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I'EHETHYECKHUE ACIIEKTBI PA3BUTHSA OCTEOIIOPO3A Y KEHIIIUH
INPEMEHOITAY3AJIBHOI'O ITEPUOJA

PhD. Abdiyeva Marziya

TamkeHTckas MCAUIIMHCKAsA aKaaCMUs

Axmyansnocme. Crudicenue KOCMHOU MACCbl AGIAemMcs 00OHUM U3 Haubolee
3Hauumvlx pakmopos pucka pazeumusi Oll u, kak OblLIO NOKA3AHO, MOXMCEM UMEMDb
Hacneocmeennylo npupooy [3, 11, 14, 15, 16, 22]. Jawunvie, naxonienmvle
uccnedosamensamu [1, 2, 6, 8], ceudemenvcmeyrom o0 mMom, UMO UMEEMCsl
MHO2000pasue 2eHHblX  Hapyuwlenuu,  accoyuuposauuvix ¢  MIIKT. Omo
ceuoemenbcmeyem O NOJUSEHHOM Xapakmepe HACAe008AHUS 3MO20 NOKA3AmeJisl.
Iloomomy eenemuueckue mapkepvl, KOMoOpvle KOPPEIupylom ¢ MUHEPATbHOU
naiomuocmoto Kocmuou mranu (MIIKT), mocym Ovimb uUCnOIb308aHLI, C OOHOU
CMOPOHDL, OJisl NPOSHO3UPOBAHUSL DYOVIWUX NEPETIOMO8, d C Opy2ol, O/l pa3pabomru
Memooa oughgepenyuposaHHol npoGuUIAKMUKY nomepu KOCWHOU MAccbl Npu
ocmeonopose.

Knwueswvie cnoea: Ocmeonopoz (OIl), munepanvHas nI0OMHOCHb KOCMHOU

MKAaHU, 2eH, Mymayus, NOAUMOPHU3M.

Matepuaj M MeTOAbI UCCJIeA0BAHMA: J[JI1 OKOHYATEIBHOTO MOATBEPKICHUS
BBIJIBUHYTO HAMHU THIOTE3bl O 3HAYEHUM T'CHETHUYECKON MPEeApacloIOKEHHOCTU B
pasButuu OIl mHamu nposeaen ananu3 JJHK y 170 xenumner B Bo3pacte 40-50 ser.
B 3aBucumoctu or MIIKT nanueHTku ObUIM pasnesieHbl Ha 2 rpymmbl. OCHOBHYIO
IPYIIy C OCTEONEHHUYECKUM CHUHAPOMOM (OCHOBHas Tpymma) coctaBwin 140
aKeHIMH W 30 >KeHmMH ¢ HopMalbHbIMU TokazatensimMu MIIKT cocraBuim

KOHTPOJIBHYIO Tpymnmy. B CcBOIO ouepeap OCHOBHAas TIpyIa pas3jielieHa Ha 2
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noArpynmel: B noarpynmy A Bouu 57 (40,7%) >KEHIIMHBI C OCTEONOPO30M U B
noarpynimy b — 83 (59,3%) >xeHIuH ¢ ocTeoneHue.

Pesyabrarbl MccieqoBaHusi: ['€HeTMUECKHE MYTAallMd B OCHOBHOW TIpyINIe
ManyeHToK oOHapyxkeHsl y 112 (65,9%), a cpeau KEHIIMH C HOPMAJTbHBIMH
sHaueHusmu  MIIKT — y 8 (4,7%). HccnegoBanue CTPYKTYphl MapKepoB,
00yCITaBIMBAIONINX OCTEONCHUYECKH CHUHAPOM TMokazano (puc.l), uto Hamboiee
YacThIMM TMOJUMOP(HBIMU BapUaHTaMHM OKa3aluCh BapuaHThl 1s2228570 reHa
peuentopa ButamuHa Jl (VDR), kotopsie o6Hapyxensl y 44 (39,3%) sxenmun ¢ OI1.
N3 Hux HOCHTenmsMu TereposurotHoro rerHorumna Ff opumm 33,03% skenmun ¢ OIl,
TOTJla Kak romo3urotHas mytanus reHa VDR wnaGmioganace y 6,3% >KeHIIUH B
rpynne ¢ OIL.

