NOZOZ DENT’S:

KAINIKOIMTAOGOAOIOANATOMIKA KAIFENETIKA EYPHMATA 2E AYO AZOENEIX ME NEE2Z METAAAAZEIZ/TIOAYMOP®IZMOYZ 2TA NT'ONIAIA CLCNS KAI OCRL

X. FakiommouAou?, A. 210@act, E.K. Aspuir{akn?, A. Auyepou?, E. Apooardkn?, 2. Mapaykou?, E. Aapvic?, K. ZTuAiavou?

1 A’ EpyaoTtnipio NMaboAoyikng AvaTtouikng, latpikn ZxoAn, EKIMA
2 NeppoAoyikn KAivikn, NMavetmmioTnUioko Mevikd Noookopueio HpakAgiou, Kpntn

Eicaywyn Kal ZKOTrog
» H vooog tou Dent (Dent’s disease) arroteAei otravia X-

PUAOOUVOETN acBEvela N oTToia BewpeitTal vOoog Twv
VEPPIKWY OwANVapiwyv Kal Xapaktnpiletal atrd XapunAou
LHoplakoU BApouc TTPWTEIVOUPIA, UTTEPAOBECTIOUPIA,
VEPPAOREOTWON, VEQPPOAIBIaoN Kal Xpovia VEPPIKI VOOO.

» 2UXVA UTTo0IayIYVWOKETAI 1] dl1ayIYVWOKETAI AapouU Ol

aoBeveic dev avTaTTokpIBoUv o€ AOKOTIN OVOOOKATAOTOAN.

» H 1Mo ouyv popen 1nS vooou (~60% Twv TTEPITITWOEWV)
opeiletal o€ petaAAaceic oto yovidlo CLCNS(Dent's disease-
1) evw AIyoTepo auxva (~15% Twv TTEPITITWOEWYV) OPEIAETAI
o€ petaAAacelc Tou yovidiou OCRL (Dent’s disease-2).

» [NapoucialovTal OUO KAAQ TEKUNPIWMPEVEC TTEPITITWOEIC

vooou Dent’s.

Mepiypa@n TTEPITTTWOEWYV

O1 TTEPITITWOEIC APOPOUV O€ £va ayopl 9,5eTwyv Kal o€ evav veéo evhhika 30

ETWV TTOU UTTOBANBNKaV o€ vEPPIKN Bloyia Adyw XapnAou popiakou BApoucg

Tpwrelvoupiacg (1,3-1,8yp/24wpo0), Xwpeic alyartoupia, JE GUOIOAOYIKN VEQPIKN

AEITOUpYiIa.

» To KUpPIO IOTOAOYIKO eUpNMa O€ QUPOTEPEC TIC BIOYWIiEC NTAV N TTAPOUCId
EVOOOWANVOPIOKWY EVATTOOECEWY QWO @POPIKOU aoeoTiou / Von
Kossa+ wg £1Ti veppaoBEéoTwong (Eikova 1), yadi pe aAAOIWOEIC O&giac
owAnvaplakn¢ BAABNS Kal EOTIOKAC ivlwong Tou dIAUECOU UTTOOTPWUATOC.

» O avoooPBopIiouoc aTtrERn apvnTIKOC.

» TO NAEKTPOVIKO UIKPOOKOTTIO £TTIBERaIiwoe TN cwAnvapiakn BAaRn (Eikoveg
2,3) Kal TNV ATTIa aucnon Tou TTEPICWANvVaApIakou IVwdouc 1I0Tou (Eikova 4)
EVW AVEDEICE ETTITTAEOV TUNMATIKA OUVTNEN TWV TTOOOEIOWY TTPOCEKBOAWY TWV

TTOOOKUTTApWYV (Eikova 5).

MEBODOI: HEAETN PE PWTOVIKO MIKPOOKOTTIO, AVvOCOPOOopIouO,
NAEKTPOVIKO MIKPOOKOTTIO KAl OIEVEPYEIQ YOVIOIOKOU €AEYXOU
[Kidney Seqg TM v3.0. kai Whole Exome Sequencing (WES)]

[ToVvIOIaKOG EAEYXOG
> 2T0 JEV ayopl aveupeOnke opoluywTia o€ vEOo TTaBoyOVO TTOAUPOPPICUO OTO
yovidio CLCN5, NM_000084:c1934-2A>G oxeTi(buevo ue n vooco Dent’s-1.
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» O veapOc avopac eppavioe pia vea petallacn oto yovidio OCRL

(p.Asp631Glu) tToUu emReBaiWONKE pe Sanger sequencing Kail OXETICETAIUE TN

vOoo Dent's-2.
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» [lapoucialovTal dUO VEEC TTEPITTITWOEIC VOoOoU Dent's pe veéoug TToAupop@iopoucg/ yetaAdaceic ota yovidia CLCNS kal OCRL trou avriotoixouv otn vooo Dent’s 1 kal 2, avTioToixa.

» H vooocg Dent’s trpEtrel va Bpioketal otnv KAIVIKA dIa@OopIKn d1ayvwaon £TTi XapnAou JOoPIaKOU BAPOUC TTPWTEIVOUPIAC, UTTEPACBETTIOUPIAC Kal TOUAAXIOTOV £VOC OTTO Ta akKOAouBa: veppaoBEoTwan,
vEQPPOAIBiaon, aigaToupia, UTTOPWO@ATAIYIA, XPOVIa VEQPIKN VOOOC KOBWC KAl ETTi ICTOPIKOU PUAOCUVOETNG KANPOVOUIKOTNTAC O€ £va ATTO TA TTAPATTAVW CUMTITWHATA.

» H voooc Dent’s TpEtrel va BpiokeTal otnv TTaBoAoyoavaTouikr dla@opikn dIAyvwaon O€ TTEPITITWOEIC VEQPATREOTWONG, XWPEIC AAA €I0IKA euprpNaTa ATTO TA 3 UIKPOOKOTTIA KAl -€POCOV Kal Ta AOITTA KAIVIKA

gupnuarta cuvadouv- Ba TTPETTEI VO CUCTHVETAI YOVIOIOKOC EAEYXOC.




