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IpoBesieH CpaBHUTEIbHBIN aHAIN3 PACHPENCICHUS YacTOThl aJuleed M T'€HOTHIIOB 110 HoauMmophuzMam
-3731A/G (Cdx2) u +61968T/C (Taql) rena VDR u -1997G/T u +1245G/T (Spl) rera COL1A1 y nmanueHToB co
CKOJIMOTUYECKOi neopManueli I03BOHOYHUKA PA3IHIHON ITHONOTUH U y JeTeil 6e3 OpTOneIUIecKON MaToIOruH.
T'enotun tt/GG rena VDR BcTpeuaeTcst B rpynmme geteil ¢ BpOXKIACHHBIM CKOJIHO30M Oojiee ueM B 2 pasa varie,
4eM B IpyNIie AeTeil, He NMEOIIMX CKOJTHOTHYECKOH JeopMaIi Mo3BOHOYHHKA, COOTBETCTBEHHO B 11% 1 5,2%
ciy4aes (y"=4,17;d.f.=1; p=0,04). B rpymnme nereii ¢ HIMONAaTHIECKHM CKOIHO30M JTOT FeHOTHII BIIBICH B 8,7 %
ciydaeB. He BBIABICHO CTaTHCTUYECKUX PA3IMUMil B HOCUTEILCTBE 3TOTO T€HOTUIIA B TPYMIAX MAllUEHTOB C HIH-
OTATHYECKNM CKOJIMO30M M Y JieTel 6e3 MCKPHUBJICHHS MO3BOHOYHOTO CTON0A. YCTaHOBJIEHO, YTO JIETH-HOCUTEIN
ayternst «t(C)» u renorumna «tt (CC)» cpely ManueHTOB ¢ BPOJKACHHBIM CKOJIHO30M BCTPEUAIHCh JOCTOBEPHO JaIle
10 CPABHEHHUIO C ICTbMH, HE HMEIOIIMX HCKPUBICHHS TO3BOHOYHOTO cTonba (x>=6,79; d.f.=2; p=0,03). BoisBrieno,
YTO HOCHTEIBCTBO ayutelist t reHa VDR MOXKHO paccMaTpHBaTh Kak MapKep IOBBIIICHHOTO PHCKa Pa3BUTHSI BPOXK-
JIEHHOTO CKOJIHO3a.
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A comparative analysis of the frequency distribution of alleles and genotypes for polymorphisms -3731A /
G (Cdx2) and + 61968T / C (Taql) VDR gene and -1997G / T and + 1245G / T (Spl) COL1AL1 gene in patients
with scoliotic spinal deformity of various etiologies as well as in children without any orthopedic abnormalities
was carried out. Genotype tt / GG of the gene VDR is found in children with congenital scoliosis more than two
times frequently than in the group of children without scoliotic deformities of the spine, 11 % and 5.2 % of cases,
respectively (y? = 4,17; df = 1; p = 0,04). In the group of children with idiopathic scoliosis, this genotype was
detected in 8.7% of cases. There were no statistical differences among carriers of this genotype in patients with
idiopathic scoliosis and in children without deformity of the spine. It was stated that children that are carriers of
the allele «t (C)» and genotype «tt (CC)» were found significantly more frequently among patients with congenital
scoliosis than children who did not have spinal deformities (y* = 6,79; df = 2; p = 0,03). It was revealed that the
carriage of the allele t of the gene VDR can be regarded as a marker of increased risk of congenital scoliosis.
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Ha mpoTsbkeHnn nocneqHux IecAaTUIeTHI
IIOSIBUJIOCH JJOCTATOYHOE KOJIMYECTBO UCCIIE0-
BaHU1, TOCBSIIIEHHBIX TOUCKY STHOIOTMYECKUX
(akTopoB popMUpOBaHUS U PA3BUTHS UCKPUB-
JICHWH TIO3BOHOYHOIO CTONIOA y nereil. Bo3uu-
Karomye JegopManuy MO3BOHOYHHUKA MOTYT
OBITH 00YCIIOBIICHBI, KaK aHOMAIJIMEH Pa3BUTHUS
TEJI MI03BOHKOB, TaK U MOSIBISITHCS B IIPOLIECCE
pocTa 1 pa3BUTHs peOEHKA MTPU aHATOMUYECKU
npaBwibHOM uX Qopme. [Ipu sTOM B TIepBOM
Cllyyae BBISBIIIEMBIE [TOCTIE POXKACHHS peOeHKa

