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Data poxaeHusa: 10.10.1980 BospacT: 43 . Mon: X
Niny: O6paseu pesynbTaTa Kopg INY: 99991264

FrEHETUYMECKUE UCCJIENOBAHUA.

[ara B3ATUA GMomaTepuana:
3asBka: 7018542046 Marepuan: LiensHas kposb 3 TA

UccnepoBaHue: NeHeTuyeckoe nccnegosaHue no onpeaeneHunio NonMMopduaMoB reHoB KanbLMTOHMHOBOIO pelenTopa, anbda-1 uenu
KornnareHa 1-ro Tuna, peuenTopa BuTamMmmHa D

MapameTtp PesynbTtat
eHeTn4yeckoe uccrnegoBaHne No onpeaeneHnto NoNMMopdn3MoB reHoB
KanbUUTOHUHOBOrO peLienTopa, anbda-1 uenun konnareHa 1-ro tuna, ['oTOB (CM. MpUnoXeHue)
peuenTopa BuTamuHa D
Pe3ynbmam nabopamopHoeo uccnedosaHusi He siesemcs OuazHo30M, UHMepnpemayusi TNuuenauna Ne 11041-01137-77/00311104 ot 19.01.2017 r.
pesynbmamos npoeoduMcsi C y4emom KITUHUYECKUX nposieneHuli u daHHbIX aHaMHe3a. 1SO 9001:2015 cepTudpmkat cootsetcTaus NeRU.097A.00415, peiicteutengHigo 19.10.2025

FOCT P MCO 15189-2015 (ISO 15189:2012) cepTucbmkaT cooTBETCTBUS
RU.32101.04>K3A1.209, pencteuteneH o 20.10.2025

NTOrOBbIVN PE3YIIbTAT Bpau KINA: Craxkesuy J1. U.

Ctpanuua 1 u3 4
[ata roToBHOCTM pe3ynbTaTa: 16.01.2024 12:23 \L,: -

Nata nevati pesynbTara: 22.01.2024 12:23:10 Pe3ynbTaT Bblgan: o

noanucb



NeHeTHM4Yeckoe uccneposaHue

Buumanuio naumenTon!
Iannoe 3akmouenne HE ABJASAETCA JUATHO30OM.
IMoxxaliyiicTa, NPOKOHCYALTHPYHTECH CO CNELHHAINCTOM
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Pesynbrar uccnenoBanus Ne 0000059374 ot 16.01.2024

®HO: TECT TECT
Mara poxaenns: 10.10.1980

[Ton: 2K

Jara B3saTtus Ouomarepuaina: 16.01.2024
Jara peructpanuu: 16.01.2024

Bpau:

AO «J1abKBecT»

121059, r. MockBa, BepexkoBckas Hab., a. 20, cTp. 13

e-mail: info@labquest.ru

www.labquest.ru

Homep odpasua: *0000059374*

buomarepuai: xposb

Otnenenue / kapra / JIITY: / /0031
CrpaxoBas kommanus: N/A
Ne nonuca:

HccaeaoBanune

I'eHeTHYeCKOE MCC/IEIOBAHUE IO ONpeaeJJeHUI0 NMOJUMOP(PHU3IMOB I'eHOB

KaJbUMTOHMHOBOI0 peuenTopa, ajabga-1 uenu kouiaresa 1-ro tuna, pe-

uenropa BuramuHa D

®enorun  HapylueHust KOCTHO-CYCTABHOI CHCTEMBbI

Pesynbrar:
T'en Ha3saHue rena Bapuaunr Fevorun | Puck
CALCR KanbunToHHHOBbIH peuentop c.1340T>C C/C CpeaHenonyasLiMOHHBII
COLIALI Kosnaren, tun I, ansda 1 Spl-polymorphism; ¢.104- | *S/*S CpcaHCIOnyIsALHOHHbIH
441G>T
VDR Penienrop Butamuna D Apal Polymorphism; c.1025- | C/A IlpoTekTHBHBI
49G>T

Pacwwughposka puckos:

puck «lIpomexmuensiity — OR 0-1; puck «Cpednenonyaayuonustitn — OR 1; puck «llogbiwentnsitt»
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OR 1-3; puck «Bwvicokuitn» — OR 3-5.
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3akiiouenue

