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FONIAIA ZQAIPINQN KAI AIMOZOAIPINEZ
2TON ANOPQINO

a-like Genes (Chromosome 16)

i-like Genes (Chromosome 11)
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http://www.ncbi.nlm.nih.gov/pmc/articles/PMC2581994/figure/F5/
http://www.ncbi.nlm.nih.gov/pmc/articles/PMC2581994/
http://en.wikipedia.org/wiki/File:1GZX_Haemoglobin.png

AIMOZODAIPINONAOEIEZ
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a-thalassemia trait
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Hemoglobin Bart’s
hydrops fetalis

#

Nonfunctional copy of HEAT or HBA2 Functional copy of HBA1 or HBA2
due to deletional or non-deletional variant




MOPIAKH BAZH B-OANAZZAIMIAZ

As Indian
Turkish, Jordanian, Iranian

Black
Black, British

Croatian
Thai

Czech

Turk

O 1IN o e N e

As Indian I
. Australian (Anglo-Saxon) =
—

. Dutch

. Vietnamese

. Filipino

. Italian

. Cape Verde

C ATG GT
ATAAA

» 386 B-thal mutations: 354 point mutations, 28 deletions and 4 other
* 638 B-globin chain variants

A :h VI 36 kt
.
N Puerto Rican 22 5 kb
ﬂet - Teessean 1210
N French | 11k




Haemoglobinopathy Subgroups
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Hi F levels

Hb F response to hydroxyurea
Severity

Stroke

Pain

Modifiers associated with clinical phenotypes

F-cell numbers
Osteonecrosis/Avascular necrosis
Pulmonary arterial hypertension
Acute chest syndrome

Abnaormal white blood cell count
Bilirubin levels

Leg ulcers

Callstones

Vaso-occlusive crisis

Abnormal GFR

Abnormal red bloed cell count
Abnormal neutrophil cell number
Red blood cell alloimmunisation
Bacteremia

Response to hydroxyurea

Priapism

Focal segmental glomerulosclerosis
normal platelet count
Thromboembolism

Proteinuria

Retinopathy

Haemolytic anaemia

Osteoporosis

Response to deferasirox

Recurrent infections
Reticulocytopenia

Reticulocytosis

Albuminuria

Reduced bone mineral density
Abnormal Hb

RBC adhesion

Decreased serum ferritin

Recurrent respiratory infections
Abnermal hepcidin level

Response to Hepatitis C treatment
Increased serum ferritin

Increased lactate dehydrogenase activity
Response to deferiprone

Delayed menarche

Increased Hb A2 levels

Abnormal haematocrit

Left ventricular diastolic dysfunction
Elevated transferrin saturation
Increased liver iron level

Abnormal circulating homocysteine concentration
Increased serum iron
Hyperuricemia

Red blood cell aggregation
Morphine glucuronidation
Recurrent upper respiratory tract infections
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TEXNIKEZ ANAAYZHZ DNA

TeXVIKEG avixvevuong
OUYKEKPLUEVWYV HETOAAAEEWY

* Gap-PCR (deletions)
e PCR-based techniques (point
mutations)
v’ Restriction enzyme digestion
analysis (RED)
v’ Allele specific oligonucleotides
(ASO)
v Real Time PCR
e Minisequencing

TeXVIKEG
avixvevong
HETAAAAEEWVY

AAAnAouyion Néag
Feviag (NGS)

e DNA sequencing e Targeted NGS Panel for
e MLPA haemoglobinopathies



MpoyevvnTikn
Sdlayvwon pe Ployia
xoplakwv Aaxvwv(CVS)
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BHMATA INA NMPOFENNHTIKH AIATNQZH ME CVS

MANBuoLOKOC ENEyXOCQ Epyaotiiplo MAnOuopiakou
Kapto amoteAECHATOC KL TILOTOTIOLNTLIKO EAEYXOU EAEy)xou
Evtomiopog {evyaplwv He pioko KAwiwkég Oadaocoatpiog
[EVETIKEC CUUPBOUAEC Ivotitouto Neupoloyiag Kot

YuAloyn SelyHATWY allpaToC Ao YOVELC Kal Tammoudeg Fevetkng Kompovu

Yrniepnyxoypadnua (otadio kunong)

