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TEHETUYECKUE ®AKTOPHI B HAPYIIEHUSIX KAJIBIIUM-
®OCHOPHOI'O OBMEHA Y JIETEH

Xooocaesa HUpooa Aboynxaesna
accucmenm Kageopsl nponedesmuKu
demckux ooneszneti Ne 2, TTMY
(Tawkenmcko2o 20cy0apcmeeHHo20
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AHHoTaumsi: ['eHeTnueckre (akTOpbl B HApYIICHUSX Kalbluii-hochopHOTo
oOMeHa y JIeTei UTparoT OJIHY U3 KITFOUEBBIX POJiek B (hOPMUPOBAHUU TTATOJIOTHYECKUX
M3MEHEHUH CO CTOPOHBI KOCTHOM TKaHW, 3yOOB, SHJIOKPUHHOMW M HEPBHOW CHUCTEM.
CoBpEMEHHBIE HCCIIENOBAaHUS TOKA3bIBAIOT, YTO MPABUJIbHBIN oOMEH KalblUd U
dbochopa B opranuzme peOeHKa oOecrmedurBaeTcsl CIO0XKHBIM B3aUMOJICUCTBHUEM
MHO’KECTBA T'€HOB, YYaCTBYIOIIMX B CHHTE3€ O€NKOB, ()EPMEHTOB, PELENTOPOB H
TPAaHCIIOPTHBIX CUCTECM. Marnenmue TCHCTUYCCKUC ,Z[e(beKTBI, MyTalluu,
noMMOpGU3Mbl U CTPYKTYpPHBIE TEPECTPOMKM T'€HOB MOTYT TMPUBECTH K
BO3HUKHOBCHHUIKD MHOT'UX HACICACTBCHHBIX WU HpI/IO6peTCHHLIX 3360JIGB&HI/Iﬁ,
CBA3AaHHBIX C HAPYHICHHUCM OajtaHca JaHHBIX MUHCPAJIOB.

KiioudeBble cioBa: reHeTuka, kaiabluid, ¢ochop, oOMEH BeIIECTB, JIETH,
MyTalluM, HACJIEJCTBEHHBIC 3a00J€BaHMs, META0OJNUECKUE HAPYIIEHUSI, TOMEOCTa3,
BuTamuH D.

Annotatsiya: Bolalarda kalsiy-fosfor almashinuvi buzilishlarida genetik omillar
suyak to‘qimasi, tishlar, endokrin va asab tizimi tomonidagi patologik o‘zgarishlarning
shakllanishida asosiy rollardan birini o‘ynaydi. Zamonaviy tadqigotlar ko‘rsatadiki,
bolalar organizmida kalsiy va fosforning to‘g‘ri almashinuvi ko‘plab genlarning
murakkab o‘zaro ta’siri orgali ta’minlanadi. Bu genlar ogsillar, fermentlar, retseptorlar
va transport tizimlarining sintezida ishtirok etadi. Genlardagi eng kichik nugsonlar,
mutatsiyalar, polimorfizmlar va struktura o‘zgarishlari ushbu minerallar
muvozanatining buzilishi bilan bog‘liq ko‘plab irsiy va orttirilgan kasalliklarning
paydo bo‘lishiga olib kelishi mumkin.

Kalit so‘zlar: genetika, kalsiy, fosfor, modda almashinuvi, bolalar, mutatsiyalar,
irsiy kasalliklar, metabolik buzilishlar, gomestaz, D vitamini.

Abstract: Genetic factors play one of the key roles in the development of
pathological changes in bone tissue, teeth, endocrine, and nervous systems in disorders
of calcium-phosphorus metabolism in children. Modern studies show that the proper
metabolism of calcium and phosphorus in a child's body is ensured by the complex
interaction of numerous genes involved in the synthesis of proteins, enzymes,
receptors, and transport systems. Even the slightest genetic defects, mutations,
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polymorphisms, and structural rearrangements of genes can lead to the development of
many hereditary and acquired diseases associated with the disruption of the balance of
these minerals.

Keywords: genetics, calcium, phosphorus, metabolism, children, mutations,
hereditary diseases, metabolic disorders, homeostasis, vitamin D.