CALCR(c.1340T>C) I'en CALCR kouupyer peuentop ¢ BbICOKHM CPOACTBOM K IIEITHIHOMY IOPMOHY
KajubUUTOHMHY. Tlox BO3ueHCTBHEM KalbLIMTOHHHA 1POMCXOAMT CHHXKEHHE YPOBHS
KaJbLIMA B KPOBH 3a CUCT CHMXCHHA MOCTYMJICHHA KalbLUHA B KPOBb M3 KOCTHOM
TKaHH, a TaKkKe 3a CYET CHHXKEHHUA peabcopOUMH KalbLMA B MOYKAX U YMEHbLIEHHUA
BCACbIBAHHA KaJbLIMA B KHILEYHHKE. AKTHBM3ALHA KaJIbLIATOHMHOBBIX PELIENTOPOB
OCTEOKJIACTOB PUBOAMT K HHTMOMPOBAHUIO MX aKTMBHOCTH M CHMXEHHIO CKOPOCTH
KOCTHO#H pe3opOumu. Hapymenue ¢yHKIIMH KanblIIHTOHHMHOBBIX PEIENTOPOB MOXET
NPUBOAMTD K YBENHYEHHIO KOCTHOH pe3opOLMH M pa3BUTHIO ocTeonopo3a. Asenb
T BapuanTa c.1377T>C cBs3aH CO CHHXKCHMCM AKTUBHOCTH PCLCNITOPA, YTO CHHXKACT
4yBCTBUTCJILHOCTb KJICTOK-MHLUCHCH K ACHCTBHIO KanbUMTOHMHA. TakuM oOpa3zoM,
BAPMAHT aCCOLMMPOBAH C YBCIMUYCHHUCM KOCTHOM pe30pOLHH, YMCHbLICHHCM MHHC-
paJIbHOM ILIOTHOCTH KOCTEHl M yBEJIMYEHHEM PHCKA pPa3BUTHA OCTEOIIOpPO3a M liepe-
nomoB. Boissnennblit reHotun C/C BapuanTta ¢.1377T>C rena CALCR He cBs3aH ¢
MOBbILIEHHbIM PHUCKOM Pa3BHTHA OCTEONOPO3a.

COLIAI(Spl-polymorphism; c.104- Ten COLIAI xomupyeT yacTb 00JbILIONH MOJIEKYIIbI, Ha3bIBaEMOM KoJIareHoM I Tuna.

441G>T) Konnareus! - 310 cemeiicTBO 6€NKOB, KOTOPbIE YKPEIUIAIOT H IOJUIEPXKHBAIOT MHO-
rHe TKaHH OpPraHM3Ma, BKIIOYas XpALULH, KOCTH, CYXOXKHJHA, KOXKY M ckuepy. Kon-
narcH | Tuna - camas pacnpocTpaHcHHas opMa KojtarcHa B OPraHM3MC 4CIOBCKA.
HexBaTka 9TOro kpuTHueckoro 6¢ika JICXKUT B OCHOBC XPYNKOCTH KOCTCH. BapuaHT
¢.2046G>T rena COLIAI, koTopblii BO3HHKACT B KOHTPOJIbHOH (pEryasTopHoi) 00-
nactu rena COL1AL |, BeposTHO, BAHAET HA IPOAYKLHIO KOJIJareHa tuna I, Ho He Ha
CTpyKTYypy MoJiekyibl. Bapuant ¢.2046G>T HapyluiaeT paBHOBECHE MEXJLY IKCIIpEC-
cueii 6enxkoB COL1A] u COL1A2, 4To npuBOAUT K HECTAOMIIBHOCTH KOJUTar€HOBbIX
BOJIOKOH. Bo3HHKaroliMe B pe3ynbTaTe aHOMajbHble (HMOpHIIBI kojlareHa | Tuna
0CJabNIAOT COEAUHHUTENbHYIO TKaHb, YTO MOBbIILIAET PUCK TPABM CYXOXHIIMH U CBA-
30k. Bapuant ¢.2046G>T rcia COL1A]1 yBcaMuuBacT puck pa3BUTHSA O0CTCONOPO3a.
OcTteonopo3s - 3T0 COCTOSAHHE, MPH KOTOPOM KOCTH CTAHOBATCS BCe Oosiee XpyNKUMH
M CKJIOHHBIMH K nepesnoMaM. BeisBneHublii reHotun *S/*S Bapuanrta ¢.2046G>T re-
Ha COLIA]I cooTBeTCTBYCT CPCAHCMONYNALHOHHOMY PHCKY Pa3BUTHS OCTCOMNMOpPO3a,
NICPENIOMOB KOCTCH, ACrCHCPALMH MCXKITO3BOHOUYHbIX AMCKOB, TPABM CYXOXHIHH H
CBA30K.

VDR(Apal  Polymorphism;  ¢.1025- Ten VDR xouupyer peuenrop Buramuua D. Peuerrrop npuHauiexur Kk ceMeicrBy

