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MHOECTBEHHbIE NepesiomMbl, KPOME TOro, Y 60JIbHbIX HabMoAANUCH ronyoble CKIepbl, HU3KNUIA AU CPeHWI POCT, CKENETHbIe
nedopmaLm 1 0CTeonopo3 B PasMUHbIX COYETAHUSAX.

CoueTaHHble BapuaHTbl U3MeHeHWI Obiny HangeHbl y 4 6onbHbIx HO (c.2869C>T B reHe COLTA1 n ¢.1197+5G>A B reHe
COL1A2; c.579delT B reHe COL1A1 n c.1197+5G>A B reHe COL1A2; c.2971G>C B reHe COLT1A2 n ¢c.212G>C B reHe FGF23;
¢.-14C>T B reHe IFITM5 1 ¢.1903C>T B reHe LAMB3). laHHble MmoneKynsipHble gedekTbl ABNATCA npuumHon |, IV u V Tunos
HO y Hawmx naymeHToB ¢ TMNMYHbIMK peHoTrnamm HO: MHOXXeCTBEHHbIE NepenomMbl, rofybble CKiepsbl, cKeneTHble fedop-
MaLuu, rmnepmMoOuIbHOCTb CYCTaBOB, HU3KUI POCT, KNHOCKONMOTUYECKOE NCKPUBIEHUE MO3BOHOYHMKA (B Pa3/IMYHbIX KOM-
6MHaumax).

B pe3synbTaTte peTpoCneKTMBHOIO KIMHUYECKOTO HAabMIOAEHWA U OTCYTCTBUA NMAaTOFeHHbIX U3MEHEHWI B TAPTeTHbIX FeHax
KOCTHOro Metabonuama, 9 nauneHToB 13 62 06cnefoBaHHbIX ObINM NCKIIOYEHBI U3 HALLErO UCCIefoBaHMA. Y 4 NaLMeHTOB
OyneT NPOLOMKEH NMOWCK MATOreHHbIX 3MEHEHUI.

Bb1800b1. [pyi NOMOLLY CEKBEHMPOBAHMA HOBOTO NOKONEHUA y 49 NnauneHTOB U3 38 ceMmel, NPOXUBAIOLMX Ha Tep-
putopun Pecny6nukn bawkopTtocTtaH, 6bi510 HaeHO 38 MaTOreHHbIX U3MEHEHUN, NpuBOAALWKX K pa3suTtuio HO.
M3 Hux: 22 - B reHe COLTAT, 14 - B reHe COLTA2, 1 - B reHe P3H1 n 1 - B reHe IFITM5. Ha gonto reHa COLTA1 npuxo-
antca 57,9% (22/38) BboiaBneHHbIX MyTauuii, 36,8% (14/38) - Ha reH COLT1A2 n no 2,63% (1/38) Ha reHbl IFITM5 1 P3H1.
Y 7 nauneHTOB ObIIN HallieHbl MATOreHHblE BapMaHTbl, XapaKTepHble Ana gpyrux 3abonesanun. Y 13 naymeHToB my-
Tauum He 6bIIN NAEHTUOULUMPOBAHDI, N3 HUX 9 YENOBEK UCKITIYEHbl U3 NCCNEfOBaHUSA, a C 4 nauyneHTamm paboTa
OyneT NPoJOKeHa.

TexHonorusa NGS aBnsaetcs 3peKTMBHbIM MHCTPYMEHTOM [J151 BbISIBIIEHUS MOJIEKYNIAPHbIX AedeKTOB, ABNAIOLMXCA NPUY-
ynHon HO. KnuHuyecku, HeCMoTpA Ha reHETUYECKYI0 reTepOreHHOCTb, pa3nuyHble Tunbl HO nmeloT cxogHble yepThl. [1o-
3TOMY HAXOXKAEHUE MATOreHHbIX MyTaLUil OYeHb BaXKHO [/l MOHUMaHWUA TeyeHnA 3aboneBaHus, onpeaeneHns NPorHo3a
1 NPOBeAeHNA MeMNKO-TeHETUYECKOrO KOHCYNTbTUPOBaHWA OTArOLWEHHbIX CEMEN.
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Ljenb pabomei. OueHnTb CBA3b MapKepPOB KOCTHOrO 0bmeHa ¢ ypoBHeM HecdaTrHa-1 (HD-1) y naumeHToB ¢ peBMaTong-
HbIM apPTPUTOM.