BropeiM 10 yacTtoTe pacnpocTpaHeHHOW ero (GopmMoil B oOmiell Nomyiasiuuu y
xeHnmH ¢ OIl Obuin monmumopdusm reHa anbda 1 nenu kostareHa 1 Tuma
(COL1A1) (rs1800012), xotopsiii auarHoctupoBan y 37 (33,03%), u3 Hux y 4

(10,8%) — romozurotHas n'y 33 (89,2%) — rerepo3urotHasi hopma.

MyTauma reHa ER;
8,04

[eTepO3MroTHbIN
reHotun reda VDR ;
33,03

TOMO3UTOTHbIA
_—" | reHoTun reHa VDR;
6,3

Puc.1 Ctpykrypa MapkepoB, 00yC/J1aBJIHBAKIINX OCTEONEHUYECCKHUH CHHAPOM
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Penkas niig asmaTckoi MOMy sl MyTallusl TeHa pelenTopa 3CTporeHa ajibda
(ESR1) rs2228480 omnpenenena Bcero y 9 (8,04%) xxenmun ¢ Oll, oHu Takxke umenn
romMo3uroTHeii reHoTun AA. IlokazaTenn MyTaHTHOTO T'€éHa pEelenTopa 3CTPOreHa

anb(a He OOHAPYKEHO Y KEHIIUH TPYMIbl KOHTPOJIA.

Pesynbrarel Hamieil pa®OThl YaCTUYHO COBMAAAIOT C JAHHBIMH HEKOTOPBIX
aBTOpoB [2, 9, 18, 24, 26], coriacHO KOTOphIM HauboJjiee paclpoCTpaHEHHHLIE B
a3MaTCKUX MONYJALMIX reHeTudeckue ¢aktopel — noaumopdusm rena COLIAI,
reHa VDR u rena ESR1c Takoif ke 4acToTOl BCTpEUarOTCsl Cpeid 00CieI0BaHHbIX

KCHIIIWH.

Taxum 00pa3oM, BbICOKAsi YaCTOTa HACIEACTBEHHON (POPMBI OCTEONIEHUYECKOTO
CHUHJIpOMA Y 00CIIE€OBaHHBIX KEHIIMH I103BOJIMJIA HAM PacCMaTpUBaTh €€ B KaUeCTBE
BaXKHEHIIero 3tuomnaroreHernyeckoro ¢akropa paszsutrus OIIl, uyro gukTyer
HE00XOAMMOCTh BHIOOPA ONTUMAJIBLHON M 0€30MacHON MPOPUIAKTUYECKON TEpaIruH,

HaHpaBHeHHOﬁ Ha KOMIICHCAIIUIO I'CHECTUYCCKHUX HapymeHHﬁ.

AHanu3 acconmanuu noaumopdusma 2228570 F/f rena peunenrropa BUTaMHMHA
D (VDR) cpeny manydeHToK ¢ OCTEONIEHMYECKUM CUHAPOMOM (Tab:1.1) mokasai, 4to B
o0eux rpynmnax oTMeqasioch npeodiananue HopmanbHoro amiens F/F (HopmanbHerit),
TOr/la Kak MyTaHTHBIN f ayens (roMo3uroTHsii - f/f) y manueHTok ¢ HopMaabHBIMU

nokazatenssmMu MITKT (KoHTpoIb) OTCYTCTBOBAJL.

Taoauna 1
Yacrora ajuiejied #W  pacnpefe/ieHHe TEHOTHIOB mnoJguMopdusma
(rs2228570) F/f rena peunentopa  BuramumHa D (VDR) cpeam nanmeHTOK C

OCTCONNCHUYCCKHUM CHHAPOMOM
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YacrtoTa
YacTora pacnpe/ecHus TCHOTUIIOB
Yyeno ajienen
r
PYIHbL 6ommex |F |F | F/F F/f £/
% % abe. | % abc. | % abce. | %
OcHoBHas
rpynna, 112 93,7 6,3 |68 60,7* | 37 33,03* | 7 6,3
W3 HUX:
a) OCTEOoNEeHus! 67 95,5 |45 |40 59,724 |358* |3 |45
0) ocTeonopo3 45 91,1 |8,9*% |28 62,2% | 13 289*% |4 8,9
KonTponbHnas
30 96,7 |3,3* |29 96,7 | 1 3,3% - -
rpymmna

[Ipumeyanue: * - CTATUCTUUECKU 3HAYUMOE OTIUYHE 110 KPUTEPHUIO XHU-KBaApaT

[Mupcona (p<0,01); # - cratMcTHYECKM 3HAYMMOE OTIMYHE IO KPUTEPUIO XH-
kBajpart [lupcona (p<0,05).

