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Pestome. Ha TAi MpakT4YHO CBITOBOIT MAHAEMII HEAOCTATHOCTI BITAMIHY D cepeA HAQCEAEHHS MAQHETH, OCO-
OAVBO y AiTeN, € NMOTPe6a MPUBEPHYTU YBAry AIKQPIB AO CTQHIB, LLIO CYrNPOBOAXKYOTLCS MNepBITAMIHO30M D
TQ MPU3BOASTTb AO TSDKKUX MOPYLUEHL GOCPHOPHO-KAABLIEBOrO OOGMIHY 3 HE6E3MEYHNMN HACAIAKQMU. AO HNX
BIAHOCUTBCST IAIOMNQATUYHA IHPAHTUABHQ TINEPKAALLIEMISL. |AIOAQTUYHA IHOAHTUABHQ FINEPKAALLIEMIST — PiA-
KiCHEe CraAKoBe QBTOCOMHO-PELIECHBHE 3AXBOPKOBAHHSI, MOB SI3QHE 3 MOPYLUEHHSIM IHAKTUBALT QKTUBHNX
METABOAITIB BITAMIHY D BHACAIAOK IHOKTUBYIOYMX MyTALiV y reHi CYP24A1. Y cTQTTi HABEAEHO KAIHIYHW BUMQ-
AOK rinepBiTaMiHO3Yy D, rinepKkanbLieMil, rinonapampeosy, pO3BUTKY HEGPDOKAAbLIMHOIY Y ANTUHN PAHHBOIO

BIKY HQ GOHI IHOKTUBYIOHMX MyTALVi reHa CYP24A1.

KAIOYOBiI CAOBQL: [ai0nQTyHA IHOATMABHA FiNePKAAbLIEMIS, rinepBiTaMiHo3 D; myTaLlii reHa CYP24A1; pitn

Bctyn

3rimHo 3 manumu BcecBiTHBOI opraHizailii oXopoHU
30pOB’sI, HEMOCTATHICTh BiTaMiHy D BBaxKa€eTbcs OmHiEIO
3 HaJIBAXJIMBUX TTPOOJIEM Y BCbOMY CBITi Ta Ma€ XapakTep
nangemii. Oco0JIMBO TPUBOXKHA CUTYaLlisl OO0 CTATyCy Bi-
Taminy D y miteit [1-3] .

IIpoBeneHe OaraToOLIEHTPOBE AOCHIIKEHHS i3 BU3HA-
YyeHHs 3a0e3MeYeHoCTi BiTamiHOM D niTeil paHHBOTO BiKY B
YKpaiHi 1aj10 3MOry BUSIBUTH HasIBHICTb TiloBiTaMiHO3y D
y 90 % niteii Bikom 2—3 poku [4].

be3yMOBHO, HEMOXJIMBO HEIOOLIIHIOBATU CTaH Tillo-
BiTaMiHO3Yy Yy [iTeif, NpoTe HEeOoOXiHO 3HATU TIPO iCHY-
BaHHSI CTaHIiB, $IKi CYNPOBO/KYIOThCSI BUCOKUM PiBHEM
BiTaminy D Ta mpu3BomSITH A0 TSKKMX ITOpYIIEHb (poc-
(GOpHO-KaJbIieEBOro OOMiHY 3 HeOe3NMeYHMMHU HaCIiI-
Kamu. [lo HUX BimTHOCUTBCS imiomaTWdHa iH(paHTWIbHA
rinmepKajabllieMis.

InionmatuyHa iHaHTWIBHA rintepKanbilieMis (idiopathic
hypercalcemia infancy, OMIM 1433880, III') — pinkic-
He CIaJKOBE aBTOCOMHO-PELECUBHE 3aXBOPIOBAHHS,
MOB’s13aHe 3 MOPYLICHHSIM iHaKTUBALlil aKTUBHUX MeTabo0-
JIiTiB BiTaMiHy D BHAcCiAOK iHAKTUBYIOYMX MYTalliil B TeHi
CYP24A1 |5]. 3rigxHo 3 nanuMu S. Skalova Ta CITiBaBTOpiB

[6], mommpenicTh 11T ctanoBuTh 1 Ha 47 000 HOBOHapo-
IkeHnX. YacToTa 1boro 3aXBOpIOBaHHS B YKpaiHi Ha ChO-
TO/IHi He BU3HAYEHA.

