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AHHOTALUA

[edunynTHEIA paxuT, HECMOTPS Ha yCnexy B ero NPOQUNaKTUKe U NEeYEHUU, OCTAeTCs akTyanbHoN NpobnemMon 4ns neauaTpum u
3ApaBooxpaHeHus. [lo HaCTOALLEro BpeMEeHN UMeeTCs HeonpeaeneHHoOCTb B Bbibope npodunakTnieckoin u ne4ebHom o3 BUTamu-
Ha D. OHa cBsi3aHa C TeM, 4TO CYLLEeCTBYHOT MHAMBMAYANbHbIE, KOHCTUTYLIMOHANBHO 0BYCNOBMEHHbIE Pa3nuyns Kak B npegpacmnorno-
XEHHOCTM K pa3BuUTUIO 3aboneBaHns, Tak 1 B MHOMBMAOYaNbHOM CTENEHW OTBETA OpraHu3ma Ha npenapar ButamuHa. CyLLecTBEHHYH0
POMb B TaKMX WHAMBUAYANbHbBIX PA3NNYMUAX UTPaAKOT FreHOMHbIE 0COBEHHOCTH opraHuama. B 0B3ope npescTaBneH aHanua CoBpeMeH-
HOM NUTepaTypbl, NOCBALLEHHON BANSHMIO rEHETUYECKMX (PaKTOPOB Ha (hOPMUPOBAHWE WHAMBUAYANbHOW NPeapacronoXeHHOCTH
K pasBuTUIO AEULMTHOTO paxuTa, a Takke YyBCTBUTENbHOCTM K npenapatam ButamuHa D. C 9TON Lenblo B 9NEKTPOHHbIX Basax
BaHHbIX NPOU3BEAEH NOMUCK MybrukaLmi, OTBEYalOLWMX COBPEMEHHbIM TpeboBaHMAM AoKasaTenbHOM MeanuuHbl. Kak Tpaguumon-
HbIMW NoAX0AaMK (CEMENHbIM 1 6NM3HEL0BLIM aHanNM30M), Tak U HOBELIMMM METOAaMN — MOMHOTEHOMHBIM CKpuHUHTOM (GWAS)
C BbISIBNEHWEM TEHETUYECKIX NONMMOPGN3MOB, 0BHAPYKEHNEM SMUrEHETUYECKUX MapKEPOB AOKa3aHa CBA3b MEXIY reHeTUYeCKor
NPUYNHON 1 PYHKLIMOHUPOBAHNEM OCHOBHbIX MOLYMNSTOPOB KOCTHOMO MeTabonuama, u ¢ 0COBEHHOCTAMY TeYeHUs AeULNTHOTO pa-
xuta. KonnyecTtso nybrnukawmin, NCCrneaoBaBLUMX NPSAMYIO CBA3b FTEHETUYECKNX MaPKEPOB C KNMHUYECKUMU acnekTamu AeuLUTHOro
paxuTa, 0ka3arnocb OrpaHUYEHHbIM. [ €HETUYECKIIA KOMMOHEHT UIrPaeT CYLLECTBEHHYI0 poMb B 0Bpa3oBaHMi OCHOBHBIX MOLYNSTOPOB
obmeHa kanbuus 1 doctopa. OgHaKo CTeneHb ero BANSHUS Ha BO3HWKHOBEHWE AEULMTHOTO paxuta elle MaTemaThyecku He
onpeneneHxa.

KntoueBhble crnoBa: ,Eleq)VILl'VITHbIVII paxuT, MO4ynATOPbl KOCTHOIO meTabonmama, 6ﬂM3HeubI, NOMHOrEHOMHbIN CKPUHWHT, I'IOJ'IMMOp(bVIS-
Mbl TEHOB, ANMUTEHETUYECKNE 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

[OednuntHbin (B 3apybexHot nuTepaType: NULLEBON, anu-
MEHTapHbIN) paxuT B0 HACTOSLLETO BPEMEHU SBMSETCS aKTy-
anbHoW 1 colnanbHO 3HaYMMon Npobnemon Ans MMPOBOWA, OTe-
YeCTBEHHOI NeanaTpum, a Takke CUCTEMbI 34PaBOOXPAHEHUS.
He npeacTaBnsist HENOCPeACTBEHHOI Yrpo3bl XW3HM pebeHka,
33 UCKMIOYEHNEM BO3MOXHbIX 3M130L0B r1noKanbLueMuyeckmnx
CYLOpOr, paxuT MOXET NPUBECTN K CTONKUM KOCTHbIM Ledop-
Mauuam, Hepedko Tpebylowyum OpToneanyeckon KOppekLum.
Kpowme Toro, pedpuuynt ButammHa D (kanbumdeponos) v ceoi-
CTBEHHbIE A71S HEro MeTabonnyeckme HapyLeHUs oTpaxatoTes
Ha pa3BuTuM pebeHka kak MCMXOMOTOPHOM, TaK 1 (DU3NYECKOM,
CHUXaIOT YCTOMYMBOCTb OpraHuama K pasnuyHbiM 3abonesa-
HWAIM, CMOCOBCTBYIOT XpOHKU3aLWK BoNe3Hen, YTo B KOHEYHOM
CYeTe CKasblBAETCH HAa KAYeCTBE XWU3HW He TOMbKo pebeHka,
HO 1 B3pOCMOro Yenoseka B ByayLiemM, (hOpMUPOBAHUM Er0 Kak
nMYHOCTW. [nuTenbHoe Bpems CYMTanocb, YTO paxuT uMeet
9K30TEHHYI0 MPUPOJY W pa3BMBaETCS BCNEACTBME BO3LENCTBNS
Ha opraHuam pebeHka HenpaBWMbHOMO MUTaHWS, HeJOCTaTou-
HOro yxofda, HebnaronpuATHbIX KIMMaTUYECKMX YCIOBUIA U CO-
LManbHo-KynbTypHbIX akTopoB. ocne OTKPLITUS U CO3aaHMs
npenapaTtoB BUTaMuHa D, BbISSICHEHWS PONM COMHEYHBIX Nyyel
QNS CUHTE3a ero SHAOTEHHOM (hOpMbI NOSBUNAC, kasanach bbl,
YHUKanbHas BO3MOXHOCTb Npeaynpexaarb pa3BuTue paxuta u
MOJSTHOCTBIO M3NEYNBATh OT Hero. [leicTBUTENBHO, B Mpodunak-
TWKe ¥ NIEYEHUN paxuTa y aeTelt paHHero Bo3pacta B XX Beke
BbInn [OCTUrHYTHI 3HauMTENbHbIE yenexu. OaHako co Bpeme-
HEeM BbISICHUIIOCh, YTO He BCe CIyyan paxuta nposiBstOT JOK-
HY0 YyBCTBUTENbHOCTb K Mpenapartam ButamuHa D u ynbTpa-
(h1oNeTOBbLIM fy4am Kak ECTECTBEHHOTO, TaK 1 UCKYCCTBEHHOIO
npoucxoxaenus. Okasanocb, YTO CYyLLECTBYKOT YCTONYMBbIE
(hopMbl paxuTa, pa3BnUTHe KOTOPbIX HE 3aBNUCENO OT Npodunak-
TUYECKOro BIUSIHUS Pa3nuyHbIX (HaKTOpoB, a MOSHOMO Bbl3a0-
POBMEHNS OT NeyYeHmns npenapatamn BuTammuHa D He HacTyna-
no. BbbIno yCcTaHOBMEHO, YTO 3TN «OMONOrMYeckney, a He «CoLn-
anbHble» (hOpMbI paxinTa YacTo UMELT FEHETUYECKYH MPUPOAY,
a VX HacnefoBaHWe COOTBETCTBYET MEHAENEBCKNM 3aKOHOMEp-
HocTsiM. Kpome Toro, B psiie cryuaes B pa3BuTum AeduumTHOTO
(nprobpeTeHHOro) paxuTta, NOMUMO HEXBATKW KanbLndeponos,
BornbLUylo porb MOXeT MUrpaTb HegOCTaToOK NOCTYMNEHUS Karb-
una 1 docopa C nuLLen, YTo 0COBEHHO akTyanbHO ANs He-
BOHOLUEHHBIX, a TaKkKe AETEN W3 PernoHoB, rae npeobrnagaert
BereTapuaHckoe nutanue (Adpuka, tor Asum) [30].