Yacrora gomuuantHoro amrens (F) cocraBunma 61,83%, peneccuBnoro (f) -
38,17%. Ilomy4yeHHOE pacnpeneseHne auleled U TEHOTUIIOB COOTBETCTBYET 3aKOHY
Xapau — Baitn6epra [4, 10, 28].

Yactora pacnpeaeneHus HopManbHoro reHotuna F/F B rpynmax ¢
OCTEOIMEHUYECKUM CHUHIPOMOM M KOHTPOJII COCTaBWjiIa COOTBETCTBEHHO 60,7
(68/112) u 96,7% (29/30). Taxkue paznuuusi B pacHpeleCHUU HOPMAIBHOTO
TFE€HOTHIIA B IPyMNMax BUAUMO CBSI3aHO C Majioil BEIOOPKOM B KOHTpouie (Tadi. 1).

Kak cnenyer w3 Ttabmumpl, dacrota reHotuna Ff rema VDR y skeHmmu c
OCTCOTICHUEH U ocTeornopo3oM coctaBuiia 35,8% u 28,9%, uro 6su10 BhImIe B 10,9 1
8,7 paza, ueM B KOoHTpoibHOU rpynne (3,3%). OaHako, NIpu HAJTUYUK OCTEONOPO3a B
L[EJIOM CTAaTUCTHYECKU 3HAYMMOTO OTJIMYMS OT MOKa3aTesel TPyMIbl C OCTEONEHUEH
He Habmomanock (p>0,05). B cnyuae paznuuus reHotunoB 3ToT reHotun (Ff)
BCTpevalicst JocToBepHO varie B cpaBHenuu ¢ ff (p<0,01) u pexe no cpaBHenuto FF

(p<0,05). Ilpu sTOM paznuuus B pacHpele]eHUH YacTOT ajuiesied B oOmed u
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KOHTPOJILHON TpyNmnax OKa3aJluCh HEIOCTOBEPHBIMU, HO OJU3KUMHU K TIpeaeaam
CTaTUCTUYECKOM 3HaunmocTH (}*=2,29; P=0,06; OR=4,9; 95% CI 0,50-47,56), 4To0 He
COOTBETCTBYET JAHHBIM JPYTMX aBTOPOB. Buammo, 3Ta CBSI3aHO C HU3KOM 4aCTOTOU
JAHHOM MyTallud B U3YYEHHBIX HAMU BBIOOpPKaX.

Pacnipenenenrie  mytantHoro romo3urotHoro f/f reHoTtuma  gaHHOTrO
TEeHETUYECKOT0 MapKepa y MalMeHTOK OCHOBHOM TpyIIbl cocTaBmiio 6,3% (7/112), a
y JKeHIIUH ¢ HOpMalibHbIMU TIokazarensiMu MITKT maHHbll TeHOTUIT HE OOHApYKEH
(0/30). Kak u oxxunanoch, peakas romo3urotHas mytamusi f/f manHoro mapkepa B
rpynne ¢ OII BeisiBieHa y 8,9% (4/45) xeHiuH, 4To B 2 pa3a yaiie, YeM B IPYIIIe C
octeonienuen — 4,5% (3/67). Takoil BapuaHT MyTallid SBJISETCS PEKUM, YTO HAIILJIO
MOATBEPKACHUE Y psifa aBTOpoB [5, 19, 20, 27]. Takum o06pazom, TE€HOTHII id
MIPOTHOCTUYECKHU HebmaronpusaTeH B miane nokasareneid MIIKT, T-kpurepus.