[lepuri BUmamgky rinepKaabLieMil HESICHOIO TeHe3y 3
rinepKaabliypi€l0 Ta 3HIDKEHHSIM PiBHS IapaTrOPMOHY
(II'TT) Oynu omwmcaHi y AiTeld paHHbOTrO BiKy y 50-Ti poku
MUHYJIOTO CTOJITTS B I€SIKMX KpaiHaXx €Bpony Mpu 3acTo-
CyBaHHIi BUCOKMX /103 BiTaMiHy D 1151 npodilakTuKu pa-
xity [7-9].

¥ 2011 poui K. Schlingman i cniiBaBTopu [5] Briepiiie
MOoKa3aJiu, 1110 MPUYUHOIO 1IbOTO CTaHY € iHAKTUBYIOUi MY-
taitii B reHi CYP24A1, sxuit Konye 24-Tigpokcuiasy.

ITen CYP24A1 noxanizoBanuii Ha xpomocomi 20q13.2
i ckmamaetbcst 3 12 exk3oniB [10]. 24-rinpokcunasa
(CYP24A1) € cKmagHUM MITOXOHAPIAIbHUM €H3MMOM
pomuHU mutoxpoMiB P450, axuii mictuth 514 amiHOKuUC-
JIOT Ta eKCIIPecCOBaHWI TepeBakHO B HMpKaX, KicTKax,
entepouurtax [11]. 3aBosgku CYP24A1 BinOyBaeThcst Oa-
raToCTyNiHYacTuii rixpois 1,25-aurinpokcusiraminy D,
[1,25(0H),D,| no kanbuuTpoeBoi KUcnot ta 26,23-nax-
TOHiB, a TaKOX MEPETBOPEHHs 25-Tiapokcusitaminy D,
[25(OH)D,| B HeakTMBHMIA MeTabOIT 24,25-AUTiAPOKCH-
Bitamin D, [24,25(0H),D,] [12—-17] (puc. 1).
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Ha nanuii yac y mauienTiB 3 111" BusiBiieHi pisHoMaHiTHi
MyTallii: [efellii, MiCeHC-, HOHCEHC-, CILTaliCMHT-MyTallil
Ta iHcepLii-aeenii 3i 3cyBoM paMKK 34uTyBaHHS [5, 6, 18].
binbuiicth MyTalliil € roMO- a00 KOMITayHATETEPO3ZUTOTHU -
mu. Y 2012 p. P. Tebben Ta cmiBaBTOpH [ 18] nmpencraBuim
kiiHivHi iposiBu IIT" y reTepo3uroTHux HOCITB CrutaiicMHT-
MyTallii 3 aBTOCOMHO-JIOMiHAHTHUM IIIJISIXOM YCIaaKy-
BauHs. Y Pocii y 2015 p. rpynoio aBropiB (}O.B. TuxoHo-
B4, A.A. Kononkuna, K.C. Kynmukosa ta iH. [19]) Oynu
onucadi 5 Bunankis 11T (3 putuHm Ta 2 mopociux) 3 BUpa-
JKEHOIO TileKalblliypi€lo BHACIIIOK rOMO- a00 KOMITayH]I-
TreTepo3UroTHUX MyTauiil reHa CYP24Al.

AKTYaJlbHICTh JAHOTO TOBIAOMJIEHHSI [IOJIsSITa€ B
iH(OpMyBaHHI MEINYHOI FPOMAaICHKOCTI PO Te, 1110 Ha TJIi
CBITOBOI MaHaeMil rinoBiTamiHo3y D, 3acToCcyBaHHSI BUCO-
KUX 103 BitamiHy D 3 mpodinakTuuHow Ta JIiKyBaJbHOIO
METOI0 iCHYIOTb TE€HETUYHO JeTepMiHOBaHi BHUIAIKKU
rinepsiTaMiHo3y D, 1110 MpU3BOAUTH 10 3MiH METabOJTi3MY,
IHTOKCHKAIIil Ta ypaxkeHHSI HUPOK 3 PO3BUTKOM Hedpo-
KaJIbLIHO3Y.

