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*** AlevepynBnke ovoooXpwaon N omoia TV apvnTKN
yta ACTH

*** Baowlopevol og BLBAloypadlkec avadopEee yla
rOovo YEVETIKO aiTLO TNEG VOOOU Kal AOyw TNG

ouVUTIAPENC LNVLIYYIWHATWY O0ToVv a.oBevn pog
£0TOAN OTOXEVUMEVOC YEVETLKOC EAEYXOC

*** O a.00evnc £depe petalraén oto yovido ARMCS



e Empokewto yla onpetakn petaAloén (yovavivn {Gloe
kutooivn {C} oto e€wvio 4.)

 H Arg otnv B€on 593 petatpemnetol o€ Pro

e Avtiotoyn noapaAloyn TNSC CUYKEKPLUEVNC
HeTaAAaéNC exel avadepOel o€ 2 AKOLO OLKOYEVELEC
(Arg593Trp )

e Anotelel tnv mpwtn emiBeBotwpévn petaAlaén tou
OUYKEKPLUEVOU Yovidilou otov eAANVLKO MANBuoO

Faucz et al 2014 Jun 99(6): E1113-9) & Gagliardi L J Clin Endocrinol Metab. 2014
Sep;99(9):E1784-92. doi: 10.1210/jc.2014-1265. Epub 2014 Jun 6.



The NEW ENGLAND JOURNAL of MEDICINE

‘ ORIGINAL ARTICLE ‘

ARMCS5 Mutations in Macronodular Adrenal
Hyperplasia with Cushing’s Syndrome

*** Avayvwplotnke to 2013 to yovidio ARMC5 mou
ebpaletol 0Tto BpayV OKEAOC TOU XpWHOOWHATOC 16
(16p11.2)

%* 2e peAetn twv Assie et al mou dnuootevtnke oTo
NEJM tov 11° /2013 peAetnOnke pia ospa 33
aoBsvwv mov eiyav urmoBAnBel os x/o yLa
apdpotepomAevupn umepmAacia emvedpLldiwyv

*** ArtopovwOnke DNA armo deiypota ASUKOKUTTAPWY
(25) ko ao 41 enwvedprdlokouc olouc



ADNACE
MRANIVIND

*** MetaAlaelc tov ARMCS BpeBnkav og eEPLOCOTEPO
arno 50% twv acBsvwv

*** H amevepyonoinon tov ARMC5 otnv PBMAH
0 KOAOUBEL TO HOVTEADO TWV «SV0 XTUTtNUATWVYY» (two hit
model) evoc oykokataotaAtikol yovidiou

** OL a.oBeveic pe PBMAH mapouotalouyv pa
adpavVOTOLNTLKA YOUETLKN LETAAAAEN KOl ETUTAEOV
deltepn cwHATKA HETAAAaEN TTov evTtoTiletal o KOBe
olo



ARMCS Mutations in macronodular Adrenal Hyperplasias
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ARMCS

*** To ARMC5 kwbLkoTolel pla mpwTteivn n omoia aAAnAemdpa
LLE TIPWTELVEC IOV pUBUL{OUV TNV ATTOTTTWON KoL TNV
otepeostdboyevveon (CYP17A1 CYP21A2)

** Qc anoteAeopa oL aicBeveic mouv hEpoUV TNV METAAAAEN
eudavitouvv 4 pe 24 dopec peyaiutepa emvedpidia aAad
LLELWMEVN EKKPLTLKNA LKAVOTNTO TOU KABe emvedpLdlokou
KUTTAPOU

* Mapd TNV LELWUEVN EKKPLTIKA LKAVOTNTO EXOUE UTIEPEKKPLON
KOPTLWOANC AOYWw TNC awénUeVNC emvedpLldlakng pLalog

*** To pawvopevo gEnyet yiati KAwikn popdn cuvdpopou Cushing
EXOUUE HOVO o€ aoBevelc pe oAU peyalouc olouc
emiivedpldilwv KaBwc Kat yLatt ouyxva n acBevela €XeL NrLa
TIOPELL
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VRAMNCDASRNAATIVA
TIVIHILTFRAIVIRAITIINA
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*** Mapouotaoape tov 1° EAAnva aoBevn mou SLoyVwoTnKE UE
netaAloén touv yovidiov ARMC5S

** O yeVETIKOC £Aeyxoc yla To yovidlo Ba BonBrioeL otnv evpeon
OUYVEVIKWY TIPOCWTIWYV HE TNV METAAAAEN Kal KivOuvo yla
avarmntuén o.Cushing

¢ Etol Ba prnopovoape va fonBnBoul e oTnNV MPWLLOTEPN
Slayvwon Tng vooou Kal tnv BeATiwon Twv HaKpOXpOVLWY
ETUMTWOEWV TNC UTtEpKOPTL{OAALULOC









