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Beenenmne: Hecoseprennniii ocreorenes (HO; OMIM #166200), rakxKe M3BeCTHBI Kak
00JI€3Hb «XPYCTAJIBLHOIO YEJIOBEKAY - ABJIAETCS HAC/IEICTBEHHBIM I'€HETUIEeCKUM 3a00/IeBaHueM
COEIMHUTE/IbHOM TKAHU, IPUINHA KOTOPOr'o CBsi3aHa JIOO ¢ 1ePeKTOM CTPOEHHSsI KOoJLIareHa, TO
€CTb C HAPYIIECHUEM er0 IePBUIHON CTPYKTYPBI, JIN0OO ¢ HEJTOCTATOUHBIM €I0 CHHTE30M, 9TO 00y-
cnosyiero mytanueii B rerax COL1A1 u COL1A2. Kimmanaeckne npuznaku HO B GostbIrmHCTBE
CJIy9IaeB BKJIIOYAIOT MOBBIIIEHHYIO JIOMKOCTb KOCTEll B pe3ysibTaTe HU3KON MPOYHOCTU KOCTHOIM
TKaHU, YTO IPUBOJUT K ITOBTOPHBIM IIepesioMaM, J1eOpPMAIIIM KOCTEI.

Ilesb pabotsr: [IpeacTraBuTh cpaBHUTENIBHYIO XapaKTEPUCTUKY KIAUNHUIECKUX ITPOsiBJICHUI
HO ¢ ayrocoMHO-TOMUHAHTHBIM THUIIOM HACJIEIOBAHHUS Y TPeX ITOKOJIEHUI IMallneHTOB U3 Ky T-
CKOM CEeMbU.

PesyabTaTbl 1 nX o0Cy2KJIeHUE:

Y myzkuannbl, 60 1eT uMeroTcs Kiaccudeckne mposiBiiennss HO Takne Kak TpeyroJibHOe JIUIIO,
cepo-roIyOble CKJIepbl, MHOYKECTBEHHbBIE IIePEIOMbI, J1epOPMAIUN T'PY/IHON KJIETKH U KOHETHO-
creit, poct 151 em. MHOKecTBEHHBIE TIEPeJIOMbI OTMeYaeT ¢ panHero jgercra. C Bo3pacta 40 jer
HAOJTIOaeTCsT y Bpada-reHeTuka. [eneanornvaeckuii anamues otsrorier mo HO: y cbina u BHY-
K& OTMEJYarOTCs MHOXKECTBEHHBIE ITEPEJIOMbBI, TPEYTOJIbHOE JIUIO U Cepo-ToyObie ckiephl. Bee
TPU TTOKOJIEHUST UMEIOT cX0xKuit peHoTHI. C MOMOIIBIO MACCOBOTO MapaJlIeIbHOIO CEeKBEHUPO-
BaHUs ObLII BBIABJIEH paHee He OIMCAHHBIN B JIOCTYITHOI JuTeparype BapuanT c¢.684delG B rene
COL1A1 y nanuenra. Bapuant 6611 BaguaupoBad C3Hrep CeKBEHUPOBAHUEM, B Pe3yJibTare Ko-
Toporo noareepxkaeH ¢.684delG B rereposurornom cocrosaun B reie COL1A1. Brisasiennbrii
BapUaHT IPUBOINT K CABUTIY PAMKM CUNTHIBAHUSI.

BeiBoa: Kimmaundeckue mposiBjieHus 3a00ji€BaHUsl BO BCEX TPEX MOKOJIEHUAX OBLIM CXOKUMU:
MaHudecTanus B JETCKOM BO3PACTe ¢ MHOXKECTBEHHBIX IEPEIOMOB TPYOUYATHIX KOCTEH M I10-
3BOHKOB.