VCKPUBIICHHUS TIO3BOHOYHHKA SIBIISTFOTCS BPOXK-
IEHHBIMH, BO BTOPOM — HIHOTIaTHYECKHE.
OO11enU3BECTHO, YTO CKOJIMO3 SIBIISETCS
MyJIbTU(AKTOPHBIM 3a00JIeBaHHEM, pa3BUTHE
KOTOpOro OOYyCIJIOBIIEHO KaK TI'eHETHYECKOH
MIPEPACTIONIOKEHHOCTBIO, TAaK U BO3JIEHCTBHU-
€M Pa3TUIHBIX (PaKTOPOB BHEITHEH cpembl [5].
B kadyecTBe «KaHIWIATHBIX)» T'€HOB, OKa3bIBa-
IONINX OTIpe/IeNIeHHOe BO3jelicTBUE Ha (op-
MUpOBaHHEe jAepopManuii  MO3BOHOYHUKA,
paccMaTpHUBAIOTCS TeHBI, KOTOPHIC BOBJICUCHBI
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B MpOIECChl KOCTHOTO METa0oIM3Ma M OCTe-
oreHe3a. Cpeau MHOTOYMCIEHHOTO 4YHCIa
TeHOB, OTHOCAIIUXCA K JTOH TpyIe, Hau-
OoJee 3HAYMMBIMHA SIBISIIOTCSI TE€H perenTopa
putamuHa JI(VDR) u rem kommarena 1 Tuma
(COL1A1) [1, 4].

Butramun J[ u ero mMeTaOOJIMTBI HUIPAIOT
KIIFOUEBYO POJIb B KOCTHOM oOMeHe U pocdop-
HO-KaJILITAEBOM T'OMEOCTa3e, BIUSIIOT Ha POCT
n nudPepeHITPOBKY KIETOK B PA3IMYHBIX Op-
ranax-mumieHsx [3, 7]. Kpome Toro u3BecTHO,
YTO BUTAMUH J| SIBJISICTCSI IMTAHIOM JUIS SIJIEp-
HOIO peuenropa, kogupyemoro reHom VDR,
SIBIISIFOLIETOCS] PETYJISTOPOM aKTUBHOCTH MHO-
TUX TEHOB-MHINEHEH IMyTEM ero B3auMOJCH-
CTBUSL CO CHENHM(PUUECKUMHU IOCIEI0BaTEINb-
HocTsiMu JIHK B MpOMOTOPHBIX 00IACTAX ITHX
reHoB [6]. YcTaHOBJICHO, UTO IO/ BO3CHCTBH-
€M KaJIbLUTPUOJIA, MM BUTaMuHa [, CHuKa-
eTCsI DKCIIpeccust rena koyiarena [ tuma [2, 8].

AHanu3 pe3ylbTaToB psiia Hay4YHBIX pa-
0OT TIO3BOJIMII CAENATh BBIBOJ, YTO CTPYKTYp-
HbIE€ M3MEHEHHS TeHOB peIeNnTopa BHTAMHHA
J u xonmarena 1 Tuma MoOTryT OBITH CBS3aHBI
¢ (opMHpOBaHNEM M TPOTPECCUPOBAHUEM JIC-
(hopmaruii MO3BOHOYHHUKA PA3IMYHOTO reHe3a.
B cBsizu ¢ 3TMUM naHHOE HCCIIEOBAaHHE SBIIS-
€TCS aKTYaJIbHBIM C TOYKH 3PEHUS TIPOBEICHUS
MOJIEKYJISIPHO-TEHETHYECKOTO TECTUPOBAHUS —
3731A/G (Cdx2) u +61968T/C (Taql) rena
VDR u -1997G/T (PCOL2) u +1245G/T (Sp1)
resa COL1Al y manueHToB CO CKOJHUOTHYE-
CKOH fedopmaryell To3BOHOYHUKA PA3TUIHON
STHOJIOTHH U 3JIOPOBBIX JETe C HM3ydYeHHUEM
pacnpeneneHusi 9acToT ajieNeld U TeHOTHIIOB
1o momuMopdu3MaM M aHalU3y B3aMMOCBSI3H
MOJIEKYJISIPHO-TEHETHYECKUX MapKepoB € paz-
BHUTHEM CKOJIMO3a.

MarepuaJibl
U METOAbI UCCAeTOBAHMS

[IpoBeneno ob6cnenosanue 195 nereil ¢ BpoxacH-
HBIM CKOJIHO30M B BO3pacTe OT 6 MmecsueB A0 17 ner.
B mepByro rpynmy cpaBHeHHs Bouutd 145 TanneHTOB
¢ uauonaruyeckuM ckonuosoM Il — IV creneneil Tsokectn
B Bo3pacte ot 12 o 18 set, Bo BrOpyto rpymnmy — 278 ne-
Teil B Bo3pacte oT 1 roma 10 18 1et, y KOTOphIX Ha MOMEHT
OCMOTpa OTCYTCTBOBAJIM MPH3HAKH MCKPUBICHUS TT03BO-
HOYHOro cronba. B Tabm. 1 mpencraBiieHBI pe3yabTaThl
pacrpe/iesieHlss MCCIeyeMbIX TPYyINI JeTedl Mo Moy
U BO3paCTYy.

