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K/IHWHUHYECKHE C/IYYAH

V cectpsl B Bozpacte 14 jeT npu 00CiIeI0BaHUN B
CBSI3U C TIOABIICHUEM >kajlo0 Ha OONM B KONEHHBIX Cy-
CTaBax BBIABJICHO MOBBIILICHUE APATHPEOUITHOTO IOp-
moHa (I1TI") no 996 nr/min (15-65), 3HauuTenbLHOE 10~
BBIIIICHHE aKTHBHOCTH IesnouHoi (ocdarazer (LLD)
1o 4623 Ex/n (10-150), a Taxke MapKepoB KOCTHOM pe3opOuun
(C-xoHneBoii TenonenTux - 2,27 ur/mi, npu Hopme 0,01-0,7) n
KocTeoOpa3zoBanus (ocTeokanbuH — 63,2 Hr/mi, N=14-46), npu
9TOM HaOJFOAINCh HU3KOHOPMalbHbIe ypoBHH oOmero Ca u P
CBIBOPOTKH KPOBHM M HM3Kas (pakius nonmsnuposanuoro Ca (Ca-
oom = 2:06-2,2 mmonb/i, Ca, - 0,69-0,97 mmons/n, P - 0,69-0,89
MMOJIB/JT); B @HAJIN3€ CYTOYHOH MOYH OTMEUYEHA MMIOKAJbIINYPHS
u runodocdarypust (Ca — 0,7-0,9 mr/kr/cyt, P — 6,8-9,7 mr/kr/
cyT). YUnThIBasi JaHHBIE peHTreHorpaduu (BapycHas nedopma-
M KOJICHHBIX CYCTaBOB), a TAK)Ke NPU3HAKU CEJICKTUBHOM I10-
yeuHoii pesucrentHocty K I1TIN (runodocdarypus u HU3KOHOP-
MaJibHasl Kayblemus mpu noBsimerHoM [1TIY) cocrosiane ObuTO
paciieHeHo Kak rncepnorunonaparupeos (puc. 1). [ampenTka O6bi1a
KOHCYJBTUPOBAHA MEUIIMHCKUM F€HETHKOM, KOTOPBIH 110 KITHHH-
YECKHM M JIaOOPATOPHBIM ITIOKA3aTessIM ITOATBEPMII TOT JIHa-
THO3, OJJHAKO TeHETHYECKOe HUCCIIEIOBAHUE TIPOBEACHO HE ObLIO.
JIMarHo3 3TOro peiKoro reHeTHYEecKoro 3a00IeBaHus IPEIIoa-
raeT MOKM3HEHHbIN TPUEM BBICOKHX 103
asb(akaIbIH0IIA WITH KaJbIUTPHOIA.

Tonom mozxe ObuT 00CHEnOBaH Opar,
C JIeTCTBA IPEIbSBILIIONIMI JKaJo0bl Ha
apTpalruy, OCCAITHH, TOJIOBHBIE 0O0MH,
TOJIOBOKpY>KEHHE. Y HEro oOHapy»XeHO
nosbienue [1TT go 440 nr/mon, LD o
968-1259 En/n, n3menenus: OMoXuMuye-
CKHX ToKa3areneit oomena Ca u P cpiBo-
POTKH KPOBY M MOYH TaK)Ke ObLIN aHAJIO-
THYHBI TaKOBbIM y cectpsl (Ca , — 2,09-
2,33 mmon/n, Ca - 0,81-0,9 Mmois/m,
P — 1,29-1,47 mmonb/n, cyTodHasi dKc-
Kpenys KaJIbIUsI C MOYOH COCTaBisIa —
0,38-0,71 mr/kr/cyt, pochopa — 7,7-9,8
MI/KI/CYT); KpOMEe TOro, ObLIa BBISBIIC-
Ha OCTEONEHHUS IO JAHHBIM JICHCHTOME-
TPUH MOSICHUYHOTO OT/IeNa II03BOHOYHH-
Ka (Z-xpurepui L -L, =1,6).

