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JOIN THE ESID REGISTRY!

Together we can change the lives of those
affected by PID!




[Mpwromadeic Avoooavendpkereg (ITAA)

AOY® TN¢ 10TPoBLoAOYLKIE TOUC ONaolag £X0UV XAPAKTNPLOTEL B¢

«In V1vo Ielpapata tThne @uonge»

ITpoxkevtal yia ommavia KANPOVOULKA VOO AT

Avtwodoyia: EAAeippa, Svatapaxn) 1 Sucpubpia tou avooomolnTikou
OUOTNHOTOC

Exb6nAaoeig: Adovpwierg, addepylieg, autoavooia 1) Kakorfela




[Mpwtomadeic Avoooavendpkrereg (ITAA) - Kataypaen

H tpéxouca avagopd (Picard et al, IUIS, J Clin Immunol (2018)
38:96—128) meprapBaver:

24 354 Sua@opeTIKA VOO AT, ETEPOYEVT)

25 344 yovidua

Amo ta 20.000 coding genes oto avOpamvo yovidiona,
0 1.7% emiA&xkeTal pe £yyevi) o@dlpata avooiag

H BeAtiwon tng emBiwong, Bor)Onoe otnv

Avayveplon & TauTtoIroinon Tou UHIOKELPEVOU aVOolaKOU eAAetppatog/
OUOCAelTOUPYLOG

Katavonon /amokmo1koIroinon tov PHoplakeVv & KUTTAPLKOV
PNXAVIOP®V TNE AUVag

BaBeva yvaoon otnv Avoooloyia




Kataypapn

Avaykrn Aoyw tng IToAumloxrotntag Kal oIIavioT)Tag TOV KALVIKQV,
AVOOLOK®V KAl YEVETIK®V XAPAKTIPLOTIKOV TV ITAA

2Kkomog: AteukoAuvor) g KAWVIKIE voyiag, oiayveong & Oepareiag

O ouvToVioPog Yid TNV KATAYPAPI) OARDV TRV IIEPUITOOE®V CUPBAAALL
OTNV £IIaYPUIIVIO1] Y1d £YKALPI] AVAyVePLlol] Kal OLAYVOOT) TV
OLaTAPAX MV, IIOU oUVeX®E eprmAoutidovTal

Emttuyxavetar Stadeukavon tov mabo@uoloAoylK®V PNXaviIopoV

Y UAAOYI] OTOLXELWV KAl YVKOOTOIIOL01] VE®V 0£00EVRV

Anotedeouatikn OeparreuTiKn IP00LyyLon

XOTOXEUEVI] 0TV UIIOKELIEVI] KATAOTAON

® OX1 OITAQ CUPIITOUOTLKI] 1] AVAKOU@LOTLKI)



YIIOAIAI'NQZH

Opnwg e€axolouBetl to 70-90% TV IIACXOVTOV IIAPAPIEVEL AOLAYVOOTO

(L. Notorangelo and L. Hammarstrom, March2004)
[Matt?

25 H pixpou Babpou euaroBntoroinon tov KAWIKOV YIATPOV Yo TNV
avixveuon tev aofevav pe ITAA

H amouotia o1koyevelakou 10T0p1KOU

R

H mowkiAn xair ouvOetn KALVIKL KONAR®ON TOV VOO ATV

R

H xaAuywn tov oUpnTopateVv e oUXVI] XP10n avTiBLOTIKIS AY®YNS

R

(Wood P et al, 2007., Eades-Perner AM et al, 2007., Verbsky JW et al, 2006)




ITIPOBAHMATA- ITPOKAHZEIYX

Ov aoBeveig pe ITAA avtipetonoiouv OUOKOALeC:
1. Avayvepion-Tautomoinon vooou / 0ploTIKOIIOLNOL O1AYV®ONC
Eéeupeon ee101keupevne tatpikng Bonbera

‘Eyxupn mAnpoeopnon aute®v Kal T®V 0LKOYEVELROV TOUG

Ll A

AAAeg¢ WUXOAOYLKEE, KOLVOVLIKEE, OLKOVOULKEC

[Ieprocotepo a1mo OAoug, OU®E, UIIOPEPOUV e€Kelvol ol acBevelg 1mou,
AOY® AVEIIOPK®V €ILOTNHOVIK®V KAl LOTPLK®V YVOOERV, IAPAIIEVOUV
ad1ayveoTtol yia peydlo Xpoviko didotnia 1] Kol IIAVTOTVA.




