CHROMOLAS

Hay4yHo-nabopaTopHbIN KOMMEKC

Pesynbrar uccnenoBanus
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Jata poxxaeHus:

IMomn: Howmep obpasna:

[ara B3aTHs OMoMareprana: Otpnenenue / kapra: /CtpaxoBas

Jata peructpauuu: kommaHus: N/A

Bpau: Ne nonuca:

buomarepuan: kpoBb

Hcenenosanne | €HETHYECKAs! MPEAPACIOI0KEHHOCTh K CIIOPTUBHON TpaBMe

DeHOTUIT Hapymeﬂml KOCTHO-CyCTaBHOﬁ CHUCTECMBbI

Pesyabrar:
I'en HasBaHue rena Bapuant I'enorun | Puck
COL1Al Komnaren, tun I, ansda 1 c.-1997G>T G/G CpenHenonyasuOHHbII
COL1Al Komnmaren, tum I, aneda 1 Spl-polymorphism; c¢.104- | *S/*s IoBbIIeHHBIH
441G>T
COL5ALl Komnaren, Tun V, anesda 1 BstUI-polymorphism; C/T IoBbIICHHBIH
c.*267C>T
TNC Tenacuun TNC (g.115046506T>A; | lle/Leu IloBbIICHHBIT
c.4483A>T;
p.lle1495Leu; c¢.5029A>T;
plle1677Leu;rs2104772)
TNC Tenacuun TNC (g.115051711C>T; | A/G IoBbIICHHBIT
c.4307-
5029G>A;rs1330363)
VDR Penentop Butamuna D Bsml Polymorphism; | C/C CpenHenonyIsIHOHHbII
NC_000012.12:
2.47846052C>T
Pacwugpposxa puckos:

puck «Ilpomexmusnuiiiy — OR 0—1; puck «Cpeonenonynayuonnwitiy — OR 1; puck «Ilosviwennviiiy — OR 1-3; puck «Buvicokuiiy — OR 3-5.
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3akJjioue

COL1A1(c.-1997G>T) I'en COL1A1 xomupyer 4acTb OOJBIION MOJEKYIbI, Ha3bIBaeMOH KosutareHoM | Tu-
na. Komtaren | tuma - camas pacrpocTpaHeHHas (opma KojulareHa B OpraHH3Me
yenoBeka. HexBaTka 3TOro KpUTHUECKOTO OENKa JIEKUT B OCHOBE XPYIKOCTH KOCTEH.
Bapmnanra ¢.-1997G>T rena COL1A1 mpuBOIUT K HApYIICHUIO PABHOBECHS MEKIY
akcrpeccueii 6enkoB COL1A1 u COL1A2, yTo NpUBOAMT K HECTaOMILHOCTH KOJLIa-
TEHOBBIX BOJIOKOH. Bo3HMKalomue B pe3ysbTaTte aHOMaJIbHbIE (PMOPUILTEI KOJUIareHa
I Thma ocabMsAIOT COEAMHUTENBPHYIO TKaHb, YTO IOBBIIIAET PUCK TpaBM. Bapuant
¢.-1997G>T rena COL1A1 acconuupoBaH C TOBBIIIICHHBIM PUCKOM MEPETIOMOB. BbI-
spineHHbld reHoTHl G/G BapmanTa ¢.-1997G>T rena COL1Al He cBs3an ¢ Gomnee
HHU3KHM YPOBHEM MHHEPAJIbHOH MJIOTHOCTH KOCTEH, COOTBETCTBYET CPEAHEIOIYJIsi-
[IHOHHOMY PHCKY II€PEIOMOB KOCTEHi.

COL1A1(Spl-polymorphism; c.104- Ten COL1AI xogupyeT 9acTh OOJBIION MOJIEKYIBI, Ha3bIBaeMoW KoytareHoM | tuma.