BEJEHHUE

3nauenue  Kanpuui-dpocPopHoro oOMeHa i pacTYUIETO  OpraHu3Ma
HEBO3MOXHO TiepeolieHuTh. Kanbiuit u ¢pochop — 3TO OCHOBHOM CTPOUTEIHHBIN
MaTepHall JJisi KOCTHOM CHCTEMbI, OCHOBA (DOPMUPOBAHUS 3y0O0B, BaXKHBIC JIEMEHTHI
U1t QYHKIIMOHUPOBAHUST MBIIII], HEPBHOM MPOBOJUMOCTH, CBEPTHIBAEMOCTH KPOBU U
ropMoHanbHOro Oamanca. B oOMeHe 3THX MHUKpPO3JIEMEHTOB  y4YacTBYIOT
MapaIIuTOBH IHEIC KEJIE3bI, TOYKH, KAIIIEYHHUK, KOCTH, & TAKKE aKTHBHBIC META0OIUTHI
ButamrHa D. CoBpeMEHHBIC OTKPBITHS B O0O0JACTH MOJICKYJISPHOM MEIUITUHBI
MO3BOJIUIN OoJiee TIyOOKO MOHSTH CIOXKHBIE OMOXMMHYECKHE M TEHETUYECKHE
MEXaHU3MBbI, JIeXKAII1Ee B OCHOBE HOPMAJILHOTO U MATOJIOTMY€CKOTr0 0OMEHa KaJIbIIHS U
docdopa y aereil. Baxueiiiee 3HaueHHe 71 TOJEPKAHKUS TOMEOCTa3a KalblUs U
dbochopa MMeeT aKTUBHOCTH SHIAOKPUHHOW cuCTeMbl. OCOOEHHO OOJIBIIYIO POJIb
UTPAIOT MAPANTUTOBUIHBIC TOPMOHBI, KaJIbIIATOHWH W KaJTbIUTPHOJ. | eHeTndeckue
MyTAaIliH, MPUBOAAIINE K CHUKEHUIO WA U30BITOUHON (DYHKITMM Kejle3 BHYTPEHHEH
CEeKpelMi WM W3MEHCHHIO YYBCTBUTEIBHOCTH TKaHEHW K WX TOPMOHaM,
COTIPOBOXKIAIOTCS  BBIPAKCHHBIMH ~ HApYyIMIEHUSIMH  KOCTEOOpa3oBaHUS U
MuHepanu3anuu. [IpuMepoMm SBISIOTCS BPOXKIEHHBIE W TPUOOPETEHHBIE (DOPMBI
HapylieHud metabonm3ma BuTaMuHAa D, reHermyeckue AePEKTbl B CHHTE3E WIIH
AKTUBHOCTHU PEIIENITOPOB K KAIBIIUTPUOITY, a TAK)KE MYTAIIMH B T€HAX, PETYJIUPYIOIINX
(GyHKIMMA TPAHCTIOPTHBIX OEIKOB Kalblus U (ocdara B moykax v KuieuHuke [1].

AHAJIN3 JIMTEPATYPBI U METOJ10JIOI'UA

['eneTnyeckas 00yCI0BIECHHOCTh HAPYIICHUS KaJlbI[ueBO-(pochopHOro oOMeHa y
JIETEH TPOSBIIICTCS HA PA3IMYHBIX YPOBHAX peryisnun. CymecTBy0OT MOHOTCHHBIC
3a0071€BaHuUsl, BbI3BAHHBIC MYTAIlUSIMU B OMPENEIEHHOM TE€HE, U TMOJUTCHHbIC, TIPU
KOTOPBIX  3aJICHCTBOBAHO MHOXKECTBO T'€HETHYECKHUX JIOKYCOB. Hapymenus
KOJUPOBAHUS KIIOYEBBIX (DEPMEHTOB M OEITKOB TPAHCIOPTHBIX CUCTEM BEAYT K
HapYIIEHUIO MPOIECCOB abcopOImu, peabcopOIiK 1 SKCKpeIuu Kanbius u pocdopa.
['eneTnueckre aHOMAJIUKM YaCcTO 3aTParvBaroT OCNKU-TpaHCIIOPTEPHI cemericTBa SLC,
NPT, a takxe peuentopsl 6enkoB FGF23, yyacTBytonue B peryisiuu BblIE€ICHUS
dbochartoB ¢ mouol, peabcopOuuu ¢GocdaroB B moukax u perynsiuu dhochopHoro
obmeHa. BakHBIN acleKT HACIIEICTBEHHBIX pacCTPONCTB 0OMeHa Kaiablus U pocdopa
— HapymieHne Metabonm3ma ButamuHa D. I'enermueckue nedeKThl THIPOKCHUIIA3
ButamuHa D, a Takke MyTallid B T€HAaX penenTtopoB BuTamuHa D mpuBomgsaT k
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CHUKEHUIO d(PPEKTUBHOCTU MPEBpAIICHUS] HEAKTUBHBIX (DOPM BUTAMHHA B AKTUBHBIC
METAa0OJUThI, YTO BbBI3BIBAET BBIPAKEHHBIE AHOMAJIMM KOCTHOM CHCTEMBL. ITO
NpOSBISIETCST B 3aMEVICHUM OCCU(HKAIMK, HEJOCTATOYHOW WM H30BITOYHOU
MUHEpaIM3alUU KOCTEW, U3MEHEHUU HUX CTPYKTYPHl M TMOBBIIMIEHHONW JIOMKOCTH. B
(GbopMUPOBaHNN HACIIEICTBEHHBIX 3a00JeBaHUI KalblHii-PpochopHOTO 0OMEHa TaKxke
Y4acTBYIOT MyTallMM B T'eHaX, OTBETCTBEHHBIX 3a CHHTE3 U (DYHKIMOHHPOBAHHE
MapaTUPEOUTHOTO TOPMOHA, €ro PELENTOPOB, a TAaKXKE TPAHCIOPTHHIX OEIKOB
kanpius. COon B pabOTe 3TUX T€HOB MPHUBOJAAT K PAa3BUTHIO THIONApATHPEO3a WIH
runeprnaparepuo3a y JAeTedl M, Kak CIEICTBUE, K CEpPhE3HBIM HapYUICHUSIM
KalblueBoro u ¢pochopHOro oOMeHa, MpPOrpecCUPOBAHUI0 KOCTHBIX U SHJOKPUHHBIX
MaTOJIOTUH YK€ Ha paHHUX dTallax pa3BUTus [2].
PE3YJIBTATBI U OBCYXKXJIEHUE

