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Test. Diagnose. Treat.

KaAnuepa ooc!

To Tunua Avoooloyiac — lotoovpfatotntacg, to Kevipo pac oog
EUYOPLOTEL YLA TNV TTAPOUCLA OOC KOlL TN CULUETOXH OOC.

* 2KOMNOZ pac

n evoobntomnoinon Kot emaypunvnon Twv latpwyv, YYELOVOULKWY
VEVIKOTEPA, Kowwvikwv YMNPEowWwY KAl TOU GCUVOAOU NG
Kowwviog yloo tTnv avayvwplon Kot mpwinn Slayvwon Ttwv
ANOZOAOTIKON NOZHMATQN kat wdtattepwc twv MPOTOMABGQN
ANO2OANENAPKEIQN.

>TOXOZ n €ykalpn Kol CWOTOTEPN OWVTLUETWTILON TNC VOOOU, N
Oepamneia kot BePaiweg, oe kabe mepimtwon, n PeAtiwon tNC
nootnNta¢ (WNC Twv aoBevwy, TWV OLKOYEVELWV TOUC KOl WG
£TTAKOAOU B0 TNC KOWVWVLAC ...0LKOUN KOl OTTO OLKOVOLLLKE aroyin.



Npwtonabeic AVOGOOVETIAPKELEC
(NAA)

° OMAOO OTMAVIWV VOO HATWY, OTOL OTOLA TIAOXEL TO
OLVOOOTIOLNTLKO cUOoTNHA

(Exouv tautomoindei 350 kau mAgov cuvdpoua)

* MOAAA amo autd ta voonuata odeilovtal o€
VEVETIKN, €vOoyevy dlatapayxn TMOU GCGUVERAYETOL
anovcia N duocAewtoupyia HLOC | TIEPLOCOTEPWV
OLVOOLOKWYV TTAPOLUETPWV

Ektipnon:
O€ TLAYKOOMLO ENINESO,
naoxouv 6.000.000 avBpwmnot
HOALC 60.000 sivat dStayvwopEvol

(arto A.A. Bousfiha, 2013)



?2??
Zriavia Naénon

2tnv Evpwrn, we Zravia Nadnon opiletal n voooc/dlatapaxr mou
ennpealel Alyotepouc amno 1 otoug 2000 avOpwroug

Mia Zravia Madnon pmopet va urtapxeL ¢’ EAAXLOTOUC avOpwTTOUG
Tou Eupwnaikot mAnBuopou, evw aAAn og 245.000.

Yriapyxouv neploootepec amnod 7000 onavieg maONoELS KoL EKTLULATOL
OTL taoxouV mnepinov 30.000.000 roAitec.

H mAeloPpnoia twv nabnoewv gival yevetikeg (80%) kat Tig
NMEPLOOOTEPEC DOPEC ElvaL XPOVLIEC KAl ouxVA amelAnTIKES yia Tt {wn.

o H omavia mabnon avadepetal kat ws opdavi nadnon

v' OL omtGvLeC Mo oELC Elval OTIAVLEG, OANG
v' oL aoBeveic pe onavio madOnon eivo toAAoi

(arté tnv EURORDIS)



lotopika otolxeia (1)
Avayvwplon — MNopeia

Ap)lKn avayvwplon tn dskacstia 1950 (1952)
— a-y-opalpvatuio
Mpwteg nepypadec TG dekaetieg 1950-1960
Yno-y-opaipwvapia pe cofapn Aepdonevia (1961)
— SCID/BZAA
Meta tnv BeAtiwon twv cuvinkwv vytewvng (apxec 1900)
Meta ta avtiBiotika (dekastiar 1940)
Meta tnv avénon twv euBoAtacuwv

Arno: A Historical Perspective on Primary Immunodeficiencies,
Helen Chapel, University of Oxford, IPIC2017



lotopilkad otolxeia (11)
2TadLaKn N KATovOnor ToUC
POAOG TwV BOCLKWV EMLOTNHWV

Oy Lun avenapkeLlol AVTIOWHATWY XWPLC yWWoTN
npwtornadn attia

MNpwta yovidia pe pulooUvOeTN KANPOVOULKOTNTO
AUTOOWUOATLIKA UTTOAELTTOMEVN KANPOVOULKOTNTOL
AA\eC oxeTI{OMEVEC OUVONKEC / KOATAOTAOELG

