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Pedepar

Ileas. V3yanTh pacmpoCTPaHEHHOCTh ITOJIMMOP(HBIX BapUaHTOB TEHOB — KaHIMIATOB OCTEOIOpO3a
y MOJIOIBIX JTioeit — xuteneit CankT-IleTepOypra.

Mamepuanvr u memoosi. IIpoBeeHO MOJIEKYISIpHO-TeHEeTHYeCcKoe obcienoBanne 250 MOJIOIBIX JTIOACH B
Bo3pacTe 18—29 jeT, mia aHanmm3a Mcmoab3oBaau obpasnsl JHK, BeimeeHHBIe U3 JICHKOLMTOB KPOBU WU
SIIUTEJIMAJIBHBIX KJIETOK POTOBOI IMOJIOCTH ¢ TTOMoIIbio HabopoB «[Ipobda-Panun-Ienetuka» n «[Ipobda-I'C-
Teneruka» («IHK-texHomorus»). Mzydensl momumopdusmel reHoB: KoutareHa I tuma Collal, penenTopa
ButamuHa D (VDR), ocreokanbiuna (BGLAP).

Pesyaomamer.  TlpoBeneHHOE MOJEKYISIPHO-TEHETUUECKOE TECTUPOBAHUE TPYIIIBI MOJOIBIX JIOACH
BBISIBUJIO M3 YKCJIa 00CIeIOBAaHHBIX HOCUTENIEH «HeOIaronpusaTHRIX» ajuteieil. B yactHoctn, 20,9% HocuTenei
ajutens s nonumopdusma +1245 reHa KosutareHa TiepBoro Tuma; 74,2% — aminens G moauMopdusma —
1997 rena kojutareHa nepsoro tumna: 40,2% — amiens t nonumopdusma Taql rena peuenropa BuramuHa D;
u 22,0% — annenst H nomumopdusma HindIII reHa octeokanbimHa.

PacnpocTpaHeHHOCTb HOCUTEJILCTBA MPOTEKTUBHOTO ajienst A B noaumopdusme Cdx2 reHa perenropa
BuTamuHa D B uccieayemoii rpyiine cocraBuio 28%.

Bbi6oowi:

1. [eHeTMUECKOE TECTMPOBAHME MTO3BOJIMIIO BEISIBUTH BHICOKYIO PACTIPOCTPAHEHHOCTD «HEOIarOTPUSITHBIX»
ajulesieil U UX COYeTaHMi B U3y4eHHBbIX reHax (ot 6,1 10 79,2%), peryaupyiomux o0OMeH KaJbLs Y MOJOIBIX
JIIoeH.

2. BeienieHa rpyrimna BbICOKOTO prcKa pa3BUTUSI 3a00JIeBaHUI, CBI3aHHBIX C HAPYIIIEHUEM OOMeHAa KaJlbIINS,
OT COBOKYITHOTO BJIMSIHUSI aTMMEHTAPHOT'O M reHeTuYecKoro (aktopos (0T 40,9 no 58,1% nist pa3HbIX TEHOB).

3. YcraHOBJIEHA PACIPOCTPAHEHHOCTh HOCUTEIBCTBA MPOTEKTUBHOTO TeHa ajulelid A B MOJIMMOpP(hU3ME
Cdx2 rena peuenrtopa ButamuHa D (28%), HajivuMe KOTOPOTO CHIXKAET PUCK pa3BUTHUSL 3a00JIeBaHUIA,
CBSI3aHHBIX C HapyIIeHHEeM OOMeHa KaJIbITus.

KioueBble cjioBa: reHeTHUYeCKasl TPEAPACOI0KEHHOCTD, 3a00/IeBaHUS, CBSI3aHHbIE C HapyllIeHUeM oOMeHa
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KaJiblLMsl, (haKTUYeCcKoe MUTaHue, MOTpedIeHUe KalbLMs, MOJIOAbIe AU B Bo3pacTe 18—29 jeT.

