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AHHOTALUA

[eduynTHBIA paxuT, HECMOTPS Ha yCnexu B ero NPOMUNaKkTUKe U NeYeHUU, 0CTaeTCs akTyanbHoN Npobnemon Ans neanaTpum u
3ApaBooxpaHeHus. [lo HaCTOSLLEro BpEMEHN UMEETCS HeonpeaeneHHoOCTb B BbIGope NpodunakTieckoin u ne4ebHomn 403 BUTaMu-
Ha D. OHa cBsi3aHa C TeM, 4TO CYLLEeCTBYHOT MHAMBMAYANbHbIE, KOHCTUTYLIMOHANBHO 0BYCMNOBNEHHbIE Pasnuyuns Kak B npeapacnorno-
XEHHOCTM K pa3BuUTUIO 3aboneBaHns, Tak 1 B MHOWBMAOYarbHON CTENEHN OTBETA OpraHuama Ha npenapar ButamuHa. CyLLecTBEHHYI0
oMb B TakiX UHAMBUAYANbHbIX PA3NUYUAX UTrPaKOT reHOMHbIE 0COBEHHOCTU opraHuama. B 0b3ope npefcTaBneH aHanua CoOBpeMeH-
HOM NUTepaTypbl, NOCBALLEHHON BNSHMIO rEHETUYECKMX (PaKTOPOB Ha (hOpMUPOBaHWE WHAMBUAYANbHOWM NPeapacnonoXeHHOCTH
K pasBUTUIO AEeULMTHOTO paxuTa, a Takke YyBCTBUTENLHOCTU K Npenapatam ButamiuHa D. C 3TOM Lenblo B 9NEKTPOHHbIX Basax
AaHHbIX NPOU3BEAEH NoucK nybrkaumi, oTBEYaloWMX CoBpEMEHHbIM TpeboBaHUAM AokasaTenbHoM MeanyyHbl. Kak TpaguumuoH-
HbIMW NoAX0AaMK (CEMENHbLIM 1 6NM3HEL0BLIM aHanNM30M), Tak U HOBENLIMMU METOAaMN — MOMHOrEHOMHBIM CKpuHUHIOM (GWAS)
C BbISIBNEHWEM TEHETUYECKIX NONUMOPGU3MOB, 0BHaPYKEHNEM AMUrEHETUYECKUX MapKePOB AoKasaHa CBA3b MEXIY reHeTUYeCKor
NPUYNHON 1 PYHKLIMOHUPOBAHNEM OCHOBHbIX MOLYNSTOPOB KOCTHOMO MeTabonmama, u ¢ 0COBEHHOCTAMU TeueHus AeULNUTHOTO pa-
xuta. Konnyectso nybrnukaLmin, NCCreaoBaBLUMX NPSAMYIO CBA3b FEHETUYECKNX MaPKEPOB C KNMHUYECKUMU acnekTamu AedULUTHOro
paxuTa, 0ka3arnocb OrpaHUYeHHbIM. [ EeHETUYECKMIA KOMMOHEHT UIrPaeT CYLLECTBEHHYI0 POfb B 0Bpa3oBaHU OCHOBHBIX MOLYNSTOPOB
obmeHa kanbuus 1 doctopa. OfHaKo CTeneHb ero BAUSHUS Ha BO3HWKHOBEHWE AEMULMTHOTO paxuta ellue MaTemMaThyecku He
onpegeneHxa.

KntouyeBhble crnoBa: ,Eleq)MLl'MTHbIVI paxuT, MOOynATOPbl KOCTHOIO MeTabonmama, 6ﬂM3HeHbI, NOMHOrEHOMHbIN CKPUHWHT, I'IOI'IMMOp(bVIS-
Mbl TEHOB, AMUTEHETUYECKNE MaPKEPbI
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Clinical and genetic aspects of deficiency rickets
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ABSTRACT

Deficiency rickets, despite the successes in its prevention and treatment, remains a pressing problem for pediatrics and health
care. Until now, there is uncertainty in the choice of prophylactic and therapeutic doses of vitamin D. It is due to the fact that
there is individual, constitutionally determined differences both in the predisposition to the development of the disease and in the
individual degree of the body’s response to the vitamin preparation. Genomic characteristics of the body play a significant role in
such individual differences. The review presents an analysis of modern literature devoted to the influence of genetic factors on the
formation of individual predisposition to the development of deficiency rickets, as well as sensitivity to vitamin D preparations. For
this purpose, a search was made in electronic databases for publications that meet the modern requirements of evidence-based
medicine. Both traditional approaches (family and twin analysis) and the latest methods — genome-wide screening (GWAS) with
the identification of genetic polymorphisms, as well as the detection of epigenetic markers, have proven the relationship between
the genetic cause and the functioning of the main modulators of bone metabolism, as well as with the characteristics of the course
of deficiency rickets. However, the number of publications investigating the direct relationship of genetic markers with the clinical
aspects of deficiency rickets was limited. The genetic component plays a significant role in the formation of the main modulators of
calcium and phosphorus metabolism. However, the degree of its influence on the occurrence of deficiency rickets has not yet been
clearly quantified.

Keywords: deficiency rickets, bone metabolism modulators, twins, genome-wide screening, gene polymorphisms, epigenetic
To cite this article

Sergeev YuS, Smirnova NN, Arsentev VG, Antsiferova ES. Clinical and genetic aspects of deficiency rickets. Pediatrician (St. Petersburg).
2025;16(2):79-88. DOI: https://doi.org/ https://doi.org/10.56871/PED.2025.74.11.008

