OINMPQTOMNAOGEIX ANOZOANEINAPKEIEZ KAI Ol KAINIKEZ
EKAHAQZEIZ TON AIATAPAXQN TQON ®OATOKYTTAPQN

Awarons Mavwing
Houoiatpog- Avocorioyos
2vvrovietig AicvGovtiyg

TMHMA ANOZOAOTIAZ Kk IZTOZYMBATOTHTAZ
EIAIKO KENTPO & KENTPO ANA®OPAZ TIA
NMPQTOMNAGEIZ ANOZOANEINAPKEIEZ
MAIAIATPIKH ANOZOAOTIIA

NOZOKOMEIO MAIAQN ‘n AllA ZOOIA’



H peAETN TG avoooAoyiag gival OUGKOAN
Yid TPIGC KUPIOUG AOYOUG

[Mpwtoc: TMMapoucidlel TTOAAEG AETTTONEPEIEG.
AgG £TIKEVTPWOOUNE OTN MEYAAN EIKOVA.
AcUTEPOC: ZE& KAOE KOVOVA UTTAPXEI KAl KATTOIO EEAipEDT.
AG MEIVOUUE OTOUG KOVOVEG .
Tpitoc: Hyvwon otnv avoooAoyia e¢eAicoeTal



[Moloi €ival ol TTaiKTEG TOU VOO IOKOU OUCTAMATOG;

*O1 puoikoi epaypoi: Aéppa(2 1.4) kai BAevvoyovol (400 T1.4)
*H pun €101kA | uUOIKN avooia: Makpogaya , [NpwTeiveg TOU
OUNTTANPWHATOC Kal Puoika KUTTapokKTova (NK).

*E101K N €TTiKTNTN avooia: Avriowuara(lgG,IgA,lgM,IgD,IgE ),
T ka1 B AeygpokuTtapa



IMoAvdvvapo
OLILOTTOUTIKO UNTPLKO
kVtTapo (Stem Cell)

MvgMko pnTpko KVTTOpO

: Ja
B Aepgpokvtrapa T Aeppok0Ttope  dyoixd ovdetepoPiha. Movokbtiena  Hwowoeiha Baceogiho Mactokitrapo Meyaxapvoxbvrroapa Epvbporidtrapa

KUTTOPOKTOVOL

TAOGLOTOKOTTOPA AgvopLTika KOTTapOL



Pvokol apvvTIKol
unyoviopot

LUKPOOPYaVIGHOT

"Epgutn Avooia:

DuyoKVTTUPU,

[Ipwteiveg TOL
GUUTAT PO UOTOC

Dok KLTTOPOKTOVO,
KOTTOPO

Ermiktntn Avooia:

T xon B Agpgpoxottoapa



MONOKYTTAPA/PAIOKYTTAPA

Ta @ayoKUTTAPA ATTOTEAOUV KUTTAPA TG MN €101IKAG avoaoiag,
KUpl01 EKTTPOCWTTOL:
Makpo@ayo kal Oudetepo@iAo NoAupop@oTtTupnvo.



MAKPO®ATA

*To pokpo@ayo TapdayovTal 6TO HVEAO TOV 0GTAOV

*2T0 Oipa KOKAOQOPOUY £0C 3 HEPES

* Kadniovovtar 6Tovg 16TOVS- IOTIKA HOKPOPEyo (KLT.
Langerhans - éépua , kot. Kupffer-nmop, ooteokhdotes-
00Td, KOWYEAOIK( HOKPOPAYA-TTVEVUOVIS)

Ileproepko aipa - 2-6% TOV AEVKOV KUTTAPOV.



To poxpo@ayo amavraTol 6€ TPLS KOATUGTAGELS
ETOLUOTNTOG:

1. «XKOVTO0QEY0S»

2. AVTIYOVOTTOPOVGLAGTIKO KUTTUPO

3. Kuttopoktovo KOTTOPO



"2 KOVTLO0PAYOS”

2TOVG LOTOVS 6€ KOTAGTOG 1|PERLOS nE apyo pvOuo
TOALUTTAOGLOGLOV

Z.€1 6TOVG L16TOVS Y10, UM VES OTAMS LOLEVOVTOS
OKOVTTLOL0,



AVTIYOVOTTOPOVGLUGTIKO

) <

MHC I

Mnivopa cuvayeppov 0Tt o1 paypotl duovag £(ovy
ownomacOel

AvEnon g ékepaong Tov popiov MHC Il oty
EMPAvEL



Kvttopoktovo

IFN-y+LPS 1V 1 TNF

Ortav £xel ovvoebel pe o LPS 1 Ty Mavvoln sivar
aTOAVTA GLYOVPO OTL £xEL YiveL Elofoin)