BBenenne

Pa3Butne reHeTMKM MO3BOJUIO pacliudpoBaTh
POJIb MOJICKYJIIPHO-TEHETMIECKUX MEXaHN3MOB, KOTO-
phble peTyaupyIOT OOMEH Kbl B OpTaHU3ME YeJIO-
BeKa. BaxkHast posib B 3TOM IIPUHAIICKUAT pepMeHTaM
TEHOB, «OTBETCTBEHHBIX» 32 MUHEPAIN3aINI0 KOCTe —
IJIABHOTO JETO KaJlbIIUS B OpTaHU3Me — TeHY KoJulare-
Ha I tuna Collal, reny peuentopa sutamuda D (VDR),
re”Hy ocreokaibunHa (BGLAP). Accoumauuu sTHX
TeHOB C pa3BUTHEM 00JIe3HE KOCTHO-MbIIIEYHON CU-
cTeMbI (IJIaBHBIM 00pa30M, OCTEOIIOP03a) MOCBSIIECHBI
HEBI PSIO MCCIIemOBaHUI KakK 3a pyoexkom [12—17],
tak u B Poccuu [1, 4, 5, 9].

Ieab wucciaenoBanus — W3YYUTh pPacCIpOCTpPaHEH-
HOCTb MOJUMMOP(HBIX BAPUAHTOB T€HOB — KaHIWUJIATOB
OCTEOIopo3a y MOJONBIX Jiodeit — xutemeit CaHKT-
IlerepOypra.
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MarepuaJjibl 1 METObI

B uccnenoBanue niast uzydyeHust (pakTUYECKOIO TU-
TaHUs OBLIO BKIIOUYeHO 486 uyemoBek (331 meBymika u
155 oHoweit), B Bo3dpacte 18—29 jeT, oTOOpaHHBIX
CIyJaliHBIM 00pa30oM Cpeay CTYOSHTOB, acIMPaHTOB,
Bpaueii-mHTEPHOB M IpenonaBareneii CeBepo-3aman-
HOTO TOCYIapCTBEHHOTO MEIMIIMHCKOIO YHMBEPCHUTETa
uMm. M.M. MeunukoBa (C3IMY) wu CaHkr-
[TerepOyprckoro  rocynapcTBEHHOTO  YHUBEpCHUTETa
(CIIoT'Y). IlpumeHuIu MeTOJ aKTUBHOTO WHTEPBBIO
C MCITOJIb30BaHMEM IIPOTPAaMMBI OLICHKH (PAKTUIECKOTO
MUTAHUST «AHAJIN3 COCTOSHUS MTUTAaHUS YeJIOBEKa» Bep-
cus 1.1, 3aperucTpupoBaHa pOCCUICKHIM are HTCTBOM 110
nmareHTaM 1 ToBapHbIM 3HaKam 09.02.04, Ne 2004610397
©TI'Y HUW muranus PAMH 2003—2005 rr). Coaman-
CHPOBAaHHOCTh pallMOHa OLICHWBAJIMCH 110 BEJIUYMHAM
MOTpeOJIeHUST OCHOBHBIX MUIIEBHIX BEIIECTB, YHEP-
MU U cpaBHUBaIUCh ¢ «HopMamu (GU3MOIOTHYECKUX
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MOTPEOHOCTEI B SHEPTUM U TUILEBBIX BEIIECTBAX IS
pasTMUYHBIX Tpyrm HaceleHus Poccwuiickoit ®Demepa-
mun» (2008 1) [7]. M3yyeHne reHeTUYECKOM Ipeapac-
MOJIOXKEHHOCTH K OCTEOIOpO3y IPOBOAMJIOCH Ha 0ase
LleHTpanibHOll Hay4yHO-UCCIENOBATEIbCKON J1abopaTo-
puu C3IT'MY um. U.1. MeunukoBa y 250 pecriogeHTOB
(69 roHoreit u 181 aeByiika), ciiydaitHbIM 006pa3oM BbI-
OpaHHBIX M3 TPYIIIEI 00CICIOBAHHBIX JIHII.