Martepuanom uccnenoanus ciayxuina JJTHK, Boiae-
JICHHAsT U3 JICHKOIUTOB mepudepruueckoil KpoBU CTaH-
TapTHBIM METOIOM (pEHOTBHO-XIOPOPOPMHOIT IKCTpaK-
mun. Onpenenenne Taql,, Cdx2 nommmopdu3moB rena
peuenrtopa Buramura D (VDR) ocymiecTisiock MeTo-
noM [1JIP® c ucnons3oBanuem pectpukras Taql,, Cdx2.
Omnpenenenne Spl nmomumop¢uszMoB rena ol menu Koj-
narera I tnna (COL1A1) npoBommmu meronom I1JIPD
¢ Hcnoib30BaHueM pecTpukrassl Bsell. Onpenenenue
1997G/T (rs1107946) nonumopdusma rena reHa ol
nenu kojutareHa [ tuma (COL1A1) mpoBoamimm MeTOIOM
[IAP® c ucnons3oBanueM pectpukrassl BstMAIL Cra-
THCTHYCCKass 00paboTKa JaHHBIX OCYIICCTBICHA B MPO-
rpamme Statistica 5.5. [ OLEHKH COOTBETCTBHSA pac-
MIPeAeICHNUs] TEHOTHIIOB MO M3YYE€HHBIM MOIUMOP(HBIM
MapKepaM paBHOBecHIo Xapan-BaiinOepra u ais cpas-
HUTEJIBHOTO aHajM3a pacIlpelesieHus] 4acToT ajuleiel
U TEHOTHUIIOB MO U3YYEHHBIM MOIMMOP(HU3MaM B IPyII-
Max TAIUEHTOB C BPOXKACHHBIM H HANONATHYECKHM
CKOJINO30M, a TaKKe B IPyIIe JeTeil, He UMEIOIHUX CKO-
JTUOTHYECKOU AedopMaIiy, UCIIOIb30BAIN KPUTSPHH 2
[Iupcona.

Pe3ynbrarhl uccaeq0BaHusA
U UX o0cy:KIeHne

Pacnpenenenue yacToT ansesneil U reHOTH-
noBrenoB VDR n COL1A 1 o BceM H3y4eHHBIM
noauMop(u3MaM B aHATU3UPYEMBIX BBIOOPKax
00CIIeIOBaHHBIX TAlMEHTOB COOTBETCTBOBA-
70 paBHOBecuto Xapau-BaiitnOepra. Pesysnb-
TaThl paclpenieeHus ailelied W TeHOTHIIOB
1o momuMopdu3mam reda VDR — +61968T>C,
-3731A>G u rema COLIAl- +1245 G>T,
—1997 G>T y nmanmeHToB, CTPAJAIONIIX BPOXK-
JCHHBIM M IPUOOPETEHHBIM CKOJIHO30M, U JIe-
Tel, He UMeromuX AeopManuii TO3BOHOYHH-
Ka, TIPe/ICTaBIeHbI B Ta0I. 2.

CpaBHHUTETHHBIA aHAU3 YacTOT aJlIeNeH
U TEHOTHIIOB TI0 TouMopdmmy +61968T>C
resa VDR B rpynmax nanyeHTOB CO CKOJIMO-
THYeckol aedopmanyell TO3BOHOYHHUKA U Jie-
Tel, He UMeromuX AeopMannii TO3BOHOYHH-
Ka, BBIABHJI Pa3jiMuusi B WX PaCIpEeICHUN.
Cpeny TanMeHTOB C BPOXKIECHHBIM CKOJHO-
30M dalle BCTPEYAIHNCh JE€TH- HOCHUTEIH al-
nenst «t(C)» (0,377 vs 0,292; ¥*=6,51; d.f.=1;
p=0,01) u renoruna «tt (CC)» (0,149 nporus
0,081; ¥>=6,79; d.f=2; p=0,03) mo cpaBHe-
HUIO C JIEThbMHU, HE UMEIOIINX CKOIIMOTHYECKON
nedopManmuu  1MO3BOHOYHWKA.  OTHOIICHUS
IIAHCOB JUIsl Hocutenel renoruna «TT» co-