Ha npoTsikeHnn BCen MCTOpUM M3yyeHns npobrnembl ae-
(OULMTHOTO paxuTa UCCrefoBaTeNns W NPakTUYECKME Bpayu
obpalyanu BHUMaHWe Ha hakT, 4To, MOMUMO PO BHELUHEN
Cpefbl, BMUSHUSA COLMAmbHOrO xapaktepa B BO3HWKHOBEHWM
[aHHOM NaTonorun UMeeT 3HayeHne 1 WHAMBUAYanbHash (KOH-
CTUTYLMOHarmbHas) NPeapacnoNoXeHHOCTb K ee  PasBuTHIO.
Tak, npu paBHbIX HebGnaronpusaTHLIX yCrnoBusx 3aboneBaHne
y ogHoro pebeHka pa3BuBanoch, a y Apyroro HeT. B kavecTse
apryMeHTOB MPUBOAMIMNCL Takxke hakTbl pas3nuyHON noasep-
XEHHOCTW K BO3HWKHOBEHMIO paxuta y AeTeil U3 OfHUX cemeil
NPV paBHOM BO3AENCTBUN HA HUX OTPULATENbHLIX PaKTOPOB.
Okasanocb, 4To AeUUNTHBIA PaxuT UMEET SBHbIE YepTbl 60-

Ne3HN C HacnefCTBEHHOW MpeapacnonoXeHHOCTbI0. [JaHHbIe,
MoJTy4YeHHbIE B MOCNEAHEE BPEMS, AEMOHCTPUPYHOT, YTO B hop-
MUPOBaAHWN 3TON MPEAPACTONIOXEHHOCTU Y4YaCTBYOT MHOTME
reHeTnyeckue (akTopbl, KOTOpbIE OMPEAEnsoT MHAWBUAYamb-
HYI0 YYBCTBUTENLHOCTb K pasBuTMiO Aeduumuta BUTaMmuHa D un
() kanbuus, BRUSIOT HA BEPOSTHOCTb Pa3BUTUS AeduuuT-
HOrO paxuTa y KOHKpeTHOro pebeHka [31]. OTn gokasaTtenbcTaa
ObIK NONyYeHbl C NOMOLLbIO MHOXECTBA Pa3nuyHbIX METOLOB,
OT TPaLMUMOHHBIX FEHETUYECKNX WUCCMefoBaHU O METOL0B
FEHOMHOTO CEKBEHWUPOBAHMUSI HOBOrO MokosneHus. Kpome Toro,
MPOLEMOHCTPUPOBAHO BIUSIHWE Ha OMpefeneHHble reHbl, yya-
CTBYHOLLME B METADONN3ME KOCTHOI TKaHU, 1 AMUrEHETUYECKIX
MapkepoB (MeTunbHbIx rpynn, monekyn PHK). 3nureHomHble
BMUSHWS TaKKe OKa3blBAKOT CYLLECTBEHHOE BRWSIHWE Ha hop-
MUPOBaHWe NMpeapacnonoXeHHOCTU K paxuTy W UHAMBKUOYanb-
HOW YyBCTBUTENBHOCTY K BUTamuHy D [15, 26].

BAPUAHTbI PAXUTA

PaxuT — 3T0 reTeporeHHasi MaTonorvs, BKMoYaLas B
cebs kak geduuntHble (MHOrogakTopHble) hopMmbl, Tak U Ha-
CneacTBeHHble (MOHOTEHHBIE) KIMHWUYECKME BapuaHTbl. B Ha-
crosillee Bpemsi U3BecTHO Honee 20 MOHOTEHHbIX M MOMMUreH-
HbIX (MHOTO(AKTOPHbIX) MPUYMH paxuTa, BCTpPeYaloLlerocs
NPEUMYLLECTBEHHO y [eTen TPYAHOro M paHHero Bo3pacTa
W WUMEIOLLEro CXOXKYI (DeHOTUMMYECKYID KapTuHy, 0Bycros-
NeHHyt0 aedekToM nnacTuHyatoro xpswa [11, 13, 17-19].
HapylieHne aToro xpsilia NMpOMCXOAWT M3-3a HEA0CTaTOYHOM
MWHepanu3aluuM octeonaa BCAEACTBME TUMOKanbLYEMAN nnu
runodocchatemMun. M nosTomy TpaguumMoHHO BCHO 3Ty HEOAHO-
POLHYIK0 MO MPOUCXOXAEHUIO NAaToONorMio No nokasatento nep-
BWYHOW PONM B HapyLueHU meTabonuama LensT Ha Ase rpyn-
Mbl: KanbLuneHndeckyto u ocdoneHnyeckyto. K nepson rpynne
OTHOCHT BapuaHTbl paxuta, 06yCnoBneHHbIE NEPBUYHON POMbIO
runoKanbLyeMnn B BO3HUKHOBEHNN MeTabonMYeckux HapyLue-
HUIA. K HUM oTHOCATCA: BUTaMUH D-AeUUMTHBIA paxuT, B TOM
yncne ¢ HefoCTaTOYHbIM MOCTYMIEHNEM KanbLus, a Takke 3a-
BUCKMblE (DOPMbI, UMELOLLME MOHOTEHHYH npupogy. lMocnep-
HWe B HaCTosILee BPEMS MPEACTaBMEHbl MATbIO PELECCUBHO
HacnegyembiMu opmamu, 06YCNOBREHHBIMU (hEePMEHTHBIMM
pedektamu, NPUBOASALLMMM K HapyLLEHWo Lenu meTabonnama
BuTamuHa D n HeadppekTueHOCTY KanbumTtprona (1,25(0H),D),
nmMb0 KOAMPOBaHMS BHYTPWKIIETOYHOrO peuentopa BUTaMu-
Ha D (VDR). YkasaHHble ¢hopMbl, 0Bo3Havaemble kak 1A, 1B,
2A, 2B un 3, nogpobHO onucaHbl B KaTanore reHoB YenoBeka
1 reHeTudeckux HapyweHui (Online Mendelian Inheritance in
Man, OMIM), a Takxe B 0030pHbIX Ny6nukaumsx [5, 18, 19].
Mmnoochatemmyeckuin (hoConeHNYECKU, PE3NCTEHTHBIN,
TybynonaTuyeckuit) paxut Takke NpescTaBneH rpynnon MOHo-
reHHbIX 3a60MeBaHNi C pasnUyHON HacnegyemMocTbio, (eHOTUN
KoTOpbIX 0OYCnoBNEH MepBUYHON runodocthaTeMmen, nprueo-
OALLEN K HapyLIEHWNK KOCTHOro MeTabonnama. 3T BapnaHTbl
Takke AOCKOHAmNbHO MpefcTaBneHbl B BbIEYKA3aHHbIX WC-
ToYHuKax. Kpome Toro, dhocthoneHnYecknin paxut MOXeT ObiTb
BbI3BaH HEJOCTATOYHbIM MOCTyNneHneM ocdopa C NuLLei,
4TO CryYaeTCcs Y HEAOHOLLEHHBIX AETEN NPKU HENPaBUIBHOM UX

