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Elwcayoyn

Av Kol TO GLYVOTEPO OLTIO VTOTOPUOVPEOEIOIGUOV EIVOIL O UETEYYELPNTIKOC VITAPYOVV AAAEC OTIOAOYIEC OTTIMG
T.Y. OVTOAVOCOC 1 6TO TANIGLO KATOL0VL YeveETIKOU cuvopouov. To cvvopopno HRDS (hypoparathyroidism-
retardation-dysmorphism syndrome) n Sanjad-Sakati yapoxtnpiletor oand vmomapobvpeoctdioud (Le
EMEICOOI0L  VETUGPESTIONUIOG, TETOVIOGC KOl GTOGL®V), OlVONTIKN KoOLGTEPNGN Kol OLGLOPPIKA
YOPOKTNPIGTIKA. EYEl avTtocOUIKO DTOAEWOUEVO TPOTO KANPOVOUNONC Kol EUPOVICETOL KLPLOE ot M.
Avatolr. To ovvopouo Kenny-Caffey tomov 1 (KCS 1) elvor pio omdvio oKeEAETIKN dloTOpoy] TOV £YEL
ETLONC OLVTOCMUIKO VTOAEITOUEVO TPOTO KANPOVOUNGTNG KOl EKONAMVETOL LE KOOLGTEPNON TNG AVATTUENG,
TOYLVOT TOV UOKPOV 0GTMOV, GTEVAOCT] TOV LVEAOD, OVGUOPPIKO YOPOKTNPICTIKA KOl VITOTUPOOVPEOEIOIGUO
ue emovalopuPovouevo emeicooto vrooaocPeotionpioc. To oOvopouo Gitelman (GS) yapoxtnpileton oamd
vToKoALOLLLO, UETAROMKN OAKGAMGCT], VTOUAYVNGLOLULIO KOt YOUNAO aGPEGTIO OVPOV.

. Klviko Ileprototiko

Mia 22ypovn yuvoiko KoOvKaclog @UANCG mopomEpednke ota EI AOym un emopxkomc pvOuilouevov
VTOTOPAOVPEOEIDIGLOV TTOL EKONAMONKE otV NAkio Tov 12 et@v. ATd 10 AOWO ATOUIKO OVOUVNGTIKO
eupoavile ovvopouo Raynaud kot dev mopovoiole katt aloonuelmto omd 10 otkoyevelokd 1otoptkd. To
VTTEPNYOYPAPN LA VEQP®V 0V avEDEIEE ABioion kKo 1 MRI gykepdlov 0ev avEOEIEE AMOTITAVIOGELC PACTKOV
vayyAlov. EAauPove ayomyn ue courAnpouoto ovOpakikov acPecstiov kol aApakaicltooAnc. H acOevnc,
TPO UNVOC EULPOVICE OLOTOPOYES OPACTC (CKOTOUO aplteTEPOV 0POAALLOD), OO0 OTTTIKNG ONANC Ue®, Yio
10 ool voonAevtnke ot Nevporoyikny KAvikny mov owamiotmbnke avinuEévn Evookpavia TEGT KOTO TNV
ONII. H acfevnc kotd to mpomnyovUEVO O1AGTNUO OVO ERdoUGOmV Tapovciace vroacPeotTionpion AOY®
KOTAPYNOoNC TNE OO TPOPIKNC TPOSANYNC acPeaTiov.

Katomy €yypooenc cvykatabeonc tne acbevoug, mpayuotoromdnke NGS o0mov aviyvevnkov 2 yEVETIKEC
alhayEg oto yovioro TBCE kor pio yevetikn addoyny oto yovioro SLC12A3, kol o1 tpelg oe etepoluyn
woppn. H pio amd avtéc oto yovioro TBCE (c.155 166del; p.Ser52 Gly55del) o6tav Bpioketon oe
opuolvymrtia €yel ocvoyeTiotel e To ovvopopo Sanjad-Sakatl kabwmc kou pe to ovvopouno Kenny-Caffey
tomov 1. H dAAn petdrraén mov Ppébnke emionc oto TBCE yovidwo (€.1196A>G; p.HIS399Arg) sivou
oto yovioro SLC12A3, n ariayn c€.1963C>T ( p.

