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HecoBepiieHHbII  OocTeoreHe3- Trpynma  HAcJeICTBEHHbIX  3a0o0JieBaHMi,  KoOTopas
XapaKTepu3yeTcs MOBBIIICHHOM JIOMKOCTBIO KOCTEH. 3a00JIeBaHHE OTHOCAT K YUCITY PEIKUX, YACTOTa
Bcrpedaemoct 1: 10000-20000 HOBOpOXKIEHHBIX. 3a TOCIEIHUE ACCATUIICTHS KIACCU(UKAIUS
HecoBepuieHHoro ocreoreHesa (HO) 3nHauntensHO pacmmpuiacs. [lepBoHauanbHO BeIAENANN 4 THUIIA
(mo Cunency), B HacTosIee BpeMs paccMmarpuBaioT Oosnee 20 THUNOB, PA3IUYHBIX I10
(eHOTUITMYECKOMY TPOSBICHUIO, THITY HACIEOBAHUS M OTIUYAIOUINXCS MyTallUsIMHU B IeHaXx.

ITo MexaHn3My BO3HMKHOBEHMS BblAeseHbI 3 rpynnbsl HO.

IlepBas rpynna - kjiaccudeckue (JOMHUHAHTHBIE) TUIIBI COCTABIAOT 85 -95% Bcex ciydaes.
I'maBHoi mnpuumHoi HO sBnsercs HapylieHue cuHTe3a KoiutareHa | Tuma, oO0yciioBieHHOE
ayTOCOMHO-TOMUHAaHTHOI MyTarueit B renax COL1A1, COL1A2, 0TBeTCTBEHHBIX 32 CUHTE3 alb(da-
nenei koyiareHa. MyTalMd B JaHHBIX T'e€HAaX OOBIYHO JENATCS Ha JBE TIPYMIbI: T€, KOTOpHIE
NPUBOAAT K CHIDKEHHIO KOJIM4ecTBa Oenka (KOJMYECTBEHHBIE MYTAllUM WM MYyTaluu
rarjoHeI0CTaTOYHOCTH) U MyTalluU, KOTOPHIE BBI3BIBAIOT CTPYKTYPHO aHOMAJIbHbBIE OEJIKOBBIE IIETIN
(Ka4eCTBEHHbIE MJIM CTPYKTYpHBIE MyTallMM, B OCHOBHOM 3aME€HBbl INIMLIMHA B TPOMHOW cliupaiu
kosutareHa tuna [). B pesynpraTe mponcxoauT CHUKEHHE KOJIMYECTBA HOPMAJIBHOTO KoJulareHa. Jr1a
rpynna BkiatodaeT 5 tunos OH (tun I-V), koTopsle paznnyarorcs 1o KIMHUYECKUM MPOSIBICHUAM U
10 CTENEHU TSKECTH.

Bropas rpynmna — peneccuBHbIE TUIBI. B 3Toif rpynmne HaOMIOAAIOTCs MyTallid B reHaX
nocrrpancisinuonHoi mogudukanuu (CRTAP, PPIB, P3HI), xotopsie ¢hopMHUpYIOT OenKOBBIN
KOMILJIEKC, HEOOXOIUMBIN Il THAPOKCUIMPOBAHHUS M CBOPAYMBAHUS KOJUIareHa, MpH 3TOM caM
KoymareH MokeT ObITh HopManbHbIM (THIBI VII — IX HO). Ilpu nedekrax manepoHoB (MyTanus B
FKBP10, PLOD2, SERPINHI renax), He IpoucXOIUT NIpaBUIILHOE CBOPAaYMBAaHUE ITPOKOJUIareHa |
THUIIA, TEM CAMbIM HapyIIAETCsI MOJICKYJISIpHAsl CTAOMIBHOCTD U MOCTTPAHCIISIIMOHHAS MOTU(PUKAIIHS
npokosutarera | tuna. CormacHo coBpemenHoi knaccudukanuu 310 X 1 XI tun HO. XIII Tunm HO
XapaKTepu3yeTcs: HapyIIeHHEM CO3peBaHMs KoyiareHa u o0yciosieH mytaneit BMPI rena.

Tpetbs rpynna ooweaunsier tunsl HO, cBsi3aHHbIe ¢ peryismuen ocreobmnactoB. K aToit
rpynne otHocsatcs XII, XIV, XV, XVI tunet HO. B 310l rpymnme naronorum Hapyuiaercs
co3peBaHue ocTeoOyacTtoB (Mmyraruu SP7 TeHa), HapymaeTcs MOTOK KalblMsS B OCTe0OIacTax
(mytaruss TMEM38B), npoucxoaut rudens octeobiaactoB ot BHyTpeHHero ctpecca (CREB3L1).

JuarHoctuka 3a0o0yieBaHUS BKJIIOYACT B Ce0sl MOJIEKYJIAPHO-TEHETHYECKU aHau3,
IIOCKOJIBKY TOJIBKO OH IO3BOJISIET TOYHO ompenenutb Homep tuna HO, uro sBisieTcs BaKHBIM Ui
BbIOOpA JICUEHUS U TPOTHO3UPOBAHMS KITMHHUYECKOTO TeUEHUs 3a00IeBaHMS.
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