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Beryn

OcTaHHIMU JECATWIITTAMU 3’ SBHUJIACS 3HAYHA KiJlb-
KICTh JOKJIHIYHUX 1 KIIHIYHUX JOCIIIKEHD, SIK1 ITOBIIOM-
JIAIOTH MPO MOTEHIIIMHI KOPUCHI ISl 30POB’sI BIACTHUBO-
cti Bitaminy D (mami — BiT. D) [1-5]. Barato nocmimxens
MOKa3yloTh MO3UTUBHUI BIUIMB BiT. D Ha pi3HI crcTeMu
JOZCBKOTO opraHizmy [4; 6; 7]. Hagite Oinbiie, icHye
0e3114 10CITIIKEeHb, 10 TIOBIIOMJISIOTH PO MOMIMPEHICTh
nedinuTy Ta HEIOCTaTHOCTI BIiT. D y 310poBUX Itofei,
a TaKOX y MALI€HTIB 13 JSSIKUMH narojorismu [7—12].

Krnacwuna ¢ynkiis BiT. D monsrae B perymnsiii rome-
ocrasy Kaubllito Ta pocdopy, THM caMuM 3ade3neuye 30a-
JTAaHCYBaHHS MeTa0o0Ji3My KiCTOK, TOOTO BPiBHOBa)KEHHS
mporeciB pe3o0Iii KiCTKH Ta KiCTKOyTBOpeHHA. OKpim
TOTO, BIZIOMO PO BILIMB HOro Ha mposidepariro KIiTHH,
nudepeHIiariio i aronTo3 y 6ararb0X TKAaHWHAX, 30KpeMa
i 6arato BHIIB PaKy, SIK-OT IIKipH, MOJIOYHHX 3aJ03, IPO-
craru abo ToBctol kuiku [4; 13—17]. Bionoriuni edexru
KaJBIUTPIONy 3a3BUYal OMOCEPEAKOBYIOTHCS 3a JOTTOMO-
TOI0 HoT0 3B’s13yBaHHsl 3 perentopom BiT. D (mani — VDR).
Hagani xomIutekc 3B’3y€Thes 3 €lIeMEHTaAMH, Iy TIUBUMH
1o BiT. D, y perymsropHiit gingHii okpemux reHiB [18].
Binomo, mio maike BCi TKAaHHHH 1 KIITHHH OpraHi3My
MaroTh VDR, nesiki 3 HUX MIiCTATh ()epPMEHTATHBHUI ara-
par Juis TIepeTBOPEHHS TIEPBUHHOI [IUPKYIIO0401 (hopmu
25(OH)D na #oro aktusHy dopmy 1,25(0H),D, o Bix-
KpUBAa€ HOBI YABICHHS NP0 (YHKINIO JAHOTO BiTaMiHy
[11; 14].

InionaTnana Hu3bKOpociicTs (nam — ITTH) 3a3Buyait
BHU3HAYAETHCA B JIITEH 3a HAJISKHOTO PiBHSA TOPMOHY POCTY
(mami — I'P) (HopmanbsHuUi piBeHb [P micist TecTiB 13 HaBaH-
T@XEHHSIM), 31 3pOCTOM <2 CHUTM JUIS BiKY, CTaTi W eTHi4-
HOI TPYIH, 3a BiACYTHOCTI XPOMOCOMHHX, CHCTEMHHX,
EHJOKPUHHUX 3aXBOPIOBaHb a00 Je(dilMTIB MOKUBHHUX
PEYOBHH, 3 HOPMAJIBHOIO Baror Ta JOBKHHOIO TiJla MpH
HapOPKEHH1, TAPMOHIMHUM MaJIUM 3pOCTOM 0€3 MCHUXO0CO-
HiadbHUX MPOOJIeM 1 3 HaJIe)KHUM XapayBaHHAM [19; 20].

