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NOIMMOP®U3M CANTOB CBA3bIBAHUA MUKPOPHK KAK ®AKTOP PUCKA

PA3BUTUA OCTEOINMOPO3A

© fAlnaes b./.", XycanHoBa P.U.'2

MIHCTUTYT 6UOXMMMM 1 FreHeTUKN Youmckoro defepanbHOro nccnefoBaTenbCcKoro LeHTpa Poccninckon akageMmm Hayk,
Poccus, . Yoa;

2(DepepanbHoe rocyfapcTBEHHOE BlogKeTHOE 06pa3oBaTe/ibHOE yUpeXxXaeHre Bbiclwero o6pasoBaHua MuHUCTepcTBa
3apaBooxpaHeHna Poccuinckon Qegepaumy bawKnpckmin rocyiapcTBEHHbIN MeAULUHCKIIA YHUBepcuTeT, Poccns, . Yoa.

OcTeonopos (ON) — oanH 13 Hambonee PacnpPOCTPaHEHHbIX CPEAN MOXMIIOro HaceNleHNa MHOropaKTOPHbIX 3abosieBaHUi,
KOTOpOe XapaKTepusyeTcAa BbICOKUM PUCKOM NEPenoMOB U MUKPOAPXUTEKTYPHbIMM HapYLUEHWAMM KOCTHOWM TKaHu. Kak
NoKa3blBaloT NnocsiefHne NCcefoBaHns, FreHeTUUECKUI KOMMNOHEHT 3ab60/ieBaHMA BAUSIET He TONbKO Ha CHWMKEeHWEe Macchbl
N MUHEepPanbHOWM NIIOTHOCTM KOCTHON TKaHu (MIKT), Ho Takke onpeaeneHHbIM 06pa3om B 3aBUCUMOCTY OT Npodunsa nonu-
MOP®HbIX BapUaHTOB Pa3fMUHbIX FTeHOB MOXET MPVBOAUTL K Pa3BUTUIO iBYX HE3ABUCMMbIX SHAODEHOTMNOB OCTEONOPO3a —
nepenomam 1 HU3komy yposHio MIKT [1]. HecmoTpA Ha 3T0, 60MbWNHCTBO BbiABNEHHbIX Mapkepos Ol accoummnpoBaHbl
c 3aboneBaHMeM Ha HN3KOM YPOBHEM CTaTUCTUUYECKOW 3HAUYMMOCTU, TaK Kak KaXKabl U3 HUX BHOCUT Manblil BKNag B NaTo-
reHe3 faHHoOro 3aboneBaHuns, MO3TOMY A/A Pa3paboTKM ANArHOCTUYECKNX NaHeNen, a Take A1 NOCTPOEHUs NMPOrHOCTY-
yecknx mogersei 3aboneBaHus, OXBaTbiBaloLMX HaMboee LWNPOKUIA CNEKTP Hanbosiee 3HaUMMbIX FreHETUYECKMX NPeanKTOo-
OB, HEOOXOAMMO UCCNEAOBATb HE TONIbKO FreHETUYECKIME, HO U SNUreHeTnYeckne hbakTopbl ocTeonoposa [2].

Ha faHHbIN MOMEHT Hen3BeCTHO Kaknm 06pa3om HapyLeHre CPOACTBA CalTa CBA3bIBaHWA perynaTtopHbix MUKpoPHK ¢ MPHK
reHOB KOCTHOIO PEMOAENNPOBAHUA MOXET BANATL Ha GEHOTUMNNYECKOE NPOsBNIEHNE 0CTeonopo3a. HensBecTHO, HACKONbKO
3HaYUMbIM ABNAETCA BKNaf NonnuMopdrama cantos cBAsbiBaHUA MUKPOPHK B pa3Hbix nonynaumsax B natoreHes 3abonesa-
HUA.

Moatomy Hamu BnepBble Obin MccnefoBaH pAg NOAMMOPGHBIX BapMaHTOB CalToB CBA3biBaHUA MUKPOPHK (Kak opHux
13 Hanbosnee 3HauMMbIx GaKTOPOB PErYNALNM IKCMPECCUN FEHOB) B reHaX, aCCOLUMPOBAHHbIX C HU3KMM MIKT u puckom
nepenomos, cornacHo GWAS-nccnejoBaH/AM U reH-KaHAMAATHOMY NOAXo4y: B CTPYKTYPHbIX reHax - COLT1A1 (rs9659030),
COL1A1 (rs1061237) n B reHax, BOBJleYeHHble B METabo/M3M KOCTHOW U coefnHuTeNnbHOM TKaHu - FGF2 (rs6854081), VDR
(rs11540149), MMP13 (rs1054204), ZNF239 (rs10793442), SOX9 (rs1042673), TPD52 (10098470), SPARK (1054204).

Llenb nccnegosaHmA: nonck accoumnaumiin nokycos rs1054204 (c.¥582G>C), rs9659030 (c.¥1183A>G), rs1042673 (c.*811A>G),
rs11540149 (c.*1865G>A), rs6854081 (c.*3156T>C), rs1061237 (c.*88T>C), rs10793442 (c.*332G>T), rs10098470 (c.*1073C>T)
1 rs1042840 (c.¥*949A>G) c nepenomamu, a Tak»ke € HAU3KUM ypoBHeM MIKT B oTA4eNnbHOCTM 1 B COYETAHNM Y MYXUUH U XKeH-
WwmH 13 Bonro-Ypanbckoro pervnoHa Poccun.