Submitted: 03.03.2025 Accepted: 15.04.2025 Published online: 14.07.2025




BBEOEHUE

[OedununtHbin (B 3apybexHoit nuTepaType: NULLEBON, ani-
MEHTapHbIN) paxuT B0 HACTOSLLETO BPEMEHU SBMSETCS aKTy-
anbHoOW 1 colnanbHO 3HaYMMo Npobnemon Ans MMPOBOWA, OTe-
YeCTBEHHOI NeanaTpum, a Takke CUCTEMbI 34PaBOOXPAHEHUS.
He npeacTaBnsist HENOCPeACTBEHHOI Yrpo3bl XW3HM pebeHka,
3a UCKITIOYEHNEM BO3MOXHbIX 3MM300B rMnokamnbLneMnyeckmx
CYZOpOr, paxuT MOXET NPUBECTU K CTOMKUM KOCTHbIM fedop-
Mauuam, Hepedko Tpebylowyum opToneanyeckon KOoppekLum.
Kpome Toro, aedpuunt ButammHa D (kanbumdeponos) v ceoi-
CTBEHHbIE A71S HEro MeTabonnyeckme HapyLLeHUs oTpaxatTes
Ha pa3BuTuM pebeHka kak MCMXOMOTOPHOM, TaK 1 (DU3NYECKOM,
CHUXaIOT YCTOMYMBOCTb OpraHuama K pasnuyHbiM 3abonesa-
HWAIM, CMOCOBCTBYIOT XpOHM3aLuM BoneaHer, YTo B KOHEYHOM
cYeTe CKa3blBAeTCs Ha Ka4yecTBe XKWU3HM He TOMbko pebeHka,
HO 1 B3pOCMOro Yenoseka B ByayLieM, (hopMUPOBAHWM €0 Kak
NIMYHOCTU. [NuTEnbHOE BPEMS CYMTAnOCh, YTO paxuT MMeeT
9K30TEHHYI0 MPUPOJY W pa3BMBAETCS BCNEACTBME BO3LENCTBNS
Ha opraHuam pebeHka HenpaBWbHOMO MUTaHWS, HeJoCTaTou-
HOro yxogda, HebnaronpuATHbIX KIMMaTUYECKMX YCIOBUIA U CO-
LuanbHo-KynbTypHbIX hakTopoB. ocne OTKPbITUS W CO3aaHms
npenapaTtoB BUTaMuHa D, BbISICHEHWS pON COMHEYHBIX Nyyel
ANs CUHTE3a ero 3HAOoreHHoN hopMbI NosiBUNACk, kazanach Obl,
YHUKamnbHast BO3MOXHOCTb Npeaynpexaatb pasBuTUe paxuTa u
MOMHOCTbIO M3NeYMBaTh OT Hero. [lecTBUTENbHO, B Npodunak-
TWKe U NIEYEHUN paxuTa y aeTelt paHHero Bospacta B XX Beke
BbInn BOCTUrHYTHI 3HauMTENbHbIE yenexu. OaHako co Bpeme-
HeM BbISICHUIOCh, YTO He BCe CIy4an paxuta nposiBSHT JOK-
HY0 YyBCTBUTENbHOCTb K Mpenapartam ButammuHa D u ynbTpa-
(h1oneToBbIM fy4am Kak ECTECTBEHHOTO, TaK 1 UCKYCCTBEHHOTO
npoucxoxaeHus. Oka3anocb, UTO CyLIECTBYIOT YCTOMYMBbIE
hopMbl paxuTa, pa3BnUTHe KOTOPbIX HE 3aBMUCENO OT Npodunak-
TUYECKOTO BIUSIHUS Pa3nMYHbIX (PaKTOPOB, @ MOSHOMO BbI3A0-
POBMEHNS OT NeYeHns npenapatamn BuTamMmnHa D He HacTyna-
no. BbiNo ycTaHOBNEHO, YTO 3TY «BUOMOTMYECKIEY, A He «COL-
anbHble» OpMbl paxinTa YacTo UMELT FEHETUYECKYH MPUPOAY,
a VX HacnefoBaHWe COOTBETCTBYET MEHENEBCKAM 3aKOHOMEp-
HocTsiM. Kpome Toro, B psiie cryuaes B pa3BuTn 4eduLMTHOTO
(NprobpeTeHHOro) paxuta, NOMMMO HEXBATKM KanbLdepornos,
OonbLUyI0 Porb MOXET MrpaTb HELOCTATOK MOCTYNMEHNS Kanb-
umst n ocopa ¢ nuLLen, YTo 0COBEHHO aKTyanbHO ANs He-
BOHOLUEHHBIX, a TaKkKe AETEN M3 PervoHoB, rae npeobrnagaert
BereTapuaHckoe nutanue (Adpuka, tor Asum) [30].

Ha npoTsikeHnn BCeln MCTOpUM M3yyeHust npobrnemsl ae-
(OUUMTHOTO paxuTa KCcCrefoBaTens W NPakTUYECKME Bpayu
obpalyanu BHUMaHWe Ha hakT, 4To, MOMUMO POMN BHELUHEN
cpefbl, BMUSIHUS COLMarbHOTO XapakTepa B BO3HWKHOBEHWM
[aHHOM NaTonoruM UMeeT 3HayeHne 1 WHAMBUAYanbHash (KOH-
CTUTYLMOHarbHasA) NPeapacnoNoXeHHOCTb K ee  PasBuTHIO.
Tak, mpn paBHbIX HebGnaronpusaTHbIX yCrnoBusx 3aboneBaHne
y ogHoro pebeHka pa3BuBanoch, a y Apyroro HeT. B kavecTse
apryMeHTOB MPUBOAMIMNCHL Takxke (hakTbl pasnuyHON noasep-
XEHHOCTW K BO3HWKHOBEHMIO paxuta y AeTeil U3 OfHUX Cemeil
NPV paBHOM BO3AENCTBUN HA HUX OTPULATENbHLIX (PaKTOPOB.
Okasanocb, YT0 AeULNTHBIA PaxuT UMEET SIBHblE YepTbl 60-

NesHN C HacneACTBEHHON NPeApacnonoXeHHOCTb. [laHHble,
MoJTyYeHHbIE B MOCNEAHEE BPEMS, AEMOHCTPUPYHOT, YTO B hop-
MUPOBaAHWN 3TON MPEAPACTONIOXEHHOCTU Y4YaCTBYOT MHOTME
reHeTu4eckne hakTopbl, KOTOPble ONpeaensitoT UHAMBUAYamNb-
HYI0 YYBCTBUTENLHOCTb K pasBuTuio Aeduuuta BuTammHa D u
(vrmn) kanbuus, BRUSIOT HA BEPOSTHOCTb Pa3BUTUS AeduuuT-
HOro paxuTa y KoHKpeTHoro pebeHka [31]. v fokasaTenscTea
ObInK NONyYeHbl C NOMOLLbBIO MHOXECTBA Pa3nMYHbIX METOLOB,
OT TPaAMUMOHHBIX FEeHETUYECKNX WUCCMefoBaHUN O METOL0B
FEHOMHOTO CEKBEHWUPOBAHMUSI HOBOrO MokosneHus. Kpome Toro,
MPOLEMOHCTPUPOBAHO BIUSIHIE Ha OMpefeneHHble reHbl, yya-
CTBYtOLME B METAOONN3ME KOCTHOI TKaHW, 1 3MUTEHETUYECKUX
MapkepoB (MeTunbHbIx rpynn, monekyn PHK). 3nureHomHble
BMUSHWS TaKKe OKasblBaKOT CYLLECTBEHHOE BMWSIHWE Ha hop-
MUPOBaHWe NpeapacnornoXeHHOCTU K paxuTy W UHAMBKUAYanb-
HOW YyBCTBUTENBHOCTY K BUTamuHy D [15, 26].