Kataypagn- Iotopla

ITaveuponaika,

n Kataypapn tov ITAA {ekivnoe otig apxeg tng oekaetiag tou 90
Euponaixn Etaipeia Avoooavenapxeiov (ESID)

H EAAdba evepyng ouppeteixe pe:

ta Tpunpata Avoooloyiag & IotoocupBatotntag twv Noookopeiov
I'\N. ITawbwv «n Ayta Zo@ia»

I''"N.A. «o EvayyeAiopoe»

apxika te A" katv oty ouvexewa g B' xauv I ITav. ITawdratpirng
KAwvikrng tou AIIO

Kal oe ouvepyaoia pe tnv EAAnvikn Etaipeia Avoooloyiag

ITapadAnAa, emxelpnOnke n avantuén EBvikou 6iktuou
KATAYPAPI)S TOV 0L00PEVROV TTOU Op®g 0ev Katopbwoe va
@TAoel 0To embuunTo emninedo




Kataypapn- EéeAién otn x®pa nac

Apyesio  Emelepyaoio TMpofohln lotopwe IZshbobezikrzg Epyohein BonBao
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Adywwon NMAA Tovidio
X

Agammaglobulinemiz Btk. (x-linked)
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Kataypagn

Katataén tov ITAA otig 9 xatnyopleg voonpuatev avaloya pe

Arouotia 11 OucAeltoupyla plag 1) IEPLO0OTEP®V AVOOLAK®V IAPAIETORV:
(Picard et al, 2015)

I. IIAA mou ennpeadouv tnv KUTtapiki & XUPLKL avoola

II. Xuvliaopeveg avoooaverrapKreleg e ouva@r) 1) CUVOPOULKA
XOAPAKTIPLOTLKA

ITI. Avtioonatikée Avendpreteg (IpoTapXLEOC)

IV. Noonpuata avoolakng 6ucAettoupylag / ducpuBpuiag
V. Xuyyevn eAdeippata tov Payokuttap®v

VI. EAAeippata tng uolkng/ epgutng avooiag
VII.AutopAeypovwoelg Statapaxeg

VIII. Avenapxeleg IIapayovioVv OURIIAN pOPIATOS

IX. «@awvotumow Ilpotomnabav Avocoavemaprel®v




IIpotomadeig Avocoavendpkereg (ITAA) - Kataypagpr)

ITivakeg Tov 9 xatnyoprov:
Bdon tov KataAoywv mmou XpnoljoIotouvTal Yid T YEVETLKL)
Siepeuvnon (sequencing panels)

Xp1noloIIolouvTal Ao Tig uimpeoleg uyetag mou Kabopidouv tnv
0100£01 TOV UYELOVOUIK®V ITOP®V, TIC XPI1ATOO0TI0L1g

IIpooObnkn tov ICD10 kwO1K®OV 0TV NAEKTPOVIKL £€KO00N: eVapovion
petady TV OLaYVROTIKOV IIIVOKKOV KOl TOV 0TOLXEL®V KOOLKOIIO01¢
110U Ba OleukoAUVoUV TN BlomAnpo@opik) epeuva




KATAT'PA®H- EIIIIITQYXH

H ouvexng emonprodoyikn peAetn tng Miveoota (Joshi AY et al, 2009):

H emintoon tov ITAA ntav:
1976-1980: 2,4/100.000
1996-2000: 5,5/100.000 rav
2001- 2006: 10,3/100.000
25 E&eAiing tov S1ayveoTiR®OV TEXVIKOV Kl

24 Tne peyalutepng eualtobnToIoinong Twv 1aTp®V

Extipopevn enintwon: 1/3000- 1/4000

ESID Registry: recent advancements in the epidemiology of Primary
Immunodeficiencies and how does that translate in clinical care,
Nizar Mahlaour et al., 2014
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Number of Inborn Errors of Immunity