Mertoio podOTH cTajia HEOOXiAHICTh IPUBEPHYTH YBa-
Ty HayKOBO-IIPAKTUYHOI MEAWYHOI CIIIJIbHOTH OO0 PiaKic-
HUX 3aXBOPIOBAHb 3 YPAKEHHSM HUPOK Ha TJIi TeHETUYHUX
MyTaliit, 6esnocepeaHbo 111, oCcKiTbKM TSKKICTh TPOSIBIiB
1IOTO 3aXBOPIOBAHHS Bapilo€ Bif 0€3CMMMOTOMHOI Tilep-
KaJIbIIiEMil Ta TiMepKaabLiiypil M0 TSKKUX BUMAAKIB 3
JIETAJIbHICTIO B pAHHBOMY AUTUHCTBI. A TaKOX iHillitOBaTH

CTBOPEHHSI PEECTPY piAKicHUX (opdaHHUX) 3aXBOPIOBAHb
OpraHiB CE4OBOi CUCTEMM, MOYMHAIOUH 3 TUTSYOTO BiKY.

KAiHiYHMIM BUNOAOK

Xnomuwuk 1., HaponuBcs y 2018 p. toHOIIEHUM, TecTa-
mirtamii Bik 39 TrkHiB, Maca 3500 1, mosxuHa 50 cm, Bim 11
0akaHO1 BaTiTHOCTI, sika rnepeodirajia 3 TOKCMKO30M TepIIol
IIOJIOBMHU (HyIOTa, IepioanJIHe OJIIOBaHHSA).

Martepi Ta 0aTHbKOBi AUTUHM Ha MOMEHT HAapOIKCHHS
xyomuuka 0yno 30 pokiB, 3M0pOBi, He poauyi. ¥ MaMu B
IUTUHCTBI BMSBISLIM HedpomnTo3 0e3 KIIHIYHUX Ipo-
sIBiB. Y 0aTbKa XJIOMUMKA — XPOHIYHUIA racTPUT. Y pOAuHi
MaMM Ta 0aTbhKa I10 XXiHOYill JIiHil 3ycTpiyaauch BUITaaKU
KpUCTaIypil 0e3 1eTaJbHOrOo OOCTEXKEHHSI, sSIKa KOpUTyBa-
JIach JIIETOIO Ta BOJHUM HaBaHTaXKCHHSIM.

Bin [ BariTHocTi B poaMHiI € [iBYMHKA S5 pOKIB
(2013 p.H.), ssKa Hapoauiacs JOHOIIEHOIO, POCTE Ta PO3-
BUBAETHCS 3TiIHO 3 BIKOM, TIPOTE MA€E CXWJIBHICTD JI0 alle-
TOHEMIUHUX CTaHiB.

XJIOMYMK BiJl HAPOJKEHHSI 3HAXOMUBCS HAa TPYTHOMY
BUTOJOBYBaHHI, pic Ta po3BUBaBCs 3am0BiIbHO. CrocTe-
piraBcsl memiatpoM. IlpoBomuincs IUIAHOBI IMEIJICHHS.
[IpodinakTuyno Bitamin D B 103i 1000 MO Ha no0y rmoyaB
OTPMMYBATHU Y Billi 3 Mics11iB, 3 MOYaTKOM oceHi. Maca Tina
B 6 Mic. ctaHoBuIa 8600 T.

