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AvoooAoyia
(optouoc amo tov 10Y)

The clinical practice of Immunology, as defined by the World Health
Organisation (WHQO) encompasses (1997):

the study, diagnosis and management of patients with diseases resulting
from disordered immunological mechanisms, and conditions in which
immunological manipulations form an important part of therapy.

o services for patients with

immunodeficiency, autoimmune disease, systemic vasculitis and allergy.

o services for diagnostic problems in patients with

undefined immunodeficiencies

or complex multi-system disease

closely linked to cutting edge science and

new immunomodulatory therapies.



i
OAOI Ol OPTANIZMOI
EINAI ENA “MYZTHPIO APMONIAY”

T LEPN KALOE OpYaVIOHOU Kol OL AELTOUPYIEC TOU

oAANAeNIdpoUV pHeETOEL TOUC HE Eva oUVOETO,
oAAQ avoTtnpa «KalBopLlopEVO» TPOTO.
(aro tov J Klein, 1982)

BeBaiwc, va unv Eexvape ot
ennpealovtal Kat «aAAnAoaviidpoUv» pe to mepLfaAAov
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OLVOOLOKO cUuoTnMO:
oUVOAO AVOGOIKAVWV KUTTAPWV & ouolwv/pecolafntwyv nou
OUVUTIAPXOUV o€ oUVOeTa diktua pe e€alpeTIKA - AEMTH LOOPpPOTILAL

... LWOOIKO ...

arré Immunology Today, 1989



AvoooAoyia

MEAETA TLC OUOLECG, TOL KUTTOPOL KOIL TOUG HNXAVIOUOUG QLUUVAOLC
TOU avOpwTvou opyaviopoU £vavtl BAOTTIKWY Tapayoviwy,

mTou Ba odnynoouv oto va TteuxOel n vysia & n
LooppoTia TOOGO EVTIOC TOU EQUTOU TOU, 60O Kal
TOU €aUtOoU HE TtTOo TEPLBAAAOV ToUL!!!



AvocolAoyia

Tuxov AaBo¢ (amouocia, umoAettouvpyia N umepAeLtoupyia)
tn¢ Avooia¢ oényel oe oaduvapioo TOU OPYaAVIGHOU va
OVTOMOKPLOEL KavomownNtTika ota voooyova epediopata,
ool Oev £XEL TNV IKOWVOTNTAL TNG TOAPAYWYNC Kot
dSnuioupyio g OAwV TWV AMOPALTNTWYV OTOLYELWV Kol
AELTOUPYLWV VI VO EMITUXEL OTTOTEAECHOTIKN) OVOGCLAKN
OLTLAVTNON UE OUVENMELA OSUOCAELTOUpPYLO= VOCO.



AreOvAc Huépa AvoooAoyiac
(2005, 2007,...)

G

e va auénOei n yvwon tn¢ AvoocoAoyiac otouc Latpouc,
EMLOTAOVEC, ETLAYYVEAUOTIEC UYELQC,

* n yvwon va ¢OaceL otnVv Kolvwvia,

* va YivVeEL Katavontn n onuocia tng Avoooloyiac yio tTnv
enitevuén tnG Vyeiag pog.

* OTO VA ELHOLOTE UYLELG, TOOO 0 KaBEvac pac Eexwplota,
000 KOl O€ EMMESO SNUOOLOC VYELOG



AeOvic Huépa Avocoloyiog

H épeuva & n yvwon thn¢ AvooolAoyiac odnyet:

v ItV ETaypUTVNON KOl avoyvwplon UToTtnG dtotapaxic

v/ 3TN GWOTH EPYOOTNPLAKI) TPOOTENOON

v’ Itnv avelpeon tov eAAeippatoc / SuoAettovpyiog

v/ ITNV ottoAoyLK SLdyvwon TG UTOKEILEVNC OVOOGLOKAC StatopoXiS

v’ 3TNV €TAOYR TNG EL8IKAG / TpoowmoTonuévng Bepameiog / AvoocoBepameiag.

> OTIC OEPATEVUTIKEG TAPEUBAOELC ...
aovoooBOepamTele(

» ToLotnta {wAc!