Cornacno ko3duruenty coornomenus mancon (OR), puck pazsutust OIl npu
Hanuuuu renotuna F/f u f/f yBenuuuaercs Oonee uem B 6 pa3. OgHako, HECMOTPA
Ha TaKoE€ YBEJIMYEHUE B paCIpeAesieHUd YacToT MyTaHTHoro f ammens, ero
reTepo3uroTHeld  BapuaHT F/f y JKeHIIMH C OCTEONeHHEe U OCTEOoNopo30M,
CTaTUCTUYECKU 3HAUYMMBIX pasauuuii He oOHapyxkeHo (y*=0,9; P=0,2; OR=2,9; 95%
CI 0,29-28,02). Takast cTaTUCTUYECKAs] HEIOCTOBEPHOCTh B PA3IUYUU MOJYYEHHBIX
JAHHBIX, BO3MOXKHO, CBSI3aHA, KaK OBbLIO OTMEUEHO BBINIE, C PA3JIMYHONM YaCTOTOU
JAHHOM MYyTallMM B W3YYECHHBIX HAMHU TPYIINAX U CPABHUTEIBHO MAJIbIM YHCIOM
o0cneJOBaHHBIX B KOHTPOJIE.

Ananmu3 acconuanuu nojguMmopduszma 2228480 reHa perentopa 3CTPOreHa
(ERa). Onpenenennoe Biusare Ha pazsutue OIl okaspiBaroT cemeiHbie (aKTOphI
pUCKa, HampuMep, HUBKWNA SCTPOTCHHBIM CTaTyC, HACJIECIOBAHHBIM JI0YEPHIO OT
Marepu. COCTOSIHME PELieITOPOB 3CTPOT€HOB B 0OCTE00IacTaX U UX (PU3HOJIOTUYECKAS
AKTUBHOCTh OKa3bIBAIOT BIUSHHE Ha MeETa0ONIM3M KOCTHOW TKaHu.  JlokazaH
noauMop¢u3M reHoB perentopoB 3cTporeHoB (ER) u mpoBeneH aHanu3 MyTaluu
ER-rena B conocraBnennun ¢ MIIKT B eBponeiickoil monyssiiuu [13, 18]. Oanako

JAaHHBIC, IIOJYYCHHBLIC IIPpU HCCIICJOBAHWH PA3JIUYHBIX HOHYJIHHI/Iﬁ N BO3PACTHBIX
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IpyII, CYHIECTBEHHO pPAa3iM4YaroTCs. BbIABIEHAa TecHas CBS3b 3THX MOKa3aTesieil B
BO3pPACTHOM TpyMIe »XEHUIMH cTapuie 57 JeT, HO He OOHapy)KeHa KOppemsiius B
rpynmnax >»KeHIIMH MOJIoke 3Toro Bospacta [2, 5, 7]. Ilpu obcnemoBanuu 512
KEHIIIMH B TTOCTMEHOIAY3JIbHBIN TEeproa ObLT OOHAPYKEH OrpaHWYCHHBIN d(DdeKT
ER-renoruma na MIIKT noscauaHOoro ot/ena mo3BoHOUHUKA 1 6exapa [3, 6, 13, 17].
[Ipu wuccnenoBanuu B3aumocBszu MIIKT u ER-moaumopduszma B a3maTckux
MOMYJISALUSX JKCHIIMH ObUIa BBISBIIEHA 3aBUCUMOCTH 3(PQeKTa OT HMEIOLIErocs
reHeTH4eckoro (oHa, OJIHAKO, B OTIUYHE OT pPe3yJbTaTOB, MOJYYEHHBIX TMpU
M3yyeHuu Tpynn Oenoil packl B momyisuuu Asuu, HU3kuil ypoBeHb MKIIT Oput
acconuupoBad ¢ PP-renotunom no Pvull-nonumopdusmy u ER-reny [17, 25]. Torna,
KaK MCCIICIOBaHUs, MPOBEACHHBIE A3M30BOM [2], HE BBIIBWIM B3aUMOCBS3b
M3y4aeMOil MaTOJOTUU Yy KEHUIMH KIMMakTepudyeckoro nepuoga c rs2228480 G/A
T€HOTHUIIOM T'eHa periertopa acrporeHa (ERa).

Pe3ynbrartel MpOBEAEHHBIX HAaMHM MCCIEIOBAaHUWA TOKA3aJlud JIOCTOBEPHBIE
pasnuuus B pacrpeaenenue yactotsl reHoTunoB G/G, G/A u A/A y xenmun ¢ OIl u
y JKEHILUH B KOHTPOJIbHOH Tpynme (Tadi. 2).

