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A. EIZATQI'H

Ot artieg g emveppidikrig avendpketag pmopel va dtaywptotodv oe dbo peyd-
Aeg kamyopleg: 1) avtég ot omofeg oyetiboviar pe advvapia twv emveppidiny
va mapdyouv enapkeis moodtteg oppovav dote va ekdninbel yAvkokoptikoet-
dwn) kar adatokoptkoediky] dpdon (TTpwToTtadhs @Aotoemivepidiky ave-
mapkewa), kar 2) avtég mov ogelloviar oe devtepomtaby avemdpkela 1 omoia
mpokvdttel ané pn emapkn mapayoyy Y anedevdépwon ACTH ané v vridepu-
on 1} avemapky ékkpton) CRH amé tov vriobdAapo Adye PAGPNG g vrdguong
1} Tov voBardpov (SevtepoTtadrc kar tprrotabic gpArooemiveppidiky ave-
mdpkela).

H xAwviky ovpmropatoroyia g @rotoemveppidikiis avendpkelag meptypd-
gnke yua mpdy @opd and tov Thomas Addison to 1855. Ot mpoywpnpéveg
TEPITTOOELS glvat e¥koAo va StayvwoBodv ardd, 1 éykapn Stdyvwon oe podpa
otddia propel va anotelel pdPanpa. H véoog mpokimrter ané v mpoodevt-
K| Kataotpo@t twv emvepptdimv 1 omola mpémetl va viepPel 0 90% dote va
ekdnAwbel 1 TAYpNG KAviky] etkdva.

B. AITIOAOTITA

2tov mivaka 1 mapatiBevrar ta afta g emveppidikiic avendpkelag (tpwto-
mabovg, devteponabdois, tprromtaboic).

1. AITIA ITIPQTOIIAOGOYX ANEIIAPKEIAY
1.1 AYTOANOXH EIIINE®PIAIKH ANETIAPKEIA

H «dpia kar ovyvétepn artia mpotomabols avemdpkeiag twv emvepptdiov
(véoov Addison) eivar 1 Wromabrg avrodvoon kataotpo@t| tov adéva dmov
mlavév va evBivetat kdmolog avtodvooog pnyaviopds. H avtodvoon adpeva-
Mg propel va epaviolel eite wg pepovopévn elte ota maiota twv avtodvo-
0wV ToAvadevikay ouvvopdpwv I ka IL.!

Av kat dve amé o 50% tev acbevdv pe v bomady atpogia éyovv Beti-
Kd avTeTvePpLdlakd avtodpata, 1) avtodvoor kataotpo@y eivat mbavéov dev-
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teportabrig amé ta kuvtrrapotoéikd T-Aepgokdtrapa. Emveqppidikd avuyéva
évavtl tov omolwv avamrtiocovtal aviioopata meptAapfdvoovy v 21-vdpobu-
Adon (CYP21A2) kar dMa éviupa, arld n onpaocia tovg oty maboyévela g
véoov mapapével dyvootn.*

To avtodvooo moAvadeviké cvvdpopo tomov I eivar omdvio, kAnpovopei-
TAL € TOV AQUTOOWHO VTTOAELTIOPEVO YapakTtipa, dev ouvdEeTal pie aviydva toto-
ovpPatémrag (HLA) kar exdnidvetar oty madiky niwkia. Amodidetar oe
petdAraén tov yovidiov mov ovvdéetal pe v avtodvoon polyendocrinopathy
candidiasis ectodermal dystrophy (APECED) kat evtoniCetat oto ypopdoopa
21q22.3. To yovidio avté kwdikomotel ™) petaypagr evég mapdyovia Tov
motedetar étt epmiéketal ot Asrtovpyla tev Aegpgpokvttdpwv. To ovvdpopo
yapakmpiGetat kuplog and vronapabupeoeidiopd, véoo Addison kar ypévia
PAevvoyovodeppatiki] povidiaon.” AMa avtodvooa voorpata mov prmopel va
epgpaviofoly eivat:

- peyaroPraotky avapia
- ypdvia evepyds nratitda
akwmekia

mpwrtonadng vrobupeoeldtopdg
- vrtoyovadlopdg
- Aevkm kat
- obvdpopa dvoamoppdenong.

To avtodvooo moAvadeviké ovvdpopo témov II eivar anotéAeopa petdArasng
evig yovidiov oo ypwpdonpa 6 kat ovoyetitetat pe ta avuyéva totoovppatd-
wtag HLABS kat HLADR3. Eivat véoog mov ekdnAdvetat otovg eviiikovs kat
yapaktpiletar and emveppioki| avendpketla, avtodvoon Buvpeoetditda, oaxk-
yapadn dwafijm timov I, eved pmopel va eppavicfodv wobnkikr avendpketa,
Aedkn, pvaoBévela gravis kat pn tpomiky sprue.’

1.2 AOIMQZELY

Ot Aopwéerg amoterodv ) dedtepn ovyvdtepn attia pe mpoe&dpyovoa ™
popatiwon 1 omofa katd kavéva opeidetar oto pukofaktpidio ™G pupatio-

z z 7 4 e z
ong kat omdvia o druna pokoPaktnpidia.4,5 AxorovBodv ot Aopdéelg ané
uoknteg  (lotomAdopmon, KPUTTOKOKK®OY), PAAOTOPOK®OT), KOKKIOEWOUOK®-
on),6 evd avnpévn kAwvikr| vrioyia mpémet va tibetal oe dropa mov mdoyovv
ané AIDS kvping ota tedevtaia otddia ¢ véoov. Ze avtodg tovg acbeveis ta
emve@pidia poofdiovv:

- 0 CMV mov mpokarel my amokarobpevn CMV vekportiy emveppitda,
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- 0 KPUTITOKOKKOG,
- 10 pokoPakmpidio avium-intracellulare,
- 10 odpkwpa Kaposi (veomiaopatikr| dujnon tov emveqpidiov)
- TA QAPPAKA TIOV XPYOLUOTIOOVVTAL YIA TNV AVTIUETOTILON TG VOoOU
[Tpowtomabrig emveppidiki} avendpkela mapatmpeitar oe moo00té 5% TV
aoBevav pe AIDS, evd ota mAalota tov ovvdpdpov éxet mapatmpnlel kar emi-
KT avtiotaon ota yAvkokoptikoetdy.