441G>T) Komnmarens! - 310 ceMelCTBO OENKOB, KOTOPBIE YKPEIUISIOT U MOMJIEPKUBAIOT MHO-
rMe TKaHW OpraHM3Ma, BKIIOYas XPSIIM, KOCTH, CYyXOXKHWIIUS, KOXY U ckiepy. Koi-
nareH | Tuma - camas pacrpocTpaHeHHas: opMa KoJlareHa B OpraHU3Me yelloBeKa.
HexBarka 3TOro KpuTHYECKOro OejKa JISKUT B OCHOBE XPYIKOCTH KocTei. Bapuant
¢.2046G>T rena COL1A1, KOTOpEI BOHUKACT B KOHTPOJIBHOH (PETYIATOPHOI) 00-
nmactu reHa COL1A1, BeposiTHO, BIUSET Ha MPOAYKIIMIO KOJIareHa Tuma I, Ho He Ha
CTPYKTYpy Monekyabl. Bapuant ¢.2046G>T mpuBOOUT K HAPYUICHUIO PaBHOBECHS
mexay skcnpeccueid 6einkoB COL1A1 u COL1A2, 4To NpUBOIUT K HECTAOMIIBHO-
CTH KOJIJJATEHOBBIX BOJIOKOH. Bo3HMKarommue B pe3ynbrare aHOMasIbHbIE (pUOPHILIBI
koyutareHa | Thna ocnaGnsioT COeAMHUTENBHYIO TKaHb, YTO TOBBIIIAET PUCK TPaBM
cyxoxunuit u cBs30k. Bapuant ¢.2046G>T rera COL1A1 yBenmumBaeT puck pa3Bu-
THS ocTeonopo3a. Bersnennsrii rerotun *S/*s Bapuanta ¢.2046G>T rema COL1A1
COOTBETCTBYET IOBBIIICHHOMY PHCKY Pa3BHTHsI OCTEOIIOPO3a, MEPEIOMOB KOCTEH,
JIETeHEPaIY MEKITO3BOHOYHBIX JICKOB, TPABM CYXOXHJIMH U CBSI30K.

COL5A1(BstUI-polymorphism,; T'er COL5A1 xomupyeT KOMIIOHEHT KomiareHa V Tuma. Komraren V Tuma KOHTpo-

¢.*267C>T) nupyeT cOOpKy IPYTHX THIOB KoJiareHa B GUOPHILIBI (PEeTyInpyeT TUaMeTp dTHX
(uOpuILT), SIBISETCS BAXKHBIM CTPYKTYPHBIM KOMIIOHEHTOM CYXOXKHIIUH U IPYTHX CO-
€IMHUTEIbHBIX TKaHei. MyTaluu B TeéHe MOTYT MPUBOAUTH K MEKHHIUBUYaIbHON
M3MEHYMBOCTH (puOpHIIIoreHesa, pa3InyrsiM B MEXaHHIECKUX CBOHCTBAX U BOCIIPH-
MMYHBOCTH OIIOPHO-IBUTATEIHHOTO aImapara K TpaBMaM MSTKHX TKaHEH, a Takxke
OTIIMYMSIM B THMOKOCTH M BBIHOCIMBOCTH BO BpeMs Oera. BapmaHT reHa, 3aximroda-
IoIMiicsa B oqHOHyKJIeoTHaHOH 3ameHe C Ha T B mosuru 267, MPUBOIUT K H3MeE-
HeHuto crabunsHocTh MPHK COLS5SA1 u o6pa3oBaHHio MeHee THOKOH MOJEKYIIbI
kotareHa 5 tuma. Bapuant ¢.*267C>T rema COLSA1 accoumupoBaH ¢ mpeapac-
MOJIOKEHHOCTHIO K XPOHWYECKOH TEHIOMATHN axWJUIOBA CyXOXHIIMS, pa3pbiBaM Ie-
pemHel KpecTooOpa3HO# CBSI3KH, MBIIICYHBIM CIIa3MaM, CBSI3aHHBIM C (DH3UIECKON
Harpy3koi. OTOT (pakT BakeH JJIs BBIBICHHUS TEHETHIECKON MPEAPACIIONIOKECHHOCTH
K TEHIOIATHSAM IPU aKTUBHBIX TpeHHpOBKaX. BreusiBneHHslit reHotun C/T BapuaHTta
¢.*267C>T rena COL5A1 cooTBETCTBYET MOBBIIIEHHOMY PUCKY TPaBM CYXOXKHIIUH,
CBSI30K U MBIIIII, BHI3BAHHBIX (PU3NUECKON HATrpy3KOil.

TNC(TNC (g.115046506T>A; C amnenpHbM BapuaHToM 677Leu rena TNC cBsi3aH MOBBINICHHBIH PUCK TEHIOMATHI
c.4483A>T; p.llel495Leu; c¢.5029A>T; axwuioBa cyxoxunus (PMCID: PMC3842050). Pa3pbiBbl axuiuioBa CyXOXHIIHs B
p-Ile1677Leu;rs2104772)) OOJIBIIMHCTBE CIIy4aeB IMPOUCXOAAT NMPU CKOPOCTHOM CIICKE Ha JIBDKax, 3aTeM - B

(yTOOII€E 1 JETKOH aTIeTHKeE.