Bioyia tpodoBAdotn (CVS, 11" eBdopada kunongc) JOTAET L

KaBaplopog CVS KATtw armo pIKPOOKOTILO
Aropwvwon DNA

Moplakni avaAuon

Aldyvwon

IvotitoUto NevupoAoyiog
ko Fevetikig Kumpou




MPOFENNHTIKH AIANQ2ZzH - Bioyia

2° Tpipnvo (15-18 efdopadeg) Pioko aroBoAric 1%
1° Tpipnvo (11" eBSoudda)

Bioyia tpo@ofAdoTn (Bioyia Apviotrapakévrnon
Xop1akng Adaxvng, CVS) (apviaké uypo)
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XOPIAKH

MHTPIKOZ ITTOS. ™
AAXNH

KAGAPIZMOX o
BIOWIAZ CVS g s
KATQ ANO R
MIKPOZKOMIO

OPOMBOS: AIMATOS
(MnTpIKNG TTPOEAEUONG)



AEIFMATA AIMATOzZz KAI
OIKOINENEIAKO AENTPO

" Aslypato olpotog oo
YOVELC Kol TTaTtoUSEC

= AlpatoAoyia kot avaAuon
aLpoodaLpLVwWV

= Anuwoupyia

OLKOYEVELAKOU OEVTPOU
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AMNMOMONQ2H DNA ANO AIMA KAI CVS

Agiypata aijaTog
a1TO TOUG YOVEIG —_—
KOl TOUG TTOTTOUdEG

CVS pera Tov
KaBapiopo

Sample RBC WBC DNA

Preparation Lysis Lysis Binding Elution
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FENETIKH EZETAZH

= XpNOIUOTTOIOUVTAI TTAVTOTE QUO OIAPOPETIKEC TEXVIKEC
» KaBe TEXVIKN YiveETAl ATTO AAAO ATOUO OTO EPYACTNPIO

= Texvikn atreuBeiag avixveuong tng ueTaAAacncg (RT-PCR, sequencing
or other)

" 'Eupeon yEBodocg (AvaAuon atrAoTuTiwy e STRS)
« EmBeBaiwaon arroteAéouartog
* AuvaTtotnra aviXveuang €TPoAUvVOoNnG ToUu OEIYUOATOC JE UNTPIKO 1I0TO
e TeoT TTATPOTNTAG



TYNMNIKO ZEYTIAPI ME PIZKO TIA

B-OAANAZZAIMIA

-

Hb  13.3
MCV 71.8
MCH 22.9
HbA, 5.9

\

Hb  13.4
MCV  82.1
MCH 263
HbA, 2.9

Hb  12.1
MCV 83.1
MCH 28.1
HbA, 3.0

Hb  14.2
MCV 717
MCH 22.9
HbA, 6.2

Hb 133
MCV 718
MCH 22.9
HbA, 6.3

Hb  11.2
MCV 73.1
MCH 23.1
HbA, 5.2




TYMNIKO ZEYTI' APl ME PIZKO TIA
B-OAAAZZAIMIA
NMPOZAIOPIZMOz METAAAAZEQN




NMPOFENHTIKH AIATNQ2H -
MOTEAECHATA
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2YNOAIKA ANMNOTEAEZMATA - lNepiodog: 1991 - 2022

________________________________________ revvnoeic nawduwv pe B-Bakacoaia
/ 1974-2022
* B-Balacoaiuia 4049 ( )

Fevvnoeig nadwv pe B-0adacoatpia
v' Duololoyikd 963 (1991-2022)

*  Avapevopevec aplOpog/étoc: 38
v ETEpOZUV(I 2063 *  Ap.Tlevvnoelg/étog: 4.5

* Meiwon: 88%
v OaA0OCOALULKA 1023

* Oalacoalpikd Neoyevvnta 141

14
[ -
a eaAaooalula - 1 3 5 7 91113151719212325272931333537394143454749

PGD, 16%
Ztatiotika dedopéva 2004-2022

Ap. Mpoyevvntikwv/€toc: 106
Ap. KUROEWV XWPLC TtpoyevvnTiKA/£toc: 20 150 KUAOELG ava £T0G No PND or PGD, 13%
Ap Mpoeud/étoc: 24

Mpoeguduteutiki Stayvwon 12% » 30%




INZTITOYTO NEYPOAOTIAL &
FENETIKHZ KYTPOY

MAPINA KAEANOOY2

Yrnoupyeio Natdeioag
ABAnTIopHOU Kot NeoAaiag

MAIAATQIIKO INZTITOYTO KYMPOY