81



82

kopmneHuu. B nocnegHee Bpems cTano 04eBMAHbIM, YTO paxuT
MOXeT BbITb CNEACTBMEM PA3fMYHbIX MPUYKH, BKIOYas MyTa-
Lnn, HEMOCPEACTBEHHO BRMSIOLME HA TEHbI, y4acTBylOLWMe B
perynauum ocdopHo-kanbumesoro metabonuama. OcHoBa-
HWeM N5 pa3BuUTUS 3aboneBaHNs MOryT SBUTLCS NpUoBbpeTeH-
Hble Tybynonatum u 3aboneBaHust NeYeHn, NPUBOAALLME K Ha-
pyLleHnto obmeHa BELLECTB, a Takke psag Apyrux akTtopos, B
TOM YMCIE ATPOreHHOro NPOUCXOXAEHNS (MpUeM NPOTUBOCYAO-
POXHbIX NpenapaTos, pUchaMnuLmHa, rIKOKOPTUKOCTEPONI0B
n np.). CornacHo COBPeMeHHbIM NpefcTaBneHnsm, aeduumT-
HbIl paxuT — 370 3aboneBaHue, B OCHOBE KOTOPOro NexaT Ha-
pyLieHns anddepeHLMPOBKI XOHOPOLMTOB, MUHEpanu3aLmumn
anndu3apHbIX 30H POCTa 1 OCTEOMAHOM TKaHW, BbI3BAHHbIX Je-
cuumtoM BuTamMuHa D 1 (Unu) HeocTaTouHbIM NOCTYNNEHUEM
kanbuua [3, 25].

[aHHbI 0630p copepXUT aHanua CyLlecTByroWwmx nybnu-
KaLui, MOCBSLLEHHbIX BRWSIHMIO reHeTMYecknx (HakTopoB Ha
BO3HUKHOBEHME AeULIMTHOMO paxuTa.

[Ons otbopa nybnukauuin Mcnonb3oBaHa CTaH4apTHas
cTpaTerusi moucka B HayYHbIX 3MeKTpoHHbIX Gasax: Medling,
Google Scholar (Akagemus Google), Web of Science u Elibrary.
ru. OBHapyxeHue 1 0TOOpP NMUTEpATYPHbIX WCTOYHWKOB Mpo-
BOAMMNCA Takke Ha CailTax OpraHu3auuid, y4pexpeHui, co-
obLecTB, yyacTBylowux B pa3paboTke pekomeHaaLuii, aHanm-
3VPYIOLMX TEKYLLYIO NMUTEepaTypy U COCTaBASIOLLMX CUCTEMATH-
yeckne 0630pbl, B YaCTHOCTM, B JOCTYMHON (OTKPLITON) YacTu
KokpeitHoBckoit  Gubnmotekn. OTGupanuch, npexne BCero,
KaYeCTBEHHbIE KITMHWYECKUE UCCTIeJoBaHNs, N0 CBOEMY METO-
AMYECKOMY YPOBHK) OTBEYAIOLLME COBPEMEHHBIM TPEDOBAHUAM
W KPUTEPUSM JOKa3aTENIbHOCTM MOMYYeHHbIX pesynbTaTos [1].
lMpuopuTeT 0TAABANCS OTAENbHLIM PAHAOMU3NMPOBAHHBIM Kiu-
Huyeckum uccnegosanuam (PKW), pesynbtatam cuctematuye-
Ckux 0630poB, MeTaaHann3oB, nybnukaumsam KokpernHOBCKOro
COTpyAHMYecTBa. AHanu3y MOABEPINNCL Takke PyKOBOACTBA
1 MEeXHaLMOHamNbHbIE KIMHUYECKME PEKOMEHAALMN, CTPYKTYpa
KOTOpbIX OTBeYana COBpPEMEHHbIM TpeboBaHWAM [oKa3aTenb-
HoM MeguumHbl [18, 19, 25].

POJIb TEHETUYECKOIO ®AKTOPA
B PA3BUTUN OEOULIUTHOIO PAXUTA
HbIHeLHee NOHNMaHKe Nexallero B OCHOBE reHeTUYeCKo-
ro Bknaga B pa3suTue eduynTHOro paxuta bbino onpegeneHo
Gnarogaps TpaguUMOHHBIM Nogxoaam (BrM3HELOBLIM U METO-
[OM CEMEIHOTO CLENMeHUs) N COBPEMEHHOM METOZ0MOMMM UC-
CnefoBaHus reHoB-KaHAMAATOB W MOMHOTEHOMHBIX accoLuaLni
(GWAS) [15, 16, 26]. Heobxogumo OTMETUTb, YTO A0 HACTOSI-
LLero BpEMEHM CYLLEeCTBYET OrpaHUYeHHoe KonnyecTso paboTt
C UCMOMb30BaHNEM NEPEYUCTIEHHBIX METOANK, KOTOPblEe NO3BO-
nmnm Bbl HeNOCPEACTBEHHO KONMMYECTBEHHO OLEHUTB BKNaf re-
HETWUYECKOrO BMIMSHWS B BO3HUKHOBEHME AePULIMTHOTO paxuTa.
Vimetowmecs mybnukauyum nOCBALLEHbI B OCHOBHOM U3Y4EHNIO
FEHETUYECKOTO BMMSHWS Ha pasnnyHble (DaKTopbl, KOTOPbIE
MOTyT WrpaTh NOTEHLMANbHYK 3TUOMATOrEHETUYECKYIO POfb B
BO3HUKHOBEHWUN AeuumuTHOrO paxuta. K aTum npeguktopam
OTHOCAT MeTabonuThl kanbuudepona, Takue kak 25(0H)D (rup-

pokcukanbLudepon, kansuuanon) u 1,25(0H),D (aurugpokeu-
kanbuudepon, kansyutpuon), peuentop ButammuHa D (VDR) u
Genku, casbiBatoLme metabonutel ButammHa D (VDBP).