Tabauna 2

Yacrora a/uiesieil U pacnpeaejieHue TeHOTUNOB moauMopgusma rs2228480

G/A rena peuenropa 3crporeda (ERo) cpeay manmMeHTOK ¢ OCTEONEHUYECKUM

CHHPOMOM

Yacrora

. Yacrora pacnpeaeneHus TeHOTUIIOB
aJIJICJICHU
q

[pyrmst o |G |A |GG G/A A/A

% % abe. | % abc. | % aoc. | %
OcHoBHas 12 821179 |81 |723*|22 |196*|9 |8.04
rpyInmna, U3 HUXx:
a) ocTeoneHus | o7 873 (12,7 |53 |791% |11 |164* |3 |45
0) octeoropos 45 745 [255% (28 | 623* |11 |24.4% |6 13,3
Konrposbras 30) 933 6,7 [27 |90,0" |2 6,7 |1 |33
rpymnma
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[Tpumeyanue: * - cTaTUCTUYECKHA 3HAYUMOE OTIMYHUE MO KPUTEPHUIO XU-KBaapaT
[Mupcona (p<0,01); * - cTaTMCTHYECKH 3HAYMMOE OTIMYHUE 110 KPUTEPUIO XH-KBAAPaT
[Tupcona (p<0,05).

Hawnbonee wacto BO Bcex HCCIEAYEMBIX Tpymnmax HaOII01anach SKCIPECCHS
HOpMalibHOTO reHoTuna G/G, 4TO MO3BOJIUT UCTOIB30BaHUE MPOPUIAKTUYECKOTO U
7e4eOHOTO Ha3HAYCeHMsI OSCTPOTCHOB TpW Hamied maronoruu [12, 21]. Ilpm
OCTEOINEHUYECKOM CHHApPOME ObUIO BBIABICHO Hainuue reHotuna A/A y 8,04%
KEHILMH, KOTOPBIA B TPYIIE KOHTPOJIs oTMedasics B 2,4 pa3a pexe. Torma kak,
4acTOTa TeTepOo3UroTHOro renoruna G/A y *KeHIUH ¢ OCTEONEHUYECKUM CUHIPOMOM
M0 CPaBHEHHIO C TPYMION KOHTPOJIS ObLIO BHIIIE B 3 pasa.

Kak BuaHo wu3 Ttabmuubl 3 B 0o0eux Trpymnmax OTMEYaIoCh MpeobiiailaHue
HOpMasibHOTO ajyuieniss G (HOpMalibHBIM) HaJ MYTaHTHBIM A ajjieleM Yy MalueHTOK
OCHOBHOM TpyIIbl BBISIBIEHBI B COOTBETCTBEHHO B 82,1 m 17,9%, a B rpymme
KOHTpOJISI — B 93,3 1 6,7%. IIpu 3TOM pasznuuus B pacrpeesICHUU 4acTOT ajuiesiel B
oOmel W KOHTPOJBHOM Tpymnmax OKa3aluCh HEAOCTOBEPHBIMH, HO OJIM3KUMH K
npenenaM CTaTUCTHYECKOM 3HauumoctH (x>=2,29; P=0,06; OR=49; 95% CI 0,50-
47,56), 4TO HE COOTBETCTBYET JAHHBIM JIPYTUX aBTOPOB [8, 9, 23, 29].

Tadanna 3

Paziuumnsa ajutesied M reHOTUNOB nosiuMopgHoro mapkepa 2228480 G/A

resa peuenropa 3crporeda (ER¢) y nanmeHTOK 0CHOBHOM M KOHTPOJILHOM Ipyni

YacroTa amieneit u
Atens ¥ | TCHOTHUIIOB B IPYIIIAx
TE€HOTHII OCHOBHas, | KOHTpoJb, | CTaTucTUueckoe pazaudue

(n=112) (n=30)
Annens G 98,8 99,6 v?=2,29; P=0,06
Astens A 1,2 0,4 OR=4,9; 95% CI1 0,50-47,56
I'enorun GG | 74,1 83,3 v*=0,9; P=0,1

2_ _
v=0,9; P=0,2;

Fenomun GA | 21,4 16,7 OR=2,9; 95% CI 0,29-28,02
I'enotunn AA | 4,5 -
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Buaumo, 3Ta CBA3aHO C HU3KOW 4aCTOTOW JAHHOM MYTAllMy B U3y4YEHHBIX HAMHU
BbIOOpKax. YactoTa pacnpezenenust HopMmaiabHoro renotuna GG B rpynmnax 00JIbHBIX
U KOHTpOJsI cocTaBuia coorBeTcTBeHHO 74,1 (83/112) m 83,3% (25/30). Takwue
pasIuyus B pachpenesieHnd HOPMAaJIBHOTO T€HOTHNA B TPYMIax OOJIBHBIX TaKkKe
0Ka3aJI0Ch CTAaTUCTUYECKH HelocToBepHbIMHE (Y>=0,9; P=0,1) (Tabu. 3.).