"Exkpion TNF : X1pépeTon evavtio kako0mv ko
ROAVGUEVMV OO 100S KOTTUPU,

Bon0a oty evepyomoinon aiAlov KutTadp@V



LPS
IFN-y

TNF

IFN-y kan LPS mopoootovv To paxpopaya

To poxpoeaya mapdayovv TNF wov pe ™ oeipa tov dreyeiper o M@ v va
napayovv I1L-12

TNF xon 1L-12 oweyeipovv ta NK ywa meprocotepn mopaymyn IFN-y



TNFpokpo@aymv €0000veL TNV EKQPaoT TOV
voooy<mv ¢ IL-2 oty em@avera tov NK

To NK avramokpivovror oty IL-2 kot
nolamiaoralovral.



To paxpo@ayo Aowwov €ival £vo TOAVTAEVPO KVTTUPO.

Apa ooy "XKovTo0QaEyos'', cav avTIYOVOTUPOVGLUGTIKO 0ALA KOl
GOV KUTTUPOKTOVO KUTTUPO.

H xatdotaon opactnprotntos mov 0o Bpedet eCaprator amo Tov
TUTO KOl TNV £VTO01] TOV GUOTOS OLEYEPONS Tov Oa AdaPer.



AAANAETTIOPAOCEIGC NETAEU PAYOKUTTAPWYV KAl GAAWYV
TTAPOAMETPWYV TNGS PUOIKNS/MN €10IKAG AVOCIAG :
2UUTTARPWHO

IC3b (i avevepyd) OTNV ETIPAVEIQ TWV EICBOAEWV

2TNV ETTIPAVEIA TWV HAKPOPAYWV —@AYOKUTTAPWYV UTTAPXOUV
UTTOOOXEiIG TTOU JTTOPOUV va ocuvdeBouv pe To IC3b kal kat' eTTEKTOON UE
TO CUUTTAEYHO - OWYWVIVOTTOINUEVO EIC0BOAEQ YE ATTOTEAEONA VA
OIEUKOAUVETAI N PAYOKUTTAPWON

AguTepn AsITOoupyia TOU CUUTTANPWHATOG : BAlel onuadia oTIg
ETIPAVEIEG TWV EIOBOAEWYV OEIXVOVTAG TO OTOXO OTA PAYOKUTTAPO.
Tpitn AsiToupyia: KOMNATIO TWV TTPWTEIVWYV TOU CUUTTANPWHMATOG
MTTOPOUV VA OPOUV WG XNMUEIOTAKTIKOI TTAPAYOVTESG- OUTIEG TTOU
ETTIOTPATEUOUV Kal AAAOUC TTAIKTEC OTO ONMEIO TNG MAXNG. [a TTapAadelyua,
Ta TuAuaTa C3a kai Cha €ival autd TTou aTToKOTTNKAV 0Tav dnuioupyndnkav
Ta C3b ka1 C5b



TO 2YMINAHPQMA AMNOTEAEI ENA
MOAYAEITOYPI'IKO 2Y2THMA

KataoTpE@el TOug EI0BOAEIC PTIAXVOVTAG TO
2UpTTAeypa MpooBoAng Tng MeuBpavng (MAC,
Membrane Attack Complex). MAC

Evioxuel Tn AgiToupyia TNG PAYOKUTTAPWYV HECW TWV
UTTOOOXEWYV TOU CUNTTANPWHMATOG

EidotTolei AAAa KUTTApA OTI OeEXOMOOTE £TTIOECN
AAAG 6Aa auTd TO KAVEL TTOPA TTOAU ypRyopa




IHOAYMOPO®OOIITYPHNA OYAETEPO®IAA

*Ta T 6ToVOULN ETAYYEANUTIES PAYOKVTTAPU

Ilapayovtol 6T0 HVEAD TOV 0GTOV,

«Zovv 2 ~ 3 uépec,

*AtoTELOVY TO 60 ~ 70% TOV AEVKOKVTTAP®V

*AEV ENPAVICOVY KATOLO ELOIKOTNTO EVUVTL TOV UVTLYOVEOY
*Baoikn Tovg Asttovpylio €ival N E£00PAALON TNS KVTTUPLKIS
GUOVVOS TOV OPYAVIGUOD TOV EMITVYYAVETUL UE TN PAYOKVTTAP®GT)
Kol 1 OavaTtmon Tov HIKPooPYavVIGHOV.