J1st MOJIEKY/ISIPHO-TEHETMUECKOTO aHa/I3a HCIIONb-
3oBau obpasubl JIHK, BbigeneHHbIE U3 JEHKOLIMTOB
KPOBU WIM 3IUTEMATbHBIX KJIETOK POTOBOM MOJOCTU C
nomMolibo HabopoB «I1poba-Panmun-IeHetuka» u «I1pobda-
I'C-Teneruka» («JIHK-TexHomOrMS») COOTBETCTBEHHO.

OnpeneneHne Hammaust Mmytanuii B reHe Col 1A 1 Tipo-
Boawiu ¢ nomoubio ITIP B peanbHom Bpemenu (ITL[P-
PB), nonumopdpusmsl reHoB VDR u BGLAP onpenensinu
C TTIOMOIIIbIO aHATM3a MOJUMOphU3Ma JJIMH PECTPUKIIU-
oHHbIX (pparmenToB (ITLUP-TIAP®), nisa yero ucmosib-
30BaJIU COOTBETCTBYIOIIUE JABYXITPAIMEPHBIE CUCTEMBI
(tipaitmepsl cuHTe3npoBaHbl B OO0 «CunTon», Poc-
cus), I[P npoBonuau Ha ammudukarope «1T-J1aitT».
Pectpukumsi cuHTe3upoBaHHbIX (¢parmMeHToB JIHK
MPOBOJMJIACH C MOMOIIbBIO CIEeU(PUUECKON IS Kax-
moro nonmumopdusma sHaoHykieassl Taql (rs731236),
Taal (Cdx2, rs11568820)) u HindIII (rs1800247). AHa-
JIN3 UINMH PECTPUKIIMOHHBIX IIPOAYKTOB IIPOBOIMIICS
5J1EKTPOMOPETUYECKUM pasiesieHreM B 6% moakpu-
JIAaMUJIHOM TeJie ¢ MOCAeayIolieil OKpackKoit GpOMUCTHIM
9TUIMEM U BU3YyaIU3allMeil B MPOXOAsSIIEM YabTpadu-
0JICTOBOM CBET€ TP ITIOMOIIM TPaHCU/UTIOMUHATOpPA
«ECX-20M» (Vilber Lourmat, ®@paHius).

Pe3yasraTsl u o0CyKneHue

B pasButum 3aboyieBaHMII, CBSI3aHHBIX C Hapylle-
HUEM OOMeHa KaJlbLiKs, OOJIBILIYIO POJIb UTPAET TEHETHU -
yecKasl MpeApaciioioXeHHOCTb, KOTOpasi MOXET ObITh
oIrpezesieHa cpasy rocie poxaeHus [1, 5]. OueHka re-
HETUYECKOM MPEeApacIioNoKEeHHOCTH MOJIOABIX JKUTE-
neit . Cankr-IleTepOypra K 3a00eBaHUSIM, CBI3aHHBIM
C HapylleHrueM oOMeHa KajblMs, M3ydaslach IO JaH-
HbIM, IIOJIyYEHHBIM B pe3yjibTaTe aHKETHOIO OIpoca U
ompeneaeHus: IMOIMMOPGU3MOB TEHOB, SIBJISIOLIMXCS
«TpUTTepaMU» ITUX 3a00JIeBAHUIA.

HemoctaTouHoe moTpeOiieHre KajabIUs, Hapyllc-
HHUE €T0 ONTUMAJIbHOTO COOTHOIICHHS C OCTAIbHBIMU
MHUKPOB3JIEMEHTaMU, CHIDKeHUE (DU3NUECKOl aKTUB-
HOCTHU M HENpaBUJIbHBIN 00pa3 >KM3HU BJIEKYT 32 COOO0M
HapylIeHUsI B cucTeMe Kocteoopa3oBaHus [1-3, 8, 17].
AHKETHBIII OMpoc, MPOBENEHHbBIA B XOI€ UCCen0Ba-
HUS, TTOKa3ajl, 4TO OTMArHO3 «CKOJIMO3» OBLI YCTAaHOB-
JICH TIPY YIIIyOJIEHHBIX OCMOTpPaXxX B MEPUO IITKOJIHLHOTO
o0yueHus y 53% pecrioHaeHTOB 1 6ojiee yeM y 10% Ha
MOMEHT MPOBEACHUSI UCCAEAOBaHUS ObLIM YyCTaHOBJIE-
HBI Apyrue 3a001eBaHUsI KOCTHO-MbIIIEUHONH CUCTEMBbI
(KMC). Cpeau poacTBEHHUKOB MpodaHaoB 1-ii u 2-i
CTETICHU POJICTBAa PaCIIPOCTPAaHEHHOCTh 3a00JIcBaHMI
KMC 06bu1a 3HaunTeNBHO BbIle: 34% pOICTBEHHUKOB
MepBOIi CTeleHU poAcTBa (MaThb, 0Tell) U 65% BTOpOI
CcTereHu poacTBa (06adyiika, AeayliKa) MMeJIu B aHaM-
He3se 3a0oseBannst KMC, ipu atom y 14% pecrioHneH-
TOB 3a00JIeBaHUS TIPOSIBIISIIUCH cpa3y B TpeX IMOKOJIe-
Husx (Tadma. 1)