BAPUAHTbI PAXUTA

PaxuT — 3T0 reTeporeHHasi MaTonorus, BKMoYawLlas B
cebs kak geduuntHble (MHOrodakTopHble) hopMbl, Tak U Ha-
CneacTBeHHble (MOHOTEHHbIE) KIMHWYECKME BapuaHTbl. B Ha-
cTosilee Bpemsi u3BecTHO H6onee 20 MOHOTEHHbLIX M MOMUreH-
HbIX (MHOTO(AKTOPHbIX) MPUYMH paxuTa, BCTpPeYaloLlerocs
NPEUMYLLECTBEHHO y [eTen TPYAHOro M paHHero Bo3pacTa
W WUMEIOLEro CXOXKYI (DEeHOTUMMYECKYID KapTWHY, oBycros-
NeHHyto aedekToM nnacTuHyatoro xpswa [11, 13, 17-19].
HapyLieHne 3TOro Xpsilia NPOWCXOAMT M3-3a HeJOCTaTOYHOM
MWHepanu3auuu octeonaa BCAEACTBME TUMOKanbLYEMAN nnu
runodoccatemMun. M nosTomy TpaguuMoHHO BCHO 3Ty HEOAHO-
POLHYIKO MO MPOUCXOXAEHUIO NAaToONorio No nokasatento nep-
BWYHOW PONKM B HapyLueHWn meTabonuama LensT Ha ABe rpyn-
Mbl: KamnbLuneHndeckyto u ocdoneHmnyeckyto. K nepson rpynne
OTHOCHT BapuaHThbl paxuta, 00yCnoBneHHbIE NEPBUYHON POMbIO
runoKanbLyeMnn B BO3HUKHOBEHUN MeTaboNMYeCKuX HapyLue-
HUIA. K HUM oTHOCATCA: BUTaMUH D-AeULMTHBIA paxuT, B TOM
yncre ¢ HeLoCTaTOYHbIM MOCTYMIEHNEM KanbLus, a Takke 3a-
BUCKUMblE (DOPMbI, MELOLLME MOHOTEHHYH npupogy. lMocnes-
HWe B HacTosiliee BpeMsi MpefcTaBneHbl NATbI0 peLeccuBHO
HacrnegyembiMin hopmami, 06yCrOBNEHHBIMA (ePMEHTHBIMM
Aedektamu, NPUBOASLLMMU K HapYLLEHMIO Lieny meTabonnama
BuTamuHa D n HeadppekTueHOCTY KanbumTprona (1,25(0H),D),
nmMb0 KOAMPOBaHMS BHYTPUKIETOYHOrO peuentopa BUTaMu-
Ha D (VDR). YkasaHHble ¢hopMbl, 0Bo3Havaemble kak 1A, 1B,
2A, 2B 1 3, nogpobHO onucaHbl B KaTanore reHoB YenioBeka
1 reHeTuyecknx HapyweHui (Online Mendelian Inheritance in
Man, OMIM), a Takkxe B 0030pHbIX nybnukauusx [5, 18, 19].
Fmnocochatemmyeckuin (hoconeHNYECKU, PE3NCTEHTHBIN,
Tybynonatuyeckuit) paxuT Takxke npeacTaBneH rpynnoi MoHo-
reHHbIX 3a60neBaHWi C pasnUyHON HacnegyemMocTbio, (eHOTUN
KOTOpbIX 0OYCnoBNEH MepBuyHON runodocdaTemMmeit, npueo-
JALLEN K HapyLIEHWNKO KOCTHOro MeTabonnama. 3T BapnaHTbl
Takke AOCKOHANbHO MpefcTaBneHbl B BblEYKA3aHHbIX WC-
ToYHMKax. Kpome Toro, dhocchoneHnYecknin paxut MOXeT ObiTb
BbI3BAH HeJOCTaTOYHbIM MOCTynneHueM ocdopa ¢ nuLLed,
4TO CryYaeTCcs y HEAOHOLLEHHbIX AETEN NPK HENPaBUIIBHOM UX
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KopmneHuu. B nocnegHee Bpemsi CTano 04eBMAHbIM, YTO paxuT
MOXeT ObITb CNEACTBMEM PA3fMYHbIX MPUYKH, BKIOYas MyTa-
Lnn, HEMoCPEACTBEHHO BRMSIOLME Ha TEHbI, y4acTBylOLWMe B
perynauum ocdopHo-kanbumesoro metabonuama. OcHoBa-
HWeM L5 pa3BuUTUS 3aboneBaHNs MOryT SBUTLCS NpUobpeTeH-
Hble Tybynonatum u 3abonesaHust NeYeHu, NpUBOASLLME K Ha-
pyLeHno obMeHa BeLLecTB, a Takxke psg Apyrux GakTopos, B
TOM YICHEe ATPOTEHHOrO NPOMCXOXAeHMs (MpyemM NpoTMBOCY40-
POXHbIX NpenapaTos, pUchaMnuLmHa, riKOKOPTUKOCTEPONA0B
n np.). CornacHo COBpeMeHHbIM NpefcTaBneHusm, aeduumT-
HbIl paxuT — 370 3aboneBaHue, B OCHOBE KOTOPOrO fexaT Ha-
pyLieHns anddepeHLMPOBKI XOHOPOLMTOB, MUHEpanu3aLumn
anndu3apHbIX 30H pOCTa 1 OCTEOMAHOM TKaHW, BbI3BAHHbIX Je-
¢uumtoM BUTaMuHa D 1 (1) HeocTaToUHbIM NOCTYNAEHUEM
kanbuua [3, 25].

[aHHbI 0630p CopepXUT aHanua CyLlecTByoWmX nybnu-
KaLWi, MOCBSILLEHHbIX BRWSHMIO FeHeTMYecknx (HakTopoB Ha
BO3HUKHOBEHWE AeULIMTHOMO paxuTa.

[Ons otbopa nyGnukauuin Mcnonb3oBaHa CTaHAapTHas
cTpaTerusi noucka B HayYHbIX 3MeKTpoHHbIX Gasax: Medline,
Google Scholar (Akagemus Google), Web of Science u Elibrary.
ru. OBHapyxeHue 1 0TOOP NMUTEpATYpHbIX WCTOYHWKOB MpO-
BOAMNCA Takke Ha cailTax OpraHu3auuid, y4pexpeHui, co-
obLecTB, yyacTBylowux B pa3paboTke pekomMeHaaLuii, aHanm-
3MPYIOLMX TEKYLLYIO NMUTEepaTypy U COCTaBASIOLLMX CUCTEMATH-
yeckne 0630pbl, B YaCTHOCTU, B JOCTYMHON (OTKPLITON) YacTu
KokpeitHoBckoit  Gubnmotekn. OTGupanuch, npexme BCero,
KaYeCTBEHHbIE KITMHWYECKIE UCCIIeJ0BaHNs, N0 CBOEMY METO-
AMYECKOMY YPOBHK) OTBEYAIOLLME COBPEMEHHBIM TPEDOBAHUSAM
W KPUTEPUSM JOKa3aTENbHOCTM MOMYYEHHbIX pesynbTaTos [1].
MpropuTeT 0TAABANCA OTAENbHBIM PAHAOMU3MPOBAHHBIM KITK-
Huyeckum uccnegosanuam (PKW), pesynbtatam cuctematuye-
Ckmx 0630poB, MeTaaHann3oB, nybnukaumsam KokpenHOBCKOro
COTpyAHMYecTBa. AHanu3y MOABEPrINCL Takke PyKOBOACTBA
N MEeXHaLMOHamNbHbIE KIMHUYECKME PEKOMEHAALMN, CTPYKTYpa
KOTOpbIX OTBeYana COBpPEMEHHbIM TpeboBaHWAM [oKa3aTenb-
HoW MeguumHbl [18, 19, 25].

POJIb TEHETUYECKOIO ®AKTOPA
B PA3BUTUN OEOULIUTHOIO PAXUTA
HblHeLHee NOHNMaHKe Nexallero B OCHOBE reHeTUYeCKo-
ro Bknaga B pa3suTue geduyntHOro paxura bbino onpegeneHo
Bnarogaps TpaguUMOHHBIM Nogxoaam (OnM3HELOBLIM U METo-
[OM CEMEHOTO CLENMEHNs) N COBPEMEHHON METOZ0MOMM UC-
CnefoBaHs reHOB-KaHAMAATOB W MOMHOTEHOMHBIX accoLyaLi
(GWAS) [15, 16, 26]. Heobxogumo OTMETUTb, YTO A0 HACTOSI-
Liero BpEMEHM CyLUEeCTBYeT OrpaHUYeHHOe KOnM4ecTBo paboT
C UCMOMb30BaHNEM NEPEUUCTIEHHBIX METOANK, KOTOPblEe NO3BO-
nmnm Bbl HEeNOCPEACTBEHHO KOMMYECTBEHHO OLEHWTb BKNaf re-
HETWUYECKOTO BMISHWS B BO3HUKHOBEHWE AeULMTHOTO paxuTa.
Vimetowmecs mybnukaumm nOCBALLEHbI B OCHOBHOM U3Y4YEHNIO
FEHETUYECKOTO BMIMSHWUS Ha pasnuyHble (aKTopbl, KOTOpbIE
MOTyT WrpaTh MOTEHLMANbHYK 3TUOMATOrEHETUYECKYIO POfb B
BO3HUKHOBEHWUN AeduumuTHOro paxuta. K aTum npeguktopam
OTHOCAT MeTabonuThI kanbLudepona, Takme kak 25(0H)D (rug-

pokcukanbuudepon, kansuuanon) u 1,25(0H),D (aurngpokeu-
kanbuudepon, kansuutpuon), peuentop ButammHa D (VDR) u
Genku, ceasbiBatoLme metabonutel ButTammHa D (VDBP).

