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"l
MEMOYHAPOOHAR
CUTUNAB . CETb NABOPATOPHH
. Wit citlEB FU | CTnnG pdh

I'eHeTH4eckasn npeapacmoJa0KeHHOCTb K CHOpTHBHOﬁ

HccaenoBanue TpaBMe
[Ton Bo3spacr
Buomarepnan KpPOBb
®enorun  HapylmieHHsi KOCTHO-CYCTABHOM CHCTEMBI
I'en Ha3Banue resa Bapuaur I'enotun | Puck
COL1Al Komnaren, tun I, ansda 1 COL1Al (Sp1- | *S/*S CpenHenonyasuOHHbII
polymorphism; c.104-
441G>T; G2046T;
rs1800012)
COLI1Al Komnmaren, tum I, aneda 1 COLI1A1 (c.-1997G>T; | G/T IMoBbIIIEHHBIH
rs1107946)
COL5ALI Komnaren, Tun V, ansda 1 COL5ALl (c.*267C>T; | C/C CpenHenonyasIHOHHbII
BstUI-polymorphism; BstUI
RFLP; 1s12722)
TNC Tenacuux TNC (g.115046506T>A; | lle/lle CpenHenomyIAIHOHHbIH
c.4483A>T;
pIle1495Leu; c¢.5029A>T;
p-lle1677Leu;rs2104772)
TNC Tenacuun TNC (g.115051711C>T; | A/G IloBbIIEHHBII
c.4307-
5029G>A;rs1330363)
VDR Penienrrop Butammuua D VDR (Bsml Polymorphism; | C/T CpenHenomy S IHOHHbIH
b/B; IVS10+283G>A;
rs1544410)
Pacmuqbpoem puckos:

puck «IIpomexmuenviiiy — OR 0—1; puck « Cpeonenonynayuonnwitiy — OR 1; puck «Ilosviwennviiiy — OR 1-3; puck «Bwvicokuily — OR 3-5.

3akaouenne

COL1A1(COL1A1

c.104-441G>T; G2046T; rs1800012))

(Sp1-polymorphism;

I'er COL1A1 xonupyet 9acTb OONBIIONH MOJIEKYIbI, HA3BIBAEMOH KoJuTareHoM | Tuma.
Komnmarens! - 3T0 ceMeHCTBO OENKOB, KOTOPBIE YKPEIUIAIOT U MOAJNEPKHUBAIOT MHO-
rHe TKaHW OPraHM3Ma, BKIIOuUas XpsIIM, KOCTH, CYXOXHIIUsS, KoKy U ckiepy. Kom-
nareH | Tuma - camas pacrpocTpaHeHHas (hopMa KoJIareHa B OpraHU3ME YelloBeKa.
HexBarka 3TOro KpUTHYECKOTO O€JKa JISKUT B OCHOBE XPYIKOCTH KocTei. Bapuant
¢.2046G>T rera COL1A1, KOTOpBIii BOBHUKAET B KOHTPOJIBHOH (PEryIaTOpHO) 00-
nactu reHa COL1A1 , BeposTHO, BIUSET HAa MPOAYKIHUIO KOJJIareHa Tuma I, Ho He Ha
CTPYKTypy Monekynsl. Bapuant ¢.2046G>T HapyiaeT paBHOBECHE MEXIy 3KCIIpec-
cueii 6enmkoB COL1A1 u COL1A2, 9To NpUBOANT K HECTAOWIBHOCTH KOJIIAT€HOBBIX
BOJIOKOH. BosHUKaromue B pe3ynbrare aHoMalbHble (UOpmIbl KomnareHa | Tuma
0CIa0MSIIOT COCMHUTENBHYIO TKaHb, YTO MOBBIIIAET PUCK TPABM CYXOXKWIUI U CBSI-
30k. Bapuant ¢.2046G>T rera COL1A1 yBennuuBaeT pucK pa3BUTHs OCTEONOPO3a.
OcCTeonopo3 - 3TO COCTOSHKE, [TPU KOTOPOM KOCTH CTAHOBSITCS BCe 00JIee XPYNKUMU
Y CKJIOHHBIMH K IiepesioMaM. Brisinennsiid reHotun *S/*S Bapuanra ¢.2046G>T re-
Ha COL1A1 cooTBeTCTBYET CpENHENONMYIALUOHHOMY PUCKY Pa3BUTHSI OCTEONOPO3a,
MIEPENIOMOB KOCTEH, JETCHEpaIlii MEXKIIO3BOHOUHBIX IIMCKOB, TPABM CYXOXWIHH 1
CBSI30K.