Bonee O0OOBEKTMBHYIO OIIEHKY IIPEIpacIIOIOXeH-
HOCTHU TIpo0aHJIOB K 3a00JieBaHUSIM, CBSI3AHHBIM C Ha-
pyllleHHeM oOMeHa Kasblvs, AaeT METOJ MOJIEKYJISIp-
HO-T€HETUYECKOI TUArHOCTUKN Ha OCHOBE BBISIBICHUS
noJuMop¢u3Ma IeHOB, aCCOLMMPOBAHHBIX HapyIIeHU-
eM oOMeHa KaJlbIMsI.

TpurrepoM CHIKEHHSI MHMHEPAJIbHOW IUIOTHOCTH
KOCTHOM TKaHU SIBJSICTCSI HOCUTEIHCTBO MYyTAHTHBIX
ajulesieil B reHax <«IIpeapaciojioXXeHHOCTH», COIPOBO-
XAaroleecsl HeMpaBUJIbHBIM O0pa3oM KU3HU W HEIO0-
CTAaTOYHBIM TIOTpebJIecHreM Kaiblus. HocureabcTBO
HeOaronpusITHBIX ajljiefiel B reHax: KoJijlareHa nepBo-
ro Tuna +1245s (CollA1l (rs 1800012)), G-1997 (Col1Al
(rs 1107946)), peuenropa Butamuta D t (Taql VDR (rs
731236)) u rena ocreokanbiiHa H (HindIII BGLAP (rs
1800247)), o naHHBIM MCCeaoBaTeNeil, acCoOLMUpoOBa-
HO C pa3BUTHEM 3a00JieBaHWI, CBSI3aHHBIX C HapyIle-
HUEeM OOMeHa KaJIbIIUs, OBICTPOI ITOTepeil MUHEpalb-
HO¥ TJIOTHOCTY KOCTHOM TKAHU U Pa3BUTHEM TSLKETIOTO
ocrteomoposa [1, 4, 5, 9, 12—17]. Hanuaue MyTaHTHOTO
ayutenss A B reHe VDR (Cdx2 (rs 11568820)) zamumaer
HOCUTEJISl OT MOTePU MUHEPaIbHOM IMJIOTHOCTH KOCTHOM
TKaHU B YCJIOBUSIX CHVKEHHOTO TTOTPEOJICHUST KaJIbLIVST
[12, 15, 16]

Tabnuua 1
Hanuuue namonoauu KOCMHO-MbLULEHHOL CUCTEMbL Y PECHOHOeHMO08 U uX podcmeenHuKos (%)
PoncrBeHHUKM .
N PoncrBeHHUKYU BTOpOit Haxormenne
MepBOi CTENIEHU
[TaTonorus PecrnionaeHTb pocTBa CTereHH poncTBa (0abyika, | HeOJaronpusITHOTO
(MaTb, oTetr) JIeTyIIIKa) (beHoTHUITA B CeMbe