AeOvnc HuEpa Avoooloyiog

Akoun, va BupunBoupe tn cupBoAn tnc Avoooloyiac

» oTnNV avaTtuén Twv eUPoAiwv
» OTNV ETITUXLO TWV UETAUOOXEVOEWV



AreOviAc Huépa AvoooAoyiac
2024

O EOPTAOMOC €0TLALEL OTNV E£PEUVA Kol MEAETN TNG
Avooiog otn VEOYVIKN - Bpedikn nAkia, otnv Mopeia TNG
eVNALKIWONC = TNC yRApavonc, Omwec Kol tnv enidpoon
NEPLBAAAOVTIIKWV TOpayovIwv otn «dtapopdpwon» tou
OLVOOLOKOU CUGTAHOTOC - LOLOLTEPWE TOU VEOYVOU.

EFIS

International Day of Immunology 2024
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MpwtonaBsic AVOGOOVENAPKELEC -
Zuudun / Eyyevi AdOn tng Avooiac
(taéwvounon [kAaooikn/yovotumikn], IUIS 2022)

. AVOGOQVETIAPKELEC EMNPEAIOVOEC TNV KUTTAPLKN KOL XUMLKA avooia

. ZUVOUOLIOLEVEG OLVOOOOLVETIAPKELEG LE CUVOPOLKA XOLPAKTNPLOTLKAL

. MPpWTAPXLKWEG OLVILOWHOATIKEG OLVETIAPKELEG

. Noouata avoolakic SucpuBuiog/duoAettovpyiag

Zuyyevn eAAsippaTa Twv GOoyoKUTIAPWYV (we Tpog tov aptIud fi/kat tnv Asitoupyia)
. EN\elppata tng puoiknc/Epdutng avooiag

. AutodpAeypovwdeLg dratapaxEg

. AVETTAPKELEG MOLPAYOVTIWV TOU GUUITANPWHOTOC

© 0 N O U1 A W N B

. Avenapkeleg / AUCAELTOUPYLEC TOU LUEAOU TWV 0OTWV

10. @awoturika avtiypada Twv eyyevwv Aabwv tng avooiog otov avopwro

guvurntapyxetl eawvoturmikn taéivounon, 1UIS, Aziz Bousfiha, et al, 2022
... Ableukpliviotec/Atautomnointec AVOOOOVETTAPKELEC



NMAA: KAwikég EKONAwOoELC

Sradopetikoi patvotumot
N cuvduacouoc dtadopeTikKWY pavotunwy

* NoLpwéEeLC
o AN\EPYLKEG EKONAWOELC
* Autoavooa voonpato
e AutodAeypovwdn voonpata
* KakonOeia (AepdpoinepnAaoisc)

» EKONAWOELC o MEPLOCOTEPOL TOVU EVOC cUTTAMOTOL

OTEVN ocuveEpyaoia KALVIKAGC-EpyaoTnpiov

nadLatpwv, TaboAoywv, LoTpwv HE cUVAPELC ELOLKOTNTEC



MoAAanAéc EKONAWGCELG TWV
Zupuduvwv/ Eyyevwv Aabwv tng Avooiag
(MpwtomoBwv Avpooavenapksubv)

5 opadec voonpatwv HEXPL po 20eTiac mepimou

2npepa: 10 opadec voonuatwv
> 500 dtadpopetika yovidia / vooruota

MeyaAo EUpoc¢ MoAAanAwyV - ZUUNAOKWV KAwvikwv EkKbnAwoewv

Mpocoxn:
TO VA E0TLA{OUME OTLC AOLUWEELC WC TTPOELOOTIOLNTLKO SLAYVWOTLKO otolxeio yia MNAA
Oa YACOUME TO 25% mepinov twv acBevwv pe EAA/IEI,
OTOUC OTtolouG AAAEC EKONAWOELG lval n apXkn TpoBoAn /To apxiko cUprtwpa !

(from Thalhammeret al, JACI, 2021)



Ay ov 22-29 Anpthiou (a6 2012 -...)
W AweOvnc EBdopada yia Tic AVOGOAVENAPKELEC

«EAeyée - ALayvwoe — OEPATMEVOE»

Toviletal n avaykn alénong TG EPEVVOLC
oto nedio Twv Zraviwv MNabnoswv

n Epevva odnyel otnv:
O Katavonon tTwv no0odpuceLloAoyLKWY NXOVIOHWV
o attoAoyikn / akpn ditdyvwon
O OLVATITUEN OTOXEVHEVWYV Bepanelwyv / akpLBeiog

o --->"loon
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g

BAABn/éiatapoaxn os

KoOoploTKA otadia
¢ dtapoponoinonc-wpipavong Twv KUTTAPWV
N TNG EMLKOLVWVLOG TOUG yLa TV AVOCO-0IAVINOoN

N AMOUGCLA KUTTAPWV 1] OUCLWV
odnyei og vooo

G

Mpwtona®nc AvoooavenapKeLa
2upudun Aadbn tng Avooiag

MAA: “in vivo” mepauarta tn¢ quong

MaOaivoupe ano tov acOeveic pog



?7?