TNC(TNC (g.115051711C>T; ¢.4307- C amrensHeiM BapuanToM G B momumopdmme rs1330363 rena TNC cBszaH mo-

5029G>A;rs1330363)) BBIIICHHBIM PUCK TEHIOMATHH axmuioBa cyxoxuiawms (PMID: 23192621). Pa3peiBsl
aXWJUIOBA CYXOKWJIUS B OOJIBIIMHCTBE CIIy4aeB MPOUCXOMIAT ITPU CKOPOCTHOM CITyCKe
Ha JIBDKaX, 3aTeM - B (yTOOJIE U JIETKOH aTiIeTHKe.
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VDR(Bsml

Hay4yHo-nabopaTopHbIN KOMMEKC

Polymorphism; Ten VDR komupyeT simepHbI TOpMOHANBHBINA perienTop BuTamuHa D3. PernenTop

NC_000012.12: 2.47846052C>T) BuTaMMHa D oOHapykeH BO MHOTMX TKaHSX M OpraHax, BKJIIOYasl >KEIyZOYHO-

Ten
DyHKIMA reHa

Ien
DyHKUMA reHa

Ten
DYHKUMA reHa

I'en
DyHKUMA reHa

Jlara:

Hanpasnenue

KUIIEYHBIA TPAaKT, MOYEIIONOBYIO CUCTEMY, OpraHbl SHIOKPHHHON CHCTEMBI, a TaK-
K€ B KyJIbType KJIETOUHBIX JIMHUN CKEJIETHO-MbIMEYHOM cucTteMbl. VDR perymupy-
€T IKCIIPECCUIO TeHOB, YYACTBYIOUINX B Pa3HOOOPA3HBIX OMONOTHYECKHX (QYHKIUIX,
BKJIIOYasi Pa3BUTHE OPraHOB, KOHTPOJb KJIETOYHOIO IMKIA, TOMEOCTA3 KalbLUs U
docdara B MeTaboIM3Me KOCTEH U IETOKCH(DUKAIIMIO KCCHOOMOTHKOB. 3a00/ICBaHHUS,
CBsI3aHHBIE C Ae(DUINTOM BHTAMHHA D BKIJIIOYAIOT OHKOJIOTHYECKHE, ayTOUMMYH-
HBle 3a00JIeBaHMs, TaKKe KaK CHCTeMaTHdeckasl KpacHasi BodaHka, Oone3ns Kpona,
muaber | Tuma, paccesHHBIA CKIIEPO3 W peBMAaTOMAHBIA apTput. VDR yuactByeT B
nponudepanyy 1 IudepeHIIPOBKe KIETOK. BaXXHyI0 poib B MpOrpeccHpoOBaHUN
OCTEOIOPO3a UIPal0T HAapyLIeHHs B MeTabONu3Me U CHIDKEHHH YyBCTBHUTEJILHOCTH
k ButamuHy D. VDR npuHagiexuT kmrodeBas poiib B OCTEOreHe3e M MUHepaib-
HOM oOMeHe. AJIebHbIN BapuaHT BsmL, BeposTHO, BiIMseT Ha cTaOMIIBHOCTD TpaH-
CKpHUNTa reHa. ACCOIIMHPOBAH C PUCKOM Pa3BHUTHSA OCTEOINOPO3a, BOZHUKHOBEHHEM
nepenomoB. Breraiennsiii rerotun C/C Bsml Polymorphism rera VDR cootset-
CTBYET CPEJHENOMYISIIMOHHOMY PUCKY HapyIIE€HHH KOCTHO-CYCTaBHOMH CHCTEMBI.

COL1A1 Komnaren, tun 1, ansda 1

I'en COL1A1 xoaupyet 6enok anbga-1 nenu komtarena I tuna. Kostaren I tuna - HanGonee mMUPOKo paciipocTpaHEHHBIN
KOJUTaTeH, OIWH U3 BaKHEHIINX KOMIIOHEHTOB COEIUHUTENHHOH TKAaHH U CONEPIKUTCS B KOCTSIX, POTOBUIIE, AEPME U CyXO-
JKITHSX. MyTaluy B 9TOM T'€HE CBSI3aHBI ¢ TAKUMH 3a00JIE€BaHMAMH, Kak cHHIpoM Dnepca-Jannmoca 1 u 2, a Takxke 7A
TUTIOB, HeCOBepIleHHbIN ocTeoreHes [-IV Tumnos, 6one3ns Kagdu, nanonaruueckuit octeonopos.

