20vdpopo Rubinstein-Taybi

Fevikn meplypadn:

To ouvdpopo Rubinstein-Taybi (RTS) elval pia yevetikn Statapaxr) MOAAATAWY CUCTNUATWY
TIOU XapaKTnpiletal and avwuaAieg tou mpoowmnou, dapdeig avtixelpeg, peyala Saxtula
Twv odLwv Kot avamntuélakn avannpla.

Eudaviletal oe nepimou 1 ota 100.000 £wg 125.000 veoyva kal emnpealel e§l0oU APOEVLKA
Kol BrAea dtopa.

Attia:

Ot petalAdaéelg oto yovidio CREBBP suBuUvovtal yla Iepimou TIC ULOEG TEPUTTWOELG TOU
ouvdpopou Rubinstein-Taybi. Ot petaAlagelg oto yovidio EP300 mpokaAouv €va PULKpO
TIOOOOTO TWV TEPUTTWOEWY, EVW OPKETEG TIEPLTTWOELC coBapol cuvdpopou Rubinstein-
Taybi mpokUmTouv amo Staypadn yevetikol UALKOU arod To Bpaxl okEAOG TOU
XpWHoowuatog 16. Ixe66v to 30 £wg 40 ToLg KATO TWV ATOUWYV HE oUVvEpouo Rubinstein-
Taybi &gv €xouv Tautonotlnuévn PetaAagn oto yovidio CREBBP ) EP300 i Staypadn
XpWHoowuatog 16. H attia tng madnong eival dyvwotn o€ QUTES TLG MEPUTTWOELG.

KAwikn ewova:

210 ouvSpopo Rubinstein-Taybi Stakpivetal xapaktnplotikod npoocwneio, dpapdeic kal cuyva
YWVLOKOL QVTIXELPEC, ULKPO AVACTNUO KAl LETPLA EwC ooBapn Stavontiki kaBuotépnon. Ta
XOPOKTNPLOTLIKA KPAVIOTIPOOWTILKA XOPAKTNPLOTIKA TEPIAAUBAVOUV LOLOITEPEG TTAAAULKEG
pwyHEC, PNAS oupavioko Kal xapoyeAo mou polalet pe popdacpo.

H mpoyevvntiky avantuén eival cuxva puclodoyikn, Kol HeTd to UPoc, To BAapocg Kat n
TiepLdEPELD TNG KEPAANC LELWVOVTOAL YPHYOPO TOUG TIPWTOUC UNVEG TNG {wn¢. To xapunAo
OVAOTNHA ELVOL XAPAKTNPLOTLKO oTnV evnALkn {wr). H maxuoapkia pmopsl va avamtuxBel
otnv matdikn n ednPkn nAtkia.

To 0pBAAULKA XOPAKTNPLOTIKA TIEPIAAUBAVOUV KALON TWV HATLWY TIPOG TA KATW, LEYAAN
anootoon HETaU Twy patiwy, otpaflopd, PAedpapontwaon, PnAd tofwta dpudia Kat
OUXVECG 0POAAUKES AoLuwEeLg Aoyw amodpagng tng oSou mapoxEteuong Sakpuwv. YIapxeL
eMiong pLo AlyOTEPO GUYXVI CUCXETLON LE TO CUYYEVEG YAQUKWQ, TIOU XapaKkTnpiletal amno
umepBoALkr SOKPUPPOLA TWV LOTLWY, LEYAAUTEPQ ATTO TO KOWVOVIKO paTLa /Kot BoAo
KeEpaTOELON.

Mnyéc:
e https://rarediseases.org/rare-diseases/rubinstein-taybi-syndrome/

o https://medlineplus.gov/genetics/condition/rubinstein-taybi-syndrome/

e https://www.ncbi.nlm.nih.gov/books/NBK1526/

e https://aapos.org/glossary/rubinstein-taybi-syndrome

o https://www.cambridge.org/core/journals/expert-reviews-in-molecular-
medicine/article/abs/rubinsteintaybi-syndrome-clinical-and-molecular-
overview/338D4A3A5BCBFAE16CDB64E528774D00
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