B 10 e Bpems Ha (oHe mprema
anb(hakaabluI0a U Iperapara 0CCeHH-
THAPOKCHAIIATUTHOTO COCANHEHNS (0CTe-
OTECHOH) y CECTpPhI OBIIO OTMEUYEHO YITyd-

CTAX U CyCTaBaXx, paClIMPEHUA ABUTATCIIb-

Pucynok 1. Bapycnasa oegpopmayun Konen-
IICHHE B BUJIC YMEHBLICHHUs OOJICH B KO- HBIX CYCMIAGO8 Y cecmpyl u hu3uonouieckas

Hopma y Opama

CJIYYAMU TIKEJOIO CEMEUHOI'O
NTEO®ULIUTA BUTAMUHA D

E.AIINTAPOBA.!, 3.H.ABIYJIbBAIIOBA !, A AIIETPYIIKNUHA?, JI.SI.POJKUHCKASI'

'@I'BY «DHookpuronocuueckuil Hayunvlii yenmpy Munzopasa Poccuu, Mockea

2Qakynemem gynoamenmanvroil meduyunvt Mockosckozo ocydapcmeennozo ynugepcumema umenu M.B.Jlomonocosa
E.A. [Tueaposa’- k..., 6edyuuil HayuHolli COMpyOHUK OMOELeHUs HeUPOIHOOKPUHOIO2UU U OCIEONAMULL

3.H. A6oynvseanosa’ — acnupanm
A.A. Iempywruna® — cmyoenmka 6 Kypca

JI.A. Pooicunckas' — 0.m.H., npogheccop 2naemblil Hay4Hblil COMPYOHUK OMOELeHUs HeUPOIHOOKPUHOIO2UU U OCMEONAMULL

P10 3a601e6anuil, C6A3AHHBIX ¢ PA3GUMUEM CUHOPOMA ZUNOKATIbUEMUL, RPU PAZTUYHBIX NHAMODU3UON02UYECKUX RPUYUHAX
MOdHCem NPOMEKAmsy €O CXOOHLIMU OUOXUMUYECKUMU HaAPyuLeHuAMU. B nekomopuix ciyuasx eduncmeennvim ouoxumuieckum
napamempom, noseonsouum ougdepenyuposams Hozono0zuecKue Gopmol, A61AeMCs onpedeienue yposHeii Memadoiumos
sumamuna D 6 Kpoeu, nosmomy Kpaiine 6aji3cHo c6oespemeHHoe NPosedeHue IMUX UsMepenuil.

Takotce cnedyem yuumoleams cenemuueckue acnekmol memaoonusma eumamuna D, ocobenno ¢ cnyuasx cemeitnozo xapax-
mepa nposeieHuil, @ MAaKice 6K1A0 COYUATbHBIX PaKmopos é pazeumue depuyuma eumamuna D.

Mot onucwsieaem 08yx nayuenmos, Opama u cecmpy, y KOMopvix CUMRIMOMbL Repcucmupylouieco oepuyuma eumamuna D
Y800unu OUAZHOCMUYEeCKUIl ROUCK 8 CHIOPOHY PEOKUX HAC/IE0CHIBEHHBIX CUHOPOMOG.

HOM akTUBHOCTH, cHIGKeHuUst [TTT (170 /M), camkenus 1P 1o
1400 Ex/xn, nopmanbhbix yposueit Ca g (2,25 mmons/i) n P (0,9
MMOJIB/JT) CBIBOPOTKH KPOBH.

B cBsI3U C MONOKUTENIBHBIM dP(PEKTOM OT 3aMECTUTEIBHOI
Tepanuu 1 o-THIPOKCHIIMPOBAaHHBIMU METa0OJIMTaMH BHTAMHHA
D y cecTpsl u ceMeHHBIM XapaKTepoM OMOXMMHYECKHX H3MEHe-
HUH JUarHo3 ObUT H3MEHEH Ha ICeBIO-BUTAMUH D-neuIuTHbII
paxuT (nepurmt lo-rugpokcunasbl), K03a anb(hakaabluaoaa 1
ocreoreHoHa Oblna yBennueHa. [Ipu oOcnenoBanun cecTpsl depes
2 roa HabMoIaIach MOJIOKHUTEIbHAS AUHAMHKA (CHIkeHue [TTT
no 58 nr/mn, @ no 402 En/m; Ca g 2,39 mmons/a, Ca, 1,00
Mmontw/1, P 1,14 Mmmons/im).