Mamepuansi u MmemoOdol

Bbibopka 6bina cpopmmnpoBaHa Ha ocHoBe Konnekuun AHK u3 1207 yenosek, coctoAwlan 13 686 KeHLUH NOCTMEHOoMNay3allb-
HOro Bo3pacta 1 521 My>KUMH B BOo3pacTe oT 27 Ao 87 neT, NpuHaanexalymx K pasimyHbiM 3STHUYECKUM rpynnam: pycckue,
TaTapbl, 6alLKUPbI, YAMYPTbI, YyBalwn U MeTHcbl. Kpome Toro, 6b1nn chopmMupoBaHbl HECKONbKO HE3aBUCKUMBIX FPYNN CpaBs-
HeHuA ¢ nepenomom/6e3 nepenoma, 0CTeONOPO30M, OCTeoNeHKen N HopManbHbiM yposHeM MIKT. Y Bcex naumeHTOB Obino
nposeaeHo nsmepeHune MIMKT meTogom aByxdasHo abcopbLUOHHOW peHTreHOBCKoM aeHcnTomeTpun (DEXA) c ncnonbso-
BaHuem annapata HOLOGIC (CLLUA) c onpeneneHneM MrHepanbHOM MNAOTHOCTY KOCTHOWM TKaHW B CTaHAAPTHbIX TOKanm3awm-
AX (akcnanbHbIl oTaen 6eipeHHON KOCTW, NMOACHWUYHbIV OTAEN NO3BOHOYHUKA, NyYyeBas KOCTb), onpefeneHmnem obLen KocT-
HOW, MbILLEYHO 1 XMPOBOW Maccbl. [eHOTMNMPOBaHUE UccNielyeMblix 06pa3LOB NPOBOAMIIOCH C UCMOMIb30BaHEM CUCTEMbI
dnyopecLeHTHON TEXHONOrM reHOTUNUPOBaHUA NO KOHeYHon Touke. BoigeneHne JHK npoBogmnock ¢ ncnonb3oBaHuem
beHon-xnopodopPMHON IKCTPaKLMUK.

Pesynomamel u o6¢cyxo0eHue. B pe3ynbtaThl NpoBefeHHO paboTbl 0OHapyeHo, UTo annenb *A nonumopdHOro BapuaHTta
rs11540149 (c.*1865G>A), pacnonokeHHoM Ha 3'-HeTpaHcnupyemoi obnactm MPHK reHa VDR oka3anca 3HauMmo accoumu-
poBaH c nepenomamu 1 H13Kkum MIKT B obLyeli rpynne mMy>umH, reHoTun *G*G nokyca rs6854081 (c.*3156T>C) reHa FGF2
(pakTOp pocTa $pnbPO6NACTOB 2 THMA) TaKXKE OKa3asiCA aCCOLMMPOBaH C NepeioMmami B 00LLEl BbIOOPKE XEHLMH W KEHLLWH
TaTapCKOMN STHUYECKOW NPUHAZNeXHOCTK, annenb *T nokyca rs10098470 (c.*1073C>T) reHa TPD52 (reH onyxoneBoro 6enka
D52) accoummnpoBaH ¢ nepeniomamu B o6Liein BbIOOpKe »KeHLWH, annenb *A nokyca rs10793442 (c.*332G>T) reHa ZNF239
(reH 6enka 239 «LMHKOBbBIX NaNbLIEB») C OCTEOMOPO30M U OCTEONEHUNEN B O6LLEN BIOGOPKE MeHLLMH U reHoTnn *G*G nokyca
rs1054204 (c.*582G>C) reHa SPARC (ocTeOHEKTVH) € nepenoMamu 1 HU3KMm yposHem MIMKT B 06Lueli BbI6opKe My»KuuiH. No-
numopdur3m carita cBA3bIBaHNA MUKPOPHK MoxKeT npuBoanTb K HapyLUEeHWIO CPOACTBA C LieNIeBbIM YY4aCTKOM B MaTPUYHOM
PHK nnu c uenesbiM y4acTKOM B perynaTopHoi nocsieoBaTesIbHOCTY CaMoro reHa (mpuv yyactum komnnekca RITS-PHK-uHay-
LUMPOBAaHHOIO CalIEHCUHIa TPAHCKPUMLMW FeHa), UTo, B AAHHOM CJlyyae, MOXeET ObITb CBA3AHO C 3MEHEHMEM OTpULATENb-
HOW perynaumm sKCNpeccun reHa Yepes cctemMy peMofefIMpoBaHMA XpoMaTHa U APYTUX SNUFreHEeTUYECKUX PerynaTopHbIX
CUCTEM.
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Bb1800bl. Takum 06pa3om, HaMK BbisiBIEHA CBA3b MOIMMOPQHbIX BapUaHTOB CBA3bIBaHMA MUKPOPHK ¢ HM3KUM ypoBHeM
MMKT 1 prckomM BO3HUKHOBEHUA NEPEIOMOB B FreHaX, KOTOPbIE YUaCTBYIOT B PErY/ALMM KOCTHOrO MeTabonmnsma. 310 4EMOH-
CTPUPYET, UTO NPU UCCIeLOBaHNM SNUreHETUYECKMX GaKTOPOB OCTEOMNOPO3a HEOBXOANMO YUMTbIBATb HE TONbKO M3MEHeHne
naTTepHoB MUKPOPHK, HO 11 Take HapyLLeHre nX CPOACTBA C CalTaMy CBA3bIBAHA, MOTOMY KaK NOCie4HNE MOTYT CIYy>KUTb
[OMONHUTENbHbIMY GaKTOPamy PUCKa Pa3BUTKA OCTEONOPO3a 1 OCTEONOPOTUYECKMX NEPEIOMOB.

KJTKOYEBBIE CJTOBA: MukpoPHK; octeonopos; ¢paktopbl pucka.
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