[Ipote Ha 7-mMy Micsili XUTTS ITicJas IJIAHOBOTO IIe-
IJIeHHsT (peBaklMHallil, BaklMHa «[ekcacum») MpoTSAroM
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PucyHok 1. Meta6oniam BitamiHy D B opraHriami mogunu (https://www.researchgate.net/figure/Vitamin-D-
metabolism-The-first-step-of-activation-25-hydroxylation-by-CYP2R1-and_fig4_234070786)
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HACTYIMHUX AEKiIbKOX 1i0 CTaH AUTUHM 3HAYHO ITOTipIIMB-
cs1. 3’siBUjiacs pi3ka CIabKiCTh, COHJMBICTb, 3pUTYBaHHSI,
M’s130Ba TilOTOHisA. BaTbky BiIMIiTHUIM 3aTpUMKY ceui Ta
3anopu. Taki 3MiHM B CTaHi IMTUHU CIIOYATKY PO3LIiHIO-
BaJIMCS SIK TIATOJIOTIYHA peakilisl Ha merieHHs. JiTpHny-
HUM TIefiaTpoM OyJiM MpU3HAUYEHI 3arajibHi aHali3u KpoBi
i ceui, Oy/M BUSIBJIEHI O3HAKM 3aMaJIbHOTO TIpoliecy 3 00Ky
KpoBi Ta JeiikouuTypist. Ha yisrpa3sByKoBOMY HOCITIIKEH-
Hi HUPOK Bi3yaJjli3yBajacs BeJUKa KiIbKiCTh KPUCTaJIB CO-
neit. OTpuMaHi pe3yiabraTd 00CTeXXKeHb OyJIM PO3LIiHEHI SIK
MPOsIBU iH(EeKIIil CeuoBUX LUIIXiB, MpU3HaYeHa aHTUOAK-
TepiajbHa Teparis. JIiKkyBaHHSI MPOBOAMIOCS aMOyiaaTop-
Ho. OJIHaK CTaH JUTHUHU 3aJIMILABCS TSKKUM. XJIOMUYUK 3a
TIXICHb BTpAaTUB 2 KI' Macu Tiia. 30epiraaucs JeMKOoLUT-
ypisl, TMOTOHisT M’513iB, Oy BTpayeHi MCUXOMOTOPHi Ha-
Buuku. [Tpoba CyiakoBuya BUSIBUIACS TTO3UTUBHOK +++.

VY 3B’a3Ky 3 UMM Oy/u Mpu3HavYeHi KOHCYJIbTallii He-
¢posora, HeBpoJiOra, eHIOKPUHOJIOTra, FACTPOEHTEPOJIOora.
IMpoBeneHi enexkrpoeHuedanorpadis, erekrpomiorpadis,
HelipocoHorpadis, sIKi He BUSBIISIIA OPTaHIYHOTO HEBPO-
JIOTIYHOTO 3aXBOPIOBaHHs. Bukitouanu cuHaApoMm M’s130B0O1
arpodii, iMyHOneMIiLMTHUI cTaH, HEIEPEHOCUMICTD IJII0-
TeHy. ¥ HM3ILI aHali3iB KpoBi BimMmivamacst aHemis I cT.,
TpoMbo1nTO3 y Mexkax 410—460 I'/n (Hopma 180—400 I'/1).
IIpoTe B OioxiMiuHOMY aHaJi3i KpoOBi OyJO BUSIBJIEHO
rinepkanbliiemito (4,13 MMonb/n), rinepsiTamiHo3 D
(260 wmonb/n), 3HuxeHuit pisenb IITI (4,06 mr/mo).
Y3/1-3MiHM JO3BOJIMIIN JIiarHOCTYBAaTH He(pPOKAJIbIIMHO3.
JlabopaTopHi MoKa3HUKM HaBeneHi B TaoI. 1.

Tsoxkkmii 3arayibHUi cTaH, M S130Ba TilIOTOHIsI, BTpara
TMICUXOMOTOPHUX HAaBUYOK, BUCOKI piBHI BiTamiHy D, Kajib-
10i10 B KPOBi, He()pOKAJIBIINHO3 CTAJIN IIPUBOAOM JIJISI TeHEe-
TUYHOTO OOCTEXXEHHS.