MeTabonuTbl kanbuudepona

Hanbonee n3y4aembiM C reHETUYECKOM TOUKW 3pEHUS B MO-
cnegHee Bpems sBuncst 25(0OH)D. 31oT MeTabonuT, B 0TnMuMe
ot 1,25(0H),D, xapakTepu3yeTcs OTHOCUTENbHON CTabUmnbHO-
CTbl0, NEPVOA ero nonypacnaga UCHMCNNETCs Heaenamu, Toraa
KaK KanbLuMTpKona — yacamu, YTo Co34aeT CMOXHOCTU B OLEH-
ke cTaTyca ButamuHa D no camomy akTneHoMy meTtabonuty B
cuny ero HectabunbHOCTW. VIHTepeC K n3yyeHuto aTnx Metabo-
NUTOB B MUPE HE CMy4YaeH W He CBOAMUTCS TONMbKO K aHamnmay
WX PONN B perynsyum obmeHa KOCTHOW CUCTEMbI. [1pakTniecku
NOBCEMECTHas KneTouyHas akcnpeccus peuentopa VDR no-
3BONSAET npeanonaratb MHOTOYUCMEHHbIE MEXaHW3Mbl, pery-
nnpyemble BuTamnHom D. AKTUBHbIN MeTabonuT BuTammHa D,
CBA3bIBASICH C 3TUM PELEenTopoM, CnocobeH aKCMpeccnpoBaTh
nmbo penpeccnpoBaTb MHOXECTBO [PYrMX FEHOB, B TOM YMC-
ne kogupylowwmx Benku, yyacTBylolMe B perynsuum MHOTMX
(pyHKUMIA OpraHmn3ma, BKIoYas UMMYHHYK0 cuctemy [7, 12, 20].
Mo HekoTopbIM oLueHkaM, 4o 1250 reHoB NPSIMO UMK KOCBEHHO
perynupytotest 1,25(0H),D [25]. Mo gpyrum nogcyetam, npu-
MepHO 3% reHoma YenoBeka perynupyeTcs npsiMo Uin KOCBEH-
HO cuctemon ButamuHa D [27]. Bnepsble nabopaTtopHas BO3-
MOXHOCTb KOnM4ecTBeHHo onpefensts 25(0H)D B cbiBOpoTKe
kpoBu nosiunack euwle B 70-x rogax XX Beka. Metoguka co-
BEpLUEHCTBOBaNach, yHUMLMpoBanach, U B HacTosLee Bpe-
Msi B nabopatopusix Mupa 00bl4HO OMPeAensoT CyMMapHYyto
BenuumnHy Kanbumanonos (D, u D), no KoTopoi NpuHSTO oLe-
HWBATb BUTAMUHHbIA CTAaTyC MHAMBMAA W NONYNALNA B LieSIOM.
BmecTe ¢ TeM Hago yuuTbiBaTh, YTO AAHHOE COEMHEHNE, SIB-
NASCb Nerko NAeHTUULMPOBAHHBIM, HE BbIMONHSET rNaBHON
(PYHKLMOHAbHOW POnK, BAMAOLLEN Ha roMeocTas Kanbuus. 3-
BECTHO, YTO Bronornyeckas aktmeHoCTb 1,25(0H),D npumepHo
B 1000 pa3 Bbille, YeM Yy CBOEr0 NpeaLLeCcTBEHHMKA. TeM He Me-
Hee B 2016 rogy Mmo6anbHbIM KOHCEHCYCOM MO NpOthunakTuke
11 NEYEHMNI0 NULLEBOrO paxuTa bbiNo PEKOMEHL0BAHO PaHXNpPO-
BaHWe cTaTyca KanbLudepona no BENWYMHE Kanbuuauona B
CbIBOPOTKE KpOBU [25]: goctaTouHbIi (>50 HMonb/n), HepocTa-
TOuHBbIN (30-50 HMonb/M) 1 geduynTHBIR (<30 HMONL/N). 3K
KpUTEPUM NPUHSATBI U B Hawel cTpaHe. MepBoe MaclitabHoe
6rm3HeLoBOe uccnefoBaHue ObINO MPOBEAEHO aHIMMIACKUMU
asTopamu cpeau 1068 nap B3pocnbix 6nmaHenos (384 moHo-
3UrOTHbIX 1 684 AU3NTOTHBIX Nap), MPEUMYLLECTBEHHO XKEHCKO-
ro nona [21]. ABTOpbl YCTaHOBUMM, 4TO HacnegyeMocTb Ans
25(0OH)D y eBponeonzoB coctasuna B cpegHem 0,43, a ans
1,25(0H),D — 0,65. PaboTa, nposefeHHas cpeam 226 kutai-
CKMX nap 340poBbIX BrM3HeL0B NOAPOCTKOBOrO BO3pacTa, npo-
AeMoHcTpupoBana Hacnegyemoctb Ans 25(0H)D B cpegHem
paBHyto 0,69 [8]. B 0630pax, onybnukoBaHHbIX B MOCneaHee
BPEMSl, MPUBOAATCS [aHHble OMW3HELOBBLIX U CEMERHbIX WC-
CNeJoBaHNA cpeay NpeAcTaBUTENEN pasnnyHbIX HaLMOHaIb-
HOCTe! 1 PETVIOHOB KaK ANs KanbLuanona, Tak u kanbyutpuona
[16, 26]. MpeacTaBneHHble B 3TUX 0630pax Lugpbl BapbupytoT




ans 25(0H),D 010,23 o 0,80, a ans 1,25(0H),D — B uHTepsa-
ne ot 0,16 o 0,48. K coxaneHunto, He CyLLeCTBYeT UCCNeaoBa-
HW BrIM3HEL|0B UM CEMENA, B KOTOPbIX Obl M3yyanack Hacnea-
CTBEHHOCTb MULLEBOrO paxuta Ha OCHOBE BUOXMMWUYECKUX MK
KIMHUYECKMX NPOSIBNEHN 3aboneBaHus. TeM He MEHee BbisiB-
NEHHbIE TEHETUYECKME BIUSIHMS HA YPOBHU aKTWBHbIX MeTabo-
NUTOB KanblLindepona MOryT KOCBEHHO CBUAETENbCTBOBATL B
nonb3y NMPUCYTCTBUS FEHETUYECKON NPeapacnonoXeHHOCTH K
passuTO BUTaMuH D-gednyntHOro paxuta.