MNpwtonaBeic AVOGOAVETIAPKELEC
(NAA)

* UEYAAN OMASOL OTIAVLWV VOONHATWY, OTA OOl TIAO)XEL
TO AVOOOTIOLNTLKO cUoTNUO

 opellovtal o€ Vyevetwkn, e€yyevly Olatapaxn ToU
OUVETAYETAL amouciat 1 OuocAettoupyla plac N
TIEPLOCOTEPWV ALVOOLAKWY TIOPALETPWV

* N ouvnBeotepn KAWLKN €kONAwoN €lval ol AOLUWEELC,
OTIC omolec¢ vumapxelt oavénuevn evawcbnoilo Kot

ETIPPETIELOL
\
0 \1'060 Extipnon:
%0 O€ TIOYKOGMLO EMIMESO,
596" néoyouv 6.000.000 &vOpwrtot
53\\’ HOALc 60.000 siva Stayvwopévol

(arto A.A. Bousfiha, 2013)



Number of Inborn Errors of Immunity

Primary Immunodeficiency Diseases - Inborn Errors of Immunity, IUIS,

C. Picard et al, IUIS, 2017

Number of Inborn Errors of Immunity
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Avaxkaivyn véov Eyyevov AaBov g Avooiog: 1980-2022

O ap1OUdS TOV YEVETIKAOV LETAAAYDV TOV DTOKEIVTOL TOV LLOVOYOVISIOK®V
0VOGO-O10TAPOYDV OVE OVAPEPOLEVT] YPOVIKT| TEPTI0O0

Stuart G. Tangye et al. ‘"Human Inborn Errors of Immunity: 2022 Update on the Classification
from the International Union of Immunological Societies Expert Committee’
Journal of Clinical Immunology (2022)

100 200 300 400 500
N° Genetic defects reported

26



(B)

N° Genes/Table

80 +

O aplBuoG Twy MABOYEVETIKWY LETAANQY WV
ava katnyopla Eyyevwv AaBwv tn¢ Avooiag

B 2022

Stuart G. Tangye et al. ‘Human Inborn Errors of Immunity: 2022 Update on the Classification
from the International Union of Immunological Societies Expert
Committee’ Journal of Clinical Immunology (2022)

|.Combined immunodeficiencies

[l.Combined immunodeficiencies with
syndromic features

lll.Predominantly antibody deficiencies
IV.Diseases of immune dysregulation
V.Congenital defects of phagocytes
VI.Defects in intrinsic and innate immunity
VIl.Autoinflammatory diseases
VIll.Complement deficiencies

IX.Bone marrow failure

X.Phenocopies of inborn errors of
immunity



NMAA / EAA: Npwtospudavilopeveg KALVIKEG EKONAWOELC

Initial presenting symptoms

68.3% Infection without dysregulation
8.9% Dysregulation without infection
9.0% Infection and dysregulation
= 0.0% Other symptoms

1.6% Family history only
=== 3.3% Lab abnormalities only

n = 16486

(from J. Tfalhammer et al, JACI,2021

Immunodeficiencies affecting
cellular and humoral immunity

Combined immunodeficiencies
with associated or syndromic
features

Common variable
immunodeficiency

3a

Predominantly antibody
deficiencies other than CVID

Diseases of immune
dysregulation

Congenital defects of
phagocyte number or function

Defects in intrinsic and
innate immunity

Complement
deficiencies

20 30 40 50 60 70 80 90 100
Percentage



Initial presenting symptoms by age groups

Symptom <ly 15y 610y 1115y 1620y 21-25y 26-30y 31-35y 3640y 4145y 4650y >50y Total
Infections 74 81 82 79 86 84 87 92 89 ) 88 93 11,746
Immune dysregulation 18 18 24 28 25 24 21 15 21 22 16 12 2,791
Malignancy 0.3 0.5 1 1.1 1.7 1.3 1.9 1.2 1.9 24 4.3 22 127
Syndromic 21 15 8 7 2 3 3 1 1 0.3 0 1 1,899
Age at onset of symptoms p N
m 328% <I
w304 % 1-5
m— 82% 6-10
= 4.9% 11-15)
m— 39% 16-20
m— 27% 21-25
m 29% 26-30
m— 28% 31-35
m— 2.5% 36-40
m— 20% 41-45
m— 1.6 % 46-50
n =14596 -— 539 >50