Mamepuanel u MmemoOdel uccnedosaHus. O6cnepoBaHo 110 naumeHToB (105 XeHLWWH 1 5 My>XUMH) C AMarHO30M peB-
MaTOUAHbBIV apTPUT, KNnaccnudrLmpoBaHHOM Ha ocHoBaHuM Kputepres ACR/EULAR 2010r. [MaumeHTam npoBoAnnoCh NosHoe
KNMHKKO-nabopatopHoe obcnefoBaHme: cbop aHamHe3a, OCMOTP, 1abopaTopHble U UHCTPYMEHTasbHble UCCNEf0BAHMA.
YpoBeHb HD-1 B CbIBOPOTKE KPOBY ONpefensanca C NCnofb30BaHNEM KOMMepYeCKux TecT-cnuctemM. MiccnegosaHme MuHe-
pasnibHOV MAIOTHOCTY KOCTHOW TKaHV MPOBOAMIOCh Ha PEHTFEHOBCKOM KOCTHOM AieHcuToMeTpe. CTatucTnyeckas obpabot-
Ka OaHHbIX KIMHUYECKOro 06CneioBaHNA NPOBOAUNACE C UCMONb30BaHNEM NporpaMmMHoro naketa «STATISTICA 12.0 ana
Windows». Pe3ynbtaTbl cuMtanncb CTaTUCTMYECKN 3HaUMMbIMm npm p<0,05.

Pe3synemamel. B pe3synbtate uccnefoBaHua He 6bl10 BblABNIEHO 3HAUMMOWN Koppenauun mexgy yposHem HO-1
1 KOMMO3MTHbIM COCTaBOM TENa y NaLMeHTOB C peBMaTOUAHbIM apTprTOM U Beta-CrossLaps cbiBopoTky Kposu. ObHapy-
XKeHa CTaTUCTUYeCKn 3Haunman koppenauna mexgy HO-1 n N-tepmrHanbHbIM NponenTMAOM NpokonnareHa 1-ro tmna
(PTNP) (r =0,218, p = 0,022). Mbl He OTMETWUNN KaKUX-TNOO CYLLeCTBEHHbIX B3aMOCBA3el Mmexay ypoBHem HD-1 B cbl-
BOPOTKE KPOBY U MUHEPasbHOW MIOTHOCTbIO KOCTHOW TKaHW B MOSICHUYHbIX NMO3BOHKax 1 6egpe. OgHaKko, nauueHTbl
C ocTeonopo3om (n=53) n octeonopeTnyeckumu nepesomamm (n=25) nmeiot 6onee Bbicokmin yposeHb HD-1 (Z=-2,06;
p=0,040 n Z=-2,37; p=0,017 cOOTBETCTBEHHO). B TO e BpemMsa, HaMN He BbIABNEHO KOPPENALMOHHON B3aUMOCBA3N
mexay yposHem HO-1, kymynatusHon goson (p=0,09; p=0,368) 1 NnpofoiKMTeNbHOCTbIO MPUeMa MIKOKOPTUKOMA0B
(p=0,07; p=0,462).

Bb1600. B xope Halero uccnefnoBaHus 6biia BbisiBEHA B3anMOCBA3b Mexay HD-1 n mapkepom dbopmmnpoBaHus KocT-
Horo maTtpukca P1NP, uto cBraeTenbcTByeT 0 BO3MOXKHOM BnnaHUM HD-1 Ha guddepeHLMpoBKy 1 GpyHKLMIO OCTe061aCcTOB.
bonee Toro, cpean NaLMEHTOB C OCTEOMOPETUYECKMMM NepesioMaMu (He3aBUCMMO OT AaBHOCTU CPOKa Nepenoma) U ocTeo-
nopo3om ypoeHb HD-1 6Gbii CTaTUCTUUYECKU BbLLE, YTO TPEOYET AanbHENLLErO N3YyYeHNA JaHHOTO BONPOCa.
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TOKVHBI.
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