I'en xonmareny Tumy 1 ameda 1 (mani — COLIAI)
€ OJTHHMM i3 TeHIB, K1 BiJIIIOBI11aI0Th 3@ MILIHICTb i THYYKICTh
KICTOK, OTKE, BIUIMBAIOTh HA picT nuThHA. Leit ren komye
OinIKOBMIA JTaHItOr KoslareHy Tumy I, sikuid cranoButh 90%
OPraHiyHOIO0 MAaTpPUKCY KICTKH, BiJirpae BaykKIIUBY pOJIb
y MiHepanizanii KicTok 1 ix rayukocri [21]. Icyrors nocii-
JoKeHHs 1mon0 acomianii Mixk COLIAI 13 MiHEpanibHOIO
HIUIBHICTIO KICTOK Ta HasIBHICTIO ocTeornopo3y. OaHuM i3
HaWOUIbI BUBYCHUX OIHOHYKIICOTHIHHUX TOJIIMOP(]i3MiB
(mani — SNP) € caiiT 3B’s13yBaHHs (haKTOopa TPAHCKPHIILIT
Spl rs1800012 (+1245 G > T), po3ramioBaHuii y mep-
momy iHTpoHi reHa COLIAI, BaxIMBOMY pETioHi B pery-
nsinii Tpanckpuniii konareny [22]. BusiBneno, o paHui
noiMopdism y reni CoL1A41 BrivBae Ha MIIHICTh KiCTOK
3aBASKM 3MiHI CIIOPIIHEHOCTI 3B’si3yBaHHA 3 (hakTopoM
tpanckpunuii Spl. Hassaicts aneni T npu3BoauTs 10 aHo-
MaJIbHOr0 BUPOOHHMIITBA JIAHIIIOTa KoJIareHy ol mopiBHSHO
3 JIAHLIIOT'OM KOJIareHy o2, 110 Ma€ HeCHPUSITIIMBUH BIUINB
Ha CKJIaJl 1 MeXaHIuHy MIilHICTh KicToK [22].

MeTor0 nociizkeHHsT € BUBYEHHs BiTamiH D-cra-
Tycy W ayKCOJIOTIYHMX IOKa3HHKIB y HiTeil 3 imiomna-
TUYHOI HHU3BKOPOCIICTIO 3aJeKHO Bia momiMopdizmy
+1245 G>T rena COLIAI.

O0’eKT i MeTOoaH TOCTiNKEeHHS

[IpoBeneno KIiHIYHE Ta T'€HETHYHE OOCTEKEHHS
35 niTel 3 11i0NaTHYHOI0 HU3BKOPOCIIICTIO, SIK1 TepedyBanu
Ha JlikyBaHHI B JIY «IHCTHTYT €HJOKpHHOIIOTIT Ta OOMIHY
pedoBuH im. B.I1. Komicapenka HAMH VYkpainny.

VY JocimiukeHi BpaxOBaHO: CTaTh 1 BIK MAIli€HTA,
AQHTPOIIOMETPUYHI J1aHi, piBeHb BiT. D y kpoBi (Hadip mari-
€HTIB YJITKY HE TPOBOAMBCSH), KICTKOBMH BiK, piBHI I'P
Ha T/ CTUMYJIILIHHHUX TECTiB (KJIOHIJMHOM, 1HCYJIIHOM),
IITYP-1, 3araybHOTO i 10HI30BaHOTO KaJbIIit0 Ta Gochopy
y kpoBi. CepenHiii Bik miteii (28 xjomumkiB, 7 JiBuar),
BKITIOUCHUX y JOCII/pKeHHsI, ctaHOBUB 10,86 £ 3,15 poky.
CepenHe BigcTaBaHHS y 3pOCTi CTaHOBWIO MiHyc 2,34
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(+0,85) SDS. Ha MoMeHT ntociiJpkeHHs BCl JiTH miepely-
BaJIM y CTaHi eyTHpeo3dy. Y JOCIiJDKEeHHs OyJIM BKITIOYEHI
TIAIi€HTH, SIKI HE OTPUMYBAJIU IpENapaTH Kajbllilo Ta BiTa-
MiHy D >6 MicsIiB nepes npoBeIeHHSIM JIOCITIJDKEHHSI.