JluTrHa MPOKOHCYJbTOBaHa JikapeM-reHeTukoMm Y
«IHctuTyT cnaakosoi narosorii HAMHY». 3 ornsany Ha
nudy3Hy M’SI30BY TIMOTOHIIO y AUTUHM, MiABUIIEHUI
piBeHb KaJbllifo y OioXiMiyHOMY aHaJIi3i KpoBi, Hehpo-
KaJbIIMHO3 Ta 3aTPUMKY (Pi3UYHOTO i TICMXOMOTOPHOTO
PO3BUTKY 3allilo3peHO TEeHETWYHY MaToJIOTil0, a came
nopyuieHHs1 ¢docdopHo-KanblieBoro oomiHy. [lpose-
IIEHO MOJIEKYIIPHO-TEHETUYHE MOCIIIKEHHSI 35 TeHiB
LIJISIXOM CEKBEHYBAHHSI HACTYIMTHOTO TIOKOJIHHSI (next
generation sequencing, NGS). JlocnimkeHHST IIPOBOAU-
Jnocs y nadoparopii Invitae, CIIA. Bim 6aTbKiB oTpu-
MaHO THUCBMOBY 3rolly Ha TPOBEJAEHHS TE€HETUYHOTO
IocaimxeHHs. BusBieHi ABa NmaTOreHHUX BapiaHTHM —
c.1186C>T (p.Arg396Trp) i ¢.1226T>C (p.Leud09Ser) y
reHi CYP24A1, ski nokanizoBaHi Ha TIPOTUJICXKHUX XPO-
MocoMax. Ten CYP24A1 acouiloeTbCs 3 aBTOCOMHO-pe-
LIECUBHOIO IUTSIYOIO TillepKaibliieMiero. BBaxkaeTbcs, 1110
rirepkaibLiemis, oB’si3aHa 3 CYP24A1, € pe3yabTaToM
YYTJIMBOCTI 10 BiTaMiHy D.

OTpuMaHi pe3yabTaTv TeHETUYHOTO TOCTiIKEHHST 1aTn
3MOry BepuQiKyBaTH JiarHO3: iHDaHTWIbHA TillepKaJbIIi€-
Misl, aBTOCOMHO-PELIECUBHMI TUIT ycnaaKyBaHHs. [Ipose-
JIeHe TeHeTUYHe KOHCYJIBTYBaHHS CiM’i. ¥ maHoMy IILTIO01
PM3UK TTOBTOPY JaHOI MATOJIOTIi MPU HACTYITHUX BariTHOC-
TSIX CTaHOBUTh 25 %, 3riIHO 3 aBTOHOMHO-PELCCUBHUM
TUTIOM YCTIaKyBaHHS.

AutrHi OyJ0 BUKIIOYEHO NMpuiiom BiTamiHy D, mpu-
3HAYEHO [I€TY 3 BUKIIOYEHHSM IPOAYKTIB, IO MIiCTITh
KaJpLiii, BitaMiH D, 36inblIeHnit 06’eM pinyuHu, ¢iToTe-
pamniio, antaronictu Biraminy D (Bitaminu A, E, marue B)).

KoHTposibHi aHai3M B KaTaMHe3i MoKa3aiu Mo3uTHUB-
Hy IMHAMIKy, CTaH XJIOITYMKa TMOCTYIOBO MOKpaIyBaBCs.
[louyaB HabupaTu Macy Tija, BiTHOBMJIKUCS TICUXOMOTOPHI

Tabnuys 1. JlabopaTopHi NoKasHUKu nayieHra 51.
(yci o6cTexxeHHs npoBoANINCS B cEPTUhIKOBaAHUX sTabopaTopisix)

Na6opaTopHi PechepeHTHi Bik AnTUHM:

NoKa3HUkKu 3Ha4eHHs 8-9 mic. 12—-14 wmic. 16—18 mic.
PiBeHb BiTaminy D, 50-75 260 222 123
HMONb/N
PiBeHb 3aransHoro 2,24-274 4,13 3,03 2,47
KarnbLito cMpoBaTKn
KpOBi, MMONb/N
PiBeHb ioHi30BaHOro 1,09-1,35 1,87 1,44 1,1
KanbLjito, MMOSb/N
PiseHb napatropmo- 18,5-88 4,06 - -
Hy, Ar/mn
KpeaTuHiH, MKMonb/n - 39,4 —
LUK®, mn/xB 49-157 [20] - 64,2 -
Oani Y3 H1pok JliBa HMpKa 62 x 29 x 27 mM. NpaBa HUp- JliBa HMpKa 60 x 28 x 26 MM. -

ka 59 x 27 x 26 mm. Haskono nipamigok [MpaBa Hupka 56 x 28 x 26 MMm.

rinepexoreHHi 06igKn 3 OKPEMUMW BKITHOHEH- Mo nepwudpepii nipamigok
HaAMK o 0,2 MM rinepexoreHHi BKIOYEHHS Y
BUrMAAi 06iakiB. Mpu KonbOPOBI

gonnneporpadii Hopmarsb-
HWIA KPOBOTIK B 060X HUpKax

NpoCTEXYyeTbCA A0 nepudepii

KipKOBOro Luapy
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HaBUuku. Ha cbhorogHi ctaH AUTMHU BiTHOCHO 3a/10BiJib-
HUI. 3HaxXomUTbesl Ha 00JiKy Hedposora 3 TPUBOLY He-
pokanbLIMHO3Y. 3 ypaXyBaHHIM BiKy TUTUHU 320ip KPOBI
IIJIs1 BUBHAYEHHS PiBHS KpeaTWHIHY B IMHAaMILli € IpobJie-
MaTUYHUM.