1.3 PAPMAKA

Ta @dppaka pmopodv emiong va perdoovy ta emimeda TV KUKAOPOPOdVImY
EMVEPPLOIAKGOV 0TEPOEDWY dpivtag pe ddgopoug Tpomovg:

- TPOKAAOVV avaoToAy evOg 1] TIEPLOCOTEPWY EVEUHMV TNG OTEPOELOOYEVEDTG
(ketokovaloAn, petvpamévy, aptvoyrovtebiidn), ’

- emtaybvouv to puBpd petafoiikrig kdBapong Twv otepoeddY endyovtag
dpaompiémta TV PKPOoWIIAKOY eVEUpeVY Tov Hratog (pupapikivny gat-
vovtoiv, omtogtd) "

- pmopel va eivat kuttapoto&ikd (prrotdvn).

Emlong n wteppepdvn kat 1 oéetki} peyeotpdin mov epgpavitovv yAvkokoptiko-
ey dpaotpdémta pmopel va kataoteidovy tov d€ova vitobdAapo-vrdguon-
emveppidia.

1.4 NEOITNASTEY

Ot veomAaoieg ot omofeg pebiotavtat ota emveppidia kat odnyovy oe avendp-
Kkela poépyovtat ovviifwg amnd tov mvedpova, o paoté kat to éviepo.' Ta Aep-
@opata, ot Aevyapeg kat o peAdvopa propovy emiong va dmbyoovv ta emt-
ve@pidia.” Zug mePUTTAOELS AVTEG 1) KAVIKT] €IKGVA TG ETVEPPLOKNG avedp-
kelag propel va ovykaidmretar and ™) ypijon Oepamevtkd koptikoelddv o
avtovdg tovg acbevels, evd omavidtata propel va givatr 1) mpd) exdiAwon g
véoov.

1.5 AIMOPPATTA KAI EM®PAKTA

Ot apoppayieg kat ta épgppaxta dAlote Bopufwdang kat atgviding kat dAko-
te pe apfAnypn ovprtopatoloyia propel va mpokaréoovy VEKPmOT) TV ETLVE-
@piov. Kataotpopn appdtepov tov emveppdinv amd ofela apoppayia pro-
pel va exdnrwbel oe dtopa mov péypt pdopata frav vy.

2ta madid, to yeyovés avtd oyetitetar ovvibog pe onpapia and yevdopo-
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vada 1} pnviyyrudékokko (obvopopo Waterhouse Friedrichsen). Xta veoyévvnta
ogeiietat ovvfng oe Tpavpatiopd katd ™) yévvnon. Katd m didpketa g kom-
ong €xet mapatmpn el emiong apoppayia 1 omoia ogpeiretat oe dromadi| Bpdp-
Pwon g emvepptdikig pAéBag.

Oéela awoppayia propel va mapatmpnBel petd and amdropn drakomy twv
otepoeldv oe aolevels pe atpopia twv emveppdiov Adym ™G xpéviag xopy-
YNong otepoeldav, oe aobevels pe ovyyevy vrepmiaoia tov emveppdinv kat
TéA0G o€ avtovs mov Aapfdvouvy pdppaka ta omoia kataotéAlovy T odvleon
otepoeld®v 1§ avEdvouy to petafoitopd tovg. "

Awoppayies kat épppakta ekdnidvoviar owiffwg oe Papéwg mdoyovieg
aoBeveig pe onmruxd shock, moAvtpavpaties, extetapéva eykadpata, extetapé-
veg emepPdoetg kuplog ya kakorjfeteg kat oe avtols mov Aapfdvouy avuummK-
K1 aywyn. TG TEPUTTAOELS AUTES 1) EYKATAOTAOT] TOV KAVIKOV CUMTITOPRATOV
™G emveppdikic avendpkelag ivatr fabuaia.

To avugoogoimnidikd obvdpopo mov yapakmpifetar amd moAamAés ap-
prakéc kat pAePikés BpopPdoeis pmopel emiong va mpoofdiet ta emvegpida.™

1.6 ENATIOOHKEYTIKA NOSXHMATA

Ye evamobnkevtikd voofpata 6mwg apvroeidmon (16romabrig kar devtepoma-
01¢), oapkoeidwon, apoypopdrocn kar Ppadeia deppatik mopupia
mapatpeitat mpooPfory twv emvepptdiwy.

1.7 2YNAPOMO POEM

Y10 abvdpopo Crow-Fukase to omoio amokaieitar 6. POEMS (roAvvevpomd-
Oewa, opyavopeyaleia, eviokpivortdbeta, M-mpwteiveg kat deppatikés arotd-
0€Lg) amd Ta akpPOVORLA TOV KAVIKGV TOL XApaKTPLOTKGY Tiapatnpeitat emt-
ve@ppLotky averdpketa. AAeG evOOKpIVIKEG EKONADOELS TOL GUVOPSHOL TiEPLAQL-
favouvv apnvéppola oTiG yuvailkeg, avikavétTa KAl yuwalkopaotia oTouvg
avdpeg, vmoyovadiopd, vrmepmpoAaktivatpia, oakyapwdn Swafitn témov 2,
nipwrtomnad] viioBupeoetdiopd kar viiepriapabupeoetdiopd.”

AXYNHGOEIY KAI STIANIEY MOPPESY' EIIINEPPIANIKHY ANETIAPKEIAY
1.8 EITINE®PIAOAEYKOAYXTPO®PIA

H emvegpidoievkodvotpogia kat 1) emveppidopverovevpontddea amote-
Aovdv omdvieg dratapayés ot omoleg yapakmpitovtat and: a) mpoiodoa vevporo-
yikr] dvodertovpyia Adyw mpooforis Tov vevpikod ovotipatog kat, 3) pwrtomna-
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01 emveppidikr| avendpketa. 16 H emveppidorevkodvotpopia petaPiBdietar pe
TOV VTIOAELTIOPEVO AVTOOWHATIKS TUTIO, yapaktnpiletal and Papid amopveAive-
om ¢ Aevkiig ovofag tov eykepdiov, ekdnAdvetat oty Ppegtici] 1] viiiaki| nAt-
kia pe Paptd kAviky ovpmrtwpatoroyia kat tayeia e&€AEN mov odnyel oe Odva-
0.