MeTabonuTbl kanbuudepona

Hanbonee n3y4aembIM C reHETUYECKOM TOUKN 3pEHUSI B MO-
cnenHee Bpems aeuncs 25(0H)D. 3tot meTabonuT, B 0Tn4ne
ot 1,25(0H),D, xapakTepn3yeTcs OTHOCUTENbHON CTabumnbHO-
CTbl0, NEPWOA ero nonypacnaga uCHMCnsNeTcs Heaenamu, Toraa
KaK KanbLuTpK1ona — yacamu, YTo Co34aeT CMOXHOCTU B OLEH-
ke cTaTyca ButamuHa D no camomy akTneHoMy meTtabonuTy B
cuny ero HectabunbHOCTH. VIHTEpeC K 3y4eHuto aTux metabo-
NIUTOB B MUPE HE ClyYaeH W He CBOAWTCS TOMbKO K aHammay
VX PONN B perynsiyum obmeHa KOCTHOM CUCTEMBI. [1pakTUiecku
NOBCEMECTHas KneTouyHas akcnpeccus peuentopa VDR no-
3BONSAET npeanonaratb MHOTOYUCMEHHbIE MEXaHW3Mbl, pery-
nupyemble BuTamuHoM D. AKTWBHBbIN MeTabonuT BuTammHa D,
CBA3bIBASCH C 3TUM PELenTopoM, CnocobeH aKCnpeccnpoBaTh
nnbo penpeccupoBaTb MHOXKECTBO [PYrUX FEHOB, B TOM YMC-
ne kogmpywwmx 6enku, yyacTBylolLMe B PErynsiyum MHOMX
(pyHKUMIA OpraHn3ma, BKIoYas UMMYHHYK0 cuctemy [7, 12, 20].
Mo HekoTOpbIM oLeHkaM, Ao 1250 reHoB NPSMO UMK KOCBEHHO
perynupytotest 1,25(0H),D [25]. Mo gpyrum nofcyetam, npu-
MepHO 3% reHoma YenoBeka perynupyeTcs npsiMmo Uin KOCBEH-
HO cuctemon ButamuHa D [27]. Bnepsoble nabopaTtopHas BO3-
MOXHOCTb KONM4ecTBEHHO onpefensTs 25(0H)D B cbiBOpoTKE
kpoBu nosiBunace ewle B 70-x rogax XX Beka. Metoguka co-
BEpLUEHCTBOBaNach, YHUMLMpoBanach, 1 B HacTosLee Bpe-
Msi B nabopatopusix Mupa 00bl4HO OMPefensioT CyMMapHYyto
BenuumnHy Kanbumanonos (D, u D), no KoTopoi NpuHSTO oLe-
HWBATb BUTAMUHHbIA CTaTyC MHAWBMAA W NONYNALNA B LEeSOM.
BmecTe ¢ TeM Hago yuuTbIBaTh, YTO AAHHOE COELMHEHNE, SIB-
NASCb Nerko NAeHTUULMPOBAHHbLIM, HE BbIMOHSET rNaBHON
(PYHKLMOHAbHOW PONnK, BAMAIOLLEN Ha roMmeocTas kanbuus. W3-
BECTHO, YTO Bronornyeckas aktmeHoCTb 1,25(0H),D npumepHo
B 1000 pa3 BbilUe, YeM Y CBOEro NpeALlecTBEHHMKA. TEM He Me-
Hee B 2016 rogy ImobanbHbIM KOHCEHCYCOM MO NpOthUnakTuke
11 NEYEHMNI0 NULLEBOrO paxuTa bbiNo PeKOMEHL0BAHO paHXMPO-
BaHWe cTaTyca KanbLudepona no BENMYMHE Kanbuuguona B
CbIBOPOTKE KpoBU [25]: goctatouHbii (>50 HMonb/n), HepocTa-
TOuHBbIN (30-50 HMonb/M) u geduuynTHbIR (<30 HMONL/N). 3T
KpUTEpUM NPUHATBI U B Hawen cTpaHe. lMepBoe MacliTabHoe
6rm3HeLoBOe uccnefoBaHue ObiNO MPOBEAEHO aHTMMIACKUMU
aBTopamu cpeau 1068 nap B3pocnbix 6nmaHelos (384 moHo-
3UrOTHbIX 1 684 AU3NTOTHBIX Nap), MPEUMYLLECTBEHHO XEHCKO-
ro nona [21]. ABTOpbl yCTaHOBUMM, YTO HacrnegyeMocTb Ans
25(0OH)D y eBponeonzoB coctasuna B cpegHem 0,43, a ans
1,25(0H),D — 0,65. PaboTa, nposefeHHas cpeam 226 kutait-
CKMX nap 340poBbIX BrM3HEeL0B NOAPOCTKOBOrO BO3pacTa, npo-
AeMoHcTpupoBana Hacnegyemoctb Ans 25(0H)D B cpegHem
paBHyto 0,69 [8]. B 0630pax, onybnukoBaHHbIX B MOCneaHee
BPEMSl, MPUBOASATCS [aHHble ONM3HELOBBLIX U CEMERHbIX WC-
CneJoBaHNA cpeay NpeAcTaBUTENER pasnnyHbIX HaLMOHasb-
HOCTEV 1 PETVIOHOB KaK ANs Kanbuuanona, Tak u kanbyutpuona
[16, 26]. NpencTaBneHHble B 3TUX 0630pax Ludpbl BapbupyT




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 UCCNEaOoBa-
HWN BNIM3HEL|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 CBWAETENbCTBOBATL B
nonb3y NPUCYTCTBUS FEHETUYECKON NPenpacnonoXeHHOCTH K
passuTiO BUTaMuH D-gednyntHOro paxuta.

[ns noHMMaHWa ponu reHeTudeckux HakTopos, onpe-
LENSIOWNX YPOBHM KanbLngeponos, C HaLlen TOYKM 3peHus,
Ba)XHO HaMOMHUTb O FeHax, MPSIMO Ui KOCBEHHO BMMSIOLMX Ha
meTabonuam ButamnHa D. B pasgene «Gene» nouckoBom cu-
ctembl PubMed anektpoHHoit 6a3sl Medline npunsoasTcs cse-
AeHus 0 167 reHax Yenoseka, KOTOPbIE CNOCOBHbI OKa3blBaTh
BNMSIHWE Ha ero MHAMBUAYanbHbI ypoeHb 25(0H)D', 60 — Ha
1,25(0H),D?, 98 reHoB onpedensioT ypoBeHb napaTropMoHa’,
346 — KOAMPYIOT KMETOYHbIA PeLenTop K kambuutpuony*, a
1087 — npoaykumio npotenHoB VDBP, cBsA3bIBalOLLMX W TpaHC-
nopTMpyloLLMX kanbundeponbl®. Hanbornee «BAMATENbHBIMUY
13 Hux sBnstoTcs redbl cemeiictBa CYP: CYP2R1 (kogumpytoT
25-ruppokennasy), CYP27B1  (kopupyeT 1o-rugpokcunasy),
CYP24A1, CYP3A4 (kogupylT umtoxpombl P45024A1,
P4503A4, nHakTuBMpytoLLme akTueHble MeTabonutbl D). K unc-
Ny 3HAYMMbIX FEHOB, PETYNPYIOLLMX MPOAYKLMIO SHAOTEHHbIX
kanbLudepornos, oTHocATCS reHbl PTH, perynupytowme npo-
AYKUMI0 napatropmoHa, a Takke PTH1R n PTH2R, koaupyto-
LMe peLenTopbl K 3aTOMy ropMoHY. Kpome TOro, CyLiecTBEHHOE
BNUSIHME HA KOHLIEHTPaLMK0 3TUX METAbONNTOB OKa3biBatoT Mo-
numopduamel reHa VDR, koaupyioLLero pelentop Butamuta D
C Takum xe HaumeHoBaHueM (VDR). HemanosaxHyio porb B
perynsauumn metabonntos kanbLudepona urpatT rexsl GC, pe-
rynupytowme npogykuuio npotemHos VDBP [5, 15, 16, 26].