Oco0oe pazgpaxaroliee BIMSIHUE Ha TAPMOHUYHOE Pa3BUTUE JAETCKON KOCTHOM
CHUCTEMbI OKa3bIBAIOT U3MEHEHHUS B CTPYKTYPE I'€HOB, PETYIUPYIOIIUX MUHEPaTbHBIN
0OMEH Ha YpOBHE O0CTE00JACTOB U OCTEOKIIACTOB. | eHeTHYecKre HapylIeHus! B padoTe
MOJIEKYJISIPHBIX MEXaHHU3MOB, KOHTPOJIMPYIOLIUX OanaHC MpPOLECCOB OCTEOreHEe3a U
pe3opO1MK KOCTHOM TKaHU, MOTYT PUBOJIUTH K PAHHEMY Pa3BUTHUIO OCTEOMAJISIINH,
OCTEOI0pO3a, HapylIanach OCCUGUKAIIS XPSIIEBBIX SMUPU30B U APYTHX CEPbEIHBIX
MEeTa00JIMYECKUX OTKIOHEHUU. YTIIyOJIEHHOE N3yYeHHE MOJIEKYJISIPHBIX MEXaHU3MOB,
OTBEYAIOIIMX 3a TOHKYIO PETYJSIUI0 KalbleBO-(hochopHOro oOMEeHa Ha YpOBHE
r€HOMa, TMO3BOJWIO BBIIECIUTh TPYNIYy TE€HOB, OTBETCTBEHHBIX 3a CHHTE3
TpaHcopTHBIX OenkoB cemeiictBa TRPV6, SLC34 u SLC20, a Takxke Oeikos,
YYaCTBYIOIIMX B OCAXKJICHUMU THAPOKCHANATUTA B MEXKIECTOUHOM MPOCTPAHCTBE.
Jlaxke He3HAYUTENbHBIC MYyTaIllMU B KOJAUPYIONTUX 3TH OCTKU IreHax MOTYT IPUBOJIUTD
K BBIPOKEHHBIM HApPYIICHUSM MHHEPATbHOTO OOMEHa M (POPMUPOBAHUIO CTOUKHUX
M3MEHEHHH CO CTOPOHBI CKesleTa U 3y0oB [3].