[TpoBeneno Bu3HaueHHs mojiMopdizmy +1245 G>T
(rs1800012) rena COLIAI. Tenomuy JIHK mis morneky-
JISIPHO-TEHETHYHOTO JIOCHI/DKEHHST BUIULLIM 3 Tmepude-
piitHOT KpOBI 3a JOIMOMOTrOI0 KOMEPIIHHOI TeCT-CUCTEMH
“Quick-DNA™UniversalKit” (Zymo Research, CIIIA).
Jdns BuzHavyeHHst noniMopduux BapiaHTiB +/245G/T
(rs1800012) reny COL 1A BUKOPHCTOBYBAJIU METOJI MOJi-
Mepas3Hol JaHIproBoi peakiii (mami — [1JIP) i3 Hactyn-
HUM aHali30M TOJIMOP(}I3MY JTOBXKHHH PECTPUKIIHHUX
¢parmentiB (mami — [1/IP®) 3a MmoandikoBaHUMH TPOTO-
KOJIaMH 3 OJIITOHYKJICOTHIHUMH TIpaiiMepamMy BHPOOHU-
urBa Metabion (HimeuunHa) Ta KOMepUiifHUM HaboOpOM
DreamTaqGreen PCR MasterMix (Thermo Scientific,
CLIA).

[TpoOGipkn 3 TOTOBOIO aMIUTi(iKaNiHHOW CYMIIIIIO
nepenocuin B amrntidikarop “FlexCyclerBU”» (Analytik
Jena, Himeuuunna) fyist 3a0e31eueHHsI BiJIIOBITHOTO TEMITC-
paTypHOTO PEKHUMY MOJIMEPa3HOT JTAHITIOTOBOI PEAKIIii.

AMIUTIKOHH ~ TJUIATaTd  TIAPOIITHYHOMY — PO3IIe-
TUICHHIO 32 JOTIOMOTOIO BiAIOBIJHHUX €HJIOHYKJIea3 pec-
tpukuii BupodbHunrea Thermo Scientific (CLLIA) 3 notpu-
MaHHSIM TEMITEpaTypHUX YMOB BUPOOHHKA.

CraH pecTpUKUIHHNAX (parMeHTIB TeHIB aHali3yBalIn
B arapo3nomy reni (Cleaver Scientific, BenukoOpuranis)
3 JIOMABaHHSM OpPOMHUCTOTO CTHIIf0 sK OapBHUKA. J[ist
OLIIHKK MOJIEKYJIIDHOI Macu BHKOPHCTOBYBAIIM MapKep
GeneRuler 50 bpDNALadder (Thermo Scientific, CILIA).
BizyasizyBasu po3noiis pparMeHTiB y relli METOI0M FOpH-
30HTaNBHOTO enekrpodopesy (Multi Sub Midi, Cleaver
Scientific Ltd) Ta 3xificaioBanu ¢orodikcariro (puc. 1).

SIKIIO Micyst TIAPOTITHYHOTO PO3LICTUICHHS aMILTIKO-
HiB osliMop¢Horo Bapianty +/245 G/T (rs1800012) reny
COLI1A]I yTBOpIOBAINCH PECTPHUKIIHHI pparMeHTH 3 MoJIe-
KyJISIpHOIO Baroto 242 r.H. ta 18 n.H. (ocTaHHii He Bizyaii-
3YETHCH), TO 1€ CBIMYMIIO TIpo TeHotun 77. SIKIio mif i€
CHJIOHYKJICAa3H PCCTPUKIIT (hparMeHT 3aJIUIIABCS HE3MiH-
HuM (260 1.H.), peectpyBascs renorun GG. Pecrpukiiiini

250 ..

M 1 2 3 4 5

dparmenTu JIHK 3 Monekynsproro Baroro 260 ta 242 m.H.,
110 CIIOCTEPIrajucsi BOAHOYAC, BKasyBalu Ha reHoTurt G7T
(puc. 1).

CraructiuuHy OOpOOKY pe3yJbTaTiB JIOCIHIHKCHHS
MPOBOJMJIM 32 JIONOMOIOI0  CTAQTUCTHYHUX IPOTpamM
Microsoft Excel.

JlocuipKeHHS TPOBOAMIIOCS BJIOBIIHO 1O OCHOBHUX
npuHiuniB 6ioetrku Kousenmii Pagu €Bponu npo npasa
JIOAMHY Ta 6iomenuiuny (4 kBiTHS 1997 p.), ['enbcincbkoi
neknapaitii BcecBiTHBOT acoriallii OXOpoHH 370pOB’ s PO
STHYHI MPUHIMIT MPOBEACHHS MEAMYHUX JIOCIIDKEHb 32
yuactio Jirozieit (1964-2013 pp.). Komicis 3 GiomenuaHol
etnkn 1Y «IHCTHTYT eHZOKpHUHOIIOTIT Ta 0OMiIHY PEYOBHH
imeni B.I1. Komicapenka HAMH VYkpaiun» Big 20 yepBHs
2024 p., mpotokon Ne 11, mopynieHb MOpajibHUX 1 TPaBoO-
BUX HOPM IIiJ1 4ac JOCII/PKeHHsSI He BHUsBWIA. byna otpu-
MaHa iH(hOpMOBaHa 3rojia yYaCHUKIB Ta IXHIiX 0aThKiB.