Haww npedcTaBneHns 0 BO3MOXHOM POSIN FeHETUYECKNX
BMWSHWI HA BO3HMKHOBEHWE JedULNTHOTO paxuta paciumpu-
nuch Brarogaps LUMPOKO MPOBOAMMBIM B MOCMEAHEE BpeEMS
NONTHO2EHOMHbIM UiccriedosaHusiM accoyuayuli (genome-wide
association studies — GWAS). [laHHbIil METOA, HanpaBieHHbIN
Ha BbIiBNEHWE NONUMOPMU3MOB B reHOMax MHAWBUAOB, yCTa-
HaBMMBaeT accoLnauun «reHOTUN—EHOTUNY Y HEPOACTBEH-
HbIX Mtogen. OTOT NOAXOZ MO3BONSET BbIABNATL CBA3b MEXIY
nonumopuamMamu TOro UK UHOTO reHa, 0ByCrnoBneHHbIMM Ba-
prabenbHOCTbI0 TOMNbKO 0AHOrO Hykneotuaa (Single nucleotide
polymorphism, SNP). Takue SNP («CHUMbI») MOFyT BHOCWTb
CYLLECTBEHHbI BKMaZA B MOMYMALMOHHYIO N WHAMBUAYANbHYIO
reHeTU4EeCKyl BapuabenbHOCTb. BbisiBNEHWe 3TUX monumop-

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

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

3 https://www.ncbi.nm.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 NPUMEHSIETCS ANs U3yye-
HWS MONMIEeHHOW MPUPOAbI Pa3nuyHbIX 3abonesaHnii, a Takke
APpYrvX NpuU3HakoB MHOroakTopHoro npoucxoxaexus [34]. [o
HacTOALLero BPEMEHW €CTb TOMbKO €AMHUYHbIe NybnnkaLmu
no GWAS, nocBsiLLEHHbIE HEMOCPEACTBEHHOW CBSA3N pasnny-
HbIX FEHETUYECKIUX NONMMOPGU3MOB C AePULMTHEIM PaXUTOM.
OpHako cyllecTByOT MHOro pabot no uaeHTudmkauum SNP,
BNustoWmx Ha ButamuH D B cbiBOpoTKe. B yacTHocTH, npope-
MOHCTpMpOBaHa cunbHas accounaums ¢ 25(0H)D Bo mMHormx
nokycax reHoB GC, CYP2R1, CYP24A1 v psana apyrux [6, 16,
31]. B bputaHckoii pabote cobpaHbl CBeeHNs 1 NPUBOASATCS
AaHHble 0 143 BapuaHTax nonMMopu3MoB, B TOM YKCHE paHee
YCTAHOBIEHHbIX, B Pa3fINYHbIX NIOKyCaXx, CBA3AHHbIX C KanbLy-
avonom [32]. 310 uccneposaHue oxaatuno 417 580 esponei-
ueB. MoapobHbIn 0630p no pesynstatam GWAS no metabonu-
Tam BuTamuHa D npegcTaBneH 1 B nybnukawum Apyrix aBTopos
[31]. Bonblwas rpynna uccnegoBaTeneit U3 pasHbix CTpaH ony-
BrukoBana pesynbTaThl BbISBNEHMS ¢ nomoLbo GWAS HOBbIX
SNP B pasHbix reHax (GC, CYP2R1, CYP24A1 v op.) y 79 366
eBponeckix xutenei [22]. COBOKYMHbI reHETUYECKUIA BKNaZ
3TnX nonumopcuamoB B ypoBeHb 25(0OH)D umu oueHeH, kak
paBHbli 7,5%.

GWAS pononHun Hawwn npeacTaBneHns O BO3MOXHOM
pONK reHOMa B PasBUTUM JeULMTHOTO PaxuTa, BbISBUB NOTEH-
umaneHble SNP, Bninstome Ha metabonmam kanbuudepornos.
Xota GWAS Ha faHHbI MOMEHT uaeHTudMLmMpoBan 6onbLuoe
konnyectBO SNP, CBSi3aHHbIX C YPOBHAMM BUTaMiHA D, OHM
cymMmapHo coctaBnstoT MeHee 20% obLiero reHeTn4eckoro
BKMagaa, Nony4eHHOro 6r3HeL0BbIM METOLOM M CEMEHON ce-
rperauuen. To MoXeT ObiTb CBA3AHO C TEM, YTO GOMBLINHCTBO
SNP, onpegensiowmx metabonuam ButammHa D n npegpacno-
NOXXEHHOCTb K Pa3BUTUIO paxnTa, SBRSKTCS PeaKkumu, KoTopble
TpebytoT Ans nx obHapyxeHns Bonblumx Boi6opok [26]. Mposo-
anmble B HacToswee Bpemss GWAS npenmyLLecTBEHHO cocpe-
[OTOYeHbI Ha uccnefoBaHusx ctatyca ButamuHa D. XoTs ko-
nnyecTBo 25(0OH)D BaxHO 4n1s1 pa3BuUTHS eULMTHOTO paxuTa,
OHO MOXEeT CRYXWTb NULUb KOCBEHHBLIM MPU3HAKOM (MHAMKATO-
poM) pucka pa3suTusi 3abonesaHus. B HacToslee Bpems HeT
BO3MOXHOCTU HanpsiMyld CBSI3aTb FeHOTUMbI C BEPOSITHOCTHHO
1 XapaKkTepom TeyeHns geduuutHoro paxuta. OgHako nocne-
ayrowne paboTbl Mornmu bl pacCMOTPETHL B3aMMOCBA3b MEXAY
KMMHMYECKMMM M nabopaTopHbiMiU 0COBEHHOCTAMK paxuTa C
BbISIBNEHHbIMM paHee ¢ nomollblo GWAS reHeTnyeckumm no-
nmMmopduramamu.