Thalhammer J. et al. ‘Initial presenting manifestations in 16,486 patients with inborn errors of immunity include infections and noninfectious manifestations’

J Allergy Clin Immunol 2021

30



KALVIKEC EKONAWOELC
17 «Autoowpatikwy Emikpatouvtwv» MAA

Infection Allergy

PIK3R1
NFKBIA

STAT1

PIK3CD
CARD11

NOD2 NLRC4
SH3BP2
CIAS1
PSTPIP1

Malignancy Autoimmunity Autoinflammation

Current Opinion in Immunology

a6 B. Boisson, P. Quartiet, J-L. Casanova et al, 2015



NMpwrtotradeic Avoooavemmapkeieg (MAA)
KAIviki) TTpooAR

O KAWVIKEC eKONAWOoELC Kol oL eTLITAOKEC o€ MAA
g€aptwvron ano to £ido¢ tn¢ dtatapoxng (urto/ducAetovpyia),
elvau etepoyeveic, epdavilovron MOLKIAOTPOMWE Kol £XOUV HEYAAO EVPOC

* |8LattepoTNTEC OTNV MAdLKA NAKia

* OLooBapotepec npoalouv otnv Bpediki nAkia

e Evtonilovtal o duadpopa cvotipata, aAAd
OUXVOTEPOL OTO OLVOTIVEUOTLKO, YOLOTPEVIEPLKO, HEPLQL

e Eival ouxvéc i apatéc, aAda acuviOiota
Bapléc N LE BOPLEC ETLITAOKEC

* ‘Exouv mapateTapEVN TOPELL

* ‘Exouv «mtwyn» amnavinon otnv Oepaneia

v Juoyxetifovrau pe avénuévn voonpotnta & dvnrotnta

I6waitepn Mpoooyxn :
n uetaBaon ano tnv Maidiatpikn @povrtida oraa Nocokouesia EvnAikwv



AIEPEYNHZH (ouvBetn), m.x. AA\yopLlOpog avoooloytkol eAEyxou matdlwyv pe Baon Tt AOLMWEELS

[LAGOLCON A BAKTHPLA ZTAPYAOKOKKOZ MNAEEFPLA MHNIOT IT LAAE ENAOEYTTAPLA
Blwoo o pifue, s e 1ol
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2. ¥mep Ighd 2. A1rrop ey T VTSP TR G emde T oG, 2L AT 05T coRTLOIHETUCT] G, OODEVTToTG, o o,
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EAFTXOZ Erduic £ proctnpuondg
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Kaoiuoc A, Kavapiov M., 2011



AvayvwpLlon UTTOKELLEVOU VOO HATOC TOU
AvoolaKkoU ZUoTNHATOC

KaBopLotikng onupaoiog

° n £ykoupn dtayvwon -
TPV TNV EyKaTAOTOON MOVILWVY BAABwWV
* n aywyn / QVTLHETWILON
YIootnpeLKTlkA Aywyn
Yriokataotaon, AvocoBeparmeutikn Mapeppfaon,
Oepamneia otoXeVpévn / akpLBeiac
---> tototnta {wng¢
.... Metapooyxevon ... lovidiakn Oepansia

v'n KAWLIKA mapéufaocn

11
N TPOYVWOoN TwWV aocBevwy BeATIWVETAI OTABEPWGS



Access to care for -
all PID patients,
~everywhere

' Let's make early diagnosis &timely access
to quality treatment a reality worldwide

Remembering Vicki Modell, global patient advecate, and ’
co-founder of World Primary Immunodeficiency Week.

v MpocBaon 6AwV Twv acOsVWV e
NpwtonaOn Avoocoavenapkeia (MAA) otn ppovtida
UYELQC TOYKOOULWG

v' AC KAVOULE TTpayHATIKOTNTO TV EYKapn Stayvwon &
TNV apeon npocfaon o€ ootk Oeparmneia o” 6Ao
TOV KOO0

» Ztn pvyun tn¢ Vicki Modell, ouvnyopo twv acdevwv
otedvwe kat cuvidputpla tn¢ Maykooutac EBdouadac
yia tic rfAA



NAI,

KANOYME KATI
mn







Xpnoipyeg digubuvoeic oto d1adiKTUO

L\
= thtp;[/www.paed-anosia.g[

http://www.esid.org

http://www.ingid.org

http://www.ipopi.org

http://www.info4pi.org

http://www.primaryimmune.org
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