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~ 25-Hydroxylase la-Hydroxylase Active 24-Hydroxylase
' . ' ' (CYP2R1) - - : i, -
"] H I6omaBng¢ Neoyvikn YnepaoPBeotiapia (I1H) amotelel el (CYP27AL) {(cvearen) {(cvezsnn)
OTIAVLO, QUTOCWLKA UTTOAELTTOUEVN SLaTapaxr Tou (g“g)
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Tou yovidiouv CYP24A1. |

TsCa2+ <= Biologic effects
of vitamin D3

[] To yovidio CYP24A1 kwdwomolei tnv 1,25-vépouBrrapivn-D3-24-u8pofuAdcn, EVIULO amopaitnTo yla TNV KotafoAkn
adpavoroilnon Twv evepywv pPetafoAtwy tng Brtapivng D.

(] H anwAela Aettoupytkotntag odnyet o 4P 1,25(0H),Ds kat 4 25(0OH)Ds = unepaocPfeotiapia, vniepacBeotiovpia Kat

KATOLOTOAN TN mapaBopuovng (PTH).

2KOTIOG TNG mapouoac epyaciog eival n meplypadn mepLtotatikov pe Yopaktnelotika IH kat
kotBuotepnUévn YeVETIKN emBeBaiwon.

Schlingmann KP, Kaufmann M, Weber S, Irwin A, Goos C, John U, Misselwitz J, Klaus G, Kuwertz-Bréking E, Fehrenbach H, Wingen AM, Giiran T, Hoenderop JG, Bindels RJ, Prosser DE, Jones G, Konrad M. Mutations in CYP24A1 and idiopathic infantile
hypercalcemia. N Engl J Med. 2011 Aug 4,365(5):410-21. doi: 10.1056/NEJMoa1103864. Epub 2011 Jun 15.



AcBevnc-
MeBodol

D ‘EdnPBn nAkiag 12%/12 eTwv e LOTOPLKO UMEPAGBECTLALMIOG KoL ATILOG
veppacBeotwong amno tn Ppedikn nAkia

@ H apyikn Stayvwon t€bnke og nAkia 13 pnvwy, HeTd oo Slepelvnon OTAGLUOTATAC AVATITUENC, UTTOTOVIAC KOl
MPWLKNG OUYKAELONG TNC MPOoOLAC TtNYAC.

v - O apyLKOc €Aeyxoc eixe avadeiéel utepaoBeotiatpia, moAvoupia kat apdoteponAsupn AT vebpaoBEoTwon.

€Aeyyxo, n aoBevnc SLekoe yLa olkoyevelakoUC AOYyouc TNV rmapakoAolOnon Kol MOPEUELVE EKTOC

X MNopd tn cuotaon yia otevh taldosvdokpLvoloyLkn mapakoAouBnon kot emmAgov dlepevvnon LE YOVLIOLOKO
napakoAoVOnong €wcg kat TNV NAia mpooéAevonc.



AT[OTE}\éO'IJ.aT(I ALP 58 U/L \l,
PTH 10,2 pg/ml Y
O  HrkAhvwkn g§etaon 6ev avedeite maboloyka euprjparta 25-OH-D 20 ng/dl 3
@ poxitdag f 0oTKWVY MAPAROPPWOEWV 8

Ca 10,16 mg/d| &
P 3,9 mg/dl 4

G] f@ Elkova apdoteponAevpnc vedppaoBEotwonc Kol EAATTWHEVO 8/
MéyeBoc vedpwv Mg 1,84 mg/dl &
1,25-OH-D 38,5 pg/ml &
, , . , Cr 0,98 mg/dI 1t

o O gAeyyxoc yLa Kuotwvoupla Kot uttepoéaloupia ATV APVNTLKOC

= Ur 40 mg/dI t
GFR 64,47 ml/min/1,73m?2 | {
M Duaotohoyikog eheyxog Bpelng, petaBoAopou tng yAukogng, AmnofoAr Ca (24h) 5,1 mg/kg/24h 0

Bupeoeldikng kal emvedpLldLaKn Asttoupyiag

NGS €Aeyxoc kat avevpeon 2 maboyovwyv HeTaANdEewv oto yovidlo CYP24A1 (c.428 430del, p.Gly143del kat c.1186C>T,
p.Arg396Trp)

3

JUUMARPWHO SLATPOPAC TTOU TTEPLEXEL KLTPLKO KAALO, KITPLKO payviolo Kot Bitapivn B6 yia tnv mpoAndn oxnuatiopou
ABwv otoug vedpoulc, Tnv alkadomoinon Twv oUpwv Kat tn dtaAdutomnoinon AiBwv ouptkoU o&€oc kal SLatnTikoug
TIEPLOPLOUOUC MPWTEIVNG, acBeotiou kal Brtapivng D

oull



2UUTEPAOAT CYP24A1
@ Heme binding residue W1346 E322AK M374T
¥ Efiirind E143del A327V C380R
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H €ykaipn yevetikn dtepevvnon aoBevwyv pe vmepacPfeotialpia os Bpedikni nAkia eival kplon ywa tnv enBeBaiwon
¢ Stayvwonc tng I1H, tnv amoduyn akatdAAnAng xoprniynong Brtapivng D kat tnv edboppoyn otoxeupevng Bepareiag
Kol LoLkpoxpoviac mapakoAouBnong.

25(0OH) Dj:
Disease Serum calcium Clc./Cle, PTH PTHrP 25(0OH) D; 1,25(0OH), D; 24,25(0OH), D; ACE Genetics
Hypercalcemia due to  1/1 1 (seasonal >0.01 1/ 1| seasonal Undetectable 1 /variable 1 /variable Usually >90 Normal Mutations gene
CYP24A1

CYP24A1 mutations variations) variations
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