BriocnencTBun 1O COLMANbHO-OKOHOMHYECKUM MPHYUHAM
NalreHTaMi ObUI CaMOCTOSITENIBHO IIPEKpallleH INpueM ajbga-
kanmpruona. Yepes 2 roga mpekpamieHus IpHeMa npenapara B
Bo3pacte 22 u 23 net (cectpa U OpaT COOTBETCTBEHHO) MAllHEH-
b1 6611 06cnenosanst B DHLL Yposun IITI D, Ca , uCa
y 000HX TTAIINEHTOB COXPAHSIINCE B TIpesieNiax peepeHCHBIX 3Ha-
YEHUH, OJHAKO TAKKE COXPAaHs;IACh HA MPEKHEM YPOBHE aKTUB-
HOCTh MapKepOB KOCTHOro Merabonm3ma (ocTeoKaIbIuH — 69,9
Hr/MI1 y cectpbl 1 55,0 Hr/MT y Opara, C-KOHIIEBOW TEIONENTH
- 1,2 ur/mut 1 0,81 HI/MII COOTBETCTBEHHO); y CECTPhI BbISIBICHA
HavaJibHast OCTEOICHUsI B IIPOKCHUMAJIBEHOM OT/ielie OepeHHOIT Ko-
ctu (Z-xputepnii = -1,2), a Taxoke TUIEp-
docdarypus (212 mmonb/cyt, N=13-42).

BboisiBiieHb! kpaiiHe HM3KHE KOHIICH-
tpanuu 25(OH)D — 5,5 ur/Min y cecTpsl u
6,8 ur/min y Opara, 4TO COOTBETCTBOBAIIO
TspKenoMy aedunuty ButammuHa D (co-
mracHo KimHpgecknM pekoMeHmaIusIM
PAD mo nmarsocTtuke, JEUEHHIO M TPO-
¢unaktuke nedpunmra ButamuHa D [1]
aJIeKBaTHBIMH CUMTAIOTCSI YpOBHH Ooree
30 ur/mit; ypoBHu MeHee 10 HI/MIT OTHO-
CSITCSI K JIUANa30Hy BBIPAKEHHOTO Jiedu-
muta). C [nenpio KOPPEeKIUH YPOBHS BU-
tamuHa D nanmeHtam Oblia Ha3Ha4YeHa
HAaCBIIIAIOIIasl 71033 KoJleKanbiudepona
C TIEPEXO0IOM Ha TTOIEPKUBAIOIILYIO 103y
(50 000 En exenenenbHO B TEUCHUE 8 He-
nenb, nanee o 6000 En exeHenensHo).

OBCY K/IEHUE

Ilpu mncesnorunonaparupeose (ce-
JIGKTUBHOW (hOpME PE3UCTEHTHOCTH K
IITI) crneunduyeckas Pe3UCTEHTHOCTD
MPOKCUMAIIBHBIX KaHAJBIEB HE(POHOB K