dopMHupoBaHUE MATOJIOTUUYECKUX M3MEHEHUHN Kalbluii-(hochopHOro oOMeHa y
JETEeil HAMPSMYIO 3aBUCUT OT CTENEHU F'€HETUYECKOHN MPEPaCcOI0KEHHOCTH K TaKUM
HapylICHUSIM B COBOKYMHOCTH C BHEIIHUMHU HeOjaronpusTHbIMU (dakTopamu. K
rpymnne pucka OTHOCATCSA JETH C OOpEeMEHEHHBIM CEMEMHBIM aHaMHE30M, KOTrjaa y
ponuTenedt WM OJM3KUX POJICTBEHHUKOB HAONIOMAIMCh CIydan BPOXKIEHHBIX
aHOMAJIMA KOCTEH, HapyIICHWs MUHEPAILHOTO OanaHca, XpOHUYECKHX 3a00JIeBaHUN
IIUTOBUIHOW M MApaIIMTOBUIHBIX XKeje3, 3a00JIeBaHU TTOYEK, MTEYEHHU, KUIIICUHUKA.
B Takux ciydasx BaKHOE 3HAU€HHE TPUOOPETAET paHHss TeHETUYECKasi TMarHoCTHKa,
MO3BOJISIONIAS BBISIBUTh HOCUTEIBCTBO MATOJOTMYECKUX MYTallMd W TPOBEICHUE
MIPEBEHTUBHBIX MEPOIPHUATHH, HAIMPABICHHBIX Ha KOPPEKIUI0 TOTCHIIMAIBHBIX
HapymieHud oOmena kampius W (ocdopa. Hcmomp3oBaHue COBPEMEHHBIX
TEHETUYECKUX METOJI0B — MOJIMMEPA3HOM LIEMTHOW peakuu, ceksennposanus, JJHK-
9UMoB, OWOMH(OPMATUKA — TO3BOJIIET BBIABIATh CYOKIMHUYECKHE (POPMBI
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HapyIIeHU MHUHEPATLHOTO OOMeHa emnié 70 TMOSBICHHS BBHIPAKCHHONW KIMHUYECKOU
KapTuHBI. B paHHEeM Bo3pacTe BO3MOKHO MPOBE/ICHNE CKPUHUHTA Ha HATMYKE UTYIIHX
B CEMbE MATOJOTUYECKUX BAPUAHTOB I€HOB, ACCOLIMMPOBAHHBIX C PUCKOM Pa3BUTHUS
TsOKENBIX (hopMm HapymieHu oOMeHa kanblus U (dochopa. Ocoboro BHHUMAHUS
3aCJIy’KMBA€T MHTErpalusl 3HAHUM TEHETUKH, SHJOKPUHOJOTHM U TNEAUaTpUHu.
NHauBuayann3upoBaHHbIA MOAXOA K aHAJIM3y T€HETUYECKOro craryca peOEHKa,
OIICHKA PHICKA Pa3BUTHUSI METAOOIMYECKUX 3a00JI€BaHUN C y4ETOM TCHETHYECKHX,
OMOXMMUYECKMX W TOPMOHAJIBHBIX TIOKa3aTelied TO3BOJISIET pa3pabaThiBaTh
ONTUMAaJIbHBIE MPOTPAMMBI TPOPUIAKTUKY, pAaHHEH TUArHOCTUKU U JiedeHus. B aTom
HalpaBJICHUM BAXKHOE 3HAYEHHWE HUMEET HCIOJIb30BaHUE MEPCOHATM3UPOBAHHON
MEJUIMHBI, TPU KOTOPOW OmpelnesieHue TeHeTHdeckoro mnpoduis pedEHka naér
BO3MOXHOCTh MPOTHO3UPOBATH pPA3BUTHE HapylleHWA oOMeHa BEIIEeCTB U
CBOECBPEMEHHO TMPOBOJAUTH  KOppekTupytome Meponpustusa. CoBpeMeHHbIC
KIMHUYECKUE TOAXOJbl K JICUEHUIO HACJICACTBEHHBIX HApYIICHUNH KaJbIIMii-
dbochopHoro obMeHa BKIIOYAIOT HE TOJBKO TPATUIMOHHBICE METOJbI TEPANHUU C
MCIIOJIb30BAaHUEM TIPErnapaToB Kajblus, BUTaMUHa D U Ipyrux MeauKkaMeHTOB, HO U
MHHOBAI[MOHHBIE MOJIEKYJIIPHO-T€HETUYECKuEe noaxoasl. [IpoBoasTcsa ncciienoBaHus
[0 BHEJIPEHUIO TEHETUYECKUX KOPPEKIMM, HAIpaBJICHHBIX HAa UCIPABIICHHE
MaTOJOTUYECKH H3MEHEHHBIX TE€HOB, HCIOJIb30BAHUE PEKOMOUHAHTHBIX OEJIKOB,
BO3/ICHCTBYIOIMX Ha CHeuu(pUUECKUe 3BEHbS METa0O0IMYECKONM peryJisiuu.
KiitoueBbIM  3JIEMEHTOM YCHEIIHOW Tepanmuu CTAaHOBUTCS MEXIUCIUIIMHAPHOE
B3aMMO/JICHCTBUE TE€HETUKOB, TNEAUATPOB, DHIAOKPUHOJIOTOB U CIHEHHAIMCTOB IO
nabopaTopHO# nuarHocTuke [4].