Ha cratyc ButammHa D u passuTue geduunTHOTO paxu-
Ta MOTYT CYLLECTBEHHO BNUSATL 3MUrEHETUYECKME BO3AEACTBISA
[15, 16]. MpoAeMOHCTPUPOBAHO, YTO ANUTEHETUYECKUE MOAY-
NALMKM TeHOB, CBS3aHHbIX C BUTaMMHOM D, MOryT oObsCHWTH
pasnuuns B ypoBHe BUTaMuHa D y MHAMBMZOB 1 MOMynsLmMiA B
uenom. OHu MoryT BbITh Takke MPUYMHON JeduuuTa BUTaMm-
Ha D [23]. TMo gaHHbIM UCCreaoBaHNiA, METUNMPOBAHNE FEHOB
CYP2R1, CYP27B1, CYP24A1 n VDR 0TBETCTBEHHO MOYTH 3a
18% pucnepcumn (M3MEHYMBOCTM) YPOBHS BUTammuHa D B opra-
Husme [9]. M3ameHeHuwe yposHs 25(0OH)D B cbiBOpOTKe nocne
npvema ButamuHa D BapbupyeT y pasHbiX MHAMBMAOB, YTO
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MOXeT ObITb 0OYCNOBNEHO BMMUSAHUEM MHOXECTBA PasnnyHbIX
takTopos [4, 16, 28]. K uncny Takux BAMSHUIA OTHOCAT U 3K~
reHeTnyeckne mogudukayum reHos. COBOKYMHOCTb 3TnX (hak-
TOpOB MOXeT onpeaensTs 4o 50% wHOMBMAYyanbHOW Bapwa-
BenbHocTi ypoBHS 25(0OH)D B CbIBOpPOTKE KPOBW 3[40POBOrO
yenoseka [15]. BoigBneHa uHamMBMayansbHas pasHula B reHeTu-
yeckn 0bycnoBneHHoN peakuun Ha gobasku sutamuHa D [10].
Mnua ¢ HusKow peakumeir bonee BOCNPUMMYMBBI K AeduULUTY
BUTaMuHa D, yem NHAMBKAbI C BbICOKMM OTBETOM. B 9T0M CBA3N
noCcTynMpyeTcs He0OXOANMOCTb BMECTO 0BLLMX peKOMeHAaLMIA
paccmaTpuBaTh BO3MOXHOCTb MHOMBMAYANbHOTO MOAxoda K
npuemy fobaBok BuTammHa D, OCHOBaHHOTO Ha MHAMBMAYanb-
HOM ONTUMarnbHOM ypoBHe BuTammuHa D. OTmevaeTcs, 4To aToT
nokasaTesb He CBS3aH C reorpauyeckM pacnonoXeHem uH-
AMBULYYMOB U He 3aBuUcuT oT ypoBHs 25(0OH)D B cbiBOpoTKe
kpoBu [10]. ABTOpbI NPULLAK K MHEHWO, YTO OL|EHKa YPOBHEN
BuTaMnHa D B CbIBOPOTKE KPOBW, OCHOBaHHast Ha obwux no-
POroBbIX NOKa3aTensx, He MOXET ObITb XOPOLUNM VHANKATOPOM
ONMTUMAnbLHOMO ypoBHs BuUTamuHa D ans gocTskeHus xenae-
MbIX 3d)chekToB. Takum 06pa3omM, anureHeTnYeckas Moguduka-
LMs UrpaeT BaXHY0 pofb B Perynsuuu ypoBHs ButamuHa D un
B BapuabenbHOCTU peakuynn Ha BUTaMuH D. SnureHeTnyeckue
M3MEHEHNS MOTYT BbITb Y4TEHbI, YTOOBI PEKOMEHOBATH COOT-
BETCTBYHOLLYIO [031poBKy AobaBok ButamuHa D. OgHako npu-
BeAeHHble pe3ynbTaThl N0 HacnegyemMocTn MeTabonuToB Kanb-
umnchepona UMEKT, Kak OTMEYaloT camiu aBTopbl Nybnvkauui,
CYLLECTBEHHbIE OrpaHUYeHMs, Kacalluecs, npexane BCero,
BNWSHUS Ha Moka3aTenu atux opm ButammHa D B CbiBOpOTKE
KpOBM MHOMMX (hakTopoB. ATO KacaeTcs, B MepBYK oYepessb,
metabonuta 25(0OH)D [4, 16, 28]. BmecTe ¢ Tem 3Tu TpyaHO
yuuTbIBaeMble UHTEPEPEHLIMM MOTYT CKa3blBATbCS Ha OLieHKe
[OMNN reHOMHOTO BKMaja B perynsuum obMeHa kanbLmdgepona
1 pa3BuUTME paxuTa.

len VDR

[aHHbI TeH kopoupyeT pelenTop BuTamuHa D, koTopbIi
WUrpaeT CyLLECTBEHHYIO Ponb AN 3P deKTUBHOMO AENCTBUS BU-
TamuHa D B opraHuame. M3BeCTHO, YTO MyTaLus 3TOTO reHa C
notepen ero yHKLWW BbI3bIBAET TSHXKENYIO (POPMY 3aBUCHMOrO
paxuta. B T0 e Bpems nokasaHo, YTO pa3nuyHble NonMmop-
¢uambl VDR cBA3aHbl C MHANBUAYANBHON YyBCTBUTENBHOCTBIO
k BuTamuHy D, a Takke C pa3BUTUEM LEUUMUTHOrO paxuta
[14, 30]. B yacTtHocTi, meTogom GWAS wnccnefoBaHbl nonu-
mopduambl reHoB CYP2R1, CYP27B1, CYP24A1, VDR n GC
y BonbHbIX 14-20-Mecs4HOro Bo3pacTa ¢ BepudULMPOBaHHLIM
AWarHo3oM JeULMTHOro paxuta, B TOM YUCIE PEHTIEHONOor-
yecku. ABTOpbI NpoaHanuaunposanu cea3b 3Tux SNP ¢ KnuHm-
YeckuMM 1 MeTabonmyeckumMmn nokasaTensmMn paxuTa, CpaBHIUB
C aHamnorMYHbIMU XapakTepucTUKamMmu KOHTPOMbHOW rpynmbl, He
uvetoLen aTux nonnmopdguamoB [14]. Okasanoch, 4To ¢ npo-
SBMEHUAMM paxuTa 3Ha4MMO acCoLMMPOBAnUCh TOMbKO HEKO-
Topble nonMmopdmnamel reHa VDR. ABTOpPbI NPULINK K 3aKIto-
YEHMI0, YTO B BO3HWUKHOBEHUM AEULIMTHOTO paxuTta BEOyLLYio
POnb UrpatoT counanbHble npuynHbl. OgHako Buonoruyeckue
(haKkTOpbl B BUAE reHeTUYECKNX MOZYNALMIA, KacatoLlmecs, npe-

xae Bcero, nonumopdnamos reHa VDR, yacTuyHo onpegensior
npeapacnonoXeHHOCTb k 3ab0oNeBaHMI0 U (MNn) TSKECTb Teve-
HWS LedULMUTHOTO paxuTa.

eHbl 6enKoB, CBA3bIBAOLWMUX METAOONUTBI
ButamuHa D (GC)

