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[eHOoTHMNOBMI pO3NoAIA noAiMopdi3miB Bsml, Taqgl, Apal
reHa VDR i reHa COLTAT+ 1245G/T Ta Moro 3B’930k

i3 BiTaMiHOM D, ropMOHOM POCTY Ta iHCYAIHOMOAIOHMM
dhakTopomM pocTy-1 y AiTen 13 HU3bKOPOCAICTIO

A.A. KBaueHok

AY «[HCTUTYT eHAOKpUHOAOTIT Ta 06MiHY pevoBumH iMeHi B.TM. KomicaperHka HAMH Ykpainu», Kuis

Genotypic distribution of polymorphisms Bsml, Tagl, Apal

of the VDR gene and COLTAT + 1245G/T gene, and their association
with vitamin D, growth hormone, and insulin-like growth factor-1

in children with short stature

D.A. Kvacheniuk
SI «V.P. Komisarenko Institute of Endocrinology and Metabolism of the NAMS of Ukraine», Kyiv

oslimopdisamu rena perenropa sitaminy D (VDR) (N.EH. Rosli, 2025) i rena xomareny 1-ro tuny COLTA7

(Y. Ohata Ta cmiBaBr., 2019) acouiifoBani 3 6ararbMa eHJOKPUHHUMU, aBTOIMYHHUMHE, OHKOJIOTTYHUME Ta Cep-
1IE€BO-CYIMHHUMHY 3aXBopIoBaniAMU. [er VDR, sKuii peTymio€ TeloTporTHi eeKTH BiTaMiny D BaXXKIUBUIA 71T pOCTY
JHOJIVHM, OCKIJIBKY BiH OIOCEPEAKOBY€E MeTabo iuHi muistxu, GochopHO-KaIbIiEBUN FOMEOCTas, K BIUIMBAIOTH Ha
pict (M. Ryznychuk Ta criBasr., 2023). 3’130k Misk reneTrnynnMu Bapiantamu retis VDR i COL1A1 ta mopyuieHHsAM
pocCTy B IiTelt He 30BciM 3po3yminmii. He MoskHa BUKIIOYUTH ydacTh momiMopdizmiB Bsml ta Taql rena VDR i rena
COL1A1 B erionatorenesi matoJorii pocty B autsdomy Billi (S. Alharazyra crisasr., 2023; A. Wysoczanska-Klaczynska
Ta criBanT., 2018).

Mera poOOTH — OLIHUTH FeHOTUIIOBI 0COOIUBOCTI AiTell i3 HUBBKOPOC/IICTIO, a caMe JOCIANTH YacTOTY PI3HUX TeHO-
TUIIB mosiMopdHuX JokyciB (rs1544410) Bsml, (rs731236) Taql, (rs7975232) Apal rexa VDR i noniMopdismy rena
COL1A1+1245G,/T (rs1800012) Ta ixHiit MOKIUBIIT 3B’s130K i3 piBHEM BiTaMiHy D, TODMOHOM POCTY Ta iHCYTHOTIOI6-
HUM (haKTOpOM pocTy-1 y marienTiB i3 comatorponnoio nepocraticTio (CH) Ta iniomatnanoio ausbkopocdictio (1H).

Marepianu Ta MeToau. Y BijtiieHHI AuTA401 eHI0KpUHHOI maTostorii 1Y «IHCTUTYT eHJOKPUHOJIOTII Ta 0OMiHy
peuosuH imeni B.I1. Komicapenka HAMH Ykpainus» Hamu 6yJio nposegero obcreskerns 50 miTell i3 HU3bKOPOCIic-
TI0. MeToau JOCipKeHH: KAIHIUHi, aHTporoMeTpuyHi, 6ioxiMiumi, iMyHO(pepMeHTHI, IMyHOXEMIiTIOMiHECIIEHTHI,
CIIEKTPOMETPHUYHI, Pa/iOIMyHOJIOTIYHI, TeHEeTUYHi, MOJIEKYyJSPHO-TEHeTUYHi, 1HCTPYMEHTAJIbHI Ta CTAaTUCTUYHI.
BusraueHHS ayKCOTOTIYHIX MOKA3HUKIB Ta CTUMYJILOBAHOTO PiBHSA TopMoHa pocTy (I'P) mpoBoamin 3a cranmapt-
HUMH METOAUKAMU BiJIIIOBIIHO 0 MisKHAPOAHUX 1poToKoJiB. Bmict 25(OH)D y cupoBatiii KpoBi BUsHaYa m imy-

*MpoaosxeHHs. Mouatok y N2 1, 2026. C. 65—72.
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TabAnus
Yacrora reHotunis noaimopdizmis VDR (Bsml, Taql , Apal) i COL1A1 y Aitei i3 COMaTOTPOINHOIO HEAOCTATHICTIO
Ta iAiOoNaTMYHOI HU3bKOPOCAICTIO

FeHoTun ComaroTpornHa HeaAoCTaTHIiCTb (n = 28) laionaTMyHa HM3bKOPOCAICTb (N = 22) Pazom
VDR Bsml