COLSA1 Komnaren, Tun V, ansga 1

COLS5A1 - reH, xopupyromuid KojutareH 5-ro Tuma. KommareHsl - 3T0 ceMeHCTBO OEIKOB, KOTOPBIE YKPEIUISIOT U IMOA-
JIEPXKUBAIOT MHOTHE TKAaHM TeJa, BKJIIOYAs KOXY, CBSI3KH, KOCTH, CyXOXWIHA M MBIIIIBL. MccienoBanus MoKas3blBaloT, Y4TO
KOJUTareH V THIIa TaKke KOHTPOJIHMPYeT cOOpPKY APYrHX THIIOB KoJUlareHa B (MOPHILIBI (PEryJMpyeT JuaMerp 3THX (uo-
PHILT) B HECKOJIBKHX TKAaHSIX M SBISETCS BOKHBIM CTPYKTYPHBIM KOMIIOHEHTOM CYXOXKHJIMH W APYTHX COCOMHHUTENBHBIX
TKaHeH.

TNC Tenaciuu

TNC - reH koqupyeT Ge/IoK BHEKIIETOYHOro Marprkca TeHacuuH C. TeHaCIMH - OJIMTOMEpPHBIH ITHKOTPOTEHH, COCTOSIIIII
o06HO (GUOPOHEKTHHY, U3 2 CYObEANHUL, COSANHEHHBIX TUCYIbGUIHON CBSI3bI0. DTy MOJEKYITy Ha3bIBAlOT elE 'reKca-
OpaxHoH’, TaK KaK OHa UMeeT 6 'pyK’, OTXOASIINX PaJHAIbHO OT OfHOTO y4yacTKa. biaromaps TakoMy CTPOCHHIO, TEHACIIHH
MOXXET B3aHMOJICHCTBOBATH C OOJNBIIAM KOJIMYECTBOM JIMTAHIOB, K KOTOPHIM OTHOCST Pa3iMYHBIE MOJEKYJIBI MEXKICTOY-
HOTO MaTpuKca. B 3penbix TKaHAX HEGOMbIIME KOIMYESCTBA TEHACLIMHA HAXOATCS B CYXOXKWIMAX W XPsINax, €0 CHHTE3
YBEJIMYMBACTCS B 32)KHBAIOIINX paHaX. B HOpPMabHBIX CBsI3KaX B3pOCIBIX JIFOAEH TEHACHMH Haubosiee aKTHBHO JKCIpec-
CHpYETCs B MECTaX MPIIOKEHUS GU3MIECKONH HArPY3KH — MBILIETHO-CYXOXKUIBHBIX H CYXOXKHUIIBHO-KOCTHBIX COETHHEHHSIX.
Taxoke 9TOT GEOK IKCIPECCUPYETCs BOKPYT KICTOK M KOJUIATCHOBBIX BOJOKOH AXHJIIIOBA CYXOXKHITHS

VDR Perenrrop suramusa D

I'er VDR komupyeT saepHbIii TOpPMOHAIBHEIN penenTop BUTaMuHa D3, KoTopEIi Takke QyHKIMOHUPYET B Ka9eCTBE pelier-
TOpa JUIsl BTOPUYHOM JKEITYHON KHMCIIOThI — JIUTOXOJIEBOM KUCIIOTHI. Perientop NpuHauIekKUT K CEMENCTBY TPaHC-aKTUBHBIX
PEryasATOpPHBIX (DAKTOPOB TPAHCKPHIILMK - ONOCPERyeT JAeHcTBHEe BHUTaMuHa D3, KOHTponupys (depe3 accOLHaIuio C
WINAC-koMIIIeKcoM) SKCIPECCHIO TeHOB, TyBCTBHTEIBHBIX K TopMoHaM. [1o cBoeil mocaenoBaTeIbHOCTH HMEET CXOJCTBO
C PEIEnTOpaMi CTEPOUAHBIX U THPEOUAHBIX TOPMOHOB. MHUIIIEHN 3TOTO SIEPHOTO TOPMOHAIBHOTO PEIENTOPa Y4acTBYIOT,
B MHUHEPaJIBbHOM OOMEHE - MIpaeT LIEHTPaJbHYIO pOJIb B ToMeocTase Kaubluus. Kpome Toro, penentop peryimpyer Lebli
psAI APYTHX METa0ONMYEeCKUX IyTeill, HampuMep, 3aJcliCTBOBaHHBIE B NMMYHHOM OTBeTe M pake. Myramuu B rene VDR
cBsa3ansbl co II Tunom ButamuH D-pe3ucteHTHOrO paxurta. OHOHYKICOTH/IHBII OIMMOP(U3M B CTApT-KOJOHE MPUBOAUT K
CMEIIEHNIO MHUAIIMaTOPHOTO KOJIOHA Ha TPU KOJOHA OT Hayasa.

Bpau-reneruk : Hoanucek:
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