49G>T) TPaHC-aKTHUBHBIX PCTYJIATOPHbIX (akTopoB TpaHckpunuud. OH omocpeaycT AcH-
CTBHE BUTaMHHa [), KOHTPONHPYS DKCIPECCHIO TEHOB, YYBCTBHUTEIbHbBIX K TOPMOHAM.
MulieHH 3TOro AAEpHOro FOPMOHAIBHOIO PELENTOpa y4acTBYOT B MHHEPAIbHOM
0o0MeHe M MrparoT LIEHTPalbHYI0 pojb B FroMeocTase kanbuus. Kpome Toro, peuen-
TOpP PEryJHpyeT LeNbli Al APYrHX METab0IMuECKUX NyTeH, HanpuMep, 3aJIeHCTBO-
BaHHbIX B MMMYHHOM OTB€TE€ U omnyxoneobpa3oBaHuu. Annenb C BapuanTta Apal
Polymorphism rena VDR accoununposan ¢ 6osnce 3¢dppekruBHbIM PyHKUMOHHPOBA-
HHMCM peucnTopa BUTaMHHa D, Gonec BbICOKOH MHHCPaNbHON MIOTHOCTBIO KOCTHOH
TKaHU M TTOHHXKCHHBLIM PHCKOM pa3BUTHsA OGosnc3nu I[lapkMHCOHA B nomnyasuuu, no-
Jlydatolei 0osiee BbICOKYHO J103y COJHEHYHOH pajnaunu. BoisBiennsiit redotun C/A
BapHaHTa ¢.1025-49G>T rena VDR cBa3aH ¢ 6osee BbICOKOI MHHEPaJIbHOH IJIOTHO-
CTbKO KOCTHOH TKaHH.
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I'en CALCR KanbuutoHnHoBsIi peuentop
®yHKIHA TeHa  Ten CALCR koaupyeT peuentop ¢ BbICOKHM CPOACTBOM K IENTHAHOMY FOPMOHY KalbIIHTOHHHY H IIPHHAANEKHT K 1101Ce-
MEHCTBY U3 CEMH TPaHCMEMOpaHHbIX peLenTopoB, cBa3aHHbIx ¢ G-0eikom. Koanpyemsiit 6eiiok yuacrsyer B 104epX)aHHH
roMeocTa3a KajlblHA H B PETYJIHPOBaHHH OMOCPE0OBAHHONH OCTEOKNACTaMH pe3opbunH kocTH. [lomuMopdusm B 3ToM rexe
ObL1 CBA3AH ¢ H3MCHCHUAMH MHHCPaNbHOMH MIOTHOCTH KOCTCH M HA4aJo0M OCTCOMNOpO3a.

I'en COLI1A1 Konnarcu, Tvn I, anbda |
®yHK1HA reHa  Tcu COLIAI koaupyet 6¢nok anbda-1 1enu xonnarcHa I tuna. Konnarch I Tuna - Hanbosce MMpoKo pacnpoCcTpaHCHHBIN
KOJITareH, OMH M3 BAXKHEHIIHMX KOMIIOHEHTOB COEIMHUTENbHON TKAHH W COAEPXKHTCA B KOCTAX, POrOBHIIE, AEPME H CYXO-
KUIHAX. MyTauun B 3TOM I'€HE CBA3aHbI C TaKUMH 3a00JieBaHMAMM, Kak CHHApOM Jiepca-llanioca 1 u 2. a takke 7A
THIOB, HCCOBCPIICHHBII ocTcorcHes [-IV tunos, 6onc3up Kaddu. nnnonartudacckuii ocrtconopos.

I'en VDR Peuentop Butamuta D

®dyHKNHA reHa  [ed VDR koaupyeT sacpHbIi ropMOHaJIbHbIH peuenTop BUTaMuHa D3, KOTOpbIi Takkc¢ QYHKUHOHHPYCT B Ka4CCTBC PCLICH-
TOpa /A RTOPHUHOHN KCAUHOH KHCIOThI — JINTOXOJCBOH KHUCAOThI. PCIICNTOP NPHUHAANCKHT K CCMCHCTRY TPAaHC-aKTHBHbBIX
perynaTopHbix (HAaKTOPOB TPAHCKPHUIILMH - ornocpeayer aeHcTBue BuTamuHa D3, koHTpomupys (uepes accouHauuio c
WINAC-koMnnekcom) 3KCNPECCHIO FTEHOB, YYBCTBUTENbHbIX K rOpMOHaM. [lo cBoeii nocnenoBaTenbHOCTH HMEET CXOACTBO
C pelenTopaMH CTEPOUUHBIX M THPEOHUHbBIX IOPMOHOB. MHLIIEHH ITOI0 SAUEPHOIO I'OPMOHAIBHOIO PELEITOPA YHACTBYIOT
B MHHEpaJbHOM OOMEHE - HrpaeT LEHTPabHYI0 pOJib B TOMEOCTa3e kanblMa. Kpome Toro, peuentop peryaupyer Lenblit
pAx ApYTHX MCTabONIMYCCKHMX MyTCH, HalpHMCp, 3aJCHCTBOBaHHBIC B HMMYHHOM OTBCTC M pakc. MyTauuu B rcic VDR
cra3aHbl co II THrom RuTamuu D-pesucteHTHOro paxurta. OIHOHYKACOTHAHBIH MOAMMOPGH3M B CTAPT-KOAOHC MPHURBOJHNT K
CMELUEHHI0 HHHAIMATOPHOTrO KOJOHA HA TPH KOAOHA OT Hauyana. B pesynbrarte anbrepHaTHMBHOrO crinaiicuHra obpasyrorcs
HECKOJIbKO BAPHAHTOB TPAHCKPHIITOB, KOMMPYIOLINX pa3jinyHble OelKkH.

Jara: 16.01.2024
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