Pacnipenenenane myrtanTHOTO Terepo3urotHoro G/A  TeHOTHNa JaHHOTO
TFeHETUYECKOr0 Mapkepa y MalMeHTOK OCHOBHOM rpymmbl coctaBuwio 21,4%, a 'y
YKCHIIMH ¢ HOpMaJIbHBIM TokazaTtensiMu MIIKT - 16,7%. Kak u oxuganoch, peakas
rOMO3UTOTHast MyTauus A/A 1aHHOTO Mapkepa oOHapykeHa ToJibko B rpymmne ¢ OIl,
YTO HAIIIO TOATBEPKACHUE Y psAlia aBTOpPOB [2, 23, 29].

CornacHo ko3 puuuenty cootHomenus mancos (OR), puck passutust OIl npu
Hanuuuu reHotuna G/A yBenuuuBaerca Oosiee ueMm B 2,9 pasza (tabun. 3). Omnaxo,
HECMOTpS Ha TaKOE€ YBEJIWYEHHUE B PACIPEICICHHH YacTOT TE€TEPO3UTOTHOTO
reHotuna G/A y xeHmuH c¢ OII, cTaTUCTUYECKH 3HAYMMBIX pa3iMyuil He
obnapyxeno (x>=0,9; P=0,2; OR=2,9; 95% CI 0,29-28,02). Takas craTuCTUYECKas
HEJIOCTOBEPHOCThH B Pa3JIMUMU MOJTYUYCHHBIX JAHHBIX, BO3MOXKHO, CBSI3aHa, KaK ObLIO
OTMEYEHO BBIIIEC, C OYEHb HU3KOW YACTOTOM MaHHOW MyTallMu B WM3YUYECHHBIX HAMHU
rpynmnax ¥ CPaBHUTEIHLHO MaJIBIM YUCIIOM 00CIIEeIOBAaHHBIX.

Ananu3 acconuanuu noumopdusma rs1800012 (G2046T) G/T rena COL1AL.
Pacnipenenenrie y oOcneOBaHHBIX >KEHITWH TreHOTHNoB mnommMmopduzma G/T rena
COL1A1 cootBercTBOoBano paBHoBecuto Hardy-Weinberg (p=0,84). YactotHas
XapaKTEpUCTHKA M3YYEHHOTO JIOKyca mpencrasieHa B Tabn. 4. Yacrtora amnens G
coctaBuia 0,82, a amnens T - 0,18. CrieryeT OTMETUTB, YTO YCTAHOBJIEHHAS B HAILIECH
pabote yactora reHotunoB nosumopdusma G/T rena COL1A1 cymiecTBeHHO He
OTJINYAJIaCh OT JAHHBIX, MOJYYEHHBIX IPYTUMHU aBTOPaMHU.

Tadaunua 4.

CoorBercrBue 3akoHy Hardy-Weinberg pacnpenesneHusi reHOTHIIOB

noaumopdusma G/T rena COL1A1
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VYcraHoBieHHbIE 4acTOThl | OKUIaeMble YaCTOThI
['eHOTHITBI abs % abs % x2 |P
noaumMopduzma
reHa COL1AI
GG 75 67,0 67,22 0,04 | 0,84
GT 33 29,5 29,54
TT 4 3,6 3,24

AHQJIOTUYHBIM ~ XapakTep paclpeleieHus TEHOTUIOB  BbIIICYKa3aHHOTO
nonumopdusmMa OOHApyX eH Takxke cpenu xkeHuuH Wpana [14], Mekcuku [24],
Tynuca [25], CaynoBckoit Apasuu [17].