BaxHoli 3a1aueli COBpeMEHHON MEIMIIUHBI CTAHOBUTCS pa3bsiCHUTEIbHAs paboTa
C PpOIMUTENSIMA U POJACTBEHHUKAMHU [MALMEHTOB, MPOBEICHHE TIPAMOTHOIO
MEJIUIMHCKOTO  KOHCYJIBTUPOBAaHUS MO  BONPOCAM  TE€HETHYECKHX  PHUCKOB,
OCOOCHHOCTEW HacieAoBaHUs 3a00JIEBaHUM KOCTHOM U DHIOKPUHHOM CHUCTEM.
OOGecrieueHre OCO3HAHHOT'O OTHONIEHUS K IUJIAHUPOBAHUIO CEMbU, OOCIIEIOBAHUIO
OyIymux poauTerel Ha HOCUTEIBCTBO KIIOYEBBIX MYTAIMU SIBISETCS 3HAUYUMBIM
1aroM JJis Mpo(HIIaKTUKY PA3BUTHS THKENBIX KaJIbI[MeBO-(HOCHOPHBIX HAPYIICHUN Y
rmoromMcTBa. OgHOM M3 HanboJIee MEPCIEKTUBHBIX 00JIACTeH MCCISOBAaHUM B IAHHOM
HaIpaBJICHUU CTAHOBUTCA HM3YYCHHE B3aMMOJICUCTBHUS TEHETHYECKUX (DAKTOPOB C
AMUTCHETHYCCKUMHU MEXaHU3MaMH PETryJsiiuu oOMeHa Kaiabius u dhocdopa. Biusane
metunupoBanus JJHK, mukpoPHK, xpomatnuHoBbIX MoauduKanui Ha 3KCIPECCHUIO
I'€HOB, OTBETCTBEHHBIX 32 MUHEPAIbHBIN 0OMEH, MOXKET pacCMaTpUBaThC KaK HOBas
cTpaTeruyeckas o0jacTh TOMCKa METOAOB A()PEKTUBHOIO BMEIIATEIIHCTBA B
MaTOTEeHE3 ITUX 3a00JIeBaHNA. AHATIN3 COBPEMEHHBIX HAYYHBIX JTAHHBIX YKA3bIBAET HA
HEOOXOJAMMOCTh COYETaHUS TPAJAUIIMOHHBIX METOJOB BBISBICHUS U KOPPEKIUU
HapylieHu Kanbplui-pochopHoro oOMeHa y JeTell ¢ BHEJIPEHHEM HOBBIX
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TCHETHYECKUX,  MOJICKYJISIPHO-OUOIOTHYECKUX, OHMOXMMHUYECKHX  TEXHOJOTHH.

[Iporpecc B 3TUX 00JacCTSIX MO3BOJUT MOBBICUTH 3P(HEKTUBHOCTH MPOPUIAKTUKH,

CHU3UTH PACIPOCTPAHEHHOCTh TSHKENBIX (OpM 3a00JIeBaHUN U YIYUYIIUTh KaueCTBO

KU3HU JIETeH, CTpaJalolluX HacJeACTBEHHBIMU (opMaMu HapylieHuid oOMeHa

MUHEPAJIOB [5].

3akiroueHue:

B 3akmroueHme HEOOXOIUMO OTMETHTh, UYTO CBOCBPEMEHHOE BBISBICHUE
TCHETHYECKOW  MPEAPACIIONOKEHHOCTH, TMPOBEACHUE paHHUX  CKPUHUHTOBBIX
oOcne0BaHUi U BHEJIPEHUE KOMIUIEKCHBIX Mep NpOo(UIaKTUKK HapylIeHUs: OOMeHa
Kanplug U Gocdopa y AeTel UMeeT NPUHIMIHAIBHOE 3HAUCHUE ISl COXPAHEHUs U
YKPEIUICHHUsS] 370pOBbs TMOAPACTAIONIETO TOKOJEHUS, CO3JaHUs OCHOB [UJISl MX
MOJTHOIIEHHOTO  (PM3WYECKOTO W HWHTEIUICKTYaJbHOTO pa3BUTHA. IlepcrekTuBbI
TaNbHEUIINX WCCIEOOBAaHWI B HOTOM 0O0JacTH CBSI3aHBI C  JaJBHEHUIIHNM
COBEPIIICHCTBOBAHMEM  METOJOB  MOJICKYJSIPHOW  JMArHOCTHUKH,  pPa3BUTHEM
MIEPCOHAIM3UPOBAHHON MEIWIIMHBI W BHEIPECHUEM WHHOBAIIMOHHBIX TEXHOJOTHUN
TepaneBTUYECKON KOPPEKIIMU HAa TEHETUYECKOM U SITUTEHETHUYECKOM YPOBHE.
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