O6roBopeHHs

IIpu obGroBopeHHiI HaBEeAECHOTO KIIIHIYHOIO BUITAOKY
JOLITBHO 3yMTUMHUTUCS Ha TAKUX MOMEHTAX:

1. IHdaHTMIBHA TillepKalblieEMid — HaA3BUYAHO
pioKicHA MaTOJIOTIs, sIKa He HaJeXWUTh 10 MPOBITHUX 3a-
XBOPIOBaHb, 3 IKUX MOYUHAETHCS JAIaTHOCTUYHUIA MOIIYK,
aJie MPU3BOAUTD A0 PO3BUTKY XPOHIYHOI XBOPOOU HUPOK Y
naui€eHTa.

2. Mamnicdecrauis III' B naHomy Bumnanky 36irjacst 3
MPOBEAEHHSIM MPOMiIaAKTUYHOTO HISTIJICHHS i Tepioyep-
TOBO po3rjIsiaanacs sIK peaklilisi Ha IEeTJIEHHS, 1110 JOCUTh
YacTO 3YCTPIiYa€ThCcs B 3arajbHill MeIWYHIii ITPaKTHIIL.
ITpore 11e AOBOANTSD, 110 KOXKHA peaKlilist Ha MIETIJICHHS T10-
BUHHA OyTH JOCTiIKeHa.

3. JlikyBaHHSI TOCTPOTO MEpiomy XBOpoOU, KOau OyIu
BUpaxKeHi 03HAKM iHTOKCHKALIil i 3HEBOTHEHHSI, IIPOBOI-
JIOCsl aMOy/IaTOPHO (IOLIIBHO OYJI0 JIiKyBaHHS B CTallioHA-
pi 3 anmeKBaTHOIO periiparalli€io Ta AOCTiIXKEeHHSIM Kalb-
ito i pocdopy B KpoBi).

4. Tlporuec AiarHOCTUYHOTO TOIIYKY BKJIIOYaB 10CTaT-
Hill 00cAr KOHCYJIbTalliii HEOOXiTHUMM BY3bKMMMU Criellia-
JicTaMU Ta HEOOXiTHUIA 00CsT 0OCTEKEHHSI.

5. BusnauenHs Bitaminy D, kanbuito, [1TI, 3BepHeH-
H$I 10 TEHEeTHKa TPOBEACHI B OCTAHHIO Yepry, MpoTe came
BOHU J03BOJIWIM BepuiKyBaTh MiarHO3 Ta MPU3HAUYUTHU
JIIKyBaHHSI.

6. Kniniko-anamHectuuHuii komruieke 11Ty nanoi nu-
TUHU MOXHA OLIHUTHU SIK CEPEIHBbOTSKKUU, i3 AEIKUMU
oco0aMBOCTIMU (aHeMist, TpomOouuTo3). KiiHiyHa Kap-
tuHa III' y naHoro malieHTa cxoXa 3 OIHHUM BUIIAJKOM,
OMMCAaHUM Y POOOTi pociiicbkux BueHUX [19], mpote B Tiel
MUATUHU OyJia BUSIBIEHA KOMITayH/1-T€TEPO3UTOTHA MYTallisl
E322K/R396W rena CYP24A1.

7. 1IT xapakTepu3y€eTbcsl MOJIMOP(Pi3MOM TeHETHUY-
HUX MyTalliil, KJiHIYHUX TIPOSIBIB, MOXe BUSIBJISITUCS SIK
y AiTei, TaK i y JOPOCIUX JIofeH i3 ceuokam’ IHOK XBO-
poboto.

