AROMATASE EXCESS SYNDROME (AEXS) XE MPOE®HBIKO AIFOPI XQOPIX I'YNAIKOMAXTIA:
H ZYMBOAH TOY FENETIKOY EAErX0Y XTHN NPQIMH AIAINQZH KAI NMAPAKOAOYOHZH
E. Xaipetn!, B. Mnékiovu!, A.Apapeorwtn!, A.Ntivomoulog?, ®. KapaydAioul

IMovddag MNaidosvSokpivoloyiag, MetafoAiopou kai Awafitn, M’ MNavenitotnuiakn Naitdiratpiki KAivikg, M.M.N. «ATTIKOV»,
2 Movada NaidoveupoAoyiag, " Mavemiotnuiakn MNaitdiatpiki KAivikg, MN.M.N. «ATTIKOV»

EIZAIQrH

To Aromatase Excess Syndrome (AEXS)
amoteAel omMAVLA AQUTOCWHMLKA EMLKPATH
gvSokplvondbeia, opelAduevn ouvibug
og avadiatd&eig tou yovidiou
CYP19A1l, oényuwvtag o umepEkppacn
TNG QpPWMATACNG KAl AUENUEVN
apwpatomoincn avsépoyovwv o€
olotpoyova. MNepiypddstat upu ¢pdopa
KALVIKNAG £TEPOYEVELAG AVAAOYWG TNG
VEVETKNAG mapailayng.

Ita ayopia pmopeil va mapovoidadetat

ME:

« mpo- N meplednPiLKA yuvalkopactia
auéw vdiouyxvn dwvn,

s MPOWPN EMLUAKUVON MEOUG UE TEALKO
MELWUEVO UAKOG MEOUG evNAlKwY Kat
MLKPOUG OPYELG

« apaif tpiyodvuia pacydAng kat
TPOCWTOU

¢ UTOYOVASOTPOMLKO UMOYyovaSLioo

* MELWMEVN TEOTOOTEPOVN KAl
avgnuéva olotpoydva

s MPOXWPNMEVN 00TLKA NAlKia pE
K1lvéuvo HELWPEVOU TEALKOU

Ita kopitola ouvhBwg mapovoiddetat
ME TMlL0 AMl0 dalvoTumo:

* Makpopactia
s mpulun APn, Me awkavoviotn EP

¢ UmEpoloTpoyovalpuia KAl UELWUEVEG
yovadotponiveg

s MPOXWPNMEVN 00TLKA NAlKia pE
K1v8uvo MELWUEVOU TEALKOU
VAo TAMATOG

* augnuévn mibavotnta evdountpiwong
Kal kapkivwv gvdountpilou Kkat
MacToU

Kal ota Svo dula:

* Mnopel va ocuvbéetal pe yaunAn
autoeKTipnon, dyxog, katdbAiyn

* H avamapaywylkn 1kavotnta Kai I
tekvomoinon €ivat ouvibuwg
ducLoAoyiKkEg

MOPIAKH BAZH

H apwpatdon sivat péAog tng
UTMEPOLKOYEVELAG TOU KUTOYPWUATOG
P450 kal KataAuvuel TNV apuwpatomoinon
Tou SaktuAiou A tnG avdpootevediovng
wote va mapayBeil olotpdvn, Kail TNV
apwuatomoinon tou Saktuliou A tng
TEOTOOTEPOVNG WoTE va mapaybet
010TPad10An.

H apwpatdon skdpdletal otig yovddeg,
O0TOUG HaOTOUG, 0TO Almuwsdn 10To, OTOo
5€ppa kat og AAAOUG 10TOUG Kat
Kwd1Komoleital and to yovidio
CYP19A1, tou YpuwpoowpatoG 15¢21.2.
AimAaciacpoil, avactpodeg N Srtaypadsg
0E aUTH TNV MEPLOXN £XOUV
oucyxetiotel pe to AEXS.



Mutations Identified in Aromatase Excess Syndrome
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Increased Aromatase Expression =» Elevated Estrogen Levels

Metwalley, K., Farghaly (2026), J Rare Dis

H yuvaiwkopaotia £ivat ouvinbuwg
Alyotepo cofapn o€ mapallayEc tumou
evioyuong am’ O0tl o€ mapallayEg
TUtovu avactpodng N Siaypadng pe
X1paipikd yovidia.

Eniong onuelwvetatl otL n
yuvailkopaotia £xel mapatnpnbel o€
acbeveilg otig omoieg ta emimeda
010Tpad10AnG Bpilokovtat €viog Tovu
ducloloyikou €Upoug, Kal mibavug
obeiAetal otnv in situ petatpomn
Twv smivepplSiakwv avdpoyovuwv o€
010TPOVN KAl OTN OUVEYElA OF
olotpadioAn (péow tomikou 17B-HSD)
O0TOV 10TO Ttou paoctou (omovu n
SpactnplotnTta TNG apwpatdong umopei
A civAa1 1S1a1dTenna anhindA)

SKOMOG tTNG e£pyaciag sivatl n
mapovoiaon TNG MPWLMNG YEVETLKAG
61dyvwong AEXS 0£ QOUMMTWHATLKO
nposdnPiLKO ayopu.