Nepypadn voonuatwy Kat Beparmeiog

Aldyvwon o€ tatdLla Kol VEoUC eVNALKEC LE TAslopndia
TwV TtodLwv

«Whole Human Genome»
MEAETEC OLKOYEVELWV



noy / WHO

* Anuoupyla Ertttpornng yua tic NMAA (kupiwc oo
ToHLOLATPOUC *)

* 1" avaokonnon 1971, Paediatrics 47:927; (ue
ENMAVEKOOOELC ava OLETI — T TEAEUTO O YpOVLID OTO
riAaiiota Ttnc 1UIS)

* Avayvwplon & nepypadn twv MokiAwv
Avoooavenapkewwv (Variable Immunodeficiencies,
largely unclassified & very frequent)

*Cooper MD, Faulk WP, Fudenberg HH, Good RA, Hitzig W, Kunkel H, Rosen
FS, Seligmann M, Soothill J, Wedgwood RJ.
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yta TtoAU peyalo dtaotnpa umnpxe (...kot uTtapxeL)
vTtodLayvwaon, WOLALTEPWCE TWV EVNALKWY acBevwyv

ol evNALKeC otnV MAsoPndia Toug EXOUV
Avtiowpoatikn Avemapkela (avaykn y-odatpivng)

... MH Anopoveic toug eVAALKEC
«not ignore THE adults»



MAA: KAWVIKEC EKONAWOCELC
SlapopeTikol palvoTuToL
N cUVOUOOMOC AUTWV TwV GovOoTUTIWV

* Nolpwéelg
e AAAEPYLKEC EKONAWOELC
 Avutodavooa voonpoto
* AutodAeypovwodn voonuorta
* KakonOsia (AepdpoinepmAaociec)

o Ek&nAwoEeLC armod To aVAaTVEUGCTLKO
o EkONAWOCELC ATTO TO QLLUOTIOLNTLKO
o EkONAWOELC aTtO TO MEMTIKO

MapakoAouONon Ao TG AVTiIoCTOLXEG ELOLKOTNTEC
OTEVI ouvepyaoia KAWVIKAC-EpyaoTnplou
rnodLatpwy, maboAoywy, LaTpwyv e ouvadelc elOIKOTNTEC



KAwikeg ekbnAwoelg 17 « Autoowpatikwyv Emikpatouviwv» MAA

Infection Allergy

PIK3R1
NFKBIA

STAT1
PIK3CD
CARD11

CFB
C3
CARD14
NOD2 NLRC4
SH3BP2

CIAS1
PSTPIP1

Malignancy Autoimmunity Autoinflammation

Current Opinion in Immunology

amro B. Boisson, P. Quatrtiet, J-L.. Casanova et al, 2015



Npwtonadsic AVOGOAVENMAPKELEC
(taétvounaon, IUIS 2017)

AVOCOQVENAPKELEG EMNPEAIOVOEG TNV KUTTAPLKN & XUULKA avooia (49)
(T- kat B-Asuokuttapa)

2adwc kabopilopeva cuvépopa NAA (67)

(Zuvbuvaouevec Av/Av LUE CUVUTTOPXOVTO CUVOPOULKA XOPOKTHPLOTIKA)
AVTIOWHOTIKEG AVETMTAPKELEC (MpwTapXtkwg) (4 0)

Noonuata avoolakic SuoAettovpyiag/duopudpuiac (40)

2uyyevn eAAeippata twv payokuttapwy (40)

(w¢ poc¢ tov aptduod, /Kot tn Asttoupyia)

EAAeippata tng duoiknc/Epdutnc avooiag (52 )
AutodAeypovwderg dSratapoxeg (37)

AVETIAPKELEC CUMMANPWHATOC (30)

«Dawotunot-Avtivpada» Mpwrtonadbwv AvocoavenapKkelwyv (12)

... ABLEUKPIVIOTEC AVOOOQVETTAPKELEC

arto: International Union of Immunological Societies: 2017 Primary Immunodeficiency Diseases Committee
Report on Inborn Errors of Immunity, Picard et al, J Clin Immunology, 2018; 38(1): 96—128



NMpwtonaBeic AVOOOAVENMAPKELEC
(raéivounon kara WHQ < 2003)

T-KUT. OLVEMALPKELEC - ZUVOUAOHEVEC avENMAPKELEC (T- kot B- KUT)
AVTIOWUOTIKEG AVETIAPKELEC (TTPWTAPXLKWC)

2adwc kabopilopeva cuvdépoua MAA

2Uyyevn eAAeippOTO TWV GAYOKUTIAPWV

AVETTAPKELEC TTPWTEIVWV CUUITANPWLOTOC

AAAEC AVOGOOVETIAPKELEG ...