Taoauna 1
Pacnipenenenue nereil B uccieayeMbixX IpyIax mo oy U Bo3pacTty
I'p. Bpoxnaénnsrii Cpennwii I/I):[H“onaTqu- Cpennuii KoHTpomh Cpennwii
CKOJINO3 BO3pacT CKHUU CKOJINO03 BO3pacT 0 % BO3pacT
Ilon n, % (Tomp1) n, % (rompr) ’ (Tomp1)
Manpuuku 63 (40,9) 7,2 (£0,4) 15 (10,3) 15,4 (£0,1) 124 (44,7) 11,2 (£0,2)
JleBouku 91 (59,1) 130 (89,7) 154 (55,3)
Bcero 154 (100) 145 (100) 278 (100)
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crtasuiio 0,66 (95%CI 0,44-0,99), a mns re-
noruna «tt(CC» — 1,99 (95%CI 1,07-3,70).
BrIsiBI€HO, YTO HOCHTEIHCTBO aiiels t TeHa
VDR MOXHO paccMaTpuBaTh Kak Mapkep Io-
BBIIIEHHOTO pHUCKa PAa3BUTHS BPOXKIEHHOTO
ckonno3a. CpaBHUTEIBHBIN aHAU3 pacrpere-
JICHMSI aJIJIeJIel U TEHOTHUIIOB TIO MOJIMMOP(HU3-
My —3731A>G rera VDR u nonumopduzmam
(+1245 G>T,-1997 G>T) rena COLA1 He BbI-
SIBUJI I0CTOBEPHBIX Pa3InyMil B Tpynmax AeTew,
HMEIOIIMUX BPOXKJICHHBIA U UAMONATUYECKUN

ckoro3. HeoO0XoauMo OTMETHTE, YTO HE OLLIO
BBISIBJICHO JIOCTOBEPHBIX Pa3IMYUil B pacrpe-
JIEJICHUN aJuleld ¥ TeHOTHIIaM TI0 M3Y4YeHHBIM
momuMOpGHBIM MapKepaM IIpH  CpaBHEHUH
WX YacTOT CPEeAW TANMEHTOB C Pa3INYHBIMHU
TUIIAMH CKOJIM03a M KOHTPOJIBHOW TpymIIoH.
IIpoBenén ananu3 pacnpeneneHus CoueTaHus
ajurel u renorunoB rema VDR (+61968T>C,
—3731A>Q) B rpynmnax namueHToB C BPOXKJCH-
HBIM M HIUOTIATHYECKUM CKOJIMO30M U B TPYTI-
e aeTeit 06e3 medopmanmu Mo3BOHOYHUKA.

Tadoauna 2

Pacripenenenune yactoT amteneit u renotumnos reHoB VDR (+61968T>C, -3731A>G) u COLA1
(+1245 G>T, — 1997 G>T) B rpynmnax ManueHTOB ¢ BPOXKICHHBIM, HINOTATHIECKIM CKOJIHO30M
u 0e3 nedopMariiy Mo3BOHOUHHKA

FeHbL AT, FeHOTHIILL YacToThl aJieaei U TeHOTHIIOB
’ ’ BC KouTtposs nC
VDR
Taql (+61968T/C) N=154 N=271 N=145
T/T 0,396 0,498 0,448
T/t (T/C) 0,455 0,421 0,428
t/t (C/C) 0,149 0,081 0,124
Craructika ¥*=6,79; d.£=2; p=0,03 ¥=2,31; d.£=2; p=0,31
T* 0,623 0,708 0,662
tF* 0,377 0,292 0,338
Crarucruka 1>=6,51; d.f=1; p=0,01 | v=1,91; d.f=1; p=0,17
Cdx2(-3731A/G) N=154 N=269 N=145
A/A 0,052 0,026 0,028
A/G 0,266 0,279 0,310
G/G 0,682 0,695 0,662
CrarucTuka v*=1,94; d.£=2; p=0,38 | 1*=0,48; d.f.=2; p=0,79
A 0,185 0,165 0,183
G 0,815 0,835 0,817
Crarucruka v*=0,53; d.f.=1; p=0,47 | 1v*=0,40; d.f=1; p=0,53
COLIA1
Spl (+1245 G/T) N=154 N=276 N=145
S/S (G/G) 0,675 0,714 0,724
S/s (G/T) 0,292 0,272 0,248
s/s (T/T) 0,032 0,014 0,028
Crarucruka v*=1,88; d.f.=2; p=0,39 | v*=1,07; d.£=2; p=0,59
S* 0,821 0,850 0,848
sH* 0,179 0,150 0,152
Crarucruka v=1,17; d.f£=1; p=0,28 | 1*=0,00; d.f.=1; p=0,96
. II;%?IG%T) N=154 N=268 N=145
G/G 0,701 0,690 0,697
G/T 0,253 0,280 0,262
T/T 0,045 0,030 0,041
CrarucTuka *=0,94; d.£.=2; p=0,62 | 1*=0,48; d.£.=2; p=0,79
G 0,828 0,830 0,828
T 0,172 0,170 0,172
Craructika v*=0,01; d.f=1; p=0,93 | v*=0,01; d.f=1; p=0,92