GA 15 (53,57 %) 13 (59,09 %) 28 (56,0 %)
GG 7 (25,0 %) 2 (9,09 %) 9 (18,0 %)
AA 6 (21,43 %) 7 (31,82 %) 13 (26,0 %)
VDR Taql

TC 17 (60,71 %) 17 (77,27 %) 34 (68,0 %)
T 7 (25,0 %) 2 (9,09 %) 9 (18,0 %)
CC 4 (14,29 %) 3 (13,64 %) 7 (14,0 %)
VDR Apal

AC 20 (71,43 %) 14 (63,64 %) 34 (68,0 %)
CC 13,57 %) 1 (4,55 %) 2 (4,0 %)
AA 7 (25,0 %) 7 (31,81 %) 14 (28,0 %)
COLTA1T

GG 15 (53,57 %) 15 (68,18 %) 30 (60,0 %)
T 2 (7,14 %) - 2 (4,0 %)
GT 11 (39,29 %) 7 (31,82 %) 18 (36,0 %)

HOXEMIJTIOMiHEeCIIEHTHIM MeToZoM Ha Mikpodacturkax (Abbott, CIITA). OuiHioBaHHsI pe3yJbTaTiB 3/1iiiCHIOBAIN
BIZIMOBIHO 10 pekoMeraltiii MixuapoHoro roBapucTsa engokpunosoris (International Society of Endocrinologists,
2011). Bmict BD-3b Busnauaju 3a 10moMoroio imyHogepMeHTHOTO aHaji3y cTaHAapTHIM KOMEPIIHHIM HabopoM
«Elabsciense Biotechnology Co.,Ltd» (CIIIA). Pisni I'P Ta incyrinonogi6roro gpakropa pocty-1 (IIMYP1) y mrasmi
KPOBI BM3HAYa/ U MIISXOM XeMITIOMIHECIIEHTHOTO iMyHOoaHaIi3y 3 BUKopucTaHHsaM HabGopis Immulite 2000X3i
(Siemens, CIITA). PiBenb JienTHHY B KPOBi BH3HAYaJd iMyHO(MEPMEHTHUM METOAOM i3 BUKOPHUCTaHHSAM HabODIB
dipmu Roche Diagnostics GmbH Mannheim (Himeuunsa). PiBers imynopeakrushoro incysiny (IP1) BusHayaBcs
bepmenTaTuBHUM MeTOTOM (Siemens, Himeuunna). PiBenb mapaTropMoHa BU3HAYAIN 32 IOTIOMOTOI0 iMyHO(DepMeHT-
HOTO aHaJi3y cTaHzapTHUM KoMmepiiiitauM Habopom Monobind (CIIA). [luist BusHaYeHHs MOJIMOPMHUX BapiaHTiB
Taql T/C (rs731236), BsmI G/A (rs1544410) ta ApalA/C (1s7975232) rena VDR i +1245G/T (rs1800012) rena
COLIA 1 BUKOPUCTOBYBAJIM METOJT TIOJIIMEPA3HO1 JIAHITIOTOBO1 PeaKilii 3 HACTYITHUM aHaJIi30M MOJiIMOP(Di3My TOBKH-
HU PECTPUKITITHNX (hparMeHTiB 3a MOAN(DIKOBAHUMHU MTPOTOKOIAMHU 3 OJITOHYKIEOTHIHUMI TIpaiiMepaMu BUPOOHH-
urBa Metabion (Himeuyunna) Ta komepigiiinum na6opom Dream Taq Green PCR Master Mix (Thermo Scientific,
CIIIA). CraTrcTryHe ONpaioBaiHsa OTPUMAHUX JaHUX 3/ilicHioBasocs B cepenosuii nakera Excel 2003 for Windows
XP. O6paxoByBasii Henapamerpuyrmii KoedimienT kopesanii CripMeHna Mixk MOKa3HUKaMI, BiPOIiHO 3HAYYIIIUMEI
BBaxkayncs 3uadends p < 0,05. AHastiz laHUX TPOBOAMBCS METOJaMU BapialliiHOT CTATUCTUKY 3 BUKOPUCTAHHIM
nporpam SPSS 26,0 ta R (R version 4.1.3 (2022-03-10) One Push-Up). HopmasibHicTh po3moiiiB mepesipsaiach 3a
kputepiem KosmoropoBa—Cwmuprosa Ta [llanipo—Biska. HopManbHo po3nojiieHUMu BBAXKATUCS PSIIN, B SKUX
kputepiit Illanipo—Binka 6ys Buiie 0,05, a kputepiii Koamoroposa—CMupHOBa He HUKYE HUKHBOT MesKi Biporia-
HocTi, sika ctanoBuia 0,200. CtaTucTUYHE OMpPAIOBAaHHSA PE3YJIBTaTiB MOJIEKYISIPHO-TEHETUIHOTO JOCJiKEHHS
MIPOBOJIMJIN 32 JIOTIOMOTOT0 CTAaTHCTHYHKX TporpaM Microsoft Excel.