PesyabTaTu nociifzkeHHs Ta ix 00roBopeHHst

[IpoananizoBaHo MOKa3HUKH 3pocTy, piBeHb 25(OH)
D y kposi, pieai I'P, IITYP-1, piBHi 3aranpHOTO ¥ i0HI30-
BAHOTO KaJblilo Ta Gocdopy cHpoBaTKH B JiTEH i3 HElO-
crarHicTio ['P 3amexno Bim momimopdizmy +1245 G/T
(rs1800012) rema COLIAI. Pe3ymprarn mpejacTaBieHi
B TaO. 1.

BcranoBieHo, 1110 HaWOLIBIIA KUTBKICTE JiTeH Oyin
HocisiMu romo3urotroi aneni G/G (65,71%), romo3urora
3a anemno T/T — BusiBeHa ogHa ocoba (2,86%), rerepo-
3urotu 3a anensmu T/G — 31,43%.

HaiiGinpiie BincTaBaHHS B POCTI CIIOCTEpIraiu 3a
romosurotHoro resoruny G/G, Ha apyromy wicii Oymu
Hocii romosurotu T/T, nitu-rereposuroru 3a anesnsimu T/G
MaJli HaliMeHIIIe BiJICTaBaHHs y 3pOCTi cepe]] yCixX MarieH-
tiBi3 ITTH.

bazanbuuii piens I'P OyB HU3BKUM Yy BCIX OCIIKY-
BaHMX TPyNax HE3aJeKHO BiJ| TEHOTHITY, aje HalHKIUM
OyB y Hocisi romosurorHoro resoruny T/T. Piens rop-
Mony pocty (I'P) micns crumynsuiiiHol npodu i3 KJIOHi-
JIMHOMY BCIX JociipkyBanux Oy Bumie 10 Hr/mi, ToOTO
BiJITIOBiJIaB HOPMI.

260 n.h.
242 n.n.

6 7 8 9 10 11

Puc. 1. Enextpodoperpama po3noaisty pecTpukuiiiHux ¢pparmMeHnTiB mogaimopgpizmy
+1245G/T (rs1800012) reny COLIA]I.

M — mapkep MOJIEKYJISIPHOI Bary,
3pasku 3, 5-10 — renorun GG,
3pasku 2, 4, 11 — renorun G7,

3pa3ok 1 —renorun 77
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Tabmuus 1

AHaJi3 1esIKUX MOKA3HMKIB Y AiTeil i3 1ediiuTOM ropMoHa pocTy 3a/1eKHO0 Bil mojaiMopdizmy

+1245G/T (rs1800012) rena COLIAI

IMoka3Huku Pegepenrui T'enoTun
3HAYEHHS
+1245G/T (rs1800012) COL1A1
T/T T/G G/G
Kinpkictb 35 1 11 23
SDS 3pocty —2,15+0,00 —2,03+ 047 -2.27+0,50
Bazanbauii pisens [P, Hr/mn 0,05-14,9 0,13+ 0,00 0,60 + 0,05 0,65+ 0,03
PiBens I'P micnst crumyssiniitHol Bumie 10 — HopMma; 10,90 + 0,00 12,72+ 1,33 14,66 + 1,25
poOH 13 KIIOHITHHOM, HT/MJI 5—7 Hr/MI — TOBHHI
nedimut I'P, 7-10
HI/MJI — 4YaCTKOBHI
nedimut I'P
[HCymiHOMOAIOHMIT YHHHHUK POCTY JliBuaTka: 248,00 + 0,00 167,10 £ 10,43 142,43 £ 11,22
—1, ur/mn 7-10 p.: 80-233;
10-12 p.: 96-545.
XIom4uKu:
7-10 p.: 55-222;
10-12 p.: 95-315.
25(OH)D, amoms/1 <50 — nedimwr; 70,30 £ 0,00 46,38 +3,43 55,20 £4,72
50,1 mo 74,9 —
HEJOCTATHICTE,
>75 — HOpMa.
PiBenb hocdopy cupoBaTku KpoBi, 1,26-1,94 1,88 £0,00 1,46 £0,18 1,47 £0,18
MMOJIB/J
PiBeHb 3arajibHOTO KajbIlii0 2,19-2.,69 2,41 +£0,00 2,45 +0,09 2,43 £0,05
CHUPOBATKH KPOBi, MMOJIB/J
PiBeHb 10HI30BaHOTO KaJIbI[iIO 1,09-1,35 1,18 £ 0,00 1,22 £0,05 1,22 +£0,04
CHPOBATKH KPOBi, MMOJIB/JT