COL1AI(COLI1ALl (c.-1997G>T;

rs1107946))

COLSAI(COLSA1 (c.*267C>T; BstUI-
polymorphism; BstUI RFLP; rs12722))

TNC(TNC (g.115046506T>A;
c.4483A>T; p.Ilel495Leu; c¢.5029A>T;

plle1677Leu;rs2104772))

TNC(ITNC  (g.115051711C>T;
5029G>A;rs1330363))

c.4307-
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I'er COL1A1 xommpyeT 4acTh OONBIION MOJEKYIBI, Ha3pIBaeMOil KojutareHoM | Tu-
na. Komnaren I tuma - camas pacmpocTpaHeHHas (popma Ko/ulareHa B OpraHU3Me
yejoBeka. HexBaTka 3TOro KpUTHYECKOro Oejka JISKHT B OCHOBE XPYIKOCTH KO-
crei. Bapuanra c¢.-1997G>T rena COL1Al npuBoguT K HapyLICHUIO PaBHOBECHUS
Mexay skcnpeccueir 6emkoB COL1AL m COL1A2, 9To mpHBOIUT K HECTaOMIEHO-
CTH KOJIJIAT€HOBBIX BOJIOKOH. Bo3HMKaromme B pe3ynbrare aHOMasIbHbIE (prOpHILTIBI
koyutareHa | Tuma ocnaOisioT COeIMHNTENbHYIO TKaHb, YTO MOBBIMIAECT PHCK TPaBM.
Bapuant ¢.-1997G>T rema COL1A1 accormupoBaH ¢ HOBBIIIEHHBIM PUCKOM IIepe-
nomoB. Beusienennstit renorun G/T Bapuanra c.-1997G>T rena COL1A1 cBsizaH ¢
GoJiee HU3KMM YPOBHEM MHUHEPAJIBHON IDIOTHOCTH KOCTEH, COOTBETCTBYET ITOBBIILICH-
HOMY PHCKY IEpEIOMOB KOCTEH.

I'en COL5A1 xomupyeT KOMIIOHEHT KojutareHa V tuma. KoyutareH V tuma KoHTpo-
JUpyeT cOOpPKY APYIHMX THUIIOB KojulareHa B (MOpMILIBI (PEryJaupyeT Auamerp 3THX
(ubpn), ABISETCS BAXKHBIM CTPYKTYPHBIM KOMIIOHEHTOM CYXOXKWIIMH U IPYTHX CO-
€IIMHATENBHBIX TKaHeH. MyTaluu B TeHe MOTYT MPUBOAUTD K MEKHHINBUYAIbHON
M3MEHYNBOCTH (puOpHUIIIOTeHEe3a, Pa3IHIHAM B MEXaHHIECKNX CBOHCTBAX M BOCIIPH-
MMYMBOCTH OTIOPHO-JBUTaTEIBHOTO allapara K TpaBMaM MTKHX TKaHEH, a Tarkke
OTJIMYUSIM B TMOKOCTH M BBIHOCJIHMBOCTH BO BpeMs Oera. BapuaHT reHa, 3akitoya-
fomuiicss B onHoHykJeotuaHoM 3ameHe C Ha T B mo3uumu 267, NpUBOAUT K U3Me-
Hernro ctabmwipHOCTH MPHK COLSA1 m 00pa3oBaHUi0 MeHee THOKOW MOJEKYJIBI
komareHa 5 tuma. Bapuant ¢.*267C>T rena COL5SA1 accoummpoBaH ¢ mpeapac-
MIOJIOKEHHOCTBIO K XPOHWYECKOH TEHIOMATHN axWIUIOBA CyXOXWJIMA, pa3pbiBaM Ie-
penHell KpecTooOpa3Hoil CBS3KM, MBIILIEYHBIM CIla3MaM, CBS3aHHBIM C (pu3nuecKoit
Harpy3koi. OTOT (aKT BayKEeH JJIsI BBISBICHUS [€HETHYECKOH MPeapacoNokeHHOCTH
K TEH/IONATUSM IIPU aKTHBHBIX TPEHHpOBKax. Bersinenusiii renorun C/C BapuaHTta
¢.*267C>T rera COL5A1 cooTBETCTBYeT CpeIHEHOMYIIIIUOHHOMY PHCKY TPaBM Cy-
XOXKHJTUH, CBSI30K M MBIIIIII, BBI3BAHHBIX (PU3NUECKON HArPy3KOM.

BbIsBICHHBIN T€HOTHUII 110 YKa3aHHOMY BapUaHTy I'€Ha HE CBSI3aH C PUCKOM Pa3BUTUS
OIMCHIBaeMoOro QeHoTwHIa.