YcranoBnennsie B Hamie pabore cBs3u reHotunoB GT u TT ¢ Huskumu
nokazaremsimMu kak MIIKT, mo Bcell BUOAMMOCTH, OTpa)karOT BO3MOKHOE BIIMSIHUE
nosmmMopHbix BapuanTtoB reHa COL1A1 Ha xocTHyI0 cuctemy opranuszma. Mcxons
M3 TMOJYYECHHBIX acCOIMallUid MOXHO OOBSICHUTH, MO KpaliHEed Mepe OT4acTd, TOT
dakT, yro nepronpuunHon Oll-cuaapoMa MoryT ObITh 0coOeHHOCTH TeHa COL1AI,
KOTOpble  OOYyCIIOBIMBAIOT WU3MEHEHWUS B CHHTE3€ OCHOBHOTO  BEIIECTBA
COCIMHUTEILHON TKaHU, OJHOBPEMEHHO BIIMSIOIINE M HA COCTOSIHUE CKeJeTa, |,
BO3MO>HO, Ha JPYTMe XapaKTEPUCTUKU OpPraHU3Ma 4elIOBEeKa, B T.4. TAKHE, KaK POCT,
BEC, MHJEKC MacChl Tea.

Hapsny ¢ BBIIIEM3I0KEHHBIM HEOOXOJMMO yKa3aTh, YTO B HEKOTOPHIX
uccienoBanusx accorumanuii nmonmumopdusma Spl rema COLIAl ¢ pasButnem
OCTEOIOpO3a W/WIM PUCKOM HUBKOIHEPreTUYECKUX MEPEIIOMOB YCTAHOBJIEHO HE
obut0 [5, 14]. JlaHHBIE HECOOTBETCTBHUS B MOJYUYEHHBIX pe3yjibTaTax MOTYT OBITh
CBSI3aHBI C OCOOEHHOCTSIMU JIM3ailHAa WCCJIEIOBAHMS, PA3IMYMSIMU B PACOBOM H
ATHUYECKON MPUHAICKHOCTU OOCIICIOBAHHBIX JIMI], HEIOCTATOYHBIM KOJIMYECTBOM
HaOmonenuit. Hecomuenno, pons mnomumopdusma rena COLIAl B KocTHOM
MaTOJOTUU MOKET ObITh HUBEIUPOBAHA JEUCTBUEM JPYTUX T'€HETUUYECKUX CHUCTEM,

BE/Ib OCTEONOPO3 SABJSETCS MOJIUTCHHBIM 3aboneBanueM [15, 24]. [lomumo B3anMo-
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JACUCTBUS MEXIy COOOW pa3iMyYHbIX F€HOB, HA KOHEYHBIH Pe3yJbTaT MCCIEIOBAHUN
MOTJIM OKa3aTh BIMSHUE U IPYyTHe HE BCEr/la YUYUThIBaeMbIe (DAKTOPBHI.

Taxum 00pa3om, YCTAaHOBIIEHO, YTO KEHIIMHBI PEMEHOIAy3aIbHOTO BO3PACTa C
renotuniom GG mnonmumoppusma rena COL1Al accoumupyercs cO CHUKCHHEM
YPOBHEH MUHEPAJbHOM IUIOTHOCTH KOCcTH U T-kpurepusa. Co CHHXKEHUEM
MOKa3aTelled JIEHCUTOMETPUHM TakXke HMMeeT CBs3b reHoTtun TT Belleyka3aHHOTO
nomumopdusma (p=0,004). IloayueHHble JaHHBIE MOTYT OBITh HCIIOJB30BaHBI JUIS
pa3pabOTKU KPUTEPUEB BBISBICHUS PHUCKA PA3BUTHUS OCTEONOPO3a y JKEHUIUH B
MIPEMEHOIay3y, PaHHEeW NMArHOCTUKU 3a00JIeBaHUSI W MOBBIIEHUS 3(P(HEKTUBHOCTH
1e4e0HO-TPOYUTAKTUIECKIX MEPOIIPUSITUM.

3HaYuMMBbIE acCOLMAIMU HAOIIOATUCh MEXIY (YHKIIMOHATBHO OCIa0JICHHBIMU
reTepo- U TOMO3UTOTHBIMU TeHOTUIIaMu ¢ Bo3HHMKHOBeHueM OIl. I1pu 3ToM Haunboiee
OTUETIIMBAs acCOLMalUs BBIABIJIACK B YaCTOTE BCTPEYAEMOCTH TOMO3UIOT
UCCJIEYyEMBIX T€HOB.