ITpuMiTKH: piBeHb 3HAYYLIOCTI MK MOKa3HUKAaMH HE BUSBIICHO.

Pigens IITYP-1 y mocmimkyBaHux ocid OyB HOpMab-
HUM, aJle HAalTHKYIUH H0T0 piBeHb OyB y MAIli€HTIB i3 HasB-
HICTIO reTepo3uroTHoro noiimopdizmy T/G.

Heoimur BiT. D BCTaHOBICHO B MAiTEH-reTEpPO3UTOT
T/G, megocrarHicTh BiT. D criocTepiranu B miteii-romopo-
3urot T/T Ta G/G, 1m0 MOke BIUTMBATH Ha IBUIKICTH POCTY
miteir i3 IITH. Hespaxkarounm Ha nediltuT/HEZOCTATHICTD
BiT. D B oprani3Mi HamuWX MAaILi€HTIB, PiBHI 3arajJbHOTO
11 i0Hi30BaHOTO KaibLito Ta Gochopy Oyam B Mexax BiKo-
BUX HOPM, LIO BKa3ye Ha 30€pe)KEeHHsS KOMIIEHCATOPHUX
MeXaHi3MiB OpraHi3My Ta BHUMHBaHHS KamnbLio Ta (oc-
¢opy 3 KicTKOBO{ TKAaHIHH.

KomOiHariss JBOX JNAHIIOTIB KONIareHy TUmy I, mo
npoaykyeTrbcst TeHoM COLIAI, nanmiorn pro-alphal,
nmaHIor pro-alpha2, mo mpoxykyersest reHoM COLIA2,
MIPU3BOIATE 10 YTBOPESHHS MOMEPEYHUX 3B A3KIB Ta Mill-
HUX 1 KOPCTKHUX TPUIAHITIOTOBUX MOJEKYH, Kl 3MIITHIO-
I0Th KICTKOBY TKaHWHY. OZHOHYKJICOTHIHUH MOIIMOp-
¢izm y mepmomy inTpoHi (G>T) rema COLIAI moxe
3MIHIOBaTH aMiHOKHCIIOTHY TIOCIiJOBHICT JIAHITIOTa Pro-
alpha 1, yTBOproour TPUIIAHIIOTOBHI HE3PIMNH KOJAaTeH
tury [, KUl moripurye MiKpoapXiTeKTOHIKY KiCTKH Ta,
y CBOIO HYepry, MPHU3BOAUTH IO IIiJBHUINEHOI JIaMKOCTi
kictok [23]. Konaren tuny 1 ansda 1 (COLIAI) € oqaIM
13 HalBIZIOMIIINX F€HIB-KaHIUIATIB, SKUHA 9aCTO acoOIlif0-
€THCS 3 OCTEOMOPO30M Y Pi3HHX CIITFHOTAX 1 MOMYJISIIIsX
[24-26].

S.F. Grant et al. onncanu momiMopdi3m y mepuiomy
inTpoHi COLIA1, 3amimenHs ryaniny Ha taMmiguH (G —
T), sIKuif BIUTMBA€E Ha OIHY 3 AUISTHOK 3B’ s13yBaHHS (hakTopa
tparckpunmii Spl. Ile 30inpnrye yTBOpeHHs Oiaka Koia-
rery tuny | anpda 1 y KicTKOBiif MaTpuIli B HOCIiB anemi
T [27]. Mana anenp MOB’s3aHa 3 HU3BKOIO MIHEPAIHHOIO
IITBHICTIO KiCTOK, OCTEOMOPO30M 1 IMiIBUIIEHUM PH3HKOM
neperomis [28].

