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A&ile1 o na1diarpog va acxoAeital
pE ondvia voonpara;

A’ Naidiarpikri Khivikri Mav/uiou ABnvav,
Noookoueio Maidwv «H Ayia Xopia»

YnoBAribnke: 16/2/07

2Tn oeNida 266 Tou NapovTog TeUxoug Tou AgATiou neprypdperal
n nepinTwon kopitoloU nou ndoxel ané ondvio ouvdpopo Rett.

Méxpi npiv Afya xpdvia n avagopd onaviwv i kaivoupylwy
voonpudTtwy 6nwg Ta ouvdpopa Rett, Angelman i1 Williams npoka-
AoUoav oTtov naidiatpo opiopéva epwtripaTa: Néoeg NBavoTNTES
€xw oTn (wn pou va cuvavtiow kdT ondvio; Nati v aoxoAnBw pe
€va véonpua nou kai 7o puoionaboloyikd Tou undéoTpwHa ayvooU e
kal kakn Npoyvwon éxel kal Bepaneia dev €xel; ‘Opwg, Ta TeAeuTalia
xpovia, n 1atpiki Npdén dMa&e pidikd kal n doknon Tng NaidIaTPI-
kA¢ dleupuvOnke dpapaTikd. Néa ondvia voonparta diekdikouv Tnv
e€olkeiwon dAwv pag padi Toug OI16TI:

1. H epappoyn Twv PoPIaKwY TEXVIKWY Kal N paydaia e&EAEN
TNG yeveTIknG enifePaiwvel Tn didyvwon eUkoAa, ypriyopa Kal PE
aopdheia.

2. H np6odo¢ oTn veupoavaTtopia diapwTioe o€ peydho Babud
Tnv naBoguaoioloyia noAAwv voonudTwy. O pédAog Twv THNPATWY
Tou gykepdAou eival nAéov oapwg diakpITodg. ‘ETol, yia napdderyua
&Epoupe 6T oTa Baoikd ydyyAia npoypappati¢etal n kKivnTiIkOTNTA,
o Innékapnog eubuveral yia TNV anopvnNudveuon Kal TOUG NoAU-
nNAOKOUG ouvelppoUG, VW OTIG APUYOAAEG Tou eykepdAou EekIvd
0 nNpooavaToMopéG ota gpebiopaTta, n cupndBeia kar n avriAnyn
TNG ouyKivhong.

3. Na Ta negploocdTEPaA voorpata undpxouv NoAEG NARPEIG Kal
TEKUNPIWHEVEG NEPIYPAPEG, ANOTEAECHA PAKPOXPOVNG KAl EPNEPI-
OTATWHEVNG EPEUVAC.

4. EminA€ov, o1 yoveic éxouv onpepa otn d1d0eon Toug NNyEG NAN-
popdpnong eUkoAa NPOOPBACIPEG, OTIG OMOIEG AVATPEXOUV YIa Va
BonBricouv To dppwoTo naidi Toug. ‘EpxovTar o enagpn pe dAAoug
YOVEIG, avTaldoouv nAnpogopieg kal BonBouv oTnv nAnpéoTepn
neplypagn tou voonipatog. Opyavwvovtal o oUAOYOUG Kal ou-
YKEVTPWYOUV NOpou¢ pe okond Tn Bondeia Tng €peuvac.

MNa 6Aoug auToug Toug Adyoug Ta VeupoavanTugakd voorpaTta
anaoxohoUv éva peydAo kKopudT Tng olyxpovng BipAioypagiad.

To ouvdpopo Rett €xel ouxvotnTa 1:10.000 €we 1:25.000 kai
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anoTeAel NPOTUNO PEAETNG TV vEUpOoavanTu§lakwy
diatapaxiv'. YTIC veupoavanTuglakés SIaTapaxég
AvVAKOUV:

1. O1 aveunhogidieg 6nwg 1o olvdpopo Down 1l
1o Turner (nou €ival ol Mo KOIVECQ).

2. O1 pikpoeMeieig (ouvdpopa Williams, Prader-
Willi, Angelman).

3. To ouvdpopo Tou elBpaucTtou X.

4. O1 oUpnhokeg dIATAPAXEG (UE AaNOdEDEIYUEVN
YEVETIKA BAGBN).

H €ykaipn didyvwon Twv voonpudtwy e§aopalice
TNV NEWIKN napéufaon kai Tnv kKaAUTePN noidTNTA
{wnig Twv aoBevwv.

EninAéov, eival @ikt n yeveTikn kabodriynon
TNG oIkoyévelag. X1o ouvdpopo Rett, nepinou 1%
TWV NEPINTWOEWV €ival KANPOVOUIKEG. XN OIKNA pag
OIKoyévela, n avelpeon TNG HETAMA&NG pévo oTnv
aoBevii pyag kal Ox1 oTn PNTéPa, onuaiver 6T N ne-
pinTwon eivar onopadikn kal ol YOVeig unopouv va
anoktrioouv €va OeUTePO UYIEG NaIdi. Av, Opwg, N
MNTEPa ATAV POPEAG TNG HETAMAENG, TOTE uNPxe
n duvatéTNTa NPoyevvnTIKOU €AEyxou Kal auTd
gfval k4TI Nou NPENel va yvwpidel o onPePIvog nal-
diatpoc.

O peydAog F'dMog veoyvoldyog A. Minkowski
npiv ané 35 nepinou xpévia éypage’: O NaIdiaTPoC
npénel va yvwpicel kaAd dUo opddeg voonudTwy:
1) Ta koivd ouvnBiopéva voonpara, dIoTI Y’ auTd
Ba €pxeTal oge kaOnpepIv enagn kal NpEner va
Ta avTigeTwNiCel kal 2) Ta ondvia VOoRPaTa, nou
Opwg, n éykaipn didyvwon Tou¢ Ba pnopouoe va
owoel Tn (wr Tou aoBevouq i va anoTtpéPer éva
oofapdétaro npéPAnpa i avannpia. To cuyyeveég
yhaUkwpa i1 BoupBaApog npooébete, eival 1IdiaiTepa
ondvio véonpa. H mBavétnta o péoog naidiatpog
VA OUVAVTAOEI éva TETOI0 VOONA OTNV KAPIEPA TOU

eivar e&aipeTikd pikpn. ‘Opwg, n éykaipn didyvwon
Tou gival anapaitntn, 10Tl pnopei va kdver Tn dia-
Popd peTa&l evog uyioug naidioy kal evog TUPpAoU
naidiov®. To id10 10xUel kal yia éva dAAo ondvio
véonpa, TN ouyyevh unepniacia Twv emvePpIdiwy.
H €ykaipn didyvwon gival duvatd va owoel Tn (wn
TOU NAOXOVTOG and eMvePPIdIAKA avendpkeia.

Eivai afyoupo 611 av o Minkowski (odoe onpepa,
Ba avridapBavéTav 6T undpxouv NOAU NePICOOTE-
pa ondvia vooripaTta nou o onPepIvog NaidiaTpog
npé€nel va yvwpidel i TOUAdXIoTOV va Ta unonTeUeTal
NPOKEIUEVOU VO OWOEl MOMEG (WEG 1 va BeATIwoEl T
noI6TNTA TNG (WG APKETWYV PIKPWY aoBevwyv. (AgAT
A “NMaidiatp KAiv Naven ABnvav 2007, 54(3):237-
238)

A£Eeig eupeTnpracspou: ondvio véonua, naidiarpog.

Why the paediatrician should know and/or
recognize some rare diseases?

A. Xaidara, D. Anagnostakis

(Ann Clin Paediatr 2007, 54(3):237-238)
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