[ns noHUMaHWa ponu reHeTudeckux HakTopos, onpe-
LENSIOWNX YPOBHM KanbLn(eponos, C HaLlen TOYKM 3peHus,
Ba)XHO HaMOMHUTb O reHax, MPSIMO Ui KOCBEHHO BRMSIOLMX Ha
meTabonuam ButamnHa D. B pasgene «Gene» NoucKoBoOW cu-
ctembl PubMed anektpoHHoit 6a3sl Medline npunsoasTcs cse-
AeHns o 167 reHax yenoBeka, KOTOPbIE CMOCODOHbI Oka3blBaTh
BIMSIHWE Ha ero MHAMBMAYanbHbIA ypoeHb 25(0H)D!, 60 — Ha
1,25(0H),D?, 98 reHoB onpedensioT ypoBeHb napaTropMoHa’,
346 — KOAMPYIOT KMETOYHbIA PeLenTop K kambuuTpuony*, a
1087 — npoaykumto npotenHoB VDBP, cBs3bIBaloLmMX W TpaHC-
nopTMpyloLLMX kanbuudeponbl®. Haubornee «BAMATENbHBIMUY
13 Hux sBnstoTcs redbl cemeiictBa CYP: CYP2R1 (kogmpytoT
25-rupgpokennasy), CYP27B1  (kopupyeT 1a-rugpokcunasy),
CYP24A1, CYP3A4 (kogupylT umtoxpombl P45024A1,
P4503A4, nHakTuBMpytoLLme akTueHble MeTabonuTbl D). K unc-
Ny 3HAYMMbIX FEHOB, PEryNNPYIOLLMX NPOAYKLMIO 3HOOTEHHbIX
kanbLudepornos, oTHocATCS reHbl PTH, perynupytowme npo-
AYKUMIO napatropmoHa, a Takke PTH1R n PTH2R, koaupyto-
LMe peLenTopbl K 3aTOMy ropMoHy. Kpome Toro, cyLiecTBEHHOE
BNWSIHME HA KOHLIEHTPaLMK 3TUX METAbONMNTOB OKa3biBatoT Mo-
numopduamel reHa VDR, koaupyioLlero pelentop ButamuHa D
C Takum xe HaumeHoBaHueM (VDR). HemanosaxHyio ponb B
perynsauumn meTabonntos kanbLudepona urpatT rexsl GC, pe-
rynupytowmne npogykuuio npotemHos VDBP [5, 15, 16, 26].

Hawwn npedcTaBneHns 0 BO3MOXHOM POSIN FeHETUYECKMX
BMWSHWI Ha BO3HMKHOBEHWE JeULNTHOTO paxuta paciumpu-
nuch Brnarogaps LUMPOKO MPOBOAMMBIM B MOCREAHEE BPEMS
NONIHO2EHOMHbIM UccriedosaHusiM accoyuayuli (genome-wide
association studies — GWAS). [laHHblIil METOA, HanpaBneHHbIN
Ha BbIiBMEHWE NONUMOPMU3MOB B reHOMax MHAWBUAOB, yCTa-
HaBMMBaeT accoLnauun «reHOTUN—EHOTUM» Y HEPOACTBEH-
HbIX Mtogen. OTOT NOAXOZ MO3BONSET BbIABNATL CBA3b MEXIY
nonumopuamMamu TOro UK UHOTO reHa, 0ByCrnoBREHHbIMM Ba-
prabenbHOCTbI0 TONbKO 0AHOrO Hykneotuaa (Single nucleotide
polymorphism, SNP). Takue SNP («CHUMbI») MOryT BHOCWTb
CYLLECTBEHHbI BKMaA B MOMYMALMOHHYI W WHAMBUAYamNbHYIO
reHeTU4EeCKyl) BapuabenbHOCTb. BbisiBNEHWe 3TUX monumop-

! https:/Awww.ncbi.nlm.nih.gov/gene/?term=Calcitriol (aata obpaLieHus
07.05.2024).

2 https://www.ncbi.nlm.nih.gov/gene/?term=parathyroid+hormone (nata
obpauueHus 07.05.2024).

5 https://www.ncbi.nlm.nih.gov/gene/?term=vdr (nata oGpalLeHus
08.05.2024).

4 https://www.ncbi.nlm.nih.gov/gene/?term=GC
08.05.2024).

5 https://www.ncbi.nim.nih.gov/gene/?term=GC
08.05.2024).
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(h13MOB B HaCTOSILLEE BPEMS LLIMPOKO MPUMEHSIETCA ANS U3yye-
HWS MOMMIEeHHOW NMPUPOAbI Pa3nuyHbIX 3aboneBaHnii, a Takke
APYrvX NpU3HaKkoB MHOrogakTopHOro npoucxoxaexus [34]. [o
HacTOALLero BPEMEHW €CTb TOMbKO €AMHUYHble NybnnkaLmu
no GWAS, nocBslLLEHHbIE HEMOCPELCTBEHHON CBA3N pasnny-
HbIX FEHETYECKIUX NONMMOPGU3MOB C JeULUTHLIM PaXUTOM.
OpHako CyLlecTBYOT MHOrO paboT no maeHTudmkauymm SNP,
BnnstoWwux Ha ButamuH D B cbiBOpoTKe. B yacTHocTw, npoge-
MOHCTpMpOBaHa cunbHas accounaums ¢ 25(0OH)D Bo mMHorux
nokycax reHoB GC, CYP2R1, CYP24A1 v pspa gpyrux [6, 16,
31]. B bputaHckoit paboTte cobpaHbl CBeeHNs 1 NpUBOASATCA
AaHHble 0 143 BapuaHTax nonMMopu3MoB, B TOM YKCHE paHee
YCTAHOBIEHHbIX, B Pa3fINYHbIX NIOKyCaXx, CBA3AHHbIX C KanbLy-
avonom [32]. 310 uccneposaHue oxeatuno 417 580 esponeit-
ueB. MogpobHbIi 0630p no pesynstatam GWAS no metabonu-
Tam BuTamMuHa D npeacTaBneH 1 B nybnukawum pyrix aBTopos
[31]. Bonbwas rpynna uccnegoBaTeneit U3 pasHbix CTpaH ony-
BrmkoBana pesynbTaThl BbiiBNEHMS ¢ nomoLblo GWAS HOBbIX
SNP B pasHbix reHax (GC, CYP2R1, CYP24A1 v op.) y 79 366
eBponenckux xutenen [22]. COBOKYMHbIA FeHETUYECKUIA BKNaA
3TuX nonumopcuamoB B ypoBeHb 25(0H)D umu oueHeH, kak
paBHbIi 7,5%.

GWAS pgononHun HawwW NpeacTaBneHns O BO3MOXHOM
pONu reHoMa B PasBUTUM JeULMTHOTO PaxuTa, BbISBUB NOTEH-
umaneHble SNP, Bninsitome Ha metabonmam kanbuyudepornos.
XoTta GWAS Ha faHHbI MOMEHT MaeHTudMLmMpoBan 6onbLuoe
konnyectBO SNP, CBSi3aHHbIX C YPOBHAMM BUTaMuHa D, OHM
cymmapHo coctaBnstoT MeHee 20% o6Liero reHeTn4eckoro
BKMagaa, Nony4YeHHOro 61a3HeL0BbIM METOLOM M CEMEIHON ce-
rperauyen. To MoXeT ObITb CBA3AHO C TEM, YTO GOMbLINHCTBO
SNP, onpepenstowmx metabonuam sutammHa D 1 npegpacno-
NOXEHHOCTb K PasBUTUIO paxuTa, SBASKOTCS PEAKUMM, KOTOPbIE
TpebytoT Ans nx obHapyxeHns Bonblumx Boi6opok [26]. Mposo-
Aanmble B HacToswwee Bpemss GWAS npenmyLLecTBEHHO cocpe-
[OTOYeHbl Ha uccnefoBaHusx ctatyca ButamuHa D. XoTs ko-
nnyecTBo 25(0OH)D BaxHO 4151 pa3BuTUS 4eULNTHOTO paxuTa,
OHO MOXEeT CRYXWTb NULUb KOCBEHHBLIM NPU3HAKOM (MHAMKATO-
poM) pucka passuTusi 3aboneBaHusi. B HacToslLlee Bpems HET
BO3MOXHOCTU HanpsiMyld CBSI3aTb FeHOTUMbI C BEPOSITHOCTHH
1 XapaKkTepom TeyeHns geduuumtHoro paxuta. OgHako nocne-
ayowne paboTbl Mornu bl pacCMOTPETHL B3aMMOCBA3b MEXAY
KIMHMYEeCKMMM M nabopaTopHbiMi 0COGEHHOCTAMI paxuTa C
BbISIBNEHHbIMM paHee ¢ nomollblo GWAS reHeTndeckumm no-
numopduamamu.