O Npwtonadsic AVOOOAVETMAPKELEC
glvoll CUXVEC, aAAd utodilaylyvwokovtol

* n akpBNG Ko Eykailpn dtayvworn toug dev
gmtuyyavetat, adpou Sev T OKEPTONAOTE

* ouxva Oepamevovrol AOLUWEELC XWPLS VoL
g€etaletal Kol avalnteital TUXOV UTTOCTP WAL

* N eEnaypUNVNON £lvol anapaitntn

HopoUv va mMAcXouV
BpEdn, vamia, madLd, EVAALKEG

otnv Evpwnn xtAtadec avBpwmnot pe NAA
voonAgvovTtal yiot AOLUWEELG,

OLVTL YLOL TNV UTTOKELWLEV OVOCOOVETTIAPKELA TOUG



"1
... OXOALO

MoAAGA voonuATA TOU OVOOGLAKOU OUGTAMOTOC
glvou TIOAUTTOLP ALYOVTLKQ, OLTLOTEAEG DL
TMOAAQTTAWV OLPOLUETWY KOl CUXVA N attiot givou

Opwg,

YroxpeoUpeOa val OKETITOLOLOTE TOUG
OVOOOTIAOOYEVETIKOUC  MNXOVIOMOUC KOl TO
VEVETIKO  «UTIOOTPWHA», TOUAAXLOTOV  Of€
OUYKEKPLUEVEC OUVONKEC, KALWVIKEC EKONAWOELG,
ooOeveic ...



KENTPA (E¢elbikevpeva — Avadopac — Aplotelac)
2YNEPIA2IE2

AwaBeopotnta & MNpoofaon
oTNV anopatltntn, avaykoia yio tn {wn, aywyn
(v-opaipivn)

Kataypadn

QTTOTUTIWON KOl AP YVWon Tou TIPpoBANMATOC

npooPaon otnv kowvn Baon dedopevwy Twv aoBevwy Kol
E£UTTAOUTLOHOC TNE MTWYNG LEUOVWUEVNC EUTIELPLOLC
NPOocdLOPLOUOC TWV UTTELOUVWYV yovLOLwV



AvoyvwpeLon UTTOKELHEVOU VOO HOATOC

KaBoplotikn¢ onuaoiog

* 1 €£yKatpn dlayvwon
(mtpLv TNV eykatdotaon HOVIHwY BAaBwv)

* noaywyn / avileTwnion
Oeparneia, Ymokataotaon, MNapepBaon,
YOO TNPLKTLKN oywyn
(BeAtlwon tng mootntacg {wNnc)

e .... Metapooyxevon ... lovidiakn Oeparmneia
* 1N KAWVIKA mMopEpBaon
(TtpoyeVETLKOC EAEYXOC,

VEVETLKN KaBodnynon tTng oLKOYEVELAC)

HE TNV MPO0S0 Mov onUelwvetat otnv Emotipun & tnv latpkn
N MPOoyvwon twv acfevwyv BeAtiwvetatl octaepwg



Opyaviopoc:
oUVOAO KUTTAPpWV, ouolwv/pecoAafntwv, HNXOVIOHWV,
OpPYAVWV ... TOU CUVUNIAPXOUV O€ cUVOEeTa dikTtua pe
e€ALPETIKNA, AEMTN LOOPpPOTILAL

... HLWOAIKO ...

arro Immunology Today, 1989



Avapeoca otouc Mpwtonopouc oto medilo Twv
MpwtonaOwv AVOGOOVENOPKELWV

AeBvwg '
Nousiatpol EAAabSa |
Robert Good Noudratpkn '
Fred Rosen Awkatepivn MavtaAevakn
Avbpéag Kwvotavtonoulog
Max"(.:;.oper PAwpevtia Kavakoudn
(2018 Japan Prize award)
Mapia Xat{notuAiavou
MaBoloyia -
ABD Webster MNaBoloyia

lwavva Owovouidou

Helen Chapel



ZXETLKEC LOTOOCEALOEC

http://www.paed-anosia.gr
http://www.esid.org
http://www.info4pi.org
http://www.primaryimmune.org
http://www.ingid.org
http://www.ipopi.org




Z0g EVXAPLOTW