[TomyyeHHple HaMM pe3yibTaTbl PACKPBIBAIOT HEKOTOPHIE TE€HETHYECKUE
aCleKThl BO3HUKHOBEHHS OCTEONOpPO3a M €ro OCIOXKHEHUH y  IKEHIIHMH
MIPEMEHONAY3aJIbHOTO  BO3pacTa M  CBHUJETEILCTBYIOT O  LEJIECO00Pa3HOCTH
JaJIbHEHIIETr0 U3yUYeHUs MOIUMOP(pHU3Ma APYTUX T€HOB.

[TogBons WUTOr AAaHHOrO 3Tana Hame paboThl, MOXKHO C/ENIaTh BBIBOA O TOM,
YTO y KEHIIMH C OCTEONEHUYECKUM CUHAPOMOM MMEIOTCS BbIPAKEHHBIE HAPYIICHHUS
B cucTteMe MeTaboin3Ma KOCTHOM TKaHU, CBSI3aHHBIE C T€HETHUYECKUMHU (PaKTopamu.
Oco0oe 3HaueHue cpeu HUX UMEI0T MyTalus reHa peuenropa sutamuna J (39,3%),
reHa ambbha 1 penentopa komareHa (33,03%) W TOMO3UTOTHBIM BapUaHT
nonumopdusma reHa penentopa dctporeHa (8,04%), Bemynme K CHUKEHHIO
MPOLIECCOB KOCTeeoOpa3oBaHUs M Pe30pOIMU KOCTHOM TKaHU, KOTOPBIA MOKHO
paccMaTpuBaTh Kak He3aBUCUMBIN (pakTop pucka pazsutus OIl.

Kpome TOoro, OJHOBpEMEHHOE€  HOCHUTEIHCTBO  MYTAaHTHBIX  aJlJiesieu
HaCJICJICTBEHHOM OCTEONCHUM VDR+COLI1AI1, ER+COL1A1, MO>KHO

paccMaTpuBaTh KaK OJWH U3 KIFOUEBBIX (DAKTOPOB pUCKA Pa3BUTHSI OCTEOTNOPO3a H
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€ro OCJIO)KHEHUW B MATOreHe3e MaroJioruv. [103TOMy CBOEBPEMEHHOE BBISIBICHUE
JAHHBIX MyTallui ¥ IpoBeAcHUE MPOPUIAKTHIECKUX METOJIOB Tepaluu IMO3BOJISET
VIYYIIUTH TPOIECCH B META00IM3ME KOCTHON TKaHW U CHU3UThH YACTOTY MEPETIOMOB
Y UHBAIIUIHOCTD, & TAKXKE SBIIACTCS MPOPUIAKTUKON 3a0071€BAEMOCTH 1 CMEPTHOCTH.

3akJioueHnne

CyllecCTBEHHBIE YCIEXU MOCIEAHUX JIET B U3YUYCHUH T€HETUUYECKOU PEryisiuu
KOCTHOT'O PEMOJICTMPOBAHHUS TTO3BOJIMIIN BBISIBUTH JIOCTATOYHO OOJIBIIOE KOJUYECTBO
T'C€HOB, BIIUSIONINX HA CTPOCHUE U MOP(OJIOTHIO KOCTHOM TKaHU, (PU3HOJIOTHIYECKUE U
naTo(U3MOIOTUYECKUE OCOOCHHOCTH KOCTHOTO MeTa0oiu3Mma. BeInoiHEHHBIE
HCCJIEIOBAHUSI C MCIIOJIb30BAHUEM METOJIOB MOJIEKYJISIPHOW T€HETUKH I03BOJIUIIN
UJICHTUPUIMPOBATh TPYNIy TE€HOB, MYTAallMd B KOTOPBIX AaCCOLMUPOBAHBI C
nokazarensimu  MIIK, pasButnem OIl u, B KOHEYHOM HTOre, C PHUCKOM
MaJIOOHEPTeTUYECKUX MEPEIIOMOB. 4YpEe3BblUallHAs BaXXHOCTb JAaHHBIX TEHOB B
dbopMUpOBaHUM CKeJIETa M €ro MPOYHOCTH CBHJETEIBCTBYET O HEOOXOAMMOCTH
MPOBEJICHUS JadbHEUIINX HAYYHBIX HCCICIOBAHMN B ATOW 00JIaCTHM M OTKPBIBAIOT
MEPCHEKTUBBl B TMPAKTUYECKOM MCIOJb30BAHUM HAYYHBIX JOCTHUKECHUU IS

IIPOTHO3UPOBAHUS, TMarHOCTUKH U edueHus OIl.
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