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Alatapaxec @oyokutTapwong

Baowkn Apxn

> OLdLatapaxec payokuttapwong odnyouv
O€E ETUPPENMELA OE AOLUWEELC



Alaypoppa EL6LKNAC — MN ELOLKAG avoolog

. = —

[ Defence mechanisms ]

Y
Non-Specific
(Response is immediate
and the same for all
pathogens)

Specific
Response is slower and
specific to each pathogen

Y

Cell mediated Humoral
response response

T lymphocytes B lymphocytes




dayokuttapwon

H A£€n payoKUTTAPWON TIPOEPXETAL ATIO TLG AEEELC TNC
apyoiag eEAANVIKAC dayelv (Tpww) Kat KUTOo¢ (KUTTOpOo)

— Ta dayokUTTAPQ TTApATNPNOnKav npwtn popa Ao Tov
Pwooo IAla Metovikod to 1882 otav avakaAu e mwe
Karola e€eLOIKEVEVA KUTTOpO HPAOTNPLOTIOLOUVTAV OF
LIKpoBLakn Aotpwén

— TN avtn tou tnv avakaAuyn tou anoveundnke to 1908
Bpafeio NoumeA Quololoyiog kal latplkAg oo Kowou HE
tov MaouA EpALy, yLa TNV Epyacia Tou oTtnv avoooAoyia

[MePUTAOKOC UNXAVLOMOC TNC PUOCLKNC OVOOLOC

YXETIKA LEyAAQ popla TiepLKAELOVTOL ATIO
KUTTAPOTIAQCHATIKN LEUBPAVN KAl SnLouUpyouV Eva
eVOOKUTTAPLKO OiKTUO Iou AEyetatl dayoowpal

AUTO aAAnAemidpa pe to Aucoocwpa—>payolvcoowpa To
ortolo padll pe eAeVBepec 0€elOWTLKEC pLlec BavaTtwvVel
noBoyovouc ULKPOOoPYaVIOLOUG

Gordon S,Immunity,2016



D ayoKuTtadpwon

bacteriun’-_-_{'};receptﬂrs
> phagosome
phagocytosis Xy Mo
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<<EmayysApotika>> payokutTapo

Makpodaya: o Kuplotepog TANOUOUOC PAYOKUTTAPWY OTOUG
LoToUC
Movonupnva: to 10% twv eumﬁpnvwv KUTTAPWV OTO aipa,

LLEYAAEC 6e§aueveq of3 nvsuuoveq KoL OTTAAvVA TToU
KLVNTOTIOLOUVTOL OTOV QTtaLTELTalL

Ou6£tepoc|>l7\a T[OLpE)(OUV ToxEla, anore)\ecuaukn AUV EVAVTL
naeovovwv TOOO HE apeon 6paon EVOVTL AUTWV 00O KOl UE
EKKPLON TTOPOLYOVTWYV TTOU Bavatwvouv Ukpofla eEwkuttapla

Rabinovits M, Trends Cell Biol, 1995

ZUMBatika 6evépLTka KUTTAPO: £XOUV POAO OTNV
QVTLYOVOTIOPOUOLAON O€ KUTTAPO TOU CUUTTAEYUATOC Lel{ovo(g
LotooupBatotntoac (MHC)

MAOGLOTOKUTTOPLKA SEVOPLTIKA KUTTOPOL: EXOUV POAO OTNV
rnopaywyn INF
Mildner A, Immunity,2014



2UVYYEVELC HLatapayEC GoyoKUTTAPWONC



JUYVEVELC SLatapoxEC GOayoKUTTAPWONG

v' Kown apyn

- Atatopayn) Tou aplBpol n/kat tTng AELtoupyioc
rnoAvpopdonupnvwy +/- povormu pnvwv GoyoKUTTAP WV

» Mnopel va adpopolv €va N neplocotepa otadla TG
bOyoKUTTAPWONC

» IMAVLIEG: 2,5% TWV MPWTOTAOWV 0lVOCOVETIOPKELWVY
(MAA) otnv EAAaSa



Awatapaxec payokuttapwong — Aldkplon

* NMOOOTIKEG: apLlOUOC, XpOVLOL CUYYEVNC
QKOKKLOKUTTAPWON, KUKALKN OLKOKKLOKUTTAPWON
(oubetepormevia)