Mertaananiz 26 AOCTIKEHb MIATBEPIUB 3B 30K
aneni T momimopdizmy +1245 G>T 3 moMipHEM 3HMKEH-
HSM MiHEpaJbHOI MITFHOCTI KICTOK Ta 3HAYHUM PH3HKOM
OCTEOTIOPOTHYHHX TiepenoMiB [25; 29]. M. Bustamante
et al. moBimommy, mo momimopdizsmu COLIAI — 1997
G>TTa 1245 G > T noB’s3aHi 31 3HKEHOIO MIHEPAIFHOIO
IITBHICTIO KiCTOK MOTIEPEKOBOT0 By xpedra [30].

VY Hamomy AOCHiIKeHHI MOKa3aHo, IO TiTH TeTepo-
surotu T/G Marots medimut BiT. D, mo mMoxe OyTi ogHio
13 MIPUYHMH TOPYIICHHS MiHepasi3alliil KiCTKH Ta PO3BHTKY
OCTEOIIOpO3y B MOJANBIIOMY KUTTi. [omo3urora T/T mae
HaHWKYIAN piBeHb OazanbHOro I'P Ta HemoCTaTHICTH BIT.
D, mio Tex BIUIMBAa€ Ha CTPYKTYPY KICTOK Ta CHHTE3 KoJla-
reny. Lli npumynieHHs oTpeOyroTh MOAAIBIIOTO BUBYCHHS.

HpeCl'leKTl/lBl/l MOAAJbIINX J0CTiIKeHb

[ImanyeTbcst mpoBecTH NOCTiIKeHHS BiTaMiH D-cra-
TYCY ¥ ayKCOJIOTTYHMX MOKA3HHKIB y JiTel 13 nedinurom
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TOPMOHY POCTY 3aJIe)kHO BiJ nomimopdizmy +1245 G>T  romosuroru 3a anensimu T/T cranoBuium 2,86%, rerepos3u-

rena COLIAI. rotu 3a anensmu T/G — 31,43%.
lNnositamino3 D Tparuisiest B ycix agitei 3 igiona-
BucHoBkH TUYHOI HU3BKOPOCHICTIO: AeIiUUT — y IiTeH i3 rerepo-

3urotHuM resorunom T/G (46,38 + 3,43umoi1b/11), @ HEIO-

3HayHa KUIBKICTH JiTEH 3 1MiONMaTHYHOI0O HM3BKO-  CTATHICTH BiTaMiHy D —y HOCITB TOMO3MIOTHUX I'€HOTHIIIB,

pocuictio (65,71%) matore romosurorHuid renorunn G/G  a came: reHoruny T/T (70,30 £ 0,00 HMOIB/)T) Ta TOMO3H-
noiMopdismy +7245G/T (rs1800012) rena COLIAI, rorHoro reHoruiy G/G (55,20 + 4,72 amons/i).
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Mera: BuBueHHs BiTamin D-cTaTycy it ayKCOJIOTIYHUX MOKA3HUKIB Y AiTeH 3 1I0MaTHYHOI0 HU3bKOPOCIICTIO 3aJISKHO BiJl MOJi-
Mopdizmy +1245G>T rena COLIA]L.

Marepianan Ta meTonu. IIpoBesieHo KiIiHIYHE Ta TeHETHYHE OOCTEXKEHHS 35 /iTel 3 11i0MaTHYHOI0 HIU3BKOPOCIICTIO, SIKI Tepe-
OyBaym Ha yikyBaHHI B 1Y «lHcTUTYT eHmokpuHOnorii Ta 00MiHy pedoBuH iMeHi B.I1. Komicapenka HAMH VYkpainn». Buznauenus
nonimopoizmy +1245 G > T (rs1800012) rena COLIAI npoBOmuiIn 3a JOMOMOTOI METOIY IOJIMEPa3HOi JIAHIIOTOBOI peakii 3
HACTYIIHUM aHaJIi30M JIOBXKMHHU PECTPUKLIHHNX QparMeHTiB, 3a BUSBICHHS iX IIUIIXOM eleKTpodopesy B arapo3HoMy Teii. Pesynsraru
JOCITiDKEeHHS Oy CTaTUCTHYHO MpoaHai3oBaHi y nporpami “Excel”.

