BaHHBIX 00-
pasIoB, YTO HUXKE OXKUIAEMON 4YacToThl (110 JUTEpATYPHBIM JaHHBIM 110 80% MyTaruil Bbl-
SIBJISIIOTCA B JIAHHBIX reHax). Myramun B renax COLIA1 u COLI A2 w3MeHHAIOT CTPYKTYPY
U/ WM KOJIMm4IecTBO KoJutareHa | tuna, uro npusogut K dhenorury HO, KoTopslii BapbupyeT or
CyOKJIMHIYIECKOTO 10 JIETAILHOTO [2].

Taxzke ObLIH BBIsIBJICHBI OnHOYHBIE MyTanun B 11 renax (IFITM 5, P3H 1, LAMBS3, TGFB1,
FGF23, CLCN7, ALOX 12B, PLEKHM 1, ERCC/, ARSB, PTH 1R), BOBJIEY€HHBIX B KOCT-
HBIIl MeTa0OJIM3M U yYACTBYIOMUX B (POPMUPOBAHUU COEIMHUTETHLHON TKAHU. DTU T'eHbI, KPOMe
IFITM 5 uw P3H 1, panee He ObLIn ONUCAHBI B KadecTBe MpuInHHBIX reros HO.

Takum obpaszom, y 69,5% HEPOJACTBEHHBLIX ITAIMEHTOB OOHAPYKEHO 39 THIIOB IIATON€HHBIX
U3MEHEHUH, ABJISIONINXCA BEPOATHON TPUYMHON 3200/ ICBAHUS .
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