Ha cratyc ButammHa D v passutue geduynTHOrO paxu-
Ta MOTYT CYLLECTBEHHO BNUSATL 3MUrEHETUYECKIE BO3AEACTBISA
[15, 16]. MpoaeMOHCTPUPOBAHO, YTO SMUreHeTUYEeCcKMe Moay-
NALWW TEHOB, CBA3AHHbIX C BUTaMWUHOM D, moryT 06bACHUTL
pasnuuns B ypoBHe BUTaMuHa D y MHAMBMZOB 1 NOMynsLMIA B
uenom. OHu MoryT BbITh TakKe MPUYMHON AeduunTa BUTaMm-
Ha D [23]. lMo gaHHbIM UCCneaoBaHniA, METUMMPOBAHNE FEHOB
CYP2R1, CYP27B1, CYP24A1 n VDR 0TBETCTBEHHO MOYTM 3a
18% pucnepcuun (M3MEHYMBOCTM) YPOBHS BUTammuHa D B opra-
Husme [9]. MameHeHuwe yposHsa 25(0OH)D B cbiBOpOTKe nocre
npvema ButamuHa D BapbupyeT y pasHbiX MHAMBMAOB, YTO
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MOXeT OblTb 0ByCMOBNEHO BAMSHWEM MHOXECTBA PasnuyHbIX
takTopoB [4, 16, 28]. K uncny Takux BRMSHUIA OTHOCAT U 3nK-
reHeTnyeckne mogudukayum reHos. COBOKYMHOCTb 3TuX (hak-
TOpOB MOXeT onpeaensTs Ao 50% uHOMBMAyanbHOW Bapwa-
BenbHocTi ypoBHS 25(0OH)D B CbIBOpPOTKE KPOBW 3[40POBOrO
yenoseka [15]. BoisBneHa uHamMBMayansbHas pasHuLla B reHeTu-
Yeckn obycnoBneHHON peakuynn Ha gobasku Butammuta D [10].
Mvua ¢ Hu3Kow peakumeir bonee BOCMPUMMYMBLI K AeuLUTY
BUTaMuHa D, yem NHAMBKAbI C BbICOKMM OTBETOM. B 3T0M CBA3N
nocTynupyeTcs He06X0ANMOCTb BMECTO 0BLLMX pekoMeHAaLmiA
paccmaTpuBaTbh BO3MOXHOCTb MHOMBMAYANbHOTO MoAxoda K
npuemy gobaBok BuTammHa D, OCHOBaHHOTO Ha MHAMBMAYanb-
HOM ONTMMarnbHOM ypoBHe BuTammuHa D. OTmevaeTcs, 4To aToT
rnokasaTenb He CBs3aH C reorpatuyeckum pacrnonoxeHnem uH-
AMBULYYMOB U He 3aBucuT oT ypoeHs 25(0OH)D B cbiBOpoTKE
kpoBu [10]. ABTOpbI NPMLLAM K MHEHWO, YTO OLiEHKa YPOBHEN
BuTamuHa D B CbIBOPOTKE KPOBM, OCHOBaHHas Ha o6Lumx no-
POroBbIX NOKa3aTensx, He MOXET BbITb XOPOLINM HANKATOPOM
ONMTUMAnbLHOMO yPOBHS BuUTamuHa D ans gocTskeHus xenae-
MbIX 3¢chekToB. Takum 06pa3oM, anureHeTYeckas Moguduka-
LMs UrpaeT BaXHY0 pofb B Perynsuuu ypoBHs Butamuua D u
B BapuabenbHOCTU peakuynn Ha BuTaMuH D. SnureHeTnyeckue
N3MeHeHUst MOryT ObITb y4TeHbl, 4TOObl PEKOMEH0BATb COOT-
BETCTBYHOLLYIO [031poBKy AobaBok ButamuHa D. OgHako npu-
BeAeHHble pe3ynbTaThl N0 HacnegyemMocTn MeTabonuToB Kanb-
Umnchepona UMEKT, Kak 0TMEYaloT cami aBTopbl NyGnvkauui,
CYLLECTBEHHbIE OrpaHMYeHMs, Kacalwuecs, npexne BCero,
BNWSIHUS Ha Moka3aTenu atux opm ButamuHa D B cbiBOpOTKE
KpOBM MHOrMX (hakTopoB. ATO KacaeTcs, B MepBYK OYepespb,
metabonuta 25(0H)D [4, 16, 28]. BmecTe ¢ Tem 3T TpyaHO
YYUTbIBAEMbIE MHTEPMEPEHLNN MOTYT CKa3biBaTLCS Ha OLEHKe
[OMNM TeHOMHOTO BKNada B perynsuuu obmeHa kanbuudepona
W pasBuTME paxuTa.

len VDR

[aHHbIN reH KoampyeT peuentop ButamuHa D, KOTOpbIN
WUrpaeT CyLIECTBEHHYIO ponb ANs 9P deKTUBHOMO AENCTBUS BU-
TamuHa D B opraHuame. M3BeCTHO, YTO MyTaLys 3TOrO reHa C
notepen ero yHKLWW BbI3bIBAET TSXENYI0 (POPMY 3aBUCUMOrO
paxuta. B T0 e Bpems nokasaHo, YTO pa3nuyHble NonMmop-
¢uambl VDR cBA3aHbl C MHANBMAYANBHON YyBCTBUTENBHOCTBIO
k BuTamuHy D, a Takke C pa3BuTMEM LeUUMTHOrO paxuta
[14, 30]. B yacTtHocTh, meTtogom GWAS wnccrnegoBaHbl nonu-
mopduambl reHoB CYP2R1, CYP27B1, CYP24A1, VDR n GC
y BonbHbIX 14-20-Mecs4HOro Bo3pacra ¢ BepudULMPOBaHHLIM
AMarHo3om LednuymMTHOrO paxuTa, B TOM YiUCIE PEHTTEHOMOrM-
yecku. ABTOpbI NpoaHanuaupoBanu cea3b 3Tux SNP ¢ knuHm-
YecKMMM 1 MeTabonmyeckumMmn nokasaTensmMn paxuTa, CpaBHIUB
C aHamnorMyHbIMU XapakTepucTMKamMmu KOHTPOMbHOW rpynmbl, He
nvetoLen aTux nonnmopdguamoB [14]. Okasanoch, 4To ¢ npo-
SBMEHUAMM paxuTa 3Ha4MMO acCoLMMPOBAnMCh TOMbKO HEKO-
Topble nonMmopdmnamel reHa VDR. ABTOpPbI NPULINK K 3aKIto-
YEHMI0, YTO B BO3HWUKHOBEHUM AEULIMTHOTO paxuTa BEyLLyio
POnb UrpatoT counanbHble npuynHbl. OgHako Buonornyeckue
(haKTOpbl B BUAE reHeTUYECKNX MOZYNALMIA, KacatoLlmecs, npe-

A€ BCero, nonnMopcnamoB reHa VDR, yacTuyHO onpegensot
npeapacnonoXeHHOCTb Kk 3aboneBaHMI0 U (MNn) TSHKECTb Teye-
HWS JedULNUTHOTO paxuTa.