BuUCHOBKM

1. be3syMOBHO, HEMOXJIMBO HEIOOLIIHIOBATH CTaH Tilo-
BiTaMiHO3Y Y HiTeii, IpoTe HeOOXiAHO ImaM’sITaTy PO CTa-
HU, TIPY SIKUX BUCOKUI piBeHb BiTaMiHy D nmpu3BoauTh 10
TSDKKUX MOPYLIEHDb (hOChHOPHO-KaJIbIIEBOIO OOMiHY 3 He-
0e3MeYHMMU HACTiIKaMU.

2. IpiomatmyHa iH(baHTUIbHA TiMEepKaIbLIEMIs, K
crnenydivyHa IaToIorisl, 3aClyrOByE Ha BUCOKY yBary He
TIJIBKM HeMPOJIOTiB, aJie i JikapiB 3arajJibHOI TPaKTUKU Ta
iHIIMX creuiaabHOCTel (€HIOKPUHOJIOTIB, HEBPOJIOTIB,
paIioJIoTiB TOILIO)

3. JouwinpbHUM € OilbII IIMPOKE MOCIHIMKEHHS PiBHSI
KaJpllito, BiTaMiHy D, oco0mmBO Iepen IICIUICHHSIMU Ta
y miTell 3 KIiHIYHUMU IposiBaMU iH(PEKIIil CeYOBUBITHUX
LIJISIXiB, 3 KOHKPEMEHTAMU B HUPKaX, IMPU HETUIIOBIl Bim-

MOBii Ha Teparilo iH(eKIIil CeYOBUBITHUX LISIXiB, TPHUBA-
JIOMY iIHTOKCHKALIIITHOMY CUHAPOMIi, CE4O0KaM sSIHiii XBOpPO-
0i y niTeii pizHoro BiKy Ta y nopociux [19].

4. BuacHa Bepudikallis igiormaTuyHoi iHhaHTUIBHOI Ti-
MepKajblieMii Ta TpaBUJIbHA TAKTUKA JiKyBaHHS 103BOJISI-
I0Th JOCSTHYTHU TTO3UTUBHUX PE3YJIBTATIB SIK KJIIHIYHO, TaK
i B Kopekllii kablieBo-(ochopHoro oominy. [Ipore Taki
TMalliEHTV TTOBUHHI OYyTH T MEAUYHUM CITOCTePEXECHHSIM
TTOXUTTEBO.

KonduikT inTepeciB. ABropu n1eKIapyioTh BiICyTHICTb
KOHQJIIKTY iHTepeciB, MOB’I3aHMX i3 myOaiKalli€lo gaHoi
CTaTTi.

3rona namieHTa. baTbKku naiieHTa HajaIM 3rOy Ha Imy-
Osikalliro MeAMYHUX JaHUX B paMKax JaHOI CTaTTi.
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TAbBOBCKMI HALIMOHQAABHBIVI MEAMLIMHCKNA YHUBEPCUTET UMEHU AQHUAQ [QAMLIKOTO, I. /AbBOB, YKPQUHQ
2IY «MtHCcTUTYT HacAeacTBeHHOV natoror HAMH YikpawHsi», r. AbBOB, YkpauHQ

naunonatnyeckas runepkasbumemMmms y pe6eHKa: KAMHUY@CKUA CAYYOn rMnepBUuTaMmuHosa D
M TMNepKAAbLMeMunm y pebeHKa paHHero Bo3pacta

Pe3tome. Ha done npaktuyecku MMpOBOil MAHAEMUH HEI0CTA-
TOYHOCTH BuTaMuHa D cpenu HacesneHus I1aHeThbl, U OCOOEHHO Y
NeTeil, HeOOXOIMMO MPUBIICYb BHUMaHUE Bpaueil K COCTOSTHUSIM,
COIPOBOXAAIOIIUMCS TUTIEPBUTAMUHO30M D U TsKEbIMU Hapy-
meHusIMU GhochOpHO-KATbLUEBOTO 0OMEHA, KOTOPbIE TTPUBOASIT
K OIAacHBbIM MOcaeaCTBUSIM. K HUM OTHOCHUTCSI uaMonaTuyeckast
nHbaHTWIbHAS TUIepKaablimeMusi. Manomnatudeckass wHpaH-
TUJIbHAST TUTIEPKAJIBLIMEMUST — PEIKOCTHOE HACJIEICTBEHHOE ay-
TOCOMHO-PEIIECCUBHOE 3a00JIeBaHUE, CBA3aHHOE C HApYLICHUEM