* MOLOTIKEG: AELTOUPYLKEC avwaAieg, EAAewdn
ev(UWV, OVLKOVOTNTO VO ATtoSOUr|COoUV TO
bOyOKUTTAPWMUEVO UALKO, oUvOpopo Chediak-
Higashi, xpovia KoKKlwpatwdng vooog,
QVETIAPKELO TNC TIPOCKOAANONC TWV
AevukokuTTapwy, EAAEWPN TNC
nueholnepoéeldaong



KAwvikn elkova dratopaxwv GpayoKkuTTapwonc

* Ynotpomlalouoecg Kol coBapEC PAKTNPLAKES KoL
LLUKNTLOKEC AOLUWEELG

* H kAwikn anavinon o€ AoLUWEELC Ao ATuTa
HukoBaktnpidla elval avemapkng

* H amavtnon o€ Loyeveilc AolpweeLg eivat ducloAoyLkn

* KuplLotepec eotiec Aolpwénc: SEPUO, YOOTPEVTEPLKO,
Aeppadeveg

* Anootnupata, dsppatitida/eklepa, otopatitida,
QVETIOPKN G ETTOVAWON TTANYWV

e AlOTOPOXEC OVATITUENC
* H dlayvwon yivetatl cuvnBwc og motdkn nAkia



Epyaotnplakad evpnuato

Melwwpevocg aplBuoc oudetepodilwy

Melwpevocg aplOpuoc KukKAodopoUVIWVY
LLOVOKUTTAP WV

Mn ¢puololoyikn Ekppocn Hoplwv MPOCTKOAANGCNC

AlaTapayUEVN oVamVeUOTIKN aAuoida pe
eAaTTWHOTIKA anavtnon oto dihydrorhodamine
123 (DHR) test kuttapopeTPLAC PONC

EAAeippata oto povornatt IL-12/interferon (IFN)



Taéwvopunon mpwtonaBwv diatapaywv
dayokuttapwonc (International Union of
Immunological Societies ‘1UIS’)

A. ZUyyeVelc oOUOETEPOTIEVIEC
B. EAAslppaTO KIVNTLKOTNTOC
C. AlaTtapayEC AVATIVEVOTLKNC aAuoidog
D. AAN\a pn Aepdokuttaplka eAAeippoTO



A. 2UYYEVELC OUOETEPOTIEVIEC



2UVYVEVELC oudeTEPOTEVIEG — YOLp /KA

v KukAodopouvta oudetepodpiha <1500
cells/mL

v YoBapr ouSeTepOTEVIA KOl AOLUWEELC, XWPLC
AAAN KAWLKNA ELkOva cuvOPOOU



2UYYEVELC OUDETEPOTIEVLEC - €LON

v’ Noooc evarnoBeonc yAukoyovou turou Ib
v KUKALKN) ouSetepomnevia

v’ AKOKLOKUTTOPOLLLLLOL TN G TIALSLKAC NALKLOLC
(ouvépopo Kostmann kot aAAa cuvépopa
coBapnc xpoviac ovdetepomeviac)



Noooc evanofeonc yAukoyovou tunov |b

e Aduvapia petatpornnic 6-pwodopiknc-yAvkolnc (G6P)
o€ YAUKOIn evbonmatika

* AUTOOWWMLKO TEPLOPL{OUEVO TTPOTUTIO
KANPOVOULKOTNTOC AOYW EAAELUHATOC OTO peTAdOpPEQ
G6P

* NMapouotaletal vwpic otnv apxn thc {wnc

* YrmoyAukalpio vnoteiog, YoAaKTIKA oéEwon,
UTtEPOUPLYaLULO, UTIEPAUTLOALULO, NTIATOMEYOALQ,
AOLLWEELC TTOPAPPLVLWYV KL OLVATIVEUCTIKOU



KukALkn oudeteponevia

2TIAVLOL VOOOC, KANPOVOUOUMEVN UE
QUTOOWLKO ETILKPATEC TIPOTUTIO
KANPOVOLLKOTNTOC

Oudetepormevia kaBe 14-35 nUeEpPEC
EkdnAwvetal ota mpwta €Tn TNC (WNC UE
NMUPETO, KataBoAn, otopatitida, ovAitida Ko
dapuyyitida

YoBapn enumtAokn N onyn ano kKAwotnpidlo



2UYYVEVELC OUOETEPOTIEVIEC TNC TIALOLKNAC
NALKLOC

* Qubeteporevia Mou EEKWVAEL KOVTA OTNV YEvvNon AOyw
QVETIAPKELOC LUEALKNC OELPAC TOU LUEAOU TWV OCTWV