Ckonno3 53% Het nanHbIx Her nanHbIx
Ocreonopos 0,4% 11,2% 34,1% 5%
IepenomMsl mpu HeGOIBIION 2,2% 5,6% 12,4% 2%
TpaBMe
Kapuec 37% 69% Her nanHbIX 11%
ITpoune 3a6oneBanus KMC 7,65 17,4% 18,5% 7%
Bcero (3a ucKIIl04eHUEM 10,2% 34,2% 65% 14%
CKOJIMO03a)
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[TpoBeeHHOE MOJIEKYJIIPHO-TEHETUYECKOE TECTU-
poBaHUeE TPYIIIbl MOJIOIBIX JIIOAEH BBISIBWIO U3 YKCIIA
00CIeOBAaHHBIX HOCUTENIE «HEeOJIaronpusaTHBIX» ajlje-
neit. ByactHocTH, 20,9% HocuTeei ajiess S IToJIMMOp-
(¢usma +1245 reHa koyutareHa repporo tina; 74,2% —
amnenss G noaumopdusma — 1997 reHa koJsuiareHa nep-
Boro tuna: 40,2% — amens t nonumopdusma Taql rena
peuenTopa ButamuHa D; 1 22,0% — annens H nonumop-
¢u3ma HindIII rena octeokanbliHa.

PacnpocTpaHeHHOCTh HOCUTEILCTBA ITPOTEKTUBHO-
ro amnens A B noaumopdusme Cdx2 reHa pelernropa
putamuHa D B ucciemyeMmoii rpymme cocrasuiaa 28%
(Tabun. 2).

Tabnuia 2

Pacnpeoenenue noarumopguszmos u arneneii eenoé

6 epynnax 00cae008aHHbIX MOA0ObIX AH00ei

[Monumopduszm P:c%l]zlelniﬂze ;)I/)Ie

CollAl +1245 S/s (rs 1800012) SS 51,8
Ss 44,9

ss 3,3

S 79,1

s* 20,9

CollAl — 1997G/T (rs 1107946) | GG 67,3
GT 23,5

TT 9,2

G* 74,2

T 25,8

VDR Taql (rs 731236 ) TT 30,4
Tt 58,9

tt 10,7

T 59,8

t* 40,2

BGLAP HindlIII (rs 1800247) HH 10,6
Hh 22,7

hh 66,7

H* 22,0

h 78,0

VDR Cdx2 (rs 11568820) GG 44,9
(IpOTEeKTUBHASI MyTalLlus1) AG 48,9
AA 6,2

G 69,4

A* 30,6

* — HeOJIArONPUSITHBII aJliesb.

Ocoboe BHMMaHUE HEOOXOAMMO YAENISITh o0cenye-
MBIM C COYETaHMEM HECKOJbKMX «HEOJarompusTHHIX»
HoJIMMOPGHU3MOB TEHOB, IMOCKOJIBKY MMEHHO JUIST HUX
OITACHOCTh HapyIIeHUs OOMEHHBIX IPOLIECCOB HAMOO-
JIee BBICOKA. Pe3ynbraTel mMccieqoBaHMS ITOKa3aad, UTO
oT 6,1% 1o 79,2% o06cien0BaHHbBIX UMEIOT TAKKUE COYe-
TaHUs B pa3JIMYHBIX BapraHTax, npudeM y 79,2% obcie-
JIOBaHHBIX OOHAPYKEHO COYeTaHue ABYX «HEOJaromnpu-
SITHBIX» aJineneii: auenst G nonuMmopgusma — 1997 reHa
KoJITareHa TepBOTro TUIA W ajjiessl t nmojuMopdusmMa
Taql rena penernropa Buramuta D, a 20% o0ciiegoBaH-
HBIX UMEJIA COYeTaHME Cpa3y 3 ajUlesIeil «IIpeapacIiono-
JKeHHoCTH» (Taour. 3).
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TaGnuma 3

Couemarue «H€6./Za€0npuﬂl’f1Hblx» eapuanmoes
UCCNe00BAHHBIX 2CHOB

Coueranus nmosmmmopdusmos | Tenorunsl, % | Amtenu, %
s+ G (CollAl +1245S/s; 31,6 6,1
Col1A1-1997 G/T)

s+ H (CollA1 +1245S/s; - 10,7
BGLAP HindlIII)

s+t (CollAl +1245S/s; 4,2 25,0
VDR Taql)