IIpumeuanue. d.f —uucno creneneit cBoboapl, T* u S* — anenu, He UMEIOIIKE caiTa I pe-
CTPUKTA3bL, t¥* u s** — anenu, IMeromue CaiT A pECTPUKTA3BL.
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HocutensctBo rTenHoruna tt/GG  reHa
VDR (+61968T>C, —3731A>Q) BcTpeuanock
B TpyNme JeTe C BPOXKICHHBIM CKOIHO30M
Ooiee yem B 2 pasa darie, 4eM B TpyTIe Jie-
Tel, He UMEIOMNX Ae(opManui MO3BOHOYHH-
Ka — cooTrBeTcTBeHHO y 11% u 5,2% cmyda-
eB (y>=4,17; d.f=1; p=0,04). B rpynne nereit
C WJIMOMATUYECKUM CKOJMO30M 3TOT T'€HOTHUI
BbisIBIICH y 8,7 % OonbHbeIX. Kpome ToTO, He-
00XOMMO OTMETHTh, YTO HE BEISBICHO CTAaTH-
CTHYECKHUX Pa3U4YUil B HOCHTEIHCTBE ITOTO
TCHOTHIIA B TPYINaxX MallUEHTOB C UIUOIATH-
YECKUM CKOJIMO30M U y JieTell 0e3 MCKpHUBIIC-
HUS TIO3BOHOYHOT'O CTOJIOA.

CpaBHUTENBHBI ~ aHANHM3  pacmpererne-
HUS COYETaHWsS ajyied W TEeHOTUIIOB TeHa
COLA1(+1245 G>T, —1997 G>T) B mccneny-
EMBIX TpyIIax MalueHTOB TOKa3all, 4To Te-
voturbl ss/TT u ss/TG He BCTpeyasuch y ma-
LIMEHTOB, KaK WMECIOIINX CKOJIHOTHYECKYHO
nedopMaIrio TTO3BOHOYHHKA, TaK M B TPYIIIE
JleTeH, He UMEIOLUX UCKPUBJIEHUHN MO3BOHOU-
Huka. Kpome Toro, He00X0AMMO OTMETUTH, YTO
HE BBISIBJICHO Pa3JIMYMil B pacipeie/iCHUN KOM-
ounanuit ayeit u renorunno COLA1 (+1245
G>T, —1997 G>T) B rpynmnax NaLUCHTOB
C BPOXJICHHBIM CKOJIMO30M W JETed, He hMe-
romux aedopmaruio mo3BoHouHHKA (}*=3,08;
d.f=6; p>0,05), a Tarke B rpymnmax MmanyueHTOB
C UANOIMATHYECKUM CKOJMO30M M JeTeil 6e3
ckonuosa (x>=1,07; d.f=6; p>0,05). Ananu3
B IPyNIIax MAallMEHTOB C BPOXJICHHBIM U UJIH-
OIMaTHYECKUM CKOJIMO30M TaK)Xe€ HE BBISBHI
pa3u4uil B pacrnpencieHnd KOMOWHAIMKN al-
neit u renotunioB COLAT1 (+1245 G>T, -1997
G>T) (v*>=1,92; d.£=6; p>0,05).

3aKjIoueHue

B xone mpoBeieHHOT0 MCCIeI0BaHMs yCTa-
HOBJIEHO, YTO JIeTH-HOCUTENu ajuiens «t(C)»

n reroruna «tt(CC)» cpenu naeHToB ¢ BPOXK-
JCHHBIM CKOJIMO30M BCTPEUYAJINCH JOCTOBEPHO
Yaiie M0 CPaBHEHHUIO CO 30POBBIMH JIETHMH.
AHanoruyHasi TeHICHIUS OTMeYanach IpH re-
voturne tt/GG rema VDR B rpy1me manueHToB
C BPOXKJICHHBIM CKOJTMO30M — OHa BCTpevasiach
Oosee yeM B 2 pasa yalle, Yem B IpyIIe JeTeH,
HE HMMEIOMIMX CKOJIMOTHYECKoW aedopmanuu
MIO3BOHOYHUKA.
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