H emveppidopverovevpomdbeta yapaxktpiletar ané amopveAivoon tov vortt-
afov pueAoy kat tov TEPLPePIKAOY VeUpwy, epgpavitetat oty epnpPeia v mv apyn
™mg evnAikiwong kat éyet Nmdtepn KAWIKY etkdva kat Ppaditepn e&éhén.'
ExdnAdvertar pe pktod témov (kvnuky kar atobnukr) mepipepiky vevpomdfeta,
duoAettovpyia ™G ovpoddyov kbotewg, voyovadiopd kar axpopatofia, evod
pepcol aolevels avamtiooovy kat KEVIPLKOU TOTIOV ATIOPVEAIVOOT).

Amavtovv oe 1 oug 20,000 yevvijoetg appévov. Exupdtar ét propel va ago-
povv éng Kkat to 10% SAwv twv meptmTdoemv avendpkelag tav emveppdinv, av
eCapebel 1 avtodvoong atrtioroyiag mpwrtomadric avendpkela 1 omola yapakt-
piCetar and v mapovoia KUKAOPOPOBVTWY avTLETIVEPPLOLAKGOY avToavVTIoONd-
tov. Ta aviiodpata avtd givat andévra ota mapandve voorjpata.'®

‘Ooov agopd v maboyévela yapakmpiGovtar and dwatapayn ot B-oeldo-
on tev Atmapdv o&émv. Avty éyel wg amotéAeopa Vv avénon oV oLyKevIp®-
0EWV 0TOV 0pG KOPEOUEVWY ATIAPGY 0E€MV TIOAS PakpdV alboemv Kat Ty €ma-
kéAovln ovoopevon 0Tépwy yoAnotepdANG TV Amapdyv avtedy oféwv kat
YayYAMoowW®v oTg KUTTapikés pepPpdves twv KuTtdpmv tov eykepdiov, Ttov
@Aotol TtV emvepptdioy kat AoV otdv.* Zta emveppidia ipokarodv dvoyé-
pela ot otepoeldoyéveon kat 0dvato Tewv otepoedoTapaymydv KuTtdpwy.

H avtamndkpion in vitro tev foelwv kuttdpwv Tov @Aotol tev emvepptdiov
omv ACTH avaotédetar amé ta moAd pakpodv aiboemv kopeopéva Amapd
oééa, ta omofa mbavdév va mpokaroly arkayés oTto EDOEG TV KLTTAPIKOV pep-
Bpavav otig omofeg ovoowpevovtat.” Efvat yvootd dt ta Armapd o&éa pakpdv
arboewv vpiotavtal f-oéeldwon ota pkpooopdtia 1 viepodlowpdTia tov Kut-
tapotmAdopatog, Ta omola eivat mAovota oe €vivpa mov oynpatiCovy kat xpnot-
pototodv vitepodeidia tov vdpoydvov.

To vmedBuvo yovidio yia ) datapayy avty evromifetat oto pakpy okéAog
ov X ypopoodparos (Xq28)* kat kwdtkomotel pa mpwteivy g pepPpdvig tov
vrepoétompatiov oy owkoyévela twv TpOTEvVOV-petapopéwy ATP-ABC
(ATP-binding cassette).”’ H éAewjm evég kwdikiov kat pia motkiAia onpelakedy
petardEemv oto yovidio avtd mpokarodv EMenm 1| avukatdotaoy evog apt-
vo&éog oty mpwteivy avty (ATP-binding mpwteivy petagopds), n omolia ovo-
pagetar ALDP (mpwrteivy emveppidorevkodvotpogiag).””
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H avdivon pag oeipds 55 aobBevédv and 34 owoyéveleg avédeile 6 1 yeve-
k] kat emakoérovdn roynpky avepaiia odnyodoav oe mokiAla gavoturikig
éxppaone. "Etot, otovg mepioodepovg (48 améd tovg 55) acbeveis vimipyav ta
Proynpikd otoryeia emveppldkic avendpkelag arld 1 avendpkela avti yrav
KAWVIKG eppavig pévo otovg 33. Nevporoyikés aveparies mapatnpodvrav
otovg 32 aoBevelg amd tovg omoiovg pévo ot 20 mapovoiafav kAwvikd €kdnin
emvepptdiky averdpketa. Bpébnkav didgopeg petarrdéers oo vevBuvo yovi-
d10, dev vIpye Spws Taparlniopds avdpeoa oG peTaAAdEels kat ty emve-
pptdiaki} avendpketa (1 Sa petdAhaln oe GAhovg aobeveic pokatodoe emve-
pptdaky avemdpkera kat oe dAhovg Gyu).*

H rhwvi] Stayvoon g emveppidtkiic avemdpketag tiletat katd kavéva oy
epnPeia 1 omv mpdpn eviAikn Lwn. Katd ) didyvoon mdve ané to 60% tov
aoBevdv dev epgaviter coPapd vevporoyikd ovpmtdpata.”” Ta to Adyo avtd
N emveppdorevkoduotpopia kat 1 emveppidopverovevportdbeta mpémel va
thevtar o Sragopiky Sidyvewon dtav oe éva aydpt 1| dvdpa veapds nwiag
tiletar 1) Stdyvwon emvepptdikic averdpketag. H vevporoyki| ovvdpopn oy
emve@pLdoAevkoduoTpopia, oTovg TEPLOTGTEPOVG TIAOKOVTEG ELOPAMEL TIPOO-
devtikd oy Ppegiii} 1) Tawdiky NAkia 1 apydtepa katd v epnPeia pe mpoi-
ovoa pviky advvapia, omacukdmta, mpoodevtky emdeivwon dpaong, akog,
Adyov kat fadiong. Tayéws ot aobeveic avamtiooovv Papid dvoa, tprmon,
K&Pwon kat tetpandpeon.'

H emveppidopverovevpondbeia etofdiier apydtepa, oy epnPeia 1 katd
™V evnAtkiwon pe puiki] advvapia, oTaotkdT|Ta Kat TePLPEPLKY TIOAVVELPOTIG-
Oeta, aAAd 1 kAwviky ewcdva eivan ndtepn kat 1) e&€Mén Ppaditepn.

"Hma vevporoywi] onpetoroyia (advvapia, fima omaocukédmyra) pmopel va
eppavioovv etepbiuyes yuvaikeg-qpopels g mdbnong, ot untépeg nrad tov
TMaoy6vtwy. Xmdvia ot yovaikeg avtég avamtiooovy emveppidiki] averdpkela.
2 peyaAdtepn oetpd peAémg, pévo 1 améd 71 tétoteg yuvaikeg elye £konAn emve-
@ptdun averdpketa. Qotdoo pmopel va eppavicovy pePOVOPEVT averdpkela aia-
TOKOPTKOEWODV OpOla e QUTHY TIOL TAPATHPE(Tal OTHYV TPOWL] ETIVEPPLOIKT|
duodertovpyia twv acbevav pe AIDS. Yridpyouvv otoryeia mov ouviyopoiv dt avtd
ovpfaivel oe doeg yuvaikeg amd avtég kAvouv katdypnon Py OTEPOELODY aVTIPAEY-
povwddv (NSAID’s). [Tapdia avtd n avendpkela YALKOKOPTIKOEWDWY efvat TOAS
oTidvia 0g autég TG Yuvalkeg Kat ekONAGVETAL WG LTTOKAVIKY vTtokopTGoiatpia
(enineda kopuidANG 0pob Alyo kdtw amd ta KaTdTEPA PLOLOAOYIKA 1] PLOLOAOYIKA
emimeda kopuioAng aArd vriepPoiuy éxkpton ACTH petd amé diéyepon pe CRH.

Broynpkd ot 660 mabrjoeig yapakmpiGovratr améd v meplooeia Kopeopévov
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Amapdv o&éwv ToAd pakpdv akboewv (eEakooavoikol —C26:0- kat oyéong e&a-
Kkooavotkov-vtokooovatkob-C26:0/C22:0) mov Bétet ) didyvwon kat yapakt-
PLOTK ATIOLOTA KUKAOPOPOUVTIOV AVTUETIVEPPLOLAKDY AVTOAVTIOWHATMV.

1.9 2YITENHY YIIOIIAAYIA TON EIIINE®PIAION

H ovyyevii¢ vomAaoia tov emveppdiov eivar pia omdvia dtatapayi n omoia
ovvdéetat pe pia petdrraén oto DAXI yovidio tov X ypwpoodpatog pe anoté-
Agopa 0 PAOLGG TV ETVEPPISI®Y Va Uy avamtdooetal QUoLoAoytkd, 1) pévipn
Godvn tov va amovotdGet kar ot Béon g mapapéver N epPpurki), pe kétrapa
peydrov peyéBoug pe éykietota. To yovidio avtd kmdikormotel évav mopnvikd
vrodoyéa o omofog mailet onpavtkd pdro oy avamén tov gAotol Twv emt-
veppdiov kat Tov dEova vobdiapog-vmdguon-yovddes. Qg ek todtov, ot aobe-
VvelG pooépyovtatl pe onpela Kat CLPTITOPATA TIOV OPeiAovTal 0TV avemdpkela
KAl TOV TPLOV Pactkdv oTepoetddv Tov emvepptdinv — koptiéAng, ardootepd-
VG kat avdpoySvev kabog kat avendpketag yovadotpopvav.”

Agopd oe 1 oug 12.500 yevvijoeig. Exdnidvetat ovviBwg ot veoyviky mepio-
00 pe pla ek tov teoodpwv akorodBwv popedv: a) omopadiky popey Tov cuvo-
devetar améd vromAaoia g vépuong, ) AVTOCOUIKY VTTOAELTIOpEVY popPY, V)
QLAOGVOVOETY) PHAKPOKVTTAPIKY pop@PY TIOL ouvodeletal pe vmoyovadoTpoTikd
vTtoyovadtopd kat, 8) LAoaHVOET pop@PY ouvodevdpevn amd avendpkela yAv-
KePOAKNG Ktvdong, Yuyoktvntiki| kabBuotépnon kat katd kavéva poikij dvotpo-
¢fa Duchenne pe to yapakmpiotkéd mpoowneio.”*

Ot gurootvdeteg pop@és mpokarovvtar ané petarrdéers (avaotpor| 1) amd-
omaom) tov yovidiov DAX-1 (Dosage-sensitive sex reversal-Adrenal hypoplasia
gene on the X chromosome, gene 1), to omolo evtomietat oo fpay okéhog tov
ypopoodpatos X (Xp21) mov avikel o€ olkoyévela yovidimv Tov kmdtkototody
TIPOTEIVEG-OPROVIKOVG LTTOO0YE(G ToL KkuTTaptkol Tupiva 1 amd eAelfels tov
DAX-1 kat tov ovveydpevod tov yovidiov g yAvkepoAkrg kivdong.” Xmaviog
onpetakés petardéels 1 eMelelg evég apvoééog éyovv wg amotéAeopa v
mapayeyy mpwteivng pe averapky] dpactkdtta. H mpwteivi) DAX-1 ouvdée-
tat oto dlktvo ypwpativng tov mupnvikod DNA kat mpokalel avaotory g
0TepOeldOYEVEDNG PEO® TAVONG TNG PETAPPAONG TOV TIPOAYWYEQ TG TIPWTEIVNG
StAR (steroidogenic acute regulatory protein). H mpoteivy DAX-1 Sopkd kau
Aertovpytikd avikel oty opdda OpHOVIKOV VTTOdOYEMV TOL TIUPYVA TIOL AVijKEL
kat o vodoyéag g TSH, tov petvoikot 0&éog (RAR) kat to oykoyovidio v-erb
A. To locus mg pvikiig dvotpopiag Duchenne kat g yAvkepohtkrig kivdong,
emfong Pplokovtat oto Xp21. ¥

275



ENTATIKH EKMAIAEYZH XTHN ENAOKPINOAOTIA: 100s KYKAOZX: EMINE®PIAIA

H mportetvi) DAX-1 exgpdletat otovg oppovomapaywyois totols: to gAotd
TV emveppdiov, TG yovddeg, tov vtofdAapo kat v vitéguomn. "Exovv mept-
ypagel meptoodtepeg and 80 petarrdieis tov DAX-1 og 6An v meproyr| tov
yovidio. Ot petarrdéerg avtég odnyodv oe mapaywyn mpoteiving DAX-1 pe ave-
paAn dopr, mov advvatel va Adfet pépog oy atvoida avudpdoewv g otepo-
ewdoyéveons. H niwia epgdaviong kat o témog petdiraéng tov DAX-1 dev tav-
tiGovtat, vITodNAGVOVTAg T CLPHETOYY KAl GAADV YEVETIKOV TIApayovimv otV
KAWVIKY ekdva. *

H ewdva pordet pe avtijv mg avendpketag 21-vdpovAdong (yapnAr kopti-
§6A kat ardoatepdvn opov, vymiy ACTH), aldd n mapaywyt| avdpoydvev dev
av&avet, kat 1) avtanékptor ardootepdvig, kopTtiéAng kat Tpodpdpwy oppoveov
ot diéyepon pe ACTH eivar pukpr] 1) kar pndeviky. Ov aoBeveic ovyvd epgavi-
Couvv amé ) veoyviky nAkia viovatpiapia kat peAdypwor. Ztovg acbevei pe
ovvdvaopd EMenpme DAX-1 kat yAvkepoAikiig ktvdong pmopel va aviyvevBodv
epyaotplakd Pevdog moAd vymAés tpés tpryAukeptdiov Adyo katapétpnong
™G YAUKEPOANG atd Tovg avaAvTE.

KAINIKH EIKONA: H nAwia eppdviong kat 1 fapitnta g véoov motkiA-
Aovv. H emveppidiky avendpkeia exkdniavetat pe kplon vmovatpapiag efte
ot veoyviky NAwkia efte-otovg aobeveis pe v guAoovvoet popei- apydtepa
omv mtadiky nAtia.

Me ™ yoprynon otepoeddv ta madid avavimrovv. O vioyovadotpo@tkdg
vroyovadiopds kat mbavég dratapayés twv kuttdpwv Sertoli avaotéAlovy v
évapén mg NPne. H éxkpron twv dAAov vtoguotakdv oppovay kat 1 avamoén
OV yovddwy dev emnpedlovtat, eve o vrtoyovadiopds avakaidmretat Adyw g
kabvotépnong g epnPapynis. H yoprakij yovadotpormivy avédvet otoug mepto-
odtepovg aolevels ta emimeda teotootePGVNG AAG oVYVA dev pmopel va dteyei-
peL T omeppatoyéveon. Avtd vrodniaver 6t 1 Aertovpyia g DAX-1 eivau
amapaitym yla m omneppatoyéveon aveédpma and ) dpdon g otov vtodd-
Aapio kat ™V vrtépuon. *

e avtifeon éyer avagepbel mepimmon diypovov dppevog pe Gyt pévo emve-
pptdiky avendpketa pe mohd vpmAy ACTH (5000pg/ml) aArd kat pun vrepyo-
vadotpogiky papn 1Pn. Me ) yopriynon yAvkokoptikoedodv to péyebog twv
Spyewv kat ot tpég ACTH kat teotootepévng petdbnkav. H mpopdmra edd
Tpopaveg opetddtav oe Siéyepon v vtodoyémv peravivokoptiviig MCR1 tov
kuttdpov Leydig.

Ot yvvaikeg-gtepdluyot gopeis tov petarrdsewv DAX-1 pmopodv va evrori-
000Vv kat avtd eivat ypriotpo ya ™ yevetkij kabodijynon tev yovakdy ovyye-
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VOV TaoySvinv avopov.

Optopévor mdaoyovtes amé ) urootvdet poppy eppaviGovy mapairayy mg
KAk etkdvag, Tov yapakmpifetar améd vromiaoia g ovprdpag, dvomiacia
TV petagioeny, dvomiaocia tev €5 yevwnukdy opydvev kat vioyovadotpo-
@wd vroyovadiopd. H rAwikr] ewéva avt] tavtomorjnke wg obvdpopo
IMAGe (Intauterine growth restriction, Metaphyseal dysplasia, Adrenal
hypoplasia congenital, Genital abnormalities). H arnoloyla tov ouvvdpdpov
avtoy efvat dyvwoty, kat dev avevpioketar petdAraén tov DAX-1. H emveppt-
Sk avendpkela ekdnAdvetat katd ™) veoyviki| epiodo av kat éyet avagpepOel
Gppev pe Sdyvwon oe niwia 4,6 ém), evd €xer avagepbel pévo éva BfAv
mdoyov, pe nhwia Sidyvwong ta 5 ém.”

1.10 OIKOI'ENHX ANETIAPKEIA IAYKOKOPTIKOEIAQN

H owoyevig avendpkela yAvkokoptikoelddv opeiletat oe petdAraén tov vro-
doyéa g ACTH. Iapampeitat avtiotaon tov kuttdpev g omAdeTig ott-
Bddag ot Spdon g ACTH mov odnyel oe averapky ékkplon kopuléAing kat
avdpoyévev. H ovykévipmon kopuléing oto mAdopa eivar moAd pikpy 1
arnpoadidptoty, evdd ¢ ACTH mord vmAq. H ékxpion arbootepdvng efvae
@uotoroyiky 1 voAe{metat optakd, kar avramnokpivetatr ot Siéyepon pe 6pbia
otdon 1 otépnon Voatog.”

[Tepimov 25% twv aobevdv pe owoyevy avemdpkela yAUKOKOPTIKOELODV
éyouv petdMaén otovg vrodoyelc g peravivokoptivng-2 (ACTH 4 MC2R).
Ot mdoyovteg efvar opoluydteg 1 etepoluydtes SumANg onpelakiis petdAraéng
mov dragoporotel éva amapaitnro apvoél Y aldget ) dopy Tov vtodoyéa g
ACTH. H petdAaén efte petdver v tkavém)ta obvoeong tov vodoyéa pe v
ACTH, efte perdver ™ péylot) aveandkpiorn tov kukAtkod AMP mov v axo-
AovBei. Ot aoBeveis pe petarrdéers otov vrodoyéa MC2R e ACTH avijkovv
0TIV OLKOYEVY aveTdpkela YAVKOKOpTKOEWdGV Thtov 1.3

Apketol aobeveis fpédnie va éyovv Statapayn oto otddio petd ) odvdeon pe
Tov vrodoyéa. Avtol kaTatdoooval oty OlKOYEVT| AVETIAPKELA YAVKOKOPTIKO-
€10V témov 2.

H véoog kAnpovopeitat pe tov avtéonpo vioAermdpevo yapaktipa, ekdnia-
vetat ta 6vo mpdta ypévia g onfg pe peAayypopatiky viépyxpno), kabvoté-
pnon avdmruéng, omaopovs, putki} aduvapia kat ovyvd emeoddia vioyAvkat-
plag. Ze peptcots aobeveic 1) emveppidiki avendpkela ovvutdpyet pe ayaraoia
Tov oo@dyov kar amiacia dakputkav adévav (ovvdpopo Ttov Tprmhoy A-
adrenal insufficiency, alacrima, achalasia- 1} o.Allgrove) mov petafipdetar kau
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avtd pe tov avtdéompo voAetntépevo yapaktijpa. [ToArol aobeveig mov epgpavi-
Covv v mapariayn tov ovvdpdpov Allgrove ekdnidvouv kat vevporoytkég da-
Tapayés Omwg vontiky votépnom, KOPo), TEPLPEPIKY vevpottdbeta, Ttapeyke-
padik} ataéia kat vevpordbeta tov avtévopov vevpikol ovotipatog.

Mepukol acbeveis eppaviCovv yapniy ovotoky miieon ot didpketa g npe-
plag, onpaviky adénon twv oeitewv ot 6pba Béon kat vroyAvkawpia viotel-
ag. Ta ovpmrtdpata avtd anodidoviat otg e€atpetikd YauNAEG OLYKEVTPDOELS
oto mMAdopa g emveppivng. Avtd ogeldetal oto yeyovog 4t to €viuvpo pawvu-
AaBavorapivy N-peBuvA-tpavopepdon mov eivar vrebBuvo yia ) petatpori
TG VOPETIVEPPIVIG O€ ETIVEQPIVY) 0TO PLEAS TV emveppdiny, xpetdietal yia
va ek@pdoet T Opdon Tov VPMAEG OLYKEVTPAOELS KOPTLOANG péoa ota emve-
@pidia mov dev ovpPaivet otig okoyevels avemdpketeg ot obvheon 1j Spdomn v
YAUKOKOPTIKOEWDGY. *

1.11 ANTISTAYH XTH APAYXH TON I'AYKOKOPTIKOEIAQN

Katd mpooéyyion 2,3% tov guotoroyikod mAnbuopod @épet pia 1 6o onpeta-
KEG peTtardéelg oto yovidio tov vrodoyéa twv yAUKOKOPTIKOOTEPOEISGV TIOV
oyetifovtal pe avtiotaon ot dpdon avtdyv, eve mepimov to 6,6% @épet pia
onpetaky petdAraén mov oyetifetan pe vriepevatodnoia o dpdon tovs.” Ta
dtopa avtd efvat KAWVIKOG vyt aAd propel va elvat meploodtepo 1 Ayétepo
evaloOnta elte ota kAvikd o@éAn elte otig apevépyetes, and v Bepamevticy
xp1ion yAvkokoptikoeddv. Autd drapépet amd v otkoyevy avtiotaoy ota yAv-
KOKOPTIKOOTEPOELDY 0TV omo{a ot petardéels tov vrodoyéa TV YAuKoKopTL-
KOOTEPOELDWV 0dNyoUV oe amdAvty avtiotaon ot dpdon Tovg, vTepmAacia tov
emve@pLdimv kat KAVIKY eikéva dpota pe avty Tov Tapat)peital oy averndp-
keta 11-f-vdpoluAdong.

H avtiotaon ota yAvkokoptikootepoeldn pmopel va eivat emiktm Y va evto-
niletat og dpyavo 1 106, ‘Eyouvv peAeOel aobeveic, yia mapddeypa, ot omoi-
ot og Bepameia doBpatog dev avramokpivoviav oe vPmMAEG SG0ELG KOPTKOELOWDV.
Avté pmopel va ogeidetat 1} oo petopévo aptipd tov vodoyéwmv twv yAvkokop-
TIKOEWODV OTOVG LOTOVG OTGYOVG 1) OF HELWUEVT) GLYYEVELQ OUVOEONG PE TOV VTIO-
doyéa yia v omofa mbavév va gvbivovtar ot kutokives yopic va Eépouvpe to
UNXAVIOPS pe Tov oTofo To TipoKkaiovy.”

Emniktm evtomopévy avtiotaon ota yAvkokopTKoOTepoewd| €xet emiong
nepypagel oe aolevels pe pevpatoedn apbpiuda, AIDS, veomidopata tov
Aeppicot totov, kabdg kat oe petapooyevpévoug aobeveic.”
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1.12 AIATAPAXES METABOAIZMOY XOAHYTEPOAHY

To obvoro oyeddv g kopuiéAng ovvtibetar and tg kukAo@opovoes YaunArg
mokvétrag Atmompoteiveg (LDL) 9 vymirg mukvémrag Avompwrteiveg
(HDL).”* Xe aoleveic pe mijpn éMenym LDL, énog avtol pe a-pnra-Amo-
mpwtevapia 1) pe mApn EAenm vtodoyéwv LDL émog avtof pe owkoyevi} opd-
Cuyo vrepyoAnotepoAatpia, €xovv petping emmpeaopévn andvinon ot oiéyep-
on pe ACTH, mapdu dev éyovv KAVIKG oMpavtiky] QAOLOETVEPPLOIKY aveTdp-
Kewa kat 1) Paotir] €kkpton kopuGoAng eivat evidg twv puotoroytkdv opiov.

Ta @dppaka mov avaotéAhovv ) ProovvBeon g yoAnotepding oto otddio
mg pedovktdong tov HMG CoA (ot yvwotég otativeg) kat ypnotpomotodval
Oepamevtikd oty owkoyevy) opéiuyo vrepyoAnotepoAatpiia, dev emmpedlovy
Aertovpyla twv emvepptdiov oe avtols tovg aobevels.”

2. AITIA AEYTEPOIIAOOYX KAI TPITOIIAOOYZX EIIINE®PPINIKHY
ANEIIAPKEIAY

Ta afta mg devteponabdoi kat tprromabois emveppidikiic avendpkelag ago-
povv mabnoeig g vépuong kat tov vrrobaidpov. Avtd eivat:

- ta adevapata (Aertovpylkd kat pr AeLrtovpyikd) e vidguong,

- dykot (kpaviogapuyylopa),

- petaotdoels and kakoyoy veomAdopata,

- aktvofoAia g voBaiapovmopuotakyg meptoynge,

- avtodvoor) vouolTig,

- KEVO TOVPKIKOS e@lmTLo,

- dmBnukd voorjpata (capkoeidwon, wotokittwon X),

- avevpuopa ™G 0w kapwTtdag pe S1dPpwon Tov TOLPKIKOY EPITITI{OV

- petadrdéetg oo yovidio g POMC (pepovopuévn éMenym ACTH)

- pakpoypdévia Bepameia pe yAvkokoptikoedy (kataotody tov vtoBard-

{ov)
- Vékpwon g vépuong petd tov toketd (o.Sheehan) v awpoppayia
HakpoadevopPatog
- KPAVIOEYKEPAAKEG KAKWOELG
- dwatapayée éxkprong g CRH
KAwvikd ot aoBeveic eppaviCovv onpeila katr ovpmtdpata vitokopuborapiag,

avemdpkelag AAA@y oppovay, eved eivat Tlavév va éyovv kat kKAVikEG exdnAd-
0€1G yWpoKaTakTn kg e&epyaoiag.
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I'. KAINIKH EIKONA

2tov mivaka 2 mapatiBevtal ta kAvikd onpeia katr ovptopata avdioya pe
ovyvétnta gppdavions, kabog kat ta epyactnplakd evpfipata. Ot meploodepeg
amd TG KAWVIKEG ekONADOELG TIOL TIPOKVTITOVY aTd TNV eMvePptdIky avemdpkela
elvar pn edég kar ovvijfog eykabiotavtar fabpaia. Avtég efvar 1) edkoin
kémwon, puiky advvapia, avopeia, andiea fdpovg kat {dAn. Ta ovpmrtdpata
autd pmopel va amoterodv kat ekdnAdoelg dMov abjocwv dnwg katddinmg,
avafag, kakondetdy, ovvdpdpov xpdviag kémwons. Apydtepa ekdnidvovta
and to yaotpevieptkd vavtia, gpetds, kothakd diyog, didppola ovpmtdpata
oL o€ optopévoug aoBevels pmopel va mpoe&dpyouv.!

H opOBootatiky vtétaon efval amotéAeopa tov oLVVTIEPYOVTOG VTIOAAATOKOP-
Tkoeldtopol mob amavtdrar onavidtepa ot devteporadr| kat tprromady| ave-
TapKela, evedd 1 avEnuévn AMm dAatog eivat xapaktplotksd oVPTTopa e
mpotonabois avendpkelag. AMa ovpmrtapata eivar poaiyieg, apBpaiyieg kat
Puylatpikés dtatapayés dmwg amdieta pvipng péxpt kat Yoyxwon.

Katd myv kAwvikr] e&étaon to mAéov yapaktplotkd edpnpa mg mpotomados
avendpkelag eivat 1 peAayypopatky vpypwon tov déppatog kat twv BAevvo-
Yovov Tov ogeldetat oy avinpévn éxkplon a-MSH, evéd n amotitdvwon tov
Trtepuylov TV avudv propel va opeidetat oy viepaocPeotiatpia. Xt devte-
portabn avemdpkela mapampeitar oypda ov déppatog.'

21 yovaikeg to Aoy mpoeEdpyov onpelo efval 1 andAEld TV TPLYAV OTIG
paoydies kat to eprifato eéartiag g anwAelag €kkplong avopoydvev. Xe dev-
tepomtaldi] kau tprromady avemdpkela eivar ovyvi 1 apnvéppola kat EAGTTIOON
™m¢ epwtikis embupiag ot yovaikes kat ot pukpol Gpyels 0Tovg Appeves.

e madd kar veapovg aobeveic pmopel va mapatnpndel kabvotépnon g
avdaméng kat mg évapéng mg epnfeiag onpeia mov vtodnAdvouvy vitoguota-
i1} 1) vrioBaAapukn avendpkela, eve avapepdpeves ke@aAaAyles kat dtatapay€ég
™G 6paong pag mpooavatoAiGovy mpog ) Stdyvwon ywpokataktyukyg eepya-
olag oy vréguon.

ATt o epyaotnplakd €heyyo ot ovyvOTepeG avwpaiies efvat 1 viovatptatpia
(mov oy mpwrtonadl avemdpkela ogeldeTal 0TovV VIIOAAATOKOPTIKOELOIONS,
eva oy devteportady o) yapnAy otdbun g kopTiLdAng, avénon g Exkpi-
ong m¢ ADH kat katakpdmmon vepod) kat 1) vriepkaAapia (pévo oty mpoto-
mad).

AkolovBovv fjma voppokuttaptky] voppudypopn avayia, nootvopiiia kat Aep-
pokvttdpwon. Bapitam avapia avadekvietar dtav ovvurdpyet peyarofia-
otk avatpia ota mAaiola Tov avtodvooou TOALEVOOKPLVIKOD ouvdpbpov. Xe
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éva m000016 10% twv acbevdv pmopel va mapovotaotel ma vriepacPeoniat-
pia. "Exet fpebel oe oplopévous avénon twv emmédwv e TSH ouvibog péypt
kat 15Mu/ml n omofa eivar adievkpivioto edv ogeidetar oe ovvurdpyovoa
avtodvoor) Bupeoetditda, oe evbupeoedikd sick syndrome 1 oe andAela mg
kataotorc g TSH ané ta evdoyevi| otepoetdy).

KataMjyovtag mpémet va toviolel dt n mpwrtomadrg kat ) devtepomadg emt-
veppdtky avendpkela €xovv 0o Paotkés dtapopéc: 1 peAayypwpatiky viép-
Ypwom Tov dEppatog kat twv fAevvoydvev kat 1 viepkaiiatpia Sev ovvavtadvtat
ot devteportaby emveqpidik| avemdpketa.