AX6ENHZ KAI MEG0AOI

Ayopt nAikiag 6 %12 stuv
napangudbnke yra
MA150eVEOKPLVOAOY LK) EKTiMNON META
and yevetlkd £Aeyyxo whole genome
sequencing (WGS), o omoiog
S1evepyndbnke mpog Siepeuvnong
KALV1KWY €UpnUATWY OUpBATWVY ME
ouvSpopo Joubert.

0 €Aegyyog aveédel&e mibavwg maboyovo
napalAayr oto MKS1 (oxetilopevo pe
KpoooomdBeileg katl I.Joubert), kabug
Kal S1mAaclacpd otnv mEPLOXA
15¢g21.2, oupPato pe mibavr Sidyvuwon
AEXS.

Katd tnv kAivikg €§€taon to maidi
ntav mpogdnPiko (Tanner I), xwpig
yuvaikopaotia. To uyog Bpirokdtav
otn 10n E6, kai n ootikl nAikia
(OH) Atav 58/12 stuv.

O OpPHMOVLIKOG €AeyX0G avESelEe
auvgnuévn olotpadioAn (38,2 pg/mL),
ME YapnA€g yovadSotpomiveg kat
MpPoedNPLKEG TLMEG avdpoyovuy.

ANOTEAEZMATA

Mapd tn BLoXNMULKN £1Kkova
unepolotpoyovalyiag, o acbevig Sev
eudpavile ta KAAo1KA KALViKdA
XAPAKTNPLOTLKA Ttou AEXS. H amoucia
yuvailkopaoctiag kat mpoywpnuévng OH
m1Bavov avtavakAd mpwipo oTddio TNG
vooou, N nmidtepo daivoTumo.

H pakpoyxpovia Yprnon avactoAgwv

apwpatdong amoteAel MEPOG TNG

Bepansiag yia maidid pye AEXS kai n

gykaipn €vapgn toug odnyel os:

* AMOKATACTACN TWV O01CTPOYOVWV Kal
TWV yovasoTpomivuwy

* AMOKATACTACH TOU OYKOU TWV OpPYEWV,

s aVaoToAN TNG yuvalkopaoctiag kat

« emiBpdaduvon TNG 00TLKAG wpilpavong
KAl augnon Tou TEALKOU avacTAMATOC
(k€pSog ~ 5-10cm otnv gvAAiko Cwn
ME mpoumdBeon £vapgng aywyng oe XH
8-10 £tuwv)

H Bepaneia pe avactoAeic apwpatdong

Sev gilval mpog TO MAPOV EYKEKPLUEVN

and tov FDA, xaul ypnoipomoieital wg

of-label Oepaneia.

ITa ayopla n MacteKTopun amoteAetl
EMIMALOV OCUUMTWHATLKA QVTLUETWILONG
o nAikieg 12-19 stuv.

Itov acBevi) pag, S£Sopévng tTNng
duotoloykng OH, amodacicTnke oOTEVN
natdosvdokplvoAoyikn mapakoAoubnon,



ATAGOPOAIAINQZH

SNMAVILKEG KATAOTACELG mou Ba mpEmel va
AMOKAE10TOUV OE ayopl ME
umepoloTpoyovalpia :

NaBoloyikd aitia:

* OLOTPOYOVOEKKPLTLKOL OYKOl
(emivedprdiuwv, opyswv),

* Nayvoapkia (apwpatomoinon avdpoyovuwv
o€ oloTpoyova otov Almwdn 10to),

* YnepBupeoeldiopuog (T SHBG, auvgnuévn
apwpatomoinon ME OYXETLKA £MKpATNON
010TPOYOVKAG Spdong),

« Mepikni avtoyn ota avdpoyova (pelwpEvn
Spdon avSpoyovwv HE OYETLKA
EMLKPATNGCN O0LOTPOYOVLIKNG Spdong)

EvSokplvika cuvSpoua

* Mc Cune Albright (autovopn
EVSOKPLVLKN umepAeitoupyla pe
augnuEvn mapaywyn 0o1eTPOYOVWY, 1vwdng
SuomAaocia, café au lait knAiSeg,
yuvailkopaotia, mpuwipn Apn)

« Klinefelter (oyxetiki
unepolotpoyovaiuia os £8adog
npwtonaboug umoyovadicou),

« Peutz-Jeghers (umepnapaywyn
010TPOYOVWY AT OYKOUG KUTTAPWY
Sertolli, yuvaiwkopactia, moAumodiaon,
KnAi18eg S€puatog-PAevvoyovuv),

E€wyevn aitia:
« EEwyeving £xkBeon os olotpoyova
(¢appaxa, avaBoAikad)
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2YMINEPAZMATA

H unoyia yia AEXS Ba mpeEmel
va tibetal og meplLoTATIKA ME
ouvumapgn yuvaikouaotiag,
XOAPAKTNPLOTLKOU OPUOVLIKOU
nmpodiA /KAl EMLTAYUVOUEVNG
OH. Ol OpMOVLKEG Siatapayeg
oto AEXS pmopel va
mponyouvtal tng MANPOUG
dalvoTunikng £kppaong kat va
EMLTPEMOUV EyKALPN
avayvwplon, £EATOMLKEUMEVN
mapakoAoubnon kal BepamevTiKi
napeuPacn £pocov amaitndei.

" NAIAIATPIKH KAINIKH MANEMIZTHMIOY AOGHNQN
MANEMNIZTHMIAKO NOZOKOMEIO ATTIKON
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