Pe3yabTaTn. Haiibinpmie BizcTaBaHHS B POCTI CIIOCTEPIraiy 3a ToMO3UroTHOro reHotuity G/G, Ha qpyromy Micmi Oyia roMo3u-
rota T/T, nitu-rerepo3urotu 3a anensmu T/G Many HalMEHIIIE BiICTaBaHHS y 3POCTi Cepel yCiX Mali€HTIB 3 1110MaTUYHOI0 HU3bKO-
pociicTio.

bazanbHuit piBeHb TOpMOHY pocTy OyB HU3BKHM Y BCIiX JOCIIDKYBAaHUX IPyIax HE3aJeXHO Bil FEHOTHILY, ajle HalHWKINM OyB
y HOCis ToMO3HTOTHOTO reHoturty T/T. PiBeHb rOpMOHY pOCTY TICIIS CTUMYJISIIHHOT TPOOH 13 KIIOHIMHOM Y BCIX JOCIHIKyBaHUX OyB
pumie 10 Hr/Mi1, TOOTO BiAMIOBiTaB HOPMI.

Piens ITTYP-1 y nocuipkyBanux ocid OyB HOpMalIbHUM, aJie HAlHIKYMIT foro piBeHb OyB Yy MalLlieHTIB i3 HASBHICTIO reTEPO3H-
rotHoro mnonimMopdizmy T/G.

BucHoBkH. 3HauHa KiJTbKICTH JiTeH 3 iA10MaTHYHOIO HU3BKOPOCIICTIO (65,71%) MatoTs romosuroTHui renotun G/G momimop-
¢bizmy +1245 G/T (rs1800012) rena COL1A1, romo3urora 3a anensimu T/T ctanoBuina 2,86%, rereposurotu 3a anensymu 1/G —31,43%.

linosiTamino3 D TpamisiBest B ycix AiTeil 3 i1i0MaTHYHOI0 HU3BKOPOCIICTIO: AeiluT — y AiTeil i3 TeTepo3uroTHUM TeHOTHIIOM
T/G (46,38 + 3,43 HmMoub/1T), @ HEIOCTATHICTH BiTaMiHy D — y HOCITB FOMO3HMIOTHHX I'€HOTHUIIB, a came: reHotuny T/T (70,30 + 0,00
HMOJIIB/JT) Ta ToMo3urotHoro reoruiry G/G (55,20 + 4,72 umons/i).

KurouoBi ciioBa: izionatnyHa HU3BKOPOCIICTh, AiTH, omiMopdi3m +7245 G/T (rs1800012) rena COL1A 1, po3mofis TeHOTHIIIB.

Purpose: the aim of our study was to investigate vitamin D status and auxological parameters in children with idiopathic short
stature in relation to the +1245G>T polymorphism of the COL1A1 gene.

Materials and methods. A clinical and genetic study of 35 children with idiopathic short stature treated at the V.P. Komisarenko
State Institute of Endocrinology and Metabolism of the National Academy of Medical Sciences of Ukraine was performed.
Determination of the +1245 G > T (rs1800012) polymorphism of the COL1A1 gene was performed using the polymerase chain
reaction method, followed by analysis of the length of restriction fragments detected by agarose gel electrophoresis. The results of the
study were statistically analyzed in Excel.

Results. The greatest growth retardation was observed in the homozygous G/G genotype, followed by the T/T homozygote, and
children heterozygous for the T/G alleles had the least growth retardation among all patients with ISS.

Basal GH levels were low in all study groups regardless of genotype, but were lowest in carriers of the T/T homozygous genotype.
Growth hormone (GH) levels after stimulation with clonidine were above 10 ng/ml in all subjects, i.e. in line with the norm.

The level of HDI-1 in the study subjects was normal, but its lowest level was found in patients with the presence of the heterozygous
T/G polymorphism.

Conclusions. A significant number of children with idiopathic short stature (65,71%) have a homozygous G/G genotype of the
+1245 G/T polymorphism (rs1800012) of the COL1A1 gene, homozygotes for T/T alleles were 2,86% and heterozygotes for T/G
alleles were 31,43%.

Hypovitaminosis D occurred in all children with idiopathic short stature: deficiency — in children with heterozygous T/G genotype
(46,38 £ 3,43 nmol/L), and vitamin D insufficiency — in carriers of homozygous genotypes, namely T/T genotype (70,30 + 0,00
nmol/L) and homozygous G/G genotype (55,20 =+ 4,72 nmol/L).

Key words: Idiopathic short stature, children, +1245 G/T (rs1800012) polymorphism of the COL1A1 gene, genotype distribution.
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