[Mpwtonadeic Avoooavendpkrereg (ITTAA)

Kataypapn
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H EMIIEIPIA THY KATATPA®HY TQN AXOENQN

YTO METTAAYTEPO EIAIKO KENTPO KATI KENTPO
ANADOPAX ITAA,

YTO TMHMA ANOXOAOITAY-IXTOXYMBATOTHTAX
TOY NOXOKOMEIOY ITATAQN «H AI'TA XODIA»,

ITI0Y EEYIIHPETEI IIEPIXYXOTEPO AIIO TO 70% TOY
EAAHNIKOY ITAHOYXMOY




?
['TATTI KATAT'PA®H YTHN EAAAAA

04 Armotunmon Kal dpa YVGOOon ToU IIPOBANIATOC

24 IlpooBaon twv Oepdmmoviev tatpmv otnv Kowvn Baon 6edopevav tov
aoBevev

24 Epmloutiopdg e mtoXne PEPOVOUEVIC EPIIELPLOC

24 lIpoaGloplopog twv uneubuvev yovidloy Kal TauToIolnon e vooou




KATAT'PA®H - MEOOAOAOI'TA

24 Yupoeova pe tnv katataén tov ITAA xata IUIS, 2015

24 H oulloyn tov otoitxelwv £yive amo T LlaTPLKA L0TOPLKA TRV ao0evev petd
amo ypartl ouykatadeon aobevov/ yoveov

25 KAwviko IIpotorkoAAo pe Tig mapaKate IopapeTpoug:
duUlo, nAikia 61ayveong

NALKLA £vapéng CUPIITOUATOV

XPOVOg IIOU pecoAaBnoe aro thv evapén TV OUPNITOHIATOV LeXPL T O1ayvVOon
ogKaeTia 01ayveong
KATIYOPLO VOOILLOTOGE
£101K1] O1aYV®OTIKI ££eTaon
YEVETLKI) O1AyV®OoT

KALVIKEC eKONA®Ooelg ava ouotnpa

84 Yratotiky avdiuon (SPSS 17.0)




KATATPA®H 1981-2016 DATA FROM THE ESID ONLINE

215 AZOENEIZ DATABASE (WWW.ESID.ORG)
NOZOKOMEIO ITAIAQN AT Z0®IA 19.366 AXOENEIX

Predominantly Antibody Disorders
Predominantly T-Cell Deficiencies

Phagocytic Disorders

Complement Deficiencies

Other well defined PIDs

Autoimmune & immunedysregulation syndromes
Autoinflammatory syndromes

Defects in innate immunity

Unclassified PIDs



Kataypapn 1985-2016
2 UVOALKA 215 acOeveig
Noookopeto Ilatdov n Ay. Xopla

VIL . WL Buemapsceiag mEpoposun Tow
Fen : cupmnaupaTog




Kataypaen eng xar 2010

20 Ava@opeTika voonpata

[l ataxia -telangiectasia
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BDiGeorge
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| (N
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KATATPA®H 1985-2016: 215 AXOENEIX
25 ATA®OPETIKA NOXHMATA

Vil. NOMID

V. Zuyyevig
ouvdeteponevia

.MHC/HLA taén 11

QVEMAPKELD
Vi. WHIM

V. AucAsttoupyia
uvnodoxéa 1 INF-y

IV.STAT3
GOF

IV. GRISCELLI

IV.IPEX

I. Yniép IgM
IV. XLP2
Jovbpopa XL
IV. (ALPS)
Il. Ataxia -
telangiectasia
Il. Charge
ouvdpouo

1. Nijmegen

I1. Netherthon breakage syndrome

1. Yrép IgE(HIES)




AITOTEAEXMATA

HAIKia diayvwong ava JeKaeTia

80,007

*5

60,007

40,007
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ATATNQXH
KATHI'OPIEYX/ AEKAETIEX

<1985
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ATATNQ2H 2TO XPONO - EITIIITOQXH

Kevtpo Avagopag yia > 70% tov nepurtooeov ITAA otnv EAAAGa
Extipopevn Emintoon 1981-2010 (30etiae) ftav 6/100.000 yevvioeie / £tog