Iivaxag 1

AITIA TTIPQTOITAGOYX EITINE®PIAIKHY ANEITAPKEIAX

[81omabng avtodvoon emvepptdiky avendpkela
(nepovopévn 1 ota mAaiola avtodvooou ToAVEVSOKpLVIKo® ouvOpSpov TUTToV
I41I)
Emvegpidorevkoduotpogia-emvepptdopverovevponddeia
Xetpovpytki] apaipeon
Nopcdéerg
Qupatioon,
HUKNTLAOELS (LOTOTIAAOP®OT), PAAOTOPUK®OT], KPUTTTOKOKKWOT))
AIDS (CMYV, kpumnrtékokkog, pokoPakmpidto avium-intracellulare, odp-
Kopa
Kaposi - veomiaopatki| dtjnon tov emveppidiov)
Dadppaka (ketokovaioin, petvpandvy, aptvoyrovtebpidn, prpapmxivn,
@awvuvtoivi, omoeldy, prrotdvn)
NeomAaoieg (vespovag, paotds, éviepo, Aeppdpata, Aevyapies, perdvopa)
Awoppayia tov pAotoy kat Epgpakta
Evamofnkevtukd voofpata (apvroeidwon, atpoypopdtwon, capkoeidwon,
deppatiki| Top@upia)
MetaMdéerg vodoyéwv (vtodoyéa ACTH- pepovopévn avendpkeia yAvko-
KOPTIKOELWOWV, OIKOYEVIG avT{oTaot 0ta YAVKOKOPTIKOELDT], GLYYEVNG LTIOTIAQ-
ola tov emvepptdiov)

26vdpopo POEMS
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AITIA AEYTEPOITA®OYZX-TPITOITIAGOYX EITINE®PIAIKHXY ANE-
ITAPKEIAY

Oyxot (adevdpata, kpaviopapuyyldpata, pHetaotdoelq)
Axtvopoiria

Ymoguottig

Xapkoeldmon, totokittwon X

Kevé tovpkikd egimmio

MetaArdéetg oo yovidio g POMC

Kataotod amé pakpoypdvia yopijynorn koptkoedwv

Nékpwon g vdéguong petd and toketd 1 ayoppayia adevopatog
Kpavioeykepatikés kakwoetg

Ilivaxag 2

XHMEIA KAI ZYMIITQMATA EITINE®PIAIKHY ANEITAPKEIAY

EtkoAn kémwon- advvapia 99%
Melayypopatiki viépypwon 6éppatog 98%
AmndAewa fapovg 97%
Avopeéia, vavtia,.epeté 90%
Ymétaon 87%

Yrépypwon BAevvoydvav 82%
KotAwaxé diyog 34%

A drarog 22%

Adppora 20%

Avokothtétta 19%

Avakor 16%

EPTAXTHPIAKA EYPHMATA

Ymovatprapia

Ynepkatiapia

YrmoyAvkapia

Avapia opBéypwpn voppokvttaptkr
Hoowogidia- Aepgpokvttdpwon
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EPQTHXYEIY IIOAAAIIANHY EITIAOTHY

1. To ovxvotepo airio tys mpwronalovs emvepiOikijs avemdpkelag
etvau:
VEOTTAQOTEG

&

avtoavooia

=)
NN/

Y) emveppdorevkodvotpopia

8) otkoyevig avemdpkela YAUKOKOPTIKOELODV

2. Amé 115 omdvies popQEs emveQOIOIKIs avemdpKerag | ovXvoTeQy
eivau:

a) otkoyevig avemdpkela YAVKOKOPTIKOELS MY

B) avtiotaon ot Spdon TV yAUKOKOPTIKOELSHV

Y) emveppidorevkoduatpopia

8) dwatapayés oto petaPoiopd g yoAnotepding

3. Ilo16 ané ra mapaxdrw svoijuara sivar waboyvwuovikd tys mow-
romallovs emwvepoidikijs avemdpkeiag:

a) vrnovatplapia

B) vmepperdypywon déppatog-fAevvoydvmv

Y) vnepkaiiapia

0) amodiewa fdpoug

€) Ola ta mapandve
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a

==

H smwveppidoleviodvorpopia

elvar avtéowpn vtoAetopevn datapaym

ekdNAdveTal kKAvikd otig yuvaikeg

yapaktpifetar and avénpéveg oLVYKEVIPMOELG TIOAY pakp@y aAboemv
KOPEOPEVOV ATIap@V 0&émv

ekdnAdvetar apyd otnv evijAkn Gom

H smwveppidoleviodvorpopia

epgpaviGetat oe 1 ong 100000 yevvijoeig

yapakmpitetar and Betikd avuemveppidiakd avuodpata
ekONAdveTal pe vevporoylkd ovpmtdpata oty veoyviky nAwkia oe
dppeveg

ot etepdluyeg popeis yovaikeg propel va ekdniwbovy fma vevporo-
YlKd OLpTITOpAtTa

H ovyyevij¢ emveppidixij vrordaocia opeiletar oe perdAraly rov
yovidiov:

DAX-1

SE-1

StAR

Kavéva amnd ta mapanave

H ovyyevij¢ emve@oioixij virorwiaocia:
exdnAdvetar oe 1 og 25000 yevvijoetg
0 PAOLOG TV emvePpLdimv avamtdooetat kavovikd oe avtibeon pe to
HUEAS

z e 4 7 /7 z 4
KAV exdnAdvetat ot veoyviky mepiodo 1| apydtepa oty matdiky
nAwia

z 4 z
ot yovddeg dev avamtiooovtal puotoAoyikd

2Tyv o1xoyevij avemdpxera TwV EMVEQPQIOIWV:

Ol OLYKEVTIPWOELG TG kKopT{OANG 0TOV 0pd elvar oxedSV pun aviyveivot-
Heg

mapatpeltat vepavdpoyovapia

Ol OLYKEVIPOOELS TG EMVEPP{VNG 0TO TAGOpa lvat yapnAég

dev mapatpeltal vIépyypwon tov déppPatog
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R

H avrioraoy oty dpdoy twv yAvkoxoprixoc1dav:

yapakmpiletar and dvo onpetakés petardéels oto yovidto tov vro-
doyéa v yAvkokoptkoeddv oto 2,3% tov mAnBuopod

éyer meptypagel oe aobevels pe pevpartoedr) apBpiuda kar AIDS

de ovvdudgetat pe viepmAaoia tov envepptdinv

dev mapovotdGel kAviki| ovpTrtopatoroyia

6Aa ta mapandve

. 2 Orarapaxés oro perafolriono tyg xoAyorepolyg:

mapatmpeitar EMenpn VLDL

napatmpeitat EAenfm viodoyéwv LDL

ot abeveic éyovv KAviky etkdva emvepptdkig avemdpkelag

n amavtnon mg koptiding oty ACTH eivar ehagpdg emmpeaopévn

2worés anavrijoers kard oe1pd

B, v, & ay, YO, a, Py, ay, &, po
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