eHbl 6enKoB, CBA3bIBAOLWMUX METAOONUTBI
ButamuHa D (GC)

OTW reHbl perynupyloT npogykuuto npotemHos (VDBP,
GC-rnobynunHoB), OCHOBHas (PYHKLMSA KOTOPbIX 3aKMo4aeTcs B
CBSI3bIBAHUM W TPAHCMOPTMPOBKE METaboNUTOB KanbLudepo-
na. B xoge u3yyeHus atux 6enkoB okasanocs, 4to VDBP sB-
NATCA MHOTOMYHKLMOHANbHBIMK Benkamu, NepeHOCALMMY
He TOMbKO BUTaMUHbI D, HO 1 XWpHbIE KUCTOTBI, KOTOpbIE yya-
CTBYIOT B aKTWBaLMM Makpogaros u NpensTcTByloT Aerpaga-
LM HEKOTOPBIX KOMNOHEHTOB KomnniemeHTa. Konnyecteo GC-
rnobyNMHOB PasnnYHO Yy pasHbIX MHAMBMAYYMOB. TMOCKOMbKY
«BUTaMuH D-cTaTyc» onpepensietcs no ypoBHK KanbLuauona
B komnnekce ¢ GC-rnobynnHamu, peanbHas obecneyeHHOCTb
WHOMBMAA BUTaMUHOM D MOXET CylieCTBEHHO pa3nmyatbCs.
OTO CBf3AHO C TeM, YTO OCHOBHOW Benok-nepeHocunk meTa-
BonuToB BuUTammMHa D npogneBaeT nepuog WX LMpKynIsuuu,
HO WHMMOMPYET MX BUONMOrMYECKyI0 akTUBHOCTb. lMpuyem 3To
kacaetcs kak 25(0OH)D, tak u 1,25(0H),D. Takum obpasom,
MOXeT 0Ka3aTbCsl, YTO MHAMBUL C BICOKAM YPOBHEM BUTaMMH
D-cBsisbiBatoLLero benka MOXET ka3aTbCs BNONHe obecneyeH-
HbIM BUTAMMHOM, HO peasibHO UMeTb AedULNT ero akTUBHOCTY
[11]. K HacToswemy BpemeHu ¢ nomolybto GWAS BbisiBNEHbI
no kpaiHen mepe 13 BapuaHTOB monumopduamoB (SNP) re-
HoB GC, kogumpytowwmx 3Tu Oenku, UMetoLne OTHOLIEHME K
perynsuum KoctHoro metabonuama [29, 33]. BbisicHunoch,
4TO NPEACTABUTENU MHOMX HaLMOHANbHOCTEN, SBNSIOLLMECS
HOCUTENSIMIU HEKOTOPbIX MOMMOPCU3MOB 3TOTO reHa, UMetoT
3HaunTenbHo 6onee Huskme ypoHW 25(OH)D B cbiBOpOTKE.
Bbino Takke 06HaPYKEHO, YTO HOCUTENM OLHOTO MU HECKOIb-
knx annenein GC2 nMeloT 3HauuTeNbHO Bonee HU3KME KOH-
LeHTpaumm 25(0OH)D B cbIBOPOTKE KpOBU, @ romo3urotel GC2/
GC2 ¢ Gonbluei BEpPOSTHOCTbI OyAYyT OTHECEHbI K KaTeropuu
AedunuunTHBIX No cTaTycy BuTamuHa D. B ogHoM nccnegosaHum
JeTen 6biNo NPOLEMOHCTPUPOBAHO, YTO HECKOMBKO MOMNMOp-
thnamo GC 6binn CBSA3aHbI C MOBbILIEHHOI YacTOTON Aedu-
UuTHoro paxuta [32].

Cepusi paboT, BbIMOMHEHHBIX C MOMOLLBI Pa3NNYHbIX
METOZOB, MPOAEMOHCTPUpOBANa MOTEHUWanbHyl0 ponb Ha-
CrnefcTBEHHOro (hakTopa B BO3HWKHOBEHWUW AEMULMTHOTO pa-
XuTa. 3Ta NpeapacnonoXeHHOCTb MOXeT ObiTb 00ycroBneHa
WHAMBMAYaNbHLIMIU 0COOEHHOCTAMM OTAEMNbHbLIX KOMMIOHEHTOB,
ABNALLMMU MOZynsTopamMu hocopHO-kanbLmeBoro obmeHa
W MOTEHUMANbHO Y4acTBYHLMMU B pa3BuUTUN 3aboneBaHus.
B o63ope npeacTaBneHbl akTbl HaNUYMs WHAMBUOYANbHbBIX
pasnuuunii B (yHKLUMOHMPOBaHUM MeTabonutoB BuTamuHa D,
peuenTopa K Hemy, a Takke OenkoB-nepeHocYnkoB MeTabo-
nuToB Kanbumdepona. B psge paboT mokasaHo, YTO Takwe
pa3nunums MoryT 6bITb 00YCNOBNEHbI KaK O4HOHYKEOTUAHBIMY
nonuMopduaMamm, Tak W 3MUreHeTUYECKUMU MeXaHW3Mamu,
BO3HMKAIOWMMI B TeHax, KOAMPYIOLLMX W3y4eHHble Mogyns-
TOpbl (hochopHo-KanblyeBoro obmeHa. OfHako O4YEBUMAHO,




4TO «(PYHKLMOHAMNbHLIA AedekT» AesTenbHOCTU Kakoro-nnbo
NaToreHeTMYEeCKoro 3BeHa MOXeT BbiTb HeJoCTaTOYHbIM AnS
pasBNUTUS MHOrO(AKTOPHOrO (reTEPOreHHOro) 3aboneBaHus,
KakoBbIM SIBNseTcs AedUUUTHbIA paxuT. [ocTaTouHO mnpo-
aHanuanposatb copepxanne 25(0OH)D B CbIBOPOTKe KpOBM,
Nno nokasaTesto KOTOPOro MPUHSATO CyAWTb O CTaTyce BuUTa-
MuHa D B opraHuame. YpoBeHb 3TOro metabonuTa 3aBucwT,
MOMUMO TEHETUYECKMX U JNUreHeTUYECKX BO3AENCTBUI, Kak
BbIN0 MPOAEMOHCTPUPOBAHO B AaHHOM 0030pe, OT MHOMX
ApYrx akTopoB. K ux YMCIy MOXHO OTHECTM: KMMaTUYeckne
YCrOBWS NPOXWBaHUs pebeHka, CE30HHOCTb, STHUYECKas Mpu-
HaOMIeXHOCTb, XapakTep MUTaHusi, cTeneHb 0b6ecneyYeHHoCTU
OpraHuaMa Kanbluem, NpeswecTByOLWe UM NpoBOAMMON B
HacTosiLiee BpeMst creunduyeckoit NpounakTuki, Hanuime
OonesHelr opraHoB nuLLEBapeHnst W Apyrol OHOBOW naTo-
norum, a TaKxke LPYrux, Nopon TPYAHO y4MTbiBaeMbix 06CTO-
aTenscTB [2, 4, 16, 24, 28]. Takum 0Bpasom, KOHLEHTpaLns
9T0ro MeTabonuTa B CbIBOPOTKE KPOBM — 3TO pe3ynbTaT Crox-
HOTO MHOrO(aKkTOpPHOro B3aumogencTans. B atoi cesasun no-
BarnbHbI KOHCEHCYC MO NPOMUNAKTUKE W IEYEHUIO MNLLEBOTO
(nedunumnTHOrO) paxuta He peKOMEHAYET MCMONb30BaTh 3TOT
nokasaTenb NS AUarHOCTUKM LedUUMTHOMO paxuta y AeTen
6e3 yyeTa KnMHUYeCKuX xapaktepuctuk [30].

B HegasHO onybrnnkoBaHHOM cucTematuyeckoMm obaope ¢
MeTaaHanu3oM NpOAEMOHCTPUPOBAHO, YTO MOKa3aTenu 3Toro
TecTa BapnabenbHbl, OLeHKa MHAMBULYaNbHON HOPMbI» OYEHb
3aTpyaHuUTenbHa, U noporoBble 3HaveHns 25(0OH)D, npu koTo-
pbIX MoKa3aHa Tepanus npenapatamu BuTamuHa D, He onpege-
nexbl [33]. Tonbko y 62% B0nbHbIX C AEMUUNTHBIM PaXUTOM
ypoBeHb 25(0H)D 6bin Huke 30 HMONb/A, T.e. AePULUTHBIM.
Y 20% OonbHbIX 3Ha4eHue Kanbluanona obino =50 HMonb/1,
T.e. JOCTATOMHbIM. TTpW CHWXEHUN KOHLEHTpaLuu 3T0ro Me-
Tabonuta ot gocratoyHoro (50 Hmomb/n) Ao LeduynUTHOro
(30 HMoOnb/N) WaHC pa3BuUTUS paxuTa BO3pacTan BCETO MNMLLb
B 2,5 pasa. [py agekBaTHOM NOTPEONEHUN KanbLUus, XapaKkTep-
HOM /11 €BPONENCKMX XNUTENer, B TOM YUCNE W ANt POCCUSH,
[axe 3aBefoMO AeduuMTHAs CbIBOPOTOYHAs KOHLEHTpauus
kanbuuanona =28 HMOMb/N CBUAETENLCTBYET O HU3KOM pUCKe
pasBuTna paxuta [28].

B cyLlecTBylowmx 1 npuBefeHHbIX B 0630pe paboTax SBHO
He xBaTaeT WCCMEeAOBaHWA, MOCBALIEHHbLIX U3YYEHWNIO MPSMON
CBA3N MEXIY BbISBMNEHHBIMU FEHETUYECKMMI NOMMOpdn3ma-
MW W 3MUreHETUYECKMN MOANMUKALMAMM C KIMHUYECKNMM,
BUOXMMIYECKUMM N PEHTFEHOMOTMYECKUMI XapaKTepUCTUKaMM
peduumuTHoro paxmta. HecMoTps Ha 3ToT hakT, paHee ObITy-
tollee npefcTaBneHne 0 AeUUMTHOM paxuTe kKak ogHodak-
TOPHOM 3a60M€eBaHNK, BO3HWKAIOLLEM UCKMIOUMTENBHO B CBA3M
C HepocTaTkoM BuTammHa D u (unu) Kanbuws, B HacTosLee
Bpemsi TpebyeT nepecmoTpa. M0osBMNOCH Hay4YHOe MOLTBEPX-
A€eH/e AaBHWX HabMIOLEHWA KIMHULMCTOB O CyL|eCTBOBaHWM
KOHCTWUTYLIMOHANBHOW  MPEAPACcNONOXEHHOCTM K Pa3BUTUIO
peduumuTHoro paxmta. Martepuansl paccMOTPEHHbIX B 0B30pe
nybnukaumin CBULETENbCTBYIOT B MOMb3y MHOrO(akTOpHOCTY
NPOUCXOXAEHNs AeULMTHOTO paxuTa, poNb FEHETUYECKOro
W 3NUreHeTUYECKNX BISHWN 3aHNMaeT ONpeAeneHHoe MecTo

B 9THoONaToreHese AaHHOW opmbl natonor. Bmecte ¢ Tem,
MCXOAA M3 UMEILLENCs B HacTosllee BpeMsi MHopMaLmm n
KIMMHWYECKMX HabmofeHuid, MOXHO npegnonaratb, YTO ponb
HacrneLCcTBEHHOro hakTopa B BO3HWKHOBEHUM Le(ULUTHOrO
paxuTa He CTOMb 3HAYMTENbHA, KaK MPWU HEKOTOPbIX APYriX
3aboneBaHusix C HacneAcTBEHHON NPenpacnonoXeHHOCTbH,
Hanpumep, kak npu uenuakuu, 6onesun KpoHa wnu annepru-
Yeckon natonoruu. Mo 31O NpUYMHE XapakTepHble Ans 3abo-
NeBaHNN NOMUIEHHON NPUPOLbI BbIPaXKEHHAS FeTEPOreHHOCTb U
KnUHUYeckmin nonmmopduam [3] He CTOMb SPKO NPEACTaBNEHbI
npu LeULUTHOM paxuTe.

3AKITIOYEHUE

lMpoaHanuanpoBaHHble Mybnukauun CBMAETENbCTBYOT
0 HECOMHEHHOM BIUSHWWN FEHETUYECKUX MONMMOP(U3MOB W
ANUreHeTUYeCckUX MOZYNALUNA Ha LOeATeNnbHOCTb TEHOB, KO-
AVPYIOWMX BaxHble perynatopbl  (OCqOpHO-KanbLUeBoro
obMeHa M KOCTHOrO MeTabonusma, npexne BCero B (yHK-
LMOHMPOBAHNN OCK «napaTropMoH — 1a-rugpokcunasa —
1,25 (OH),D — peuenTtop ButamuHa D». OgHako umetoLype-
cs (haKTbl NO3BONSAIOT NULWb KOCBEHHO OLIEHMBATbL reHeTHYe-
CKWiA BKNag B pas3suThe AeduuUMTHOrO paxuta. [ns To4YHOM
n ybeauTenbHOM OLEHKU PONW HAcneACTBEHHOro daktopa
TpebytoTca mMaclwTabHble UCCneaoBaHus, HanpaBneHHble Ha
W3y4YeHne HenocpeacTBEHHON CBSA3N «TEHOTUM-EeHOTUNY,
T.€. MEXOY Pa3nu4HbIMK TEHETUYECKUMI MONMMOpdr3Mamu,
SNUreHeTUYECKUMU MapKepamn C pasnnyHbIMA KIMHUYECKM-
M1, NabopaTopHbIMU XapaKTepUCTUKaMK paxuTa, BKIoYas
OLEHKY 9pheKTUBHOCTM pasHbIX TEPANEeBTUYECKINX NOAXOA0B.
OfHUM M3 NpaKTUYECKMX BbIXOZOB W3 TaKUX UCCREA0BaHUMA
BOMXKHbI ObITb pekoMeHAaLmMu No BbI6OPY WHAWBMAYaNbHON
npounakTMYECKON, a Takke TepaneBTUYECKON J03bl npena-
paToB BUTammHa D.

AOMNONHUTENIbHAA UHOOPMALIUA

Bknap aBTOpoB. Bce aBTOpPbI BHECNM CYLYECTBEHHbIN
BKMag B pa3paboTKy KOHLENLMW U NOATOTOBKY CTaTbi, MPOYM
1 opgobpunu uHanbHy Bepcuto nepeg nybnukauyen.

KoHdpnukTt uHTepecoB. ABTOpbI AEKNApUPYIOT OTCYTCTBIE
SBHbIX W1 NOTEHLManbHbIX KOHPMNKTOB MHTEPECOB, CBA3AHHbIX C
nybnukalmen HacTosLLen cTaTbMm.

WcTouHuk dmHaHcmpoBaHus. ABTOpbI 3aaBnsT 06 OT-
CYTCTBUM BHELLHETO (PMHAHCMPOBAHMS NPV MPOBEAEHNN UcCre-
[0BaHws.
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