C amnensHbiM BapuantoM G B momumopdusme 151330363 rema TNC cBs3aH 110-
BBIIICHHBIM PUCK TeHIOMaTHi axmiuioBa cyxoxuiaus (PMID: 23192621). Pa3peiBsl
aXWJUIOBA CYXOKWJIUS B OOJIBIIMHCTBE CITy4aeB MPOUCXOMAT ITPU CKOPOCTHOM CITyCKe
Ha JIBDKaX, 3aTeM - B (yTOOJIE 1 JIETKOH aTieTHKe.
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VDR(VDR (Bsml Polymorphism; b/B; T'em VDR kxomupyer siaepHBI TOpMOHANBHEIA pementop BuTammHa D3. Pemenrtop
IVS10+283G>A; rs1544410)) BuTamMrHa D 0OHapyXeH BO MHOTHMX TKaHSX WM OpraHax, BKJIIOYas >KEIyZOYHO-

I'en.
DYHKUMA reHa

T'en.
DOyHKUMA FeHa

T'en.
DyHKUMA reHa

KHIIEYHBI TPAKT, MOYCIIOJIOBYIO CHCTEMY, OpPTaHbl SHIOKPUHHON CHUCTEMBI, a TaK-
JK€ B KyJbType KIETOYHBIX JMHUM CKEIETHO-MbIIIEYHOU cuctembl. VDR perynupy-
€T IKCIPECCUIO TEHOB, YYaCTBYIOIINX B Pa3HOOOPa3HbIX OMOJIOTMYECKUX (QYHKIMAX,
BKJIIOYAsl Pa3BUTHE OPraHOB, KOHTPOJb KJICTOYHOTO IMKJIA, TOMEOCTa3 KalbLUs U
(docdara B meTabonam3Me KOCTel U TETOKCH(PHUKAIIIIO KCCHOOMOTHKOB. 3a00NIeBaHMs,
CBsI3aHHBIC C Ae(DUINTOM BHTAaMHHA D BKIIIOUAIOT OHKOJIOTHYECKHE, ayTOMMMYH-
HbIC 3a00JICBaHUs, TAKUEC KAaK CHCTEMaTHYCCKasi KpacHas BoYaHka, 6ose3nb Kpona,
nuaber | Thna, paccesiHHBIN CKJIepo3 M peBMarouaHblid aptpuT. VDR yuactyer B
nponudepanmu U anpPepeHIUpPOBKe KICTOK. BakHyI0 pojib B IPOrpeccupoBaHUN
0CTEOIOpO3a UIPaloT HapyIIEHUS B METa0ONM3Me M CHIDKCHHH YyBCTBHTEIBHOCTH
Kk ButamuHy D. VDR mnpunaiexxur KiroueBas posib B OCTEOT€HE3€ U MHUHEpasb-
HOM oOMeHe. AJulenbHbIN BapuaHT BsmL, BeposTHO, BIHsIET Ha CTAOUIBHOCTD TPaH-
CKpHIITA IeHa. ACCOLIMUPOBAH C PUCKOM Pa3BUTUS OCTEONOPO3a, BOSHUKHOBECHUEM
nepenomoB. Beisieienssiid renotun C/T Bsml Polymorphism rema VDR cootset-
CTBYET CPEJHENOMYISIIMOHHOMY PUCKY HEPEIOMOB U OCTEOIIOPO3a.

COL1A1 Komnarewn, tun I, ansda 1

I'er COL1A1 xomupyert 6enok anbsda-1 nenu xomarena | tuna. Konnaren I tuma - HanGonee mMpoko pacupocTpaHeHHBINH
KoJIJ1ar¢H, OJIuH M3 Ba)KHCﬁU.[HX KOMIIOHCHTOB COe}lMHMTeHbHOﬁ TKAaHU U CO)Iep)Kl/lTCﬂ B KOCTAX, porom«me, ;[epMe u CyXO-
JKWITUSIX. MyTalluy B 9TOM T'€HE CBSI3aHBI C TAKUMH 3a00JICBaHMAMHE, Kak cHHIpoM Diepca-Jlannoca 1 u 2, a takke 7A
TUTIOB, HECOBEPIIEHHBIN ocTeoreHes [-IV tumnos, 6onezns Kaddu, nanonarugeckuii octeonopos.

