ENAOKPINOAOTIIAZ

METABOAIZMOY KAl opnoCuyYN S aAlayns tTov yoviolov AIRE
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Elwcayoyn

To APS-1 (Avtodavoco IloAvevookpivikO Xvvopouo Ttomov 1) 1M APECED (Avtodvoon IloAvevookpivomdOeio—Kavtivtioon—Ektooepuikny Avotpoeia) eivar  Evo
OTAVIO GUVOPOUO TOL OMEIAETUL GE YEVETIKEC OAAaYEC TOL YOVIOIOv AIRE. Ot TPEIC GLUYVOTEPEC KAVIKEC EKONAMGEIC €lvol M YPOVIAL BAEVVOYOVOOEPUOTIKN KOVTIVTIOON, O
VTOTOPAOVPEOEIOIGLOC KO 1] TPOTOTAOINC EMvEPPLOoKT averdpkeld (vooog Addison). 'Eyovv meptypa@el meptocOTEPEC a0 126 O10PpOPETIKEC LETAAALACELS TOV YOVIOLOV, YWPIC GO
GLGYETION YOVOTLTTOV—QUIVOTLTOV. AKOUO, £YEL OvVOPEPDEL LEYOAN ETEPOYEVELN TOGO GTO PACUO OGO KO GTN PapdTNTU TOV KAIVIKOV EKONAMGEMV, OKOUN KOl LETACD POPEMV TNC
1010,C YEVETIKNG OAAOYNC, OKOLLO KO LETACY a0EAQ®V. ITapovcidalovpe ovo adEpPia (TNV UEYOAVTEPT AOEPPN, 20 ETOV, KOl TOV WKPOTEPO AOEPPO, 17 €TV) ne opoCuyn HETAAAOEN
amoAictoc Aertovpyioc (loss of function) 6to yovioro AIRE.

IHopovoloon TEPLGTUTIKOV

H peyoivtepn a0ehen olyvaooTnNKE apyYIKA o€ NAIKia 6,5 €TV e LTOTAPAOVPEOEIOIGUO Kl o€ NAIKia 8 etV ue voco Addison. Xtnv nAukia tov 11 etV mapepeve 6To GTAO10
Tanner I ko 0 ProyNUIKOC EAEYYOC AVEDEICE TTPMTOTOOTN VTOYOVAOIGHO. XE NAIKIA 12 €TOV ELPAVIGE OVUYOULKNTIOGT), EVO GE NAKIa 16 €TV 010y VOGTNKE HE DTTOOVPEOEIOIGUO.

O MKPOTEPOS AOELPOS OVETTUEE OVUYOUVKNTIOGT TPV OO TNV NAIKLY TV 9 eTt@v. € nAikia 9 etV olayvootnke Le vromapadupeoedicuo kot v.Addison, eve oe nAikia 10 etov
OLYVOGTNKE He vtobupeoedtono. Ilpocspatme, oe nAkia 17 etV T0 EXITEON TOV YOVAOOTPOTIVOV TOPOVCLAGOY OUENTIKT TAGT, VITOONAMVOVTIC TPOTOTAON YOVUOIKT) AVETAPKELQ.
O YEVETIKOC EAEYYOC AVEIELCE YEVETIKT aAAoryn] TOL Yoviolov AIRE, ¢.892G>A (p.Glu298Lys), ce opoluymTtia, Kot 6ToL 000 OOEAPLN, EVM O1 YOVEIC NTAV ETEPOLVYMTEC.

Aogpon AoEPPOS

* Yromoapabvpeoelolopoc  (6-7 etav)

2odntnon -2VUREPUGNOTO
|

4 , 4 4 4 4 * Nococ Addison (8 ETOV) * Ovoyopvkntiaon (< 9 eTov)
IIeprypdpovue vy mpowtny @opd ot PiBAoypagio v ouoCuyn  YEVETIKN . HQA€ (11 szt o Yromopafupeoedionoc (9 e1dv)
alloyn p.Glu298Lys, oto AIRE o€ o000 aocApia. ITap™ 0Tt elvonl YvwGTO OTL DITAPYEL ATOVGIO . : : * Nocog Addison (9 et0Vv)

Mvoxntiaon (12 etv) : : : :
, , , y , , , : : , * [IpmtomaOnc yovaoikn avendpkelo (17 etwv)
IGYVPNG GLUGYETIGNG YOVOTUTTOV—PUIVOTLTOV GE AGOEVEIC -OKOUN KOl OOEPPLU- TOL PEPOVV TIG * YmoBvpeoe1diopog (16 etv)

iolec moboyovec aAlayec tov AIRE, otnv mopodcH TEPIMTTOGT TO OQOEPPLO ELPAVICOV
TOPOUOLEC KAMVIKEC EKONADGELS, OV KOt pe dtopopeTikn nAtkia Evapénc. EmmAéov, o adep@oc
ELOAVICE TPMTOTOOT YOVOOIKT] VETAPKELN TOV EIVOL GTOVLN, EKONAMGON GE APPEVEC OLCOEVELC PP

ue APECED.