kpigarova@gmail.com
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Jlunamuka 6uoxumuuecKux u 20pMOHAIbHHIX UCCAEO06ANI NAUUEHIOG
CECTPA N 141 (2004 1) 150 17x 19 22r (2012r)
T 1}51_65 e 1889.996 170 58 144 [55,1
o 10-150 exn/n | 3595-4623 1700-1400 402 134 144
Ca o0 2,10-2,55 2,2-2,06 2,49-2.25 2,39-2,23 2,49
MMOJIB/TT
Ca on LO3-1.29 6 69.0,97 0,95-0,98 097-1,00 |9 | 1,14
MMOJB/TT 1,3
P 0.74-1,52 19 69.0,89 0,9-1,68 1,14-1,11 1,19
MMOJIB/JT
2,5-8
MMOJIB/CYT
Ca moun (10 300 Mt/ 0,7-0,9 mr/kr/cyT 3,98 mmonb/cyT
CYTKH)
P moun 13-42 6,8-9,7 mr/kr/cyT 212 mmons/cyT
MMOJIB/CYT
25(0H)D 15-80 5,5
HMOJIB/JT
-OcTeOKaIbLKH 14-46 nr/
Eormoe P 63,2 69,9
P 0,01-0,7 ur/ | 2,27 12
Janc
MIT
B npokcumansHOM OT-
Bapycuas nedopmariust KojeH- nene OepeHHON KO-
Jeuncuro- HBIX CyCTaBOB; IE€CTPYKTHB- CTH — Ha4YaJbHas 0CTe-
MeTpUst HBIX H3MCHEHUH TO3BOHOYHH- omnenust (Total Z-score
ka HeT (Rg) -1,2)
IIceBOBUTAMKH- Aepnumr BaTamy-
Ha J[. Buramun-/1-
IIceBnorunorunepnaparupeos | JI-paxut SABHCHMEIH DAXHT C
Juaruos (cenexTuBHas moveuHas Gpopma | (meduuur P
BTOPHYHBIM THITEpIIa-
pesucrentHoctH K [1TI) 1-anbda-
paTupeo3oM B aHaM-
THIPOKCHIIA3BI) Hese
OCTCOMCHOH 110 OCTEOreHOH BuranTon (AxBaze-
A 1o 4tabn/ tpum) 50 000 En/uen
octeoreHoH 1tadn x 3p/n, anb- | 8 Tabn/cyT, anb-
Jleuenne (ba /13 Tera 0,25 mr 2 p! (ba JI3 Tewa 10 2 cyT, ampda | X (100 xarterns) - 8 He-
> pia a J13 Tea 0,5 nienn, aanee mo 15 ka-
MKI/CYT
MKT/CYT TIeIIb /HEeJT.
BPAT N 1641 (2005 1) 23r (2012r)
Tr 15-65 nir/mn 440 44,0
11 (o] 10-150 ex/n 968-1259 80
Cao0ur 2,10-2,55 mmomn/n |2,09-2,33 2,54
Canon 1,03-1,29 mmons/n | 0,81-0,9 1,13
P 0,74-1,52 mmonb/n | 1,29-1,47 0,92
Ca Mmoun 2,5-8 MMoOITB/CyT 0,38-0,71 3,7 MMOJB/CYT
(o 300 mr/cyTKN)
P moun 13-42 mmons/cyt | 7,7-9,8 23,2 MMoIb/cyT
25(0OH)D 15-80 Hmomb/1 6,8
-OcTeoKanbIuH 14-46 ur/mi 55,0
-bera-kpocc narc | 0,01-0,7 Hr/mn 0,81
Jlencutomerpus TlosicHUYHBIIA ~ OTZEN  TTO3BOHOYHU-
Ka - ocreonenus (Z-kputepuii L1-L4
-1,6)
Juarnos [IceBnoButamun-/l-paxut (nedumut | lednuut Butamuna J{. Buramun-/{-3aBrcuMsrit
1-anbda-TuapoKCHIashl) paxuT C BTOPUYHBIM THIICPIIAPATHPEO30OM B
aHaMHe3e.
Jleuenne OCTEOreHoH 10 8 Tabi/cyT, anbda /I3 | Buranton (AxkBagerpum) S0 000 Ex/nex (100 ka-
Tesa 10 2 MKT/CyT nesnb) - 8 Hestenb, ganee mo 15 xanenb /He.
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IITT ompenenser BO3MOXHOCTH TEPAIIU 3TOIO COCTOSHUS: KOCT-
Hasl TKaHb He oOnmanaer pesucreHTHOCTHIO K [T 1 moTomy mox-
BEpKEHA €r0 Pe30pOTHBHOMY JIEHCTBHIO, a 3a CUET HEHAPYIIEH-
HBIX TporieccoB peadcopOuun Ca B UCTABHBIX KaHAIBIIAX TTOM-
JICPIKUBACTCSL HU3Kasl KalbLUypus. B cBA3M ¢ HU3KUM pHCKOM
MIPEBBILICHNS] HOPMAJIbHBIX YPOBHEH KaJbLIUYpUH I HOPMaJIH-
3auuu yposHs IITIN nomyctrma tepanus KaJIbIUTPHOJIOM.
CXOnHBEIE ¢ TICEBIOTHIIONAPATHPEO30M OMOXHMHIECKHE W3-
MEHEHHs] MOTYT HaOIIOaThCs IpH AeduimTe BUTamMuHa D, 1 He-
KOTOpBIE aBTOPBI IPEAINONAralT, YTO ICEBIOIHIIONapaTupeos
THMA 2, U151 KOTOPOTO CBOHCTBEHHBI MEHBINIAS BEIPAXKEHHOCTH TT0-
YEYHOH PE3UCTEHTHOCTH M HEHACIIEICTBEHHBIN XapakTep MposiB-
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JICHHH, SIBIISIETCS] POSIBIICHUEM JleduinTa BuTaMuHa D, a He ca-
MOCTOSITEITbHON KIIMHUYECKOH (hOpMOii.