J Clin Inmunol (2014) 34836843
DO 101 007/510875-01 400668

ORIGINAL RESEARCH

Primary Immunodeficiency Diseases: A 30-yvear Patient Registry
from the Referral Center for Primary Immunodeficiencies

¢ in Greece

X7

m

C Athanasios Michos - Maria Raptaki - Sofia Tantou - Marianna Teanowdaki -
¢ Kleopatra Spanou - Manoelis Liatsis - Nikki Constantinidou - Evangelia Paschali -
< loanna Varela - Olza Moraloglou - Chryssa Bakoula - Maria Kanariou
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KATATPA®H - XYZHTHXH

H extipopevn ouvodixn emimmteon tev ITAA otnv EAAGSa < 2010
NTAV HKPOTEPN] IO aUTI] IIoOU avag@epetal ot BuBAloypagia
(10-10,3/100.000) (Dube DS,2002, Joshi AY et al, 2009)

Extipatal ot n mpaypatikn enintoon tov ITAA etval peyaAutepn
g aveupebeiong

Y TH XQPA MAZ,
ENA XHMANTIKO ITOXOXTO ITEPIZTATIKQN
I[TAPAMENEI AATATNQXTO




KATAT'PA®H - 2YZHTHXH

% H auvénon tou pubpouv diayveong cupBadidel pe autn mou
onpewwdnKke oty ouvexr emoOnploAoyiky peAetn tne Miveoota
Sudpxrerag 31 etwv (Joshi AY et al, 2009)

KAI ANTIKATOIITPIZEI

*EleAln TV 01ayVROTIK®V, KAWVIKOV & epyaotnplakov pefodwnv
*EuaioOntomoinon tewv emayyeApatiov uyeilag

* T 01ayV®OO1 IIEPLOTATIK®V IIOU 0TO ITapeABov epevayv
adleukrplviota




DATA FROM THE ESID ONLINE DATABASE

(WWW.ESID.ORG)
Join the
e 4 ATTPIAIOY 2018
Registry Working >30,000 acOeveig pe I[TAA

Party
Meyalo 6iktuo>neprocotepa amd 180 SvagopeTikd Kevrpa
TeKunploong os OAn tv Evpemnn

'Exouv 01eaxbel apreta epeuvnTika £pya Kal ek6o0el dnpoolevoeig
O1 owkovopikoli mopot tng Kataypaepng eival aopaldeig pexpr to 2020

Ymoxpewon xat Kabnxrov otnv mapaynyr) KALVIKOV S1ayVeOOTIK®OV
KPLTNPLOV yia va draogaliotel 0tL o1 aobevelg mou dev S1abetouv
YEVETLKI] TEKUNPLOON TANPOUV Ta KPLTHpla Tne Kabe vOoou 0mwg £€XouV
teBel Kal avaBewpnOel amod 61eBvelg el01KOUC emoTnpoveg
(esid.org/Working-Parties/Registry/Diagnosis_Criteria)

I'evetikn 6vayveon: 36% OA®V TOV £Yyeypaupeveav acOevav

'Exouv ocupnepidn@Oei meproodtepa amod 80 epyaotnpla YEVETLKIES




DATA FROM THE ESID ONLINE DATABASE
(WWW.ESID.ORG)

4 ATTPIAIOY 2018
H oxeoradopevn mAat@oppa Kataypapne exel og e€ng:

Join the

Emine6o 1> Baoikd emOnpioAoyikd XapoK T pLOTIKO> Registry Working
Party

Etnoleg evnuepmnoelg oxetika pe tnv emBioon xat tn Oepareia
Enimebo 2> Aentopepeotepeg KALVIKEC KAl £pYA0TNPLOKES IIAIPOPOPLES Vi
oplopeveg katnyopleg acBeverwv> Ta kevrpa pmopouv va emAe{ouv va
OUIETAOXOUV aVAAOYd e TO EITLOTIIOVLIKO TOUC EVOLAPEPOV