* MeplhapBavel tTn coPapn ouyyevn oudeTEPOTIEVLA
(SCN), e to ocuvdpopo Kostmann Syndrome
(HAX1 gene mutation) w¢ KUPLO UTTOTUTIO

* Nouwéelc otopatodpapuyya, HEon writda
QVOTIVEUOTIKEC AOLUWEELC, KuTTapiTiO, Kol SEPUOATIKEC
AoLpwéeLc Kuplwc Aoyw otadpUAOKOKKOU Kol
OTPETTOKOKKOU



B. EAAElppOTO KLVNTIKOTNTOC



EAAELMOTO KLVNTLKOTNTOC

Alatapoxn tpookoAAnonc Asukokuttapwyv (LAD
syndromes, Leukocyte-adhesion deficiencies)

Torkd cuvopopa eplodovtitidog

EAAelppata KOKKiwv Twv oudetepodilwv

Shwachman-Diamond syndrome



Alotapayn TPooKOAANGNC ASUKOKUTTAPWV
- LAD type 1

e Abduvaopia ovdetepodilwyv va petakivnBoulv amno tnv
KUKAodopia oTouc Lotouc, vor aAANAEMLOpACOUV LIE
evO00OnALo kal va SLetcdUo0oUV OTOUC LOTOUC WG
amtavinon otn Aoipwén (EAAewn popilwv mpookoAAnong)
* MetaAlaén otnv WVTEYKPLVN TwWV AeUKOKUTTAPWY B2
(leukocyte integrin beta 2)

* Yrotporalovoec coPapeC muoyevelc AOLLWEELCG
NaPOPPLVIWY, OVATIVEUOTLKOU KOl SEPUATOC

e Alatapaxn otnv EmMoVAwon MANywv

* KaBuotepnuevn amofolAn opudaiiov Awpou-oudalitida
* Oavatndopoc otnv 1n dekaetio tNC {wNC XWPLS
LETAMOOXEUON MUEAOU



Alotapayn TPooKOAANGNC ASUKOKUTTAPWV
- LAD type 2

e Aduvapia yYAukoluAlwong Tou olaALkov popilou
nPookoAAnon¢ Asvkokuttapwyv Lewis-10 (leukocyte
adhesion molecule sialyl-Lewis-X)

e EAAelppata oto Eviupo tpavodpepaonc tng poukolng
(fucose transferase enzyme)

* Kovto avaotnua, SLoTopaxeC o€ TPOCWTIO Kall
cof3apn vontikn votEPNON

* Yriotpomla{ouoeC BAKTNPLAKEC AOLUWEELC
QVOTIVEUOTIKOU Kot 6EpUaTOC, aAAA AlyOTEpPO
ocoBapec o ouykplon pe LAD 1



Awotapoxy TPOoKOAANGCNC ASUKOKUTTAPWYV
- LAD type 3,4

* LAD 3: coPBapec Aolpuweelc kat atpoppaytkn dtabeon
1ov potalel pe BpopBacbevela

 LAD 4: spdaviletal oe aoBeveig pe KUOTLKN lvwon
Kol EVOEXOUEVWC oXeTL(ETOL HE TN ooBapn
dAeypovwdn BAABN oToUC IVEUULOVEC



2uvdpopua teptodovritidoc

* EAAewn B-wvteykplvwv tou odnyel o SLaTAPOXEC
XnueLotoaéiog

* NOLUWEELC OTOMATLKNAG KOLAOTNTOC TTOU OTAOLOLKAL
obnyouv o€ anwAela odovtooTtolyiag oe matdLkN
nALKLaL



EAAeippato KOKKLWV oudetepopilwy

2TIAVLOL CUYYEVNC VOO OC

Auv&nuevn emtimtwon Baktnplokwy AoLUWEEWVY
SEPUATOC, TVEUUOVWY, WTWV Kol AeuPaAOEVWV

Exouv tautomnotnBetl U0 eAATTWHATIKA Yovidla Ewg
twpa: CCAAT/enhancer-binding protein epsilon
(C/EBP-epsilon) kat to actin-dependent regulator of
chromatin, subfamily D, member 2 (SMARCD2)

H dtayvwon yivetol amo mAaKAKL TtEpLEPLKOU
QLULOTOC ME TA TIOLOOYVWHOVLKA EUPALOTA TNC
eAelnc N anovoilac eWOIKWV KOKKLWV