G + H (Col1A1-1997 G/T; 10,3 50,0
BGLAP HindlIII)

G +t (CollA1-1997 G/T; 16 79,2
VDR Tagql)

H +t (BGLAP HindlIlI; - 8,0
VDR Taql)

s+ G+t (CollAl +1245S/s; 4,2 20,8
Coll1A1-1997 G/T, VDR Taql)

G + H +t (CollA1-1997 G/T, - 20,0
BGLAP HindIII; VDR Taql)

MHOro4YKCIeHHBIE UCCIeA0BaHUS TTOKA3bIBAIOT, UTO
JMOCTaTOYHOE W BBICOKOE MOTpedJieHrne BUTaMuHa D u
KaJIbIIMsl 3HAYMTEJIbHO CHUXKAET HEraTUBHOE BIUSIHUE
nonaumopdHbix amneneir reHoB COLIA1l u VDR Ha
MpOIIeCChl YCBOCHUST Kanblus [6, 8, 9, 17]. Beuto pac-
CUMTAHO CpeIHeCyTOYHOe IMoTpebyieHue Kaabuus [11]
B TIpyIax HOCUTENIel «HeOJIaronpusITHBIX» ajulelieid
Mo yKa3aHHBIM reHaMm. HecMoTpst Ha To, UTO cpenHee
notpebseHue Ca cocraBuio 1000+23,4 Mmr/cyt, uTo
COOTBETCTBYET PEKOMEHAYEMBIM HOpPMaM, OIHAKO Y
40,9—58,1% wu3 sTOro umciaa OOCIEIOBAHHBIX OBLIO
BBISIBJICHO HEIOCTATOYHOE ITOTPEOJICHME KaJIbIIUS
¢ nuuiei (650,6+24,2 — 705,2+29,6 Mr/cyrt.), KOTOpoe
YCYTYOIsIoCh TeUIIUTOM TOoTpedieHus BUTaMuHa D
(7,01+2,01 — 6,95+2,7 Mr/CyT.) 1 HapyLIEHHBIM COOT-
HolleHueM Kanablus u pocdopa (1:1,5) (tadu. 4).

Ta6nuna 4

Jloas Hu3K020 nompebaeHUs Kaablus cpedu
Hocumenell «<HebAa2ONPUSMHbIX> aeAell 2eHO8
npeopacnonoiceHHocmu

Jlonst HocuTenen
«HEOJIarONPUSATHBIX» aJlieyIei

«HebGnaronpusiTHbIN»
C HU3KUM YPOBHEM TTOTPEOICHUS
ajuiesib .
Ca ¢ rinieit
(menee 700 mr/cyT)
+1245s Col1A1 50,0%
-1997G Col1A1l 53,4%
t VDR Taq 58,1%
HBGLAP Hind III 40,9%

3aki1oueHue

Takum o0Opa3zoM, reHeTM4YecKoe TECTUPOBaHUE IIO-
3BOJIMJIO, BO-TIEPBBIX, BBISIBUTH BBICOKYIO DPACIpOCTpa-
HEHHOCTb «HEeOJIaroNpUsSITHBIX» ajuleiell U UX coueTaHui
B M3ydeHHBIX reHax (ot 6,1 10 79,2%), peryaupyrommx
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0OMEH KaJIbLIMSI Y MOJIOZIBIX JTIO/IEi, BO-BTOPBIX, BHIICTUTh
TPYIIITY BBICOKOTO PUCKA pa3BUTHS 3a00I€BaHU, CBSI3aH-
HBIX C HapyllleHHMeM OOMeHa KaJbIUsl, OT COBOKYITHOTO
BJIUSIHUSI QIMMEHTAPHOTO U TeHETUYecKOoro (hakTopoB
(40,9—58,1%), B TpeTbUX — YCTAHOBUTb PACIIPOCTPAHEH-
HOCTb HOCHTEJIbCTBA IPOTEKTUBHOIO T'eHa ajuiesiss A B
nonumopdusme Cdx2 reHa perientopa ButaMuHa D, Ha-
JIMYMEe KOTOPOTO CHUKAET PUCK Pa3BUTHS 3a00JIEBaHMIA,
CBSI3aHHBIX C HAPYIIIEHWEM OOMEHAa KaJbIIHsI.