INceBno-Butamus D-neUIUTHEI paxuT OMOXIMHIECKH Xa-
pakTepu3yeTcs THIOKAIbIIEMUEH I BTOPHIHBIM THIIEPIIapaTupeo-
30M; eJMHCTBEHHBIM OTKJIOHEHHUEM, OTIIMYAIOIINM 9TO COCTOSIHHE
or neuIMTa BUTaMUHA D, SBISIOTCS HOPMajbHBIC MIIM MOBbI-
meHHbIe ypoBHH 25(OH)D, conpoBorknaroniecss HU3KIMH ypPOB-
HSIMH KaJIbIIUTPHOJIA.

Eie omHO 3a00eBaHme, CXOMHOE 10 OHOXMMHYCCKHUM ITPOSIB-
JICHUSIM ¢ AeGUIUTOM BUTaMUHA D — HaClIeACTBEHHBIH BUTAMUH
D-pe3ucTeHTHBI paxWT, PeAKoe HACIEICTBEHHOE ayTOCOMHO-
perieccuBHOE 3a00JeBaHUE, CBSI3aHHOE C MyTallMel perentopa

Pucynok 1. Cxema memabonusma
sumamuna D (no C. Evelo, L. Ribeiro,
K. Hanspers, A. Pico et al., c usmenenus-
mu. L[eéemom gvidenenvt smansi, Hapyuie-
HUe KOMOPbIX MOCEm UMb HA YPO-
6env 25(OH)D cvieopomku Kposeu

HeaxkTuBHbBINI
24,25(OH),-BuramunnbIii D

A

CYP24A1

0eJIOK
Y

Peuentop BuTamuna D
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BUTaMUHA D ¥ HapyIICHHBIM OTBETOM OpPTraHOB Ha KaJbLUTPHOI.
Jnist sToro 3a00neBaHys XapaKTepHbI THIIOKAIBLEMUs, THIIO(poC-
(haTemust ¥ BTOPHYHBIN THUIIEPIIApaTHPE03, OJHAKO YPOBHU Kajlb-
UTPHOJIa OBIBAFOT MOBKIIICHBI [2].