Shwachman-Diamond syndrome

* JTAVLA, LUTOOWMLKN TIEPLOPL{OUEVN VOO OC

e ExONAwvVEeTAL LE TIAYKPEATLKN OVETIAPKELA, EK(EMQ,
duoyovoporhacio Kol UTTOTPOTILA{OVOEC AOLUWEELC
AOYW HELWMEVNC XNUELoTaSiac ovdeTeEpOPiAwV Kall
oUOETEPOTIEVIALC



C. AloTapaXEC AVOTIVEVOTLIKNAC aAuoLdaC



ALOTOPOXEC AVATIVEUOTLKAG aAAUuoLoOoC

v Xpovio Kokklwpatwdne voooc (CGD)

v EAAewdn tnc pueloumepoteldaonc (Myeloperoxidase
deficiency)

v EANAewpn G6PD class 1



Xpovia KokKtwpatwdnc voococ (CGD)

[EVETLIKA ETEPOYEVNC VOOOC

KAnpovoueital e auToowULKO UTTOAELTTOUEVO Kol UAOCUVOETO TTPOTUTIO
kAnpovoulkotntag (puAoolvdeto 75%, AUTOCWULKO UTIOAELITOUEVO 25%)

Xapaktnpiletal amno vnotporntalouosc, amelANTIKEC yia TN {wn PAKTNPLOKES KoL
LLUKNTLOLKEC AOLMWEELC KOl OXNUOTLOMO ATTOCTNUATWY KoL KOKKLWUATWY (KEVTPLKN
nepLoxn: dayokuttapa, pakpodaya nov cuvtikovtal & oxnuoatilovv
ylyavtokUTtapa, mepLPEPELA: EVEPYOTIOLNUEVA AEPoKUTTOP)

DAeypovwdelg ekONAWOELG OTIWCE KOALTLO A elval EmMiong CUXVEC

Odeiletar o€ ehattwpatik) NADPH oewbaon (un napaywyn H,0,), avikavotnta
Va AVTLUETWTILOEL BakThpLa, Ontwe Staph.aureus, Salmonella, Klebsiella kot pOKNTEC
Aspergillus fumigatus, Candida spp.

AUTA TA YEVETIKA EAAE{pPATO KATAOTPEDOUV TNV OVATIVEUOTLKN atAuoida Kot
OUVETIWG 0dnyouLVv o aduvapuia Twv GayoKUTTAPWYV va GayoKUTTAPWOOUV
naBoyovouc LULKpoopyavLopoUG
H dtayvwon yivetal pue EAeyxo tng Asttouvpyiog tTwv ovdetepodilwy Kol €V oUVEXELD
EAEYXO LETAANAEE WV
AtayvwoTtiko teot: avaywyn Nitroblue tetrazolium (NBT)

— 210 CGD, ta Asuka alpoodaipta dgv petatpemouy 1o axpwpo NBT og pmAe

OgpeALOC AlBoC 0TNV AVILUETWTILON ATtoTEAOUV N TIPOoPUAOKTIKA aVTLBLOTLKN Kall

OlVOCOTPOTIOLNTIKA aywyn KaBw¢ KoL N €ykapn Kot emBeTIKA dtayvwaon tng
Aolpwénc, IFNy, petapooxevon puelou



‘EAAeEWP N TG puehoilmepoéerdaonc
[Myeloperoxidase (MPO) deficiency]

H puelolmepoedbaon eival eva eviupo ou BplokeTal o€
dayokutTapa (moAvpopdonupnva, LOVOKUTTOPA) KoL EVUOSWVEL TN
Bavatwon Baktnplwv peow mapaywyng H,0,

MPO avemndpkela eival n o cuxvn KAnpovoulkn dtatapaxn
dayokuttapwv (1:4000)

AUTOOWMULKO UTTOAELITOUEVO TIPOTUTIO KANPOVOULKOTNTAC (LETAAAAEELC
oto MPO yovidlo/ ypwpoowpa 17923)

2Uvdpopo apopoLo, aAAd OXL TOGo coBapo OmwE N Xpovia
KOKKLWHOTWONC VOOOC, LE TNV e€aipeon aoBevwy mou €xouv Kol ZA,

OTOUC omoloucg avéavel n mBavotnta va epdavicouv Kupiwg
S1NONTKA KavTwtioon

Teot NBT (kat gene sequencing) eival kd

H dtayvwon tiBetal pe 61k} avoooioToxnULK) Xpwon
(neutrophil/monocyte peroxidase histochemical staining i aviyvevon
ELO LKWV TPWTEIVIKWY TUNUATWV)

