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Hezasepmmennsrit ocreorenes (HO) (MKB-10: Q78.0, HecoBepIieHHBI OCTEOTEHES) - 9TO KJIH-
HUYECKHU ¥ NeHeTHIEeCKU NeTePOreHHOe HACIeICTBEHHOE 3200 IeBaHne, XapaKTepU3yoIeecs MHO-
rOYNCIeHHBIMU riepesioMami [1].

Ha ceromusmmnmii nenb uientudurnmposano 20 reHos, BosjedeHHbIX B narorenes HO [2],
OJIHAKO CTEIEHb MeHEeTUYECKON MeTepOreHHOCTH 3a00JIeBaHUsI HE OIPEeeHa W IPOI0JIKASTCS
[IOMCK IPUYUHHBIX N'E€HOB.

Hesbro uccieioBaHus ABJISIOTCS TOUCK MOJEKy/aspHoit npuanabl HO ¢ mcmnosib3oBaHueM
TEXHOJIOTMN CeKBeHNpoBaHus HoBoro nokosenus (NGS).

B Pecnybsinke Bamkoprocran 3aperucrpuposan 151 nanuent ¢ HO u3 145 cemeit, gacro-
Ta 3abosieBanus cocrapuia 1:27937 HaceseHusi, 9TO COINOCTABUMO C YACTOTON 3a00JIeBAHUS B
HEKOTOPBIX CTPAHAX MUPA.

[IpoBeienHOE HAME MCCJIEIOBAHNE BBISBUIO N3MEHEHUS C TATOT€HHOM 3HAYMMOCTHIO B T€HAX
COL1A1, COL1A2, IFITM5, LAMBS3, TGFBI n CLCN7 y 45 HepoJICTBeHHBIX AINEHTOB.

B rene COLI1 A1 6bu10 HaiijgeHo 17 maToreHHbIX M3MeHeHnH y 19 HepOJACTBEHHBIX IallieH-
ToB. I3 Hux 2 neneruu, 1 gyrimkaiys, 7 HOHCEHC-MYTAIUil, 2 MUCCEHC-MYTAIlUA U D MyTaIlnit
caiiTa CIUTaficuHra, JIBe U3 KOTOPBIX paHee He ObLIM omnmcanbl B jureparype (¢.1669-31T>C u
¢.3208+1G>C).

B rene COL1A2 06buio HaiijeHo 7 mW3MeHeHWIT y 8 HEPOJCTBEHHBIX MAIIMEHTOB: | HOH-
ceHc MyTanus, 1 Myramnus caiita crutaiicuara, 4 Muccenc-myrtaruu, 1 gymmkanuda. Myranunm
¢.1897 1902dupGCTGGT, p.Ala633  Gly634dup u ¢.2971G>C: p.Gly991Arg panee He ObLIN
OIMMCAHBI U TI0 TPEJICKA3aTe/TbHBIM IIPOTPAMMaM OIEHEHbI KAK BEPOSITHO ATOTCHHBIE.

Taxxxe naitnena myrtarus -c.-14C>T B rene IFITM 5 y Tpex HEpOJICTBEHHBIX HMAIIMEHTOB. Y
JIBYX TIAIIMEHTOB Ha0ioaeTcs Kianandeckas Kapruna V tuna HO, y Tperbero maruenta Takxke
BLISIBJICHA paHee HeonmcanHasg MyTanua c.1903C>T: p.Arg635* B rene LAMB 3, uro upuseso
K cTepToil Kjannunydeckoit manudecraruu V tuna HO.

Kpome Toro, obHapy»keHo 1o oJHOMy U3MEHEHHIO C ITATOIeHHON 3HAUNMOCThIO B Tene P 3 H 1
(c.1051G>T:p.Glu3db1*), CLCN7 (c.141+4A>C), TGFB1 (c.945G>C:p.Lys315Asn). I'ensr
CLCN7, TGFB1 panee He ObLIN ONNCAHBI B JIATEPATYPE B KAYeCTBE N€HOB, BOBJIEUYEHHBIX B
MATOreHe3 He3aBePIIEHHOr0 OCTEOreHesa.

[TaTrorennbie n3MeHeHUs B JBYX I'eHax KoJuaareHa | Tuia BoisBieHbl y 17,9% namueHnTos,
YTO HUYKE OXKUIAEMON 4acTOThl (110 JIUTepaTyPHbIM JaHHbIM 110 80% MyTaruil BbISIBISIOTCS B
JIAHHBIX TeHax). Bputo obHapyzkeno no oxHoit myrarwn B renax LAMB3, TGFB1 uw CLCNT,
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HE OIIMCaHHbIE paHee B Ka4deCTBE€ IIPUYMHHLIX T'€HOB. BHepBbIe 06Hapy>KeHo cOYeTaHue ABYX
MOJIEKY/IPHBIX 1e(EKTOB ¥ MAIMEHTKU ¢ OCHOBHBIM guarHozom HO V Tuma.
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