IIpyn yTOuHEeHMH ceMeHHOro aHamHe3a BBIICHUIIOCH, YTO
y MalMEeHTOB, NMPOXKUBAIOIINX B PETMOHE ¢ HU3KOW HMHCOJALHU-
eif (1. MypmaHnck), OmrpkaifInme mpeIky IpUHAIIeKaIn K Haly-
OHAJIBHOCTSAM, AN KOTOPBIX XapaKTepHO MPOXKMBAHUE B PETHO-
Hax ¢ OOJIBIIINM KOJIMYECTBOM COTHEUHBIX JAHEH B o1y (CO CTOpO-
HBI OTI[a — OabyIIKa HHIYCKa, ¢ IPYroi CTOPOHBI — MaTepy — Jie-
JyIIKa YeUeHell), 9TO, BO3MOKHO, U 00yCIOBIMBAET MEPCUCTH-
pytoumit nepurmt Butamuta D. M3BecTHO, uTo y Jrozei ¢ Gosnee
TEMHBIM I[BETOM KOXXU TIPH PaBHBIX YCJIOBHUSX BO3ICHCTBHS COI-
HEYHOTO M3IIy4eHNUs MPOAYKIHs BUTaMUHa D HIDKe, 4eM y cBeT-
JIOKOXKUX [3], HECMOTPsl Ha OJJMHAKOBYIO 110 CPABHEHUIO C JIFOMIb-
MH ¢ 0enoi KoxkeH CIoCOOHOCTh K YCBOCHHIO IIPEIapaToB BH-
tamuHa D [4,5] ¥ MICHTUYHBIA OTBET HA IMOBBIINICHHBIC JTO3bI
Y®-uznyyenus [6].

HakormzeHo JOCTaTOYHO JaHHBIX, YKa3bIBAIOIIMX HA BKJIAN
TEHETHYECKHX (DaKTOPOB B PETYISIHUIO YPOBHS LUPKYIUPYIO-
miero ButamuHa D. Merta-aHanu3bl NOJTHOTEHOMHBIX UCCIIEI0BA-
HHU TIOATBEPXKIAIOT cBsi3b ypoBHeH 25(OH)D cwBopoTkm Kpo-
BH ¢ TOIMMOpQu3MaMu TeHOB BUTaMHUH D-cBs3piBaromero 6en-
xa, CYP24Al (depmenta, nnakrusupyromero 10,25-(OH), - Bu-
tamuH D), DHCR7 (penykrassl, KaTaIu3upyIomel mpeBpalieHie
7-meruipoxoJecTeprHa B XoJecTeprH B koke) [7] (puc. 2); Ba-
puaruu B reHax CYP24A1 u CYP2R1 (MukpocomansHO# 25-ru-
JIPOKCHUIIa3kI IEYEHN ) TAK)Ke MOTYT BIHATH Ha 3 (HEKTHBHOCTD Te-
panuu BUTaMHHOM D B paHIOMH3MPOBAHHBIX KIMHUYECKUX HC-
cnefoBaHusX [8].

OmmcaH psi TeHETHYECKH 00YCIIOBICHHBIX CITydaeB Hacie/l-
CTBEHHOTO JepunuTa BuTaMuHa D, CBSI3aHHBIX C MyTaIlHIMU T€HA
CYP2R1, oCHOBHBIM (EPMEHTOM, OCYIIECTBISIOMINM 25-TH-
JIPOKCHIIIPOBAHNE y desoBeka. [lepBoii ObLta onmcaHa MyTarus
L99P y nByx OparbeB u3 Hurepmiickoii CEeMbH C CUMIITTOMAMH JIe-
d)Hl_lPlTa BHUTaMHHaA D, BKJIIOYAIOIIMMH CKEJICTHBIC HApPYIICHUS,
THIOKAJIBIMEMHIO U THIo(ochaTeMuIo, a TakKe aHOMAIBHO HU3-
kumu yposasimu 25(OH)D kpoBu 1 IONOKUTEIEHBIM OTBETOM Ha
Tepanuio npenaparamu utamuna D, [10,11]; oTa e Myranus 3a-
TeM OblTa onmcaHa Levine et al. emme B AByX U3 necsitu cemeii, B
KOTOPBIX MMEJICS PaxuT OoJiee 4eM y OJHOTO WieHa ceMbH [9], a
TaKoKe OOHApyXKeHa B FeTePO3UTOTHOMH (hopme Mmpu ckpuHUHTEe 50
HuUTepHineB [11], 9To MOXeT yKa3pIBaTh Ha BO3MOXKHBIH ekt
ocHoBarels. B skcriepuMenTe 3Ta MyTaiys AenaeT (epMeHT 1om-
HOCTBKO HCAKTUBHBIM B OTHOILICHUW BUTAMHWHA D3, O/THaKO coxpa-
HAETCS OCTATOYHAs aKTUBHOCTh B OTHOIIEHMH BuTamuHa D, JlBe
npyrue mytanun CYP2R1 (367+1, G -> A; 768, iT) onucans! B
cembe 13 CaynoBckoit ApaBHH y CHOCOB ¢ MaHH()ECTHBIM Paxu-
TOM, HU3KOH KaJIbIIeMHel, BBICOKMM ypPOBHEM IIEITOYHOH (hoc-
(haTaspl, BTOPUYHBIM TUIEPIIAPATHPEO30M U HU3KUMHU yPOBHSIMHI
25(OH)D, ¢ HabmomaeMbIM yIIydIlIeHHEM CUMIITOMOB M j1abopa-
TOPHBIX ITOKa3aTeel MU Tepariy BEICOKMMH J103aMU BUTaMUHA
D [12]. ABTopsI penmnonararoT, 4To MPOBEACHHE MOJICKYIIPHOTO
anamm3a CYP2R1 crnenyer oOcyxnarh y MalMeHTOB ¢ PaHHUMH
HPOSIBIICHUSIMU XpoHHYeckoro nedunura 25(OH)D, mverommmu
CeMEHHBIN XapakTep, Tak KaKk TOMO- U TETEPO3UTOTHBIE MyTAIIUH
9TOTO reHa, BO3MOXKHO, MOTYT HPEACTaBISITH CO00i HOBYIO (op-
My BUTaMuH D-3aBHCHMOTO paxuTa.

