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OT4yeT 0 MONeKynsapHO-reHeTn4YeCKoM nccnegosaHmm AHK

Pe3synbTaT Hay4yHoro nccnegosaHua Ne 0000037582 ot 25.04.2022r.

TECT TECT TECT

[aTa poxpgeHuns: 01.12.1968

[oN: KEeHCKU Kog /1MY:

[aTa 3abopa bromaTepnana: 25.04.2022 . [aTa Bbinycka oTyeta: 30.04.2022
[aTa pernctpaunmn bromatepmnana: 25.04.2022

MpunyrHa obpallenus/npeasapuTenbHbi anarHos: ObcnenoBaHme

Bug nccneposanug: MNMarens " OCTeonopos - CKPUHUHT

MHdopMaums 06 nccnegosaHums:

TecT HOCUT WHAMBWAYaNbHbIA XapakTep, BCE BbISBAEHHblEe OCOOEHHOCTUM U NpPefoCTaBieHHble
peKoMeHaaLUMN NepcoHNMUUMPOBAHbI, TaK Kak OCHOBaHbl-Ha M3ydeHuy obpasua Balwel yHVKanbHOW
AHK.

ViccnepoBaHue npoBeaeHo MetoaomM RT-PCR Ha obopynoBaHuint CFX-96 (Bio-Rad). MoaTeepxaeHo MeToaoMm
cekBeHMpoBaHua no CaHrepy Ha aHanmiatope 3500 Applied Biosystems.

["eHbl, BAMSOLWME Ha PUCK BO3HVNKHOBEHUA MAaTONOr AL

3BeHO naToreHesa eHbl
[eHbl KONNareHoB COL1AI
[eHbl peLenTopoB FOPMOHOB VDR
[eHbl peLenTopoB FOPMOHOB ESRI
['eHbl peLenTopoB rOPMOHOB ESRI
[eHbl (hepMeHTOB NMLIEBapPEHMS LCT
[eHbl pelenTopoB FOPMOHOB LRP5

FeHbl BbiOpaHbl B pe3ynbTaTe aHanmM3a MexayHapoaHbix 6a3 aaHHbIx. Kaablli U3 HMX OTBevaeT 3a
MNONHOUEHHOCTb (DYHKLMOHNPOBaHWS OENKOB, y4acTBYOLWYMX B NaToreHese 3aboneBanus. C MOMOLLb0
NnofobHOrO MCCNeoBaHNS MOXHO C OnNpefeneHHOI aoneil BEPOSITHOCTU OUEHWTb PUCK Pa3BUTUS
NaToNOMMM 1 Ha3HaYUTb/CKOPPEKTMPOBATL MPOMUIAKTUYECKME MEPOMPUATHS.
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OnwvcaHue reHos:

leH COLIAI kogmpyeT KonnareH | Tuna. KonnareHsl — 3T0 CeEMeNCcTBO OENKOB, KOTOPbIE YKPENASIOT 1
NOAAEPKMBAIOT MHOTME TKaHW OpraHun3mMa, BKIoYas XPsLm, KOCTU, CYyXOKUINS, KOXKY 1 Benyio 4acTb
rnasa (cknepy). KonnareH I Tnna - camas pacnpoctpaHeHHas GopmMa KonnareHa B 0praHm3me YenoBeka.
HexBaTKa 3TOro KpUTMYECKOro benKa NeXnT B OCHOBE XPYMNKOCTU KOCTEMN.

FeH VDR KoAMPYET SAEPHbIN FOPMOHaNbHbIV peuenTop BuTammHa D3. Peuentop BuTamuHa D
OOHapy)KeH BO MHOMMX TKaHSX W OpraHax, peryampyeT 3KCMPEeCCUIO TEeHOB,  Y4acTBYOLWMX B
Pa3HO0OPa3HbIX BMONOrMYECKNX DYHKLMSAX. BaXKHYO posb B MPOrpeccpoBaHmm OCTeonopo3a nrpatoT
HapyleHns B MeTabonmaMe U CHWKEHUM YyBCTBUTENbHOCTM K BUTamuHy D. VDR mpuHagnexuTt
KNtoYeBas POfb B OCTEOreHe3e 1 MUHepanbHOM 0bMeHe.

['eH ESR1 KogMpyeT 3CTPOreHOBbI PeLenTop - NUraH-akTUBMpyeMbli GakTop TpaHcKpunumun. benok,
KOAMPYEMBIA 3TUM FEHOM, PerynmpyeT TPaHCKPUALMIO MHOTMX MHAYLMPYEMbIX 3CTPOreHaMmn reHos,
KOTOpble UrpatoT pofib B poCTe, MeTabonnsme, NONOBOM Pa3BUTUU, DEPEMEHHOCTM U T. [, ICTPOreHsl
VIMeIOT BaXKHOe 3Ha4eHve ANns NoAaepKaHmnsa onTUManbHOM MNOTHOCTU KOCTHOM TKaHK Yy 060MX NONOB.