OTW reHbl perynupyloT npogykuuo npotemHos (VDBP,
GC-rnobynunHoB), OCHOBHAs (PYHKLMSA KOTOPbIX 3aKMo4aeTcs B
CBSA3bIBAHUM W TPAHCMOPTMPOBKE METabonuToB KanbLudepo-
na. B xoge u3yyeHus atux 6enkos okasanoch, 4to VDBP sB-
NATCA MHOTOMYHKLMOHANbHBIMK Benkamn, NepeHoCALMMY
He TOMbKO BUTaMUHbI D, HO 1 XWpHbIE KUCTOTBI, KOTOpbIE yya-
CTBYIOT B aKTWBaLMM Makpogaro u npensTcTBylOT Aerpaga-
LM HEKOTOPbIX KOMNOHEHTOB KoMnnieMeHTa. Konnyectso GC-
rnobyNMHOB PasnnyHO Yy pasHbIX MHAMBMAYYMOB. [OCKOMbKY
«BUTaMuH D-cTaTyc» onpepensieTcs no ypoBHIO kanbLuauona
B komnnekce ¢ GC-rnobynuHamu, peanbHas obecneyeHHoCTb
WHOMBMAA BUTaMUHOM D MOXET CylleCTBEHHO pa3nuyatbCs.
OTO CBSA3AHO C TEM, YTO OCHOBHOW Genok-mepeHocUnK mMeTa-
BonuToB BUTamMmMHa D npogneBaeT Mepuog WX LMpKyIsauuu,
HO WHMMOMPYET MX BUONMOrMYECKyl0 akTUBHOCTb. lMpuyem 3To
kacaetcs kak 25(0OH)D, tak u 1,25(0H),D. Takum obpasom,
MOXeT 0Ka3aTbCsi, YTO MHAWBUA C BBICOKAM YPOBHEM BUTaMMH
D-cBsisbiBatoLLero benka MOXeT ka3aTbCs BNONHe obecneyeH-
HbIM BUTAMMHOM, HO peasibHO UMeTb AedULNT ero akTUBHOCTH
[11]. K HacTosWwemMy BpemeHn ¢ nomolblo GWAS BbisiBNEHb!
no kpaiHei mepe 13 BapuaHTOB monumopduamos (SNP) re-
HoB GC, kogupytowwmx 3Tu Oenku, UMetLine OTHOLIEHUE K
perynsuum KoctHoro metabonuama [29, 33]. BbisicHunoch,
4TO NPEACTABUTENU MHOMX HaLMOHANbHOCTEN, SBNSOLLMECS
HOCUTENSIMWU HEKOTOPbIX MOMMOPKU3MOB 3TOTO reHa, UMetoT
3HaunTenbHo 6onee Huskme ypoBHW 25(0OH)D B cbiBOpOTKE.
Bbino Takke 06HapyXeHo, 4TO HOCUTENN OBHOTO UK HECKOMb-
knx anneneit GC2 nmetoT 3HauuTenbHO Bonee HU3KME KOH-
LeHTpaumm 25(0OH)D B cbIBOPOTKE KpOBU, @ romo3urotel GC2/
GC2 ¢ bonbluei BEpPOSTHOCTBI OyAYT OTHECEHbI K KaTeropuu
AedunuunTHBIX No cTaTycy BuTamuHa D. B ogHoM nccnegosaHnm
JeTen 6biNo NPOLEMOHCTPUPOBAHO, YTO HECKOMBKO MOMNMOp-
uamos GC Obinm cBs3aHbl C NOBbILIEHHOW YacToTon aedu-
UMTHoro paxuta [32].

Cepusi paboT, BbIMOMHEHHBIX C MOMOLLBI Pa3NNYHBIX
METOZOB, MPOAEMOHCTPUpOBANa MOTEHUWanbHylD ponb Ha-
CrefCcTBEHHOro (hakTopa B BO3HUKHOBEHWUW AEMULMTHOTO pa-
xuTa. ATa NpeapacnonoXeHHOCTb MOXeT ObiTb 00ycroBneHa
VHAMBMAYaNbHLIMIU OCOOEHHOCTAMM OTAEMNbHbLIX KOMMOHEHTOB,
ABNAKLLMMU MOZynsTopamMu hocopHO-KkanbLmeBoro obmeHa
W MOTEHUMANbHO Y4YacTBYHLMMU B pa3BuTUN 3aboneBaHus.
B o63ope npeacTaBneHbl akTbl HaNUYMs WHAMBUOYANbHbBIX
pasnuuunii B (yHKUMOHMPOBaHUM MeTabonutoB ButammuHa D,
peuenTopa kK Hemy, a Takke 0enkoB-nepeHocUnkoB Metabo-
nuToB Kanbuudepona. B psge paboT nokasaHo, YTO Takue
pasnunums MoryT 6bITb 06YCNOBNEHbI KaK O4HOHYKEOTUAHBIMY
nonuMopduaMamm, Tak U 3MUreHeTUYECKUMU MeXaHn3Mamu,
BO3HMKAIOWMMI B TFeHax, KOAMPYIOLLMX W3y4eHHble MOZyns-
TOpbl hocdopHo-kanbLueBoro obmeHa. OfHako 04eBUAHO,




4TO «(PYHKLMOHAMNbHLIN AedeKkT» AesTenbHOCTM Kakoro-nnbo
naToreHeTMYEeCKoro 3BeHa MOXeT BbiTb HeJoCTaTOYHbIM ANs
pasBUTUS MHOrO(AKTOPHOrO (reTEPOreHHOro) 3aboneBaHus,
KakoBbIM SIBNseTCs AeUUUTHbIA paxuT. [ocTaTouHo mnpo-
aHanuanposatb copepxanne 25(0OH)D B CbIBOPOTKE KpOBH,
Nno nokasaTesnto KOTOPOro MPUHSATO CyAWTb O CTaTyce BuUTa-
muHa D B opraHusme. YpoBeHb 3TOro MeTabonuta 3aBUCHT,
MOMUMO TEHETUYECKMX U JNUreHEeTUYECKX BO3AENCTBUI, Kak
BbIN0 NPOAEMOHCTPUPOBAHO B AaHHOM 0030pe, OT MHOMX
ApYrX hakTopoB. K X YMCMy MOXHO OTHECTU: KIMMaThiYeckne
YCroBWS NpOXWBaHUs pebeHka, CE30HHOCTb, STHUYECKAs Mpu-
HaOMIeXHOCTb, XapakTep MUTaHusi, cTeneHb 0b6ecneyYeHHoCTU
OpraHuaMa KanblLem, NpeswecTByOLWE UM NPOBOAMMON B
HacTosiLiee BpeMsi creunduyeckoit NpodunakTuki, Hanuime
BornesHeit OpraHoB MULLEBapeHNs 1 Opyron (HOHOBOW naTo-
norum, a TaKxke LPYrux, Nopon TPYAHO y4uTbiBaeMbix 06CTO-
aTenbCcTB [2, 4, 16, 24, 28]. Takum 0Bpasom, KOHLEHTpaLus
9T0ro MeTabonuTa B CbIBOPOTKE KPOBU — 3TO pe3ynbTaT Crox-
HOTO MHOrO(akTOpPHOro B3aumogencTans. B aToi cesasn no-
BarnbHbI KOHCEHCYC MO NPOMUNAKTUKE W IEYEHUIO MNLLEBOTO
(neduumnTHOrO) paxuta He peKOMEHAYET MCMONb30BaTh 3TOT
nokasaTenb NS AWarHOCTUKM LeUUMTHOMO paxuta y AeTei
6e3 yueTa KnuHu4eckux xapakrepuctuk [30].

