ENA ENAIAOEPON IIEPIXTATIKO XYNYIIAPEHX AYTOXQMIKHY EINIKPATOYX
YITAXBEXTIAIMIAYX (ADH 1) KAI XPONIAY. MYEAOT'ENOYX AEYXAIMIAX

CR17

M. E. Xovopoyavvy', I. Kopov?, A. Illaradomoviov’, A. Karxépoa', II. Aiauavromovioc’, A. Ayyelovon?,

E.Blayorarnadornoviov®, E. Kacon'
LEvookpivorloyikn Movada, A "TTpomondevtikn [aboroyikn Kiwvikn, Kévtpo Eumeipoyvouociovng Xraviov Evookpivoroyikov Noonudtov, INA Aaiko

*Tunua Emotmunc Tpooinmv kat Atatpoenc, I'eomovikd Iavemotyuio, Adnva
ST Houdwarpikny KAwvikn, Attikd Nocokopeio, AOnvo

% N
o2\ European
®%:.:3 Reference

0..' o' Network

*A’TToBoroyikn KAwikn, Aaikdé Nocokopeio, AOnva

I Elwcayoyn

H ovtocouwkn emkpatovoo vroacPeotionpio (ADH) tomov 1 eivon pio omdvio popon
VTOTTOPAOVPEOEIOIGLOD, TOL TPOKUAEITOL omd KAnpovouovpevee 1M de NOVo,
EVEPYOTOIMTIKEC LETAALACELS 6TO Yoviolo CaSR. O CaSR ex@paletal Kot 6GTOVEC VEQPOUC
OOV Ol EVEPYOTOUNTIKEC UETAAAACEIC OO YOUV GE UEIMUEVN] VEPPIKT QmoppOPnom
aofeotiov. EmmpocOétme, ovactédlovv v emavappoéenon NaCl, odnyovtog oe
cvuvopouo Bartter (BS) tomov V mov umopetl vo cuvomapyer pe tmv ADHI1. H ypovia
nveAoyevng Aevyauio (XMA) yopoaktnpiCetol amd ToV KAOVIKO DITEPTOALNTANCLUGULO
AVOPLULOV AEVKOV alpoocpalpiov. IIpoceata, 0 CaSR &yer avaoerybel ¢ €vac
OTOYEVGIUOC TAPAYOVTOC GTNV ECEMEN TNC OMA, 06T0G0, TO 0E00UEVA Y10, TO POAO TOV
otn XMA givol Teplopioueva.

. KMmviko IleprotoTiko

‘Evac 33ypovoc avopoc mopomepednke oto EI Adym un emapkodg pvuOuionc tov

vromopobvpeoedIGLOV. TTapovsiole aKOUO VTOUOYVNGLOLUIO, TTL0 VTOKOAIOUIO KO
apvodTmwon. O VTOTaPABVPEOEIDIGLOC EIYE OLOYVMOTEL TN OEVTEPT NUEPQ TNG CONC TOW.
O acBevnc mapovciale veepoMOilacn Kol OmOTITAVOGCEIC TOV Pactkwv yoyyAlwv. To
2020 owyvootnke emionc ue XMA. Hrtav vnd oymyn pe avipokikd oacPEctio,
AAPAKOAGIOOAT, YOANKAAGIPEPOAT, VOPOYA®PoDelalion. EAGuPave enionc dasatinib yia
m XMA. Zta EI €ywve évapén rhPTH poali pe coumAnpopoto poyvnoiov Le omoTeEAEoL
TN UEIOMON TOV OVOYKOV GE CLUTANPOUATO OAPOKAAGIOOANC KOl 00PEGTIONL KOl GE
KOADTEPO EAEYYO TNG LITOGPEGTIOULNG KOl TNG VTEPUGPETTIOVPIOC.

