NMapouciaon KAIvikwy lMepImrTwoswyv



ATOMLKO QVOLUVNOTLKO

Avdpac 39 etwv

OLKoyeVELOKO LOTOPLKO dAeypovwdouc apBpitdac og veapn
nAwia ( Tatépac)

AY

NedpoABiaon



NMapovoa vooo(g

* NMapamounn ano opBomediko Aoyw xpoviac apBpitdac pe
LELWMEVN KIVNTIKOTNTO O€ AYKWVEC, KOPTIOUG

* Enewocodia apBpitidac oe avw Kol KATW AKPA oo TNV nALkia
Twv 19 ,0tnVv apxn EPLOOLKA KOl LETA LOVIMEC OLOYKWOELC OF
MKX , aykwvecg kot MTO.

e Toaktikn AnPn M2ZAD , kol otepoeldwv



KAwikn e€€taon

e ApBpitda : NXK, MAK, MKO, aykwvwv, MTO , apdw

* OlibLa aykwvwyv audw.

 Mewwpevo eupocg kKivnoewv NXK apdpw.



Epyaotnplakog EAeyXoC

Epyaotnplako pAeypovwdec ouvdpopo TKE=55mm/h

Oplakad Ostikoc RF =17,4 IU/ml

Oupwo ofu= 8.6mg/dl ( 2,3-6,1 mg/dl)

Cr=1.3 mg/dl Urea=65mg%



Aktwoypoadia akpwv modwv




Aktwvoypadia akpwv modwv




Aktwvoypadio AKpwvV XELPWV




14

Lo AYKWVWV

Aktwvoypad




Aktwoypadia (AE) aykwva




Aldyvwon

e Xpovia todpwdnc ouplkn apBpitida

* TOodol 0 AYKWVEC, TTEPUYLA WTWV Kot AXIAAELOUC TEVOVTEC
AndW.



MBavn attia

KAnpovouLKn uTtEpoupLyatpiot:

HPRT (hypoxanthine-guanine phosphoribosyl
transferase).

PRPP (Phosphoribosy! pyrophosphate Synthetase) overactivity

Ol aoBeveic pe ouyyevng EAelPn HPRT €xouv oAU xapnAn dpaotikotnta
<1.5% ko ekdnAwvouv to KAaoolkd Lesch-Nyhan syndrome

Ol aoBeveic pe HPRT Partial variants kat paotikotnta ev{UpoU ocuvRBwe
> 8% bev ekbnAwvouv tnv NeupoAoyikr Tou KAaoLkoU cuvdpOpOoU EVw ATTO
v £dnPkn nAkia mapouvoldalouv: UTTEpOUPLXALULA, Xpovia Todwdn
oupLkn apBpitida kal veppoAilBiaon



Oepamneia

Evapén aywync pe Colchicine 1 mg/day yla 6 prvec

Allopurinol 100 mg pe titAomnoinon 66on¢g €xovtag oToXo
oupLkoU oécwc <5 mg/dl.

Ye anotuyia ,evapén aywync pe Febuxostat 80 mg pe avénon
ota 120mg Kkat Tov ibLo 0TOX0 OUPLKOU 0EEWC