B HepasHO onybrnukoBaHHOM cucTematuyeckom ob3ope ¢
MeTaaHanu3oM NpOAEMOHCTPUPOBAHO, YTO MOKa3aTenu 3Toro
TecTa BapnabenbHbl, OLeHKa MHAMBULYaNbHON «HOPMbI» OYEHb
3aTpyaHuUTeNbHa, M noporoBble 3HaveHns 25(0H)D, npu koTo-
pbIX MoKa3aHa Tepanus npenapartamu BuTamuHa D, He onpege-
nexbl [33]. Tonbko y 62% BONbHbIX C AEMUUMTHBIM PaXUTOM
ypoBeHb 25(0H)D 6bin Huxe 30 HMONb/A, T.e. AeULUTHBIM.
Y 20% 60nbHbIX 3Ha4YeHne kanbumanona 6eino =50 HMonb/n,
T.e. JOCTATOYHbIM. TTpW CHWXEHUWN KOHLEHTpaLuu 3T0ro Me-
Tabonuta ot goctatoyHoro (50 Hmomb/M) A0 LeduynUTHOro
(30 HMoOnb/M) WaHC pa3BUTUS paxuTa BO3pacTan BCETO MNMLLb
B 2,5 pasa. [py agekBaTHOM NOTPEONEHUM KanbLus, XapaKTep-
HOM 11 €BPONENCKMX XNUTENern, B TOM YUCHE W ANst POCCUSH,
[axe 3aBefoMO AeduuMTHAs CbIBOPOTOYHAs KOHLEHTpaLus
kanbuuanona =28 HMOMb/N CBUAETENLCTBYET O HU3KOM PUCKE
passuTna paxuta [28].

B cyLlecTBylowmx 1 npuBegeHHbIX B 0630pe paboTax SIBHO
He xBaTaeT WCCNEeAOBaHWA, MOCBSALIEHHbLIX U3YYEHWNIO MPSMON
CBSA3N MEXIY BbISBMNEHHBIMU FEHETUYECKMMI NOMMOpdr3ma-
MW W 3MUrEeHETUYECKNMN MOANMUKALMAMM C KIMHUYECKAMM,
BUOXMMUYECKUMM N PEHTFEHOMOTMYECKMMI XapaKTepUCTHUKaMK
peduumuTHOro paxmta. HecMoTps Ha 3ToT hakT, paHee ObITy-
tolLlee npefcTaBnieHne 0 AeULMTHOM paxuTe Kak ogHodak-
TOPHOM 3a60neBaHNM, BO3HUKAIOLLEM UCKIIOYUTENBHO B CBA3N
C HegocTaTkom BuTammHa D u (unm) Kanbuws, B HacTosLee
Bpemsi TpebyeT nepecmoTpa. MosBMNOCL Hay4YHOe NOLTBEPX-
A€eHVe AaBHWX HabMIOLEHWA KIWHULMCTOB O CyL|ECTBOBAHWM
KOHCTUTYLIMOHANBHOW  MPEAPACcNONOKEHHOCTU K Pa3BUTUIO
peduumuTHoro paxmta. Martepuansl paccMOTPEHHbIX B 0B30pe
nybnukaunin cBULETENbCTBYIOT B MOMb3y MHOrO(aKTOpPHOCTY
NPOUCXOXAeHUs AeULMTHOTO paxuTta, poNb FEHETUYECKOrO
W 3NUreHeTUYECKNX BISHWA 3aHUMaeT ONpeAerneHHoe MecTo

B 3TVONaToreHe3e AaHHOM hopmbl natonorun. Bmecte ¢ Tem,
MCXOAA M3 UMEILLENCs B HacTosllee BpeMsi MHopmaLmm
KIMMHWYECKMX HabmofeHui, MOXHO npegnonaratb, YTO ponb
HacrneLCcTBEHHOro hakTopa B BO3HWKHOBEHUM Le(ULUTHOrO
paxuTa He CTOMb 3HAYMTENbHA, KaK MPWU HEKOTOPbIX APYriX
3aboneBaHusix C HacneAcTBEHHONW NpPespacnonoXeHHOCTHH,
HanpumMep, kak npu Lenuakum, bonesHu KpoHa wnu annepru-
yeckon natonoruu. Mo 3TOM NpU4MHE XapakTepHble Ans 3abo-
neBaHMi NONUTEHHON NPUPOLbI BbIPaKEHHAS FETEPOrEHHOCTb W
KIMHWYECKU nonmmopnsm [3] He CTOMb SAPKO NpefcTaBfeHbl
npu 4eULUTHOM paxuTe.

3AKITIOYEHUE

lMpoaHanuanpoBaHHble Mybnukauun CBMAETENbCTBYHOT
0 HECOMHEHHOM BIIUSHWWN FEHETUYECKUX MONMMOP(U3MOB W
ANUreHeTUYeCckUX MOZYNAUNA Ha LEesTeNnbHOCTb TEHOB, KO-
AVPYIOWMX BaxHble perynsatopbl  (OCOpHO-KanbLUeBoro
obmMeHa M KOCTHOrO MeTabonusma, npexne BCero B (PyHk-
LMOHMPOBAHNN OCK «napaTropMoH — 1a-rugpokcunasa —
1,25 (OH),D — peuenTtop Butamuda D». OgHako umetoLype-
cs (haKTbl NO3BONSIOT NNLWb KOCBEHHO OLIEHMBATbL reHeTHYe-
CKWiA BKnag B pas3suThe AeduUMTHOrO paxuta. [ns To4YHOM
n ybeouTernbHON OLEHKM PONU HacneAcTBEHHOro akropa
TpebytoTca mMaclwTabHble UCCNefoBaHus, HanpaBneHHble Ha
U3y4YeHue HenocpeacTBEHHOM CBSA3N «TEHOTUM-EHOTUNY,
T.€. MEXOY Pa3nu4HbIMK TEHETUYECKNMI MONMMOpdr3Mamu,
SNUreHeTUYECKUMU Mapkepamn C pasnnyHbIMA KIMHUYECKM-
Mi, NabopaTopHbIMU XapaKTepUCTUKaMu paxuTa, BKIoYas
OLEHKY 9pheKTMBHOCTM pasHbIX TEPANeBTUYECKNX NOAXOAOB.
OfHUM M3 NpaKTUYECKMUX BbIXOJOB W3 TaKUX UCCNER0BaHUMA
BOMXKHbI B6bITb pekoMeHAauun no BbI6GOPY MHAMBUAYATLHON
npounakTM4YECKON, a Takke TepaneBTUYECKON 403bl npena-
paToB BUTamuHa D.

AOMNONHUTENIbHAA UHOOPMALIUA

Bknap aBTOpoB. Bce aBTOpPbI BHECTM CYLYECTBEHHbIN
BKMag B pa3paboTKy KOHLENLWW U NOATrOTOBKY CTaTbi, MPOYNM
1 opgobpunu uHanbHy Bepeuto nepes nybnukauyen.

KoHdpnukTt uHTepecoB. ABTOpbI AEKNApUPYIOT OTCYTCTBUE
SBHbIX 1 NOTEHLManbHbIX KOHPMNKTOB MHTEPECOB, CBA3AHHbIX C
nybnukalmen HacTosLLen cTaTbMm.

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