Metd amd €évromn ovykatabeon tov acBevoie, mpayuatomomOnke NGS oty
NextSeq2000 mioteopua (IHlumina) xor to Clinical Exome solution v3 mwaveA yovidiomv
(CES _v3 hg38) ypnowomomOnke. Metacd twv yovidimv mov ovaldOnkov ntov ovtd
mov oyeTiCovral pe vmomapobvpeocdocpno. H avaivon €0€1EE Uor YEVETIKY QAAOYT)
(c.2486A>G) oto €£6vio 7 tov CaSR mov umopel voo 0ONYNOCEL GE OVTIKOTACTOOTN TOL

aUVOEEDC TVPOGiv o€ Kvoteivn ot 0€om 829 e mpwteivng (P.Tyr829Cys).

Xuintnon

Avtn €lvol | TPITN TEPIMTOON UE TNV CUYKEKPIUEVN UETAAAAEN otnyv o01ebvn Pipmoypapia. X pio
aKOUO TEPITTMOOT, cLuVLTNPYE Kol Yo BS V. O1 KMvIKEC EKONAMGELC KOl O YPOVOS EVOPENS TOL
eawvotomov BS owapEpovv avaroya pe Tov TOTO NG HETOAAOCNG. EmimAcov, o @atvotvmoc BS
UTOPEL VO, OOPEPEL HETOED acBevav mov £yovv tnv 10wo. petdAlocn CaSR mpoowabEtovtac o€
TOIKIAOV Pafpod vroxkoAtoupio. H vwrokoaAonpion owtr) UTOPEL VO ETOEIVOVETOL OTO TN YOPN YNNG
0c10COIKOV OOVPNTIKOV TOV YOPTNYOUVTOL Yo TOV EAEYYO TNG aocPectiovpiac TV achevov e
VTOTTOPOOVPEOEIOIGHO, OVGYEPOULVOVTAC AKOUN TEPIGGOTEPO TN PLOUICT TOVC.

Eival evolapEpov OTL VTN €vVaUL 1] 0EDTEPN TEPITTMGT TOL TapovctaceTal ue cvvorapcn ADHI kot
XMA. ZXmv mpwtn mepintwon eviiAaka acOevoic mpokAndnke cofapn vrmoacPectioipio amd TO
Imatinib n omoia kol odnynoe otn ddyvomon ¢ vrokeipevne ADHI1. To CaSR &yer Bpebel Ot
pvOuilel ta evéokvttopikd emimeda tov Cat kol KATG CLVEREWN TIC TPOTEIVIKEC KIWVAGEC TOV
ECOPTOVTOL OTO TO AGPECTIO KOt TOV GLVTOVICOLY OLAPOPO LoVOTATIO onuatoootnonc (m.y. P-ERK
Kol B-kotevivn) mov givor kpiowwa yio Tov Kokonon petaoynuatiopnd e XMA ue tov 1010 tpomo
mov opa Kol 1o ywwopwko yovioro BCR-ABL. To yoviolto avtd K®OOWKOTOEL Uit TPOTEIVN UE

1010GLOTAGIOKT EVEPYOTNTOL TLUPOGIVIKNG-KIVOONC KOl TTOV OVEVPICKETOL GE OAEC TIC TEPIMTMOGELS
XMA.

YVUTEPTONATO

1. HADHI1 npEnel va copumeprAapuPavetal otn otopopikn olyvmwaeT ToV VTOTopobvupeEOEIOIGLOV.

2. H ADH1 umopel va cvvomapyelr pue Xovopoupo Bartter kot vo mpokoAel VTOKOALOULN Kot
OVOKOALO 6T PLOLGT TNC VITEPpaGPETTIOVPlOC HE BELNCIOIKA O1OVPTTIKA.

3. Xmmv XMA n mBovry cuovomapcin ADH1 pmopetl va yperdCetor vo otepevvnbel, Kupimwe OTIC
TEPIMTMOELC TOL EKONA®vETOL GoPapn) vracPestioupio pe tn yopnynon TKls.
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