O.0. Dobryk!, N.S. Lukianenko™?, M.I. Dushar?
'Danylo Halytsky Lviv National Medical University, Lviv, Ukraine

MHAKTUBALMU aKTUBHBIX MeTa0oIUTOB BuTamMmuHa D BcienctBue
MHAKTUBUPYIOLIMX MyTauuii B reHe CYP24A1. B craTbhe mpuBe-
IIeH KJIMHUYECKUI CTyvail TurepBuTaMruHo3a D, rumnepkaibliye-
MWH, TUTIOTIapaTUPE03a, Pa3BUTHSI HE(POKAIBIIMHO3a Y peOeHKa
paHHero Bo3pacTa Ha (hoHEe WHAKTUBUPYIOLIMX MYTallMii TeHa
CYP24A1.

KioueBble cI0Ba: uamonaruyeckast WHOAHTWIbHAS TUIIEP-
KaJbUMeMust; TurnepBuTaMuHo3 D; myrtanum B reHe CYP24AI,
et

2State Institution “Institute of Hereditary Pathology of the National Academy of Medlical Sciences of Ukraine”, Lviv, Ukraine

Idiopathic hypercalcemia in a child: a clinical case of hypervitaminosis and hypercalcemia in a young child

Abstract. Against the background of an almost global pandemic of
vitamin D deficiency, especially in childhood, it is necessary to shar-
pen the attention of doctors to conditions that are accompanied by
hypervitaminosis D and severe disorders of phosphorus and calcium
metabolism, which lead to dangerous consequences. These include
idiopathic infantile hypercalcemia. Idiopathic infantile hypercalce-
mia is a rare hereditary autosomal recessive disease associated with

impaired inactivation of active metabolites of vitamin D due to inacti-
vating mutations in the CYP24A 1 gene. The article describes a clinical
case of hypervitaminosis D, hypercalcemia, hypoparathyroidism, the
development of nephrocalcinosis in a young child against the back-
ground of inactivating mutations of the CYP24A1 gene.

Keywords: idiopathic infantile hypercalcemia; hypervitaminosis
D; mutations in the CYP24A1 gene; children

Vol. 9, No. 4, 2020

http://kidneys.zaslavsky.com.ua

253


https://pubmed.ncbi.nlm.nih.gov/15544953/
https://pubmed.ncbi.nlm.nih.gov/15544953/
https://pubmed.ncbi.nlm.nih.gov/15544953/
https://pubmed.ncbi.nlm.nih.gov/15574355/
https://pubmed.ncbi.nlm.nih.gov/15574355/
https://pubmed.ncbi.nlm.nih.gov/15574355/
https://pubmed.ncbi.nlm.nih.gov/22100522/
https://pubmed.ncbi.nlm.nih.gov/22100522/
https://pubmed.ncbi.nlm.nih.gov/22100522/
https://pubmed.ncbi.nlm.nih.gov/22100522/
https://pubmed.ncbi.nlm.nih.gov/23293122/
https://pubmed.ncbi.nlm.nih.gov/23293122/
https://pubmed.ncbi.nlm.nih.gov/23293122/
https://pubmed.ncbi.nlm.nih.gov/23293122/
https://pubmed.ncbi.nlm.nih.gov/22337913/
https://pubmed.ncbi.nlm.nih.gov/22337913/
https://pubmed.ncbi.nlm.nih.gov/22337913/
https://pubmed.ncbi.nlm.nih.gov/22337913/
https://pubmed.ncbi.nlm.nih.gov/22337913/
https://www.elibrary.ru/item.asp?id=29073524
https://www.elibrary.ru/item.asp?id=29073524
https://www.elibrary.ru/item.asp?id=29073524
https://www.elibrary.ru/item.asp?id=29073524
http://nbuv.gov.ua/UJRN/Uzhn_2013_4_10
http://nbuv.gov.ua/UJRN/Uzhn_2013_4_10
http://nbuv.gov.ua/UJRN/Uzhn_2013_4_10
https://new.meduniv.lviv.ua/en/
https://orcid.org/0000-0001-5454-8184