Arge55Cys) mov £yl meprypagel oe opolvymtio oe acbeveic ne GS.
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AvevpéOnoav 2 petarrdcelc oto yovioro TBCE, n pio and tic omoiec oyetiletan pe 000
onmdvio. cLvopoua. AOY® TOV VTOAEWTOUEVOL TPOTOV KANPOVOUIKOTNTOC KOl TNC
aEPounc KAvikne onuacioc e oevtepng uetdArocne oto TBCE o goawvotvmoc e
acBevoug poc Bo umopovce va amooodel oty oLvOeTN £TEPOLLYMTION TOVL OONYNCE
OTOV VTOTTOPOOVPEOEIGUO MOC LOV EKONAMGT, KUl GE KOVEVH AALO KAIVIKO GNUELD
TV cvvopoumv Sanjad-Sakatl kot Kenny-Caffey tomov 1. H oavénuévn evdokpavia
TlEoN UTOPEL VO amo000el €ite otnv vmoacPeotioiuio €ite€ otV UETAAANEN GTO
SLC12A3. H ypovia vracPectionpio £YEL GLGYETIOTEL UE OVENUEVN EVOOKPAVIO TTEGT,
Oyl OLUME M Ppoayvypovn vtacPectionpuio TOL EUPEAVIGE N acOevnc noc. Mepovouevec
TeEPITOGCEC 6TN PiPpAoypapio Tov GucyeTiCovy T0 GS pEe VENUEVT EVOOKPAVIO TLEGT).
H acOesvnc pog @épel oume etepoluyn uetdAroén oto SLC12A3, mov novo ce uia
tepintmon ot PiAoypapio TEpLypdeNnKe Vo GYETICETAL LE TOOOYEVELQ.
2JUUTEPACUOTIKA, AOY® 1TNG HEYOANC ETEPOYEVEINS TWV YEVETIKOV OITIOV TOV
VTOTTOPAOVPEOEIOIGLOV EIVOL GNUOVTIKI] 1] KAWVIKY] ETOYPOTVNIION MOOTE VO, CNTElTOl
YEVETIKOC EAEYYOC HE [Pdon Tic oebvelc oomyiec, 6€ TEPMTOGEIS acOevav e un
YEPOVPYIKO vromapabdupeocolond mov  etvor <40  €tv, £Youv  GLVOPOUIKAQ
YOPOKTNPIOTIKA, OETIKO OIKOYEVELWNKO 1GTOPIKO 1) YOPUKTNPLOTIKO TOL GULVOPOLOV
APECED, pe okond v £ykoupn otdyvmon Kol TV ECOTOUIKEVUEVT] OVTILETMOTICT TNG
VOGOU KOl TWV GLVETEIWV TNC. H aAAnAovyion OAmV TV €COVIOV TOL YOVIOLOUOTOG
LOG EMITPENEL VO EENYNCOVUE KOADTEPO TOV QOIVOTLTTO TV 0cOevav pE omdvia
GUVOPOLLOL.

Bipwoypaogio

. David O. et al. Hypoparathyroidism-retardation-dysmorphism syndrome-Clinical insights from a largelongitudinal
cohort in a single medical center. Front Pediatr. 2022 Jul 22;10:916679.

. El Jabbour T. et al. Kenny-Caffey syndrome type 1. Avicenna J Med. 2014 Jul;4(3):74-6.
. Khan AA et al. Evaluation and Management of Hypoparathyroidism Summary Statement and Guidelines from the
Second International Workshop. J Bone Miner Res. 2022 Dec;37(12):2568-2585.
. Tsutsui H et al. A case of Gitelman syndrome associated with idiopathic intracranial hypertension. Intern Med.
2011;50(14):1493-6. Epub 2011 Jul 15.



http://www.megaprint.com/