COLSA1 Konnaren, Tun V, ansga 1

COLS5A1 - reH, koaupyromuid KojutareH 5-ro Tuma. KommareHsl - 3T0 CeMEHCTBO OEIKOB, KOTOPBIE YKPEIUISIOT U IMOA-
JIEP’)KUBAOT MHOTHE TKaHH TeJa, BKIIOYAsl KOXKY, CBSI3KH, KOCTH, CyXOXKMJIUSI ¥ MBIIIIEL. VcclenoBaHus MOKa3bIBAIOT, YTO
KOJUTareH V THIIa TaKke KOHTPOJIMPYeT cOOpPKY APYrMX THIIOB KoJjulareHa B (MOPHILIBI (PerylupyeT Iuamerp 3THX (uo-
PHIII) B HECKOJNBKHX TKAHAX M SBISAETCS BAXHBIM CTPYKTYPHBIM KOMITOHEHTOM CYXOXKWJIMH M JPYTHX COCAMHHUTEIBHBIX
TKaHeH.

TNC Tenaciuu

TNC - reH xomupyeT OelIoOK BHEKIIETOYHOTO Marpukca TeHacuuH C. TeHacIHH - OJMTOMEpPHBIN TIIMKOIPOTEHH, COCTOSIIHN
mogoOHO GUOPOHEKTHHY, U3 2 CyOBEIUHHUI, COeTUHEHHBIX AUCYAb(PUIHON CBA3bI0. DTy MOJIEKYITy HAa3bIBAIOT €IIE ‘TeKca-
OpaxHoH’, TaK KaK OHa UMeeT 6 *pyK’, OTXOISIINX PaJANaIbHO OT OHOTO y4yacTka. biarogapst TakoMy CTpOSHHUIO, TEHACLIMH
MOXXET B3aMMOJIEHCTBOBATh C OOJBIINM KOJMYECTBOM JIMTAHJOB, K KOTOPBIM OTHOCAT Pa3IMYHBIC MOJICKYJIBI MEKKIICTOU-
HOTO MaTpuKca. B 3penbIx TkaHsIX HeOONbIIME KONMMYECTBA TEHACHMHA HAXOAATCA B CYXOXKHIMAX M XpAIIAX, €r0 CHHTE3
YBEJIMUUBACTCS B 3KHBAIOIIMX PaHaX. B HOpPMaJbHBIX CBSA3KaX B3POCIBIX JIFOJEH TEHACLMH Hauboyiee aKTUBHO DKCIIpec-
CHPYETCsI B MEeCTaxX MPUIOKSHUS (PU3MIECKOI Harpy3KN — MBIIICYHO-CYXOXKHMIEHBIX H CYXOXKHIBHO-KOCTHBIX COCIUHEHHMSX.
Taxxe 3TOT 60K IKCIPECCHPYETCS BOKPYT KIETOK M KOJIAT€HOBBIX BOJIOKOH AXHIIIIOBA CYXOXKUITHS
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VDR Peuentop Buramuna D

I'er VDR kopupyeT siiepHBIil TOpMOHAIBHBIN peLentop BuTaMuHa D3, KOToprIil Takxke QYHKIIMOHUPYET B KaY€CTBE PeLeI-
TOpa AJsl BTOPUYHOH KETYHOH KUCIIOTHI — JIMTOXOJIEBOM KUCIOTHI. PelenTop NpuHaUIeKUT K CEMEHCTBY TpaHC-aKTUBHBIX
PETyIsATOPHBIX (DAKTOPOB TPAHCKPHUIIIMK - ONOCPERyeT JeicTBHe BHUTaMmHa D3, KOHTponmpys (depe3 accOLHaIuio C
WINAC-koMIIIeKcoM) 9KCTIPECCHIO TeHOB, YyBCTBUTEIBHBIX K TopMOHaM. [1o cBoeilf mocienoBaTeIbHOCTH HIMEET CXOACTBO
C peLenTopaMy CTCPOUIHBIX U TUPEOUAHBIX TOPMOHOB. MHUIIIEHH 3TOTO AJEPHOT0 TOPMOHAIBHOIO PELENTOPa Y4acTBYIOT,
B MHUHEPaJIbHOM OOMEHE - MTpaeT IEeHTPaJIbHYIO pOJIb B TOMeocTase Kaubuus. KpoMe TOro, pementop peryiupyeT menblit
pAR OpyrHX METaOOMMUYECKHX MyTeH, HalpuMmep, 3a/eiCTBOBaHHBIE B MIMMYHHOM OTBeTe¢ M pake. Myrtamuu B rene VDR
cBs3anbl co I tunom Butamun D-pesuctenTHoro paxura. OTHOHYKICOTHIHBINA OIMMOP(U3M B CTapT-KOJOHE NPUBOIHUT K
CMEIIEHNIO MHUAI[MATOPHOTO KOZOHA Ha TPU KOJOHA OT Hadasa.
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