*Eival T TpoTe KUTTOPO TOV 00 67TEVGOVY GTO GNUELD TNG
Aoipming

*MoMGS PYOVV 6TOVS LGTOVS EVEPYOTOLOVVTUL AUEGH OPOVY GAV
VITEPEVEPYOTONMUEVE. ROKPOPAYO KUL QO YOKVTTUPOVOVY TOVS
slwoPoieic.

*H 01001K0GL0. LTI LTOPEL VO, ELVOL ETLKIVOUVI] KO YO TOVS
(PLGLOAOYLKOVS LOTOVS YL GVTO TO KUTTUPA aVTa COVV ALYO Kot €@’
0G0V YPELUGTOVY EVIGYVOELS ECOYYELOVOVTUL KULVOVPYLO.



E@’ 060V T0. TOADHOP@OTUPNVA ELVOL TOGO ETIKIVOUVA,
TOS EEPOVY TOTE TPETEL va. fyovv a0 TO AP 6GTOVS
1GTOVS 0AAC KOl TOV TPETEL VO TTAVE;



IcAM Y. v

= No CsLG

—

(Nd)

OTAETEPODPIAO
KINEITITAT
KATA MHKOZXZ

A ATMOBPOPO ATTEIO

DPTZIOAOTTIKOZEZ IZTOX

270 €v0001A10 TOV OYYELMV TPOVTAPYEL | TPOTEIVY
ICAM (InterCellular Adhesion Molecule)

2TV EMLPAVELL TOV OVIETEPOPILMV VTTAPYEL 0 GVVIETNS TG
cehektivng (Selectin ligand~ SLIG)



Kvttapokives ‘covayeppov’ IL~1 kot TNF

MeTa@épovy 1o pfjvopa, 0Tt KAmov yiveton erifeon.

To minciov evoodNio TOV ayYELOV EKQPPALEL ML KAIVOVPYLA TTPOTEIVY
oTI|V EMPAvELd TOV TN 6elekTivny (SEL).

H o0v0gon ¢ 6EAEKTIVIIG KOL 1] HETAPOPA TNS GTNV ETLPAVELD,
TOV KVTTAPOVL YPELLeTON TEPLTOV 6 DPES



I—VK:AM v‘l
I \NT | No
O : ).\_. TAMATA
Se_aaty T &
PATCT " MATINC2IN I>32T O3S

dLreypovoron onuota 0TL 1 payn €ivor o€ eEEMEN:

H npoteivny Tov cvprinpopatog CSa Kot T0 6VGTATIKO TOV
TOLYORATOS TOV fakTnproiov, Mromolvcakyapion (LPS).

H wreykpivn covoéeTan pe TNV TpOTEIVY ToV £voodniiov ICAM morv
OTEPEQ KOl KAVEL TO OVOETEPOPLAO VU GTUUATAE VO KVUAC.



=
& il PN pEre st

AKONOTOE o T ARPONMAT TT2MN
f-met & Cb5a

XNueotokTIKol Tapdyovres fonbovv:

2TV 01000 TOV OVOETEPOPILAM®V NETAED TMV EVOOONALOKOV
KUTTAPOV TOV AYYELOV

v ££000 TOVS GTOVG LGTOVC.

211 HETAVAGTEVGT] TOVS GTO TOTO TS PAEYNUOVI|C.



MNaTi OMWG UTTAPXEI MIa TETOIA TTEPITTAOKN O100IKACTia yIa

vVa pTACOOUV TO OUDETEPOPIAA OTOUG ICTOUG;

 HkKaBuoTtEépnon TngG TTapaAywyng TwWV CEAEKTIVWYV gival
OKOTTIMN YIATI Qv N €TTIBE0N ATTO TOUG MIKPOOPYAVIOUOUG
Oev gival ooBapn Ta HOKPOPAYA TA KATAPEPVOUV pova
TOUG.

* Av OuWCG ol elI0PBoAEIC gival TTOAAOI TOTE TTEPIOCOTEPA
MAKPOPAYa TPEXOUV QUCAVETAI N TTAPAYywWYn TwV
OEAEKTIVWYV KAl TA TTOAUPJOPPOTIUPNVA AVTATTOKPIVOVTAI OTO
KOAEoUQ.

* Ta oudeTePO@IAA TTAPOTI €ival TTAPA TTOAAG OTO aija,

mrepittou 70% , 0TOUC PUOIOAOYIKOUC 1I0TOUG BpiokovTal
TTOAU Aiya. Eival KOTTapa Travra o€ eToigoTