Pe3yanaT reHetTnyeCkKoro aHasyin3a
MeTtabonuam ButammHa D

dPamunuma NMma OTyecTBO

JlabopaTopHbii KOA:

LaTa poxaeHus: [aTa BbiMoHeHs
Mon: MccnenoBaHms:
CHUMAC: _ Banmpaums:

ByKKanbHbIN anMTeNnin C BHyTPEHHeEN
Hata noctynneHns _ Bunomatepman: Y P
BrioMaTepuana: CTOPOHBI Lueku

MeTton nccneqoBaHMs: nupP

leH MonuMopdusm MeHoTVIN BapwuaHT SpoekT PesynbTat

VDR rs1544410 AG Norm/Polym - | MOHVIXEeHHast CKOPOCTb 3KCMPeCccUi
PEeLEenTopoB K BUTaM1Hy D
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UHTepnpeTauus pe3ynbTaToB aHanM3a:

eH - nccnenyeMbit reH, 0603HauYEeHHbIN Ha3BaHMEM corflacHO HomeHknaType HUGO.

Monmmopduam - Homep B 6ase aaHHbIXx dbSNP nccnegyemoro nonMMopgHoOro BapumaHTa reHa.

leHoTMN - pe3ybTaTreHeTUYEeCKOro aHaIm3a obcnenyemoro.

BapuaHT - knaccnumkaTop pesynsTaToB aHanmsa Mo CTeneHn pacnpoCcTpPaHEHHOCTU

Norm - BapmaHT HOPMbI, YaCTbiI B UCCNEAYEMOM MOMyIALMN.

Polym - nonmMopdHbI MeHee pacnpoCTpaHEeHHbIN BapUaHT B UCCreayeMor nonynsauum.

DdPeKT - KraccnodmkKaTop pesysbTaToB aHanM3a ro BAVSHUIO MoniMMopdurama.

yKasblBaeT Ha MONOXUTENbHbIM 3PDEKT, CBA3aHHbIN C USMEHEHMEM aKTUBHOCTU UMM SKCMPECCUU reHa.
= yKasblBaeT Ha OTpMLATENbHbIN 3$EKT, CBA3AHHbBIN C M3MEHEHMEM aKTUBHOCTU UM SKCMPECCUM reHa.

PesynbTtaT - HTEPpeTaumnsa pe3ysbTaToB aHam3a rno NccrefyemMoMy reHy YerioBeka C TOUKM 3peHnst akTUBHOCTU U
SKCrnpeccuum reHa.

Bpau KU1 Konnakosa H.
OHK aHanv3 npoeeneH

OO0 “HaumoHanbHbIn
LIEHTP reHeTnyecKmnx
ncenenoBaHing
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BuTaMyH D — XXMPOPaCcTBOPUMbBIN BUTAMUH,
npencTaBneHHblIM AByMst opMaMn —
aprokansumpeponom (D2) n xonekanbumpepornom (D3).
Ob6a BapuaHTa MOXHO MoJlyYaTb 13 MWK, BUTaMUH D3
OpraHM3M crocobeH BblpabaTbiBaTb U3 MPOM3BOAHOIO
xornecTepvHa nod aencranem YO-nyyen B-cnekTpa
(11:00 — 14:00). PazHoBMAOHOCTW BUTaMMHa D nmetoT
CXOHOE CTPOEHME U Pa3HYIO CKOPOCTb
Npeobpas3oBaHUS B aKTUBHYIO GOPMY — KasbLMTPUON
(y BTammHa D3 oHa Bbilue). 3aTeM OH CBSA3bIBAETCS

¢ 6enkoM nmasmbl kposm VDBP, 1 nponcxoamnt
[OCTaBKa BUTaMWHa B MeveHb A5 MpeobpasoBaHus

B KanbLWAMOM, KOTOPbIN MpeobpasyeTcs NoYKaMm

B KanbuuTpuon.

MocTyrmB B TKaHW, BUTaMUH D cBsi3biBaeTCS

¢ peuerropom VDR.Y BuTamnHa D cyulecTeyeTt
60/1bLLIOE KOMYECTBO PYHKLIMINA: OH perympyeT
BbIPabOTKY LIUTOKMHOB, aHTUMNKPODHbIX MEMTVAOB,

3akoyeHue

Cco3peBaHME NMMYHOKOMMETEHTHbIX K/IETOK,
onoddepeHUMPOBKY KNETOK 3rUTENSt N BONOCSHbIX
ONMKYNOB, KOHTPONMPYET PaboTy reHoB,
OTBETCTBEHHbIX 3a peryndaunto apTepharibHOro
OaBreHus, obMeHa Kanbuums n pocdopa, n apyrmx. ns
YCBOEHWS MOCTYMaloLWEro C MMLLEer BUTaMMHA

D HeobxoOoMMo He TOMbKO yroTpebreHme ero BMecTe

C XMpaMu1, HO U OTCYTCTBME HapyLWeHW 0bpas3oBaHms
M OTTOKa Xenuun. MprneM HeKOTOPbIX MPernapaToB, B TOM
ymcne rMoKOKOPTUKOMOOB, aHTUPETPOBMUPYCHbBIX
npernapaToB, aHTMMUKOTUKOB, XONECTUPaMMHa,
MoBbILWAET NOTPEOHOCTL B BUTaMmHe D. debuunTtHble
COCTOSIHUSA XapaKTEPUIYIOTCS Pa3BUTUEM MUOMATUN

1 OCTEOMNMOP 033, CHUXEHNEM YCTOMYMBOCTU

K BUPYCHbIM 3a60neBaHAM (B MEPBYIO ouepenb

K rpuvnmny), yCUneHmnem BoCranmMTesbHbIX MpOLLECCOB Mpu
HaM4KMK 3aboneBaHnM 1 MOryT CNOCOBCTBOBATbL
KaHLeporeHesy.

leHeTMUYecKM aHanM3 nokasarn, YTo y o6crienyeMoro BbisiBfieHa CHUXXEHHas!
UYYBCTBUTENIbHOCTb K BUTaMUHY D, UTO MOXeT NMpUBECTU K Pa3BUTUIO PaxuTa,
ocTeonoposa, Auddy3HoM anoneLumnmn U CHAXEHUIO UMMYHUTETa .

O6cnepoBaHuUs

[ mpenynpexneHus ocTeornoposa
obcrenyemMoMy XenaTenbHO MpOBECTU
LEHCUTOMETPUIO UM PaAMON30TOMNMHOE
CKaHUPpOBaHWe KOCTU*. KpoMe Toro, emy
MOSIE3HO CAATb aHaNM3bl Ha LLEOYHYHO
docdaTazy, nos1oBble FOPMOHbI,
rMapaTUpeonaHbIA FOPMOH,
HeopraHuyecknii ¢ochop v
[E30KCUMUPUANHONMH*. Tak>Ke eMy
KernaTenbHO NEPUOANYECKU MPOBEPSTL
YpPOBeHb B1UTaMrHa D B kpoBu*.
LOMNoNMHNTENbHO MOXET ObITb MOIE3HO
coenatb obcnenyemomy Y3U xenyHoro
ny3blps*.
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* HeobxoamMa KOHCYMbTaLMe Bpada-cneLvanicTa

PekoMeHaaLumM no npodunakTmke

Y obcrnenyemMoro rnosbllleHa NOTPebHOCTb B BUTaMUHe D.
EMy pekoMeHayeTcs npodunakTika gedpuumta ButammHa D:
[06aBNTb B PaLMOH XMPHbIE COPTa Pbibbl, ANUHBINA XETTOK,
CbIp, FPMOBbI, MEYEHb TPECKU, FOBSKbIO MeYeHb, CIMBOYHOE
Macro, C-MBKMW, CMETaHY (EC/IM HET MPOTUBOMOKa3aHMM Mo
MNMOHOMY OBMEHY)*, ADOXOKWN 1 MO HEOOXOAMMOCTH
MPUHMMATD AaHHbIA BUTaMWH SOMOHUTENBHO (TOSBKO MO
COITIACOBaHMUIO C NeYallM Bpadvom)*. Nprem
AHTVMUKOTUKOB, aHTUPETPOBMPYCHbIX U
MPOTUBO3IMMUAEMTUYECKMX MPEMNapaToB, MIOKOKOPTUKOWAOB
WV XonecTmpaMmHa nydlle coveTaTb C AOMONHUTENbHbIM
nNpUemMoM BUTaMMHa D B 4O3MPOBKax Bbllle CTaHOAAPTHOM
rocre KOHCY sTaumy cneumanncra*.
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NccnepyeMble reHbl

VDR
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KoavpyeT saepHbli peuerntop VDR (TPaHCKPUMNUMOHHBIY GakTop),
KOTOPbIV CBA3bIBAET KalbLIMTPUON A9 OCYLECTBNEHMS perynaLmm
3KCMPECCHM MHOrOUMCIEHHbIX VDR-UyBCTBMTENbHbIX FeHOB. PeLientop K
BUTaMMHY D akcrpeccrpyeTcs BO BCeX TKaHAX OpraHm3Ma C pa3Hom
NHTEHCMBHOCTbIO, HO Hambonee akTMBHO MnooncCxXoanT B SHTepOoUMnTaXx,
3MMAEPMMCE, KNETKAX KOPbl HaLAMOYEYHKOB, MUENOVAHbBIX KeTkax. [1pu
nosmMMopdr3aMe 0bpasyeTcst HEAOCTAaTOYHOE KOMMYECTBO PELIEMTOPOB,
HapyLaeTcs perynsaums akenpeccum VDR-U4yBCTBUTENbHbBIX MEHOB U
MpOTEKaHMe MPOLLECCOB, 33 KOTOPbIE OHWM OTBETCTBEHHbI (B 4aCTHOCTW,
CTPaLAET MOTHOCTb MUHEPaNM3aLMM KOCTHOM TKaHW). MNomMopdunam
MOBbILLIAET CYTOYHYO MOTPEOHOCTL B BUTaMuHe D.
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