[MonyyeHHble TaHHbBIE SIBUJIMCh OCHOBOW JUIsI pa3pa-
0OTKM MeTOonMYecKrX pekoMmeHnmaumii «IurneHndyeckast
OLIEHKA YPOBHS TMOTpeOJieHUs U mpoduiakTuka aedu-
LIUTA MOCTYIJICHUS Kablds B OPraHu3M yesioBeka» [10],
TpeTHa3HAYCHHBIX TS Bpadeil iede0HO-TpohrIakTHIe-
CKUX YYPEXKAECHUI, LIEHTPOB 30POBbs, LIEHTPOB O310PO-
BUTEJBHOTO NMUTaHUs. B MeToaMueckux peKoMeHaaLusIx
MpeUIaraeTcsl UCMoJb30BaTh MEJEKYJSIPHO-TeHEeTHYe-
CKO€ TECTMPOBaHUE /ISl OLIEHKM HACJIEACTBEHHOIO prcKa
pa3BUTHSI HapyllIeHWiT oOMeHa KaJlbliisl U TepCOHUbU-
IMPOBATh PEKOMEHIAINY TI0 CPEHECYTOYHOMY TTOTPEOD-
JIEHUIO OCHOBHBIX TPOAYKTOB MUTAHUSI — MCTOUYHUKOB
KaJIbLIMSI, ONTUMAJIbHOMY MTUThEBOMY PEXUMY, B 3aBUCH -
MOCTH OT BBISIBIEHHBIX (DAaKTOPOB PUCKA.
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ASSESSMENT OF THE GENETIC PREDISPOSITION OF THE YOUNG RESIDENTS
OF SAINT-PETERSBURG TO THE DISEASES ASSOCIATED WITH DISORDERS
OF CALCIUM METABOLISM

E.M. Bazilevskaya, 1.Sh. Yakubova, A.A. Topanova
North-Western State Medical University named after I.1. Mechnikov, Saint- Petersburg, Russia

State Budgetary Educational Institution for High Professional Training «North-Western State Medical University named
after I.I. Mechnikov» of the Federal Agency for Public Health and Social Development of the Russian Federation. Russia,
191015, Saint-Petersburg, Kirochnaya str., 41. Tel.: 8(812)303-50-00, e-mail: rectorat@szgmu.ru

Abstract

The purpose of the research is to investigate the prevalence of COL1A1, VDR, BGLAP polymorphisms in the young Saint-
Petersburg’s population.

Materials and Methods: The rs 731236, rs 11568820, polymorphisms of VDR, rs 1800012, rs 1107946 of CollAl, and rs
1800247 of BGLAP were evaluated in 250 young residents of Saint-Petersburg. To perform molecular genetic analysis either
DNA samples were isolated from blood leukocytes using «trial-Rapid-Genetics» or epithelial cells of the oral cavity were
taken using «Standard-GS-Genetics» («DNA technology»). Identification of mutations in the CollAl gene was performed
using real-time PCR (RT-PCR) and (PCR-RFLP).

Results and Discussion: The frequency of the s allele of rs 1800012 of CollAl genotypes was 20,9%; the frequency of the
G allele of rs 1107946 of CollAl was 74,2%. The prevalence of t allele of rs 731236 and A allele of rs 11568820 of VDR was
40,2% and 28% respectively. The frequency of the H allele of BGLAP was 22,0%.

Conclusion: We determined high prevalence of the minor alleles of Col1A1,VDR and BGLAPgenes in the population of
young residents of Saint-Petersburg. The high-risk group of predisposition to the diseases associated with disorders of calcium
metabolism due to combined nutritional and genetic factors was detected (40,9 to 58,1%). The carriage of the «protective» A
allele of CDx-2 VDR decreases a risk of the diseases associated with disorders of calcium metabolism

Key words: genetic predisposition, diseases associated with disorders of calcium metabolism, calcium intake, actual food
intake, young people aged 18-29 years.
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