Aev uTtapyel elOkn Beparmeia



‘EAAewPn G6PD class 1

e AoOeveic pe coBapn eAeuwpn G6PD (evlupikn
dpaotnplotnta ota ovdetepoPplla <5%)
nopouctalouv avénuevn eumtaBbela o AOLUWEELC
Aoyw Slatapayng TNC AVATIVEVOTIKNG aAuoidac Twv
ovdetepoPpiAwv

* Yriotpomla{ouoeC BAKTNPLAKEC AOLMWEELC TOU
KOTWTEPOU OVATIVEUCTLKOU £XOUV TEpLypadel

 HeAMewpn G6PD npodlabetel o coBapn onyn oe
aoBeveic mou €xouv unootel coPfapouc
TPOLULATIONOUC



D. AN pn AepdokuTTapLlkad EAAELLLOTO



AAANa pn Aspdokuttapika eAAELppOTOL

v AVETIAPKELD TNC TIPWTELVNC 2 IPOOOEONC OTO HOPLO
GATA (GATA-binding protein 2 deficiency)

v’ Mveupovikn KuPeAdikn mpwteivwon



AVETIAPKELO TNC MIPWTELVNC 2 TPOCGSECNC OTO
noplo GATA (GATA-binding protein 2 deficiency)

GATA?2 ival €vac petoypadLkoc mopaywyv Tou SaktuAiou
Zn** amapaitnToc ylo TNV atpononoinon

MetaAAdéelc oto GATA2 gene/chromosome 3g21.3
MOLKIAEC KAWVLKEC EKONAWOELC

MukopaktnpldLakec, oyeveic Aotpwéetc, Aspudoidnua
AvornAaoia/amAoocia pueAol TwV 00TWV Kol AsUXaLLL

YuvnOwce n eEAAelPn GATA2 odnyel o eAaTTWHEVA

Lovorupnva Kol pukoBaktnpldlokn vooo

— Atdyutn pn pupatiwdn pukoBaktnpldlokn voooc
(NTM), cuxva otnv matdikn nAkia



Mveupovikn kupeAdIKN MpwTEVWON

Eudaviletal kupiwe o avdpecg 30-50 stwv

[evetikeg mapaAlayeg otov urtodoxea tou GM-CSF (CSF2 receptor
alpha gene/ chromosome 5g31) €xouv w¢ amotéAeopa T
HELWMEVN KABapon tou surfactant, apa tn cucowpevon MPWTEIVO-
AUtdkn ¢ ovoiag otig kupeAideg

To 1o CUXVO CUMMTWHA OTNV TTALd LKA NALKLA Elval N LELWEVN
kKaOnuepvn dpaoctnpLlotnTa Kot anwAeLla Bapouc

Y€ HeyaAUTEPEC NALKiEC ouvnBwWC ekONAWVETAL LLE UTTOSaLLLLOL KoL
npoodevutikn duoTmvola

NoLpweeLg amo pukoBaktnpidia, vokapdia Kot LUKNTEG

H dtayvwon tng kuP eASIKNAC TVEUOVLKAC TIpwTEivng Baoilletal ota

amoteAeopata BpoyxokuPeALSIKAC TAUONG, OV KOLL UTTAPYXOUV
XOLPOLKTNPLOTLKEC OLKTIVOYPOAPLKEC LETABOAEC



JUMITEPAOHOTO

v OL aoBeveic pue ouyyeveic Statapayec
bOYOKUTTAPWONC EXOUV AVENMEVN euTIAOELA OF
BoKTNPLAKEC KOl LUKNTLOKEC AOLUWEELC, AN OXL
O€ LOYEVELC

v OL TILo OUYVEC gotiec Aolpwénc elval to
QVOTIVEUOTLKO cUoTNMO Kol To Sepua

v AkoAouBoUv n maBoloyLkr) emoVAwon MANYWV, TO
eklepa/deppatitida kol n otopatitida



Euyxapiotw



2uvopopo Chediak-Higashi

AUTOOWULKN UTTOAELTTOMEVN (YoVvidLo
CHS1/LYST)

Anuoupyla yIyavilwyv AUCOCWHATWY,
eAQTTWMOTIKA QTTOKOKKiwon/ evbokuttapLa
Bavatwon faktnplwv

AAPLOpOC, uTtOTPOTILA(OUCEC COBOPEC
TTUOYOVEC AOLUWEELC (OTPETMTOKOKKLKEC/
oTapUAOKOKKLKEC), (-) Baktnpla & HUKNTEC

Oudetepormevia