FeH LCT koampyeT epMeHT nakTasy, nog AeVCTBMEM KOTOPOFO B XeNyAOYHO-KMWEYHOM TpaKTe
NAKTO3a paclWennderca Ha [/IIOKO3y W ranaktosy, Mnoefie 4ero MnpoUCXOAMT BCACbIBAHWE 3TUX
MOHOCaxap\aoB. BapuaHT reHa, pacnoNOXeHHbIN B WHTPOHHOW. mocnegoBatenbHocTn reHa LCT,
ABMAOWErocs  PerynaTopHbIM — 31EMEHTOM  TeHa  flakTasdbl, acCouMmpoBaH CO  CHIDKEHMEM
(heMeHTaTUBHON aKTMBHOCTM (ypoBeHb cnHTe3a MPHK reHa LCT cHwkeH oT 2 A0 10%), 4TO MOXET
NPUBOAWTL K fedUUMTY KanbLms B OpraHm3me.

leH LRP5 wkopupyeT 6enok (TpaHcMeMbpaHHbI PELENTOP NUMOMNPOTEMHOB HWU3KOW MAOTHOCTM),
y4acTBYIOLWMIA B KOCTHOM romeocTase. VcCnefyemblii BapuwaHT reHa CBsidaH C 6Honee HU3KoW
MUHEpanbHOM MAOTHOCTbI KOCTEW, YTO SIBNSETCS PUCKOM Pa3BUTMS OCTeornopo3a M MEpPenomoB
KoCTel.

|_|O)'Iy‘-IeHHbIe FreHOTUMbI:

leH [eHOoTUN Puck

COL1AI G/T MoBbIWEHHbIN

VDR G/G CpeaHenonynsuMoHHbIN
ESR1 c/C MoBbIWEHHbIN

ESRI A/A CpeaHenonynsuMoHHbIN
LCT G/G MoBbIWEHHbIN

LRP5 A/A MoBbIWEHHbIN
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3akto4yeHune:

BbigaBneHHbIn reHoTun G/G reHa LCT cBA3aH C NakTasoW HegoCTaTOYHOCTbIO W, CNefoBaTeNbHo, C
MOBbIWEHHbIM PYCKOM PA3BUTUSA OCTEOMNOPO3a.

JlakTO3Hast HEenepeHoCMMOCTb SBASETCS OAHUM W3 MNyTeln pPa3BUTUS NPEeapacnoNOXeHHOCTM K
ocTeonopo3sy. /lioan € reHeTU4YecKor MNpeapacrnonOKEHHOCTbIO K HENMepeHOCMMOCTY AlaKTo3bl Yalle
NOABEPIEHbI PUCKY CHVYIKEHMS KOCTHOW MaCChl, PAaBHO KakK 1 PUCKY HeBepTebpanbHbIX fAleperioMoB. Takas
B3aVIMOCBSA3b 00YCN0OBEHa M3MEHEHVEM B MeTabonM3Me KanbLys.

BoisiBneHHbit reHotun G/T reHa COLIAL BausieT Ha npoaykumio konnareHal tuiaa k. Monnmopduram
HapylaeT paBHoBecre Mexay akcnpeccuein benkos COLIAL n COL1A2, 4To NPMBOAUT K HECTABUNBHOCTY
KONMareHoBbIX BOMOKOH. Bo3HMKalowuve B pe3ynbTaTe aHoMasbHble GMOpUAnbl KonnareHa | Tuna
0CNabnaT COeAMHNTENBHYIO TKaHb, YTO MNOBbLIWAET PUCK PAa3BUTKS OCTEONOPO3a.

BbisiBneHHbit reHoTun C/C reHa ESRI cCBsi3aH CO CHWDKEHMEMd YyBCTBUTENbHOCTU peLenTopoB K
3CTporeHam, bonee HU3KOW MUHEepanbHOW MAOTHOCTBIO KOCTHOM TKaHW W MOBbILLEHHBIM PUCKOM

nepeaomMoB.

BbisiBneHHbIi reHoTnn A/A reHa LRP5 cBsizaH ¢ 6oee HM3KeM MUHEPanbHOM NNOTHOCTLIO KOCTEN, YTO
SIBNSIETCS PYCKOM Pa3BUTMS OCTEOMNOPO3a U NepesioMoB KOGTEN. P1cK ocTeonopo3a nossiweH B 1,3 pasa
MO CPaBHEHMIO CO CpeaHenonynaUMOHHbIM.

PUCKM: v

Huskunia CpeaHui BbICOKMIA

Bpau: [ognuce:
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