Eminedo 3> ITAat@oppa yia projects mou otoxevouv pepovopeveg aobeveleg
pe axopn peyodutepn Aemrropépera> KaBopropévo atdxo (apBnode aodevov 1 /

xal nepilodog mapatipnone)> Eukaiplee ouvepyaoiag

Neo Sraopaotiro epyadeto Kataypagpng Oa {exivnoel to 20 tpiunvo tou 2018
Oa emmtpenel otoug peAetnteg Kabe xwpag va exouv mpoobBaon ota dedopeva
NS XWPAE TOUg, KaOg KAl 0T OUYKEVTPO®TLKA OTOLXELA KAl OTATLOTIKA TN
X0pag Toug adAa kal tng ouvoAilkng Kataypaeng ESID.

y-




KATATETPAMMENOX EITIITOAAYXMOX
TON ITAA XTHN EYPQITH

Join the

Registry Working
Party

n=0 0<n=0.5

“Data from the ESID online database (www.esid.org)”




I

ANAXKOITHXH

Ov ITAA epgavidouv onpavTireg 0L1a@opeg 0 eIIONILOAOYLKA,
(POALVOTUITLKA, 1) YOVISIOKA XAPAKTNPLOTIKA (Casanova et al, 2008)

IIpemer va meptAapBavovtal otn A/A TOIKIA®V KAVIK®V KATAOTACE®V,
KATAPPLIITOVTAS TNV apX1KI) Oe®pnon toug g oAU OIavia, OLKOYEVT),
JOVOYOV1OlaKA, KA pOVOIOUHEVA 1€ TOV UIIOAELIONEVO TUIIO VOO IaTA,
xdmola meprypdgovrtal g xowd (Exdextixn IgA avendpkera, 1:500-1:700)

Miopetl va eK6nNA®OouUV 11e TOLKIAO PALVOTUIIO, OIIMG
[ToAAamAeg Aortpwéelrg 11 e ouvOUaopo
Emppeneia oe €va povo @aivotuIio 11 Aoitpeén

Avutoavooia (CVID, ALPS), adAepyia, kakonOeia, atio@ayoKuTTapOOn
(HLH), xoxxwopata (CGD)




ANA2KOITHXH

H pedétn tov ITAA cupBaAder -

24 otnv mmpowdnon tne £peuvag Tou avOp®IILVOU aVOOOIIOL) TLKOU
OUOTHHOTOC KAl 0TIV KATAVONO0T] TN¢ avooorraboyevelag Tov VOOV

24 odnyel otnv avamtun onPAvVTIKOV OUYXPOVRAV, OTOXEUHIEVOV
BlroBeparernv, onwg n Bepamneia pe y-opaipivn, BloAdoyikoug
IIOPAYOVTES, NETAIO0XEUOT] APXEYOVROV ALHOIOUTIK®V KUTTAP®V
KaOmg Kat 1 yovidrakr) Oeparieia




2YMIIEPAYXMATA
I[I8avotepn ovayvewon

Otav akoute KaAmaopo......... va oKe@TeoTe 0Tl eival Aloya

Kal OX1 ZeBpeg

Ov aoBeveig pe Ilpotomabeig Avoooavenapkreleg elvat ol «ZeBpegy

IIOU O 1aTPLKOC KOOHOG IIPeIiel va vmoyladetar.




XYMIIEPAXMATA

H tuxn tov nawowv pe ITAA otnpidetal oe tpelg mudoveg:
(1) Tnv éyKRaipn avayveplon
(2) tnv amoteleopatikn Oeparneia Kal emapky) mapaxolovOnon

(3) T @UoN Tng unokeipevng vooou




XYMIIEPAXMATA

Arrapatitntn, eival 11 ouvepyaoila oe £BviKo Kal eUp®IIaiko emIiiedo,
ME XTOXO
T BeATiotomoinon thg mototnta {wng Kau

TNV auénon Tou IIPOcOOK1IIOU emBloong yia oAa ta mawova pe ITAA

O mawolatpog Oradpapatidel ONPAVTIKO POAO HlA¢ KAl IIPEMIEL Va
elval 0g €ypI)Yopol) VA aVAYVOPLOEL £YKAlPO TOV «KOAIIOQORO TNG
Z£Bpag» 000 orIavia Ku av epgavidetat.
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