Ha pucynke 1 mpencrasiena cxema meradommsma BUT. D ¢
YKa3aHUEM I'eHOB U OENKOB, TOBPEXKICHNE KOTOPBIX MOXKET BIH-
STh Ha BOSHUKHOBEHHE KaJIbLUH-()OCHOPHBIX HApYIICHNUIT

3AK/TOYEHHE

Jedunur ButamuHa D 1mupoko pacnpocTpaHeH B o01eid mo-
MyJIAIAH, OCOOCHHO B BEeCEHHE-3MMHUIT neproA. Bxian B mmpo-
KyI0 paclpoCTPaHEHHOCTh AC(UINTA B TOM UHCIIE MOKET BHO-
CHTh reorpapuyeckoe pacroiiokeHne Oombiiel yacti Poccwii-
ckoil denepanuu cesepHee 35 mapajuienyd CEBEPHOM IUPOTHL.
IIpn cBoeBpeMeHHOM BBIBICHHM Ae(HINTa BUTaMHHA D Kop-

PEKIUsI ero YpOBHsI HACBHIILAOIIEH /10301 Kosiekanbludepona ¢
TIOCJIEYIOIINM TIEPEXO0IOM Ha TTOAIEPIKUBAIONIHE O3B! SIBISIETCS
a¢dexTrBHOI 1 Ge3omacHoM [1].

[IpencraBnsemblii HaMu ceMeiHBIN citydail TEMOHCTpUpPYET
BaKHOCTH onpenenenus yposueil 25(OH)D npu muddepentm-
aNbHON IMAarHOCTHKE Pa3IMIHBIX BUJIOB THIIEPHIApaTHPEO3a U Ha-
py1ueHuit kanbuui-gochopHoro ooMeHa.

ABSTRACT

Clinical symptoms of vitamin D deficiency may be quite
misleading and masked as rare hereditary syndromes. We
describe a family, sister and brother presented with the pain in
lower extremities at the age of 14 and 16 years accordingly, with
severe vitamin D deficiency that was misdiagnosed in the course
of the disease with pseudohypoparathyroidism and I-alpha-
hydroxylase deficiency. They benefited from treatment with
alfacalcidol and ossein-hydroxyapatite complex supplement
which were further discontinued due to socioeconomic factors.
At presentation after 2 years without treatment extremely low
25(0OH)D levels were revealed. The patients’ family history was
remarkable for the same clinical features in mother and her
Indian ancestry. Thus we describe an uncommon manifestation
of severe vitamin D deficiency in a familial setting which
emphasizes the necessity of vitamin D testing in calcium or
parathyroid disorders.
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