Pesyubrati. YeTaHOBJIEHO, 10 B JiTel i3 HU3bKOPOCicTIO OyJIn HasgBHI Bei Tpu moJiiMopdismu rera VDR i mori-
Mopdism (rs1800012) COL1A1+1245G /T (tabiuiis).

¥ Ginbmiocti narientis i3 CH npu nosimopdismi rena VDR Bsml Tta rena COLTA1 tpamsases anens G (78,57
192,86 % BinmosinHo). [Ipu mosmimopdismi Bsml Hocisimu rerotumy GA 6yiu 53,57 % obereskennx, renotuny GG —
25,0 %; mpu COL1A wocisimu renotuny GG 6ynu 53,57 % oci6, renoruny GT — 39,29 %. Ilpu momximopdizmi
Apal nominysas renorun AC (71,43 %). Bapro yBaru, 1o B ycix namientis i3 CH i renotuniom GG y nosiimopdizmi
BsmlI 3apeectpoBano noeananns juiie 3 renotuniom TT y momimopdismi Taql. Taka cama cutyaitist crioctepiraiach
i B marientiB 3 TH. [rmii renorunu noaimopdismis VDR noennysanuca B pisiux komOinaiisx. Asenb GG Bsml Ta
TT Taql wacrime tparsiicst B namientis i3 CH, wixk y namientis 3 IH (25,0 1 9,09 % Bianosigno). ¥ namienTis i3
CH wuacrimme BustBsisiiu Bapiant rerotuny AC Apal mopiBustHO 3 ocobamu 3 TH (71,43 ta 61,64 % BiAmosimaHO).
¥ nanientis i3 CH pimie tparsisest Bapiant renoruity GG npu COLTA, nix y namientis 3 TH (53,57 ta 68,18 %
BiJIMTOBITHO).
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lnositaminos D OyB HagBHUU y Bcix gitell i3 HusbkopocsaicTio: gaedinut npu renorunax GG Bsml
((45,59 £ 9,63) amomb/n), TT mpu moaimopdiami Taql ((45,59 £ 9,63) amonns/mn), GT npu mosaimopdizmi COLTA
((49,09 £ 6,996) HMOJIb/J1); HEIOCTATHICTD — 3a HASIBHOCTI iHIMX reHotutiB (Biz (52,29 £ 3,98) HMOJIb /1 TIpU TeHO-
tumi AC Apal o (68,25 £ 9,74) umous/n ipu reHotuni CC Taql). Yeranosiena pisauiis 3a piBHeM Bitaminy D mix
rerotunamMu GG i GA mogaimopdismy Bsml rena VDR (p < 0,7). 3a nagsnocti anens TT Taql rena VDR nvxauit
piBern 25(OH)D (< 50,0 umous/n1) TparuisiBest Biporigno dactimme (tounuii kpurtepiit Mimepa — 0,030; p < 0,05,
kputepiii Kpamepa — 0,348). Hagasricts renotuny AC Apal y nIuTunu 3 HU3BKOPOCTICTIO TaKOK TiBUIIYBaJa
(v 8,43 pasy) maHcu BUSBUTA HU3BKUI piBeHb BiTaminy D.

Haiisupaswitre BizctaBanns B pocTi crioctepiranu B miteit i3 CH ta romozurornumu reHoturiamu: GG ta AA VDR
Bsml (-2,54 £ 0,521 —-2,73 £ 0,27 Bignosiguo), TT ta CC VDR Taql (-2,54 = 0,52 ta —2,77 + 0,37 Bignosigao) i GG
npu COL1AT (-2,41 = 0,21). He BusBI€HO UiTKOI 3aJI€5KHOCTI Bijl BUY TeHOTHITY Npu mosiMopdizmax VDR piBHS
iHcyrinonoibHoro axropa pocry-1 y miasmi xkposi. ¥ namientis 3 IH crocrepiraiacs teHaeHis 10 O6iJbInoro
BUKH/Iy TOPMOHA POCTY IIPH KJIOHIAMHOBIiT 11po6i 3a HasiBHOCTI reHoTuiis GG Bsml ta TT Taql rena VDR.

Bucnosku. ITosimopdizmu Bsml Taql Ta Apal rena VDR Ta rena COL1A1 MaioTh Pi3HOTIAHOBUI 3B’SI30K 3
OKPEMUMU JIAHKAMU MATOTeHe3y HU3BKOPOCJOCTI Ta MOXKYTDH Bi/lirpaBaTH MEBHY POJb Yy BUSBAaX 3aXBOPIOBAHHS.
Bussienns Takux mosiMop@isMiB CIIPUATIME BIOCKOHAJIEHHIO TIPOTOKOJIIB CIIOCTEPEREHHS, 1iarHOCTUKY Ta JIKY-
BaHH4 JliTeil i3 MOPYIIEHHSIM POCTY.
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