Tithog: Extipnon véov Bloloyikmv SeIKTdOV napakoroninong g nopeiog vocou Kot
g Bepaneiog oe acheveis ue apocspapvonddsiec.

Ovopotendvopo vroynerov sdakropa: Mapia-lodavva Xatlnekevbepiov

Tpweing emrpomn: Xpootahhéva Zopokiéong (smpBrénovoa), Avidvng Kattaung,
Ocodmpa Katoila

Hepianyn

Ewcayoyn: Ot aipocpapivonddeteg elval yeveTikég Siatapoyég Tov popiov g
atpoc@aipivne. Ot kipieg katnyopies avtdv, ta eraccatpiké chvopoua Kot n
BPETAVOKVTTAPIKT] VOGOG, TaPOVGLALOVY HEYAAT QUIVOTUTIKT) ETEPOYEVELL, YEYOVOG
mov odnyel e coPupég Suokorisg oV Katnyoplonoinon twv achevidv kot ot
duvatdnta mpdPreyng g mopeiog ko extipnong e npdyvaons. Nedtepot
Prodeixteg, Onwg cvToi TOL TPOKVITOVY ATO TO HETABOLOUIKO TPOPIA, TPWTEIVES, Ot
OTLOIEC GLUUETEYOVV GTNV OPOIOGTAGT TOV GIPOL Kat 6TV epvbponoinen, kabag
KoL dEIKTEG EMYEVETIKMOV TPOTOTOMGEMY Bt UTOPOVGUY VOL TOTEAEGOVY YPHGIL
gpyaireia otV aglokdynon g IpodYVmONS Kol TNG aVTATOKPLONG 6TIS Bepamentikég
TPOCEYYIGELG.

2KOmOG: Lkomd NG Herétng amoterel n abloddynon d1deopmv BlOdEIKTOV WS
epyaieio mapakorovBnong Kal EKTIUNONG TS AVTIHETOTIONS TV acbeviv pe
CLLOCPUIPIVOTTADELES.

Mégbodor:Xtn perétn Ba coppetéyovv acbeveig mov mapakoiovboivral o1n
IMovemommaxn Movéado Mecoyetaxkng Avapiog tov Nocokopeiov Taidwov «Ayia
Zopion.

H extipnon tov acbevav Ba yivel oe ypovikég pacelg dlokpitég mov Hu oyetiloviou ue
T1g Bepoameieg mov Aapfdvouy.

Anpoypapikd, KMVIKG Kot flodoyikd xapakmplotikd tov acbevdv Oa kotaypapoiv
oe ek Pfaon dedopévev mov Ho dnpovpyndel péow e epapuoyng RedCap.

Oa avaivbolv emAeypévol Broroyikol deikteg mov apopolv v epvbpornoinom, 1o
petaBoitopo ownpov, CHIP, tekopepn kat dhha Broroyikd otoryeio.

Iopaiinia, oe cuvepyacia pe To EOvikd Tépupa Epgvvav Ba yiver pehé
UETAPOAOUIKOD TPOQIA.

Metd ) cuAioy v detypdtev, Ba yivouv o1 avaAUCELS Yo VoL KAToypagovy 1
EMAVOANYIHOTNTA, evaLoONGia, 101KOTNTA TV SEIKTOV KabAS Kot 1) GLGYETION TOVG
LE KAVIKG YapaKInploTiKa Tov actevav.
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Abstract

Introduction: Hemoglobinopathies are genetic disorders of the hemoglobin molecule.
The main categories, thalassemia syndromes and sickle cell disease, show great
phenotypic heterogeneity, which leads to severe difficulties in patient categorization
as well as in the ability to predict clinical course and evaluate prognosis. Emerging
biomarkers, such as those deriving from metabolomic profile, proteins which take part
in iron homeostasis and erythropoiesis, as well as epigenetic markers are potentially
useful tools to assess prognosis and response to therapeutic interventions.

Aim: The aim of the study is to assess the use of diverse biomarkers in following up
and evaluating treatment of patients with hemoglobinopathies.

Methods: Patients who receive follow-up care in Athens University Thalassemia Unit
of “Agia Sophia” Children’s Hospital are going to take part in the study.

Patients will be evaluated in different time points, in correlation with the treatment
they receive.

Patients’ demographic, clinical and biological characteristics will be registered in a
specialized database, created via RedCap application.

The analysis will include specific erythropoiesis and iron homeostasis biomarkers,
CHIP, telomeres and other biological factors.

Simultaneously, metabolomic analysis will be performed in cooperation with National
Hellenic Research Foundation.

After collection, the samples are going to be analyzed in order to register
repeatability, sensitivity and specificity of the methods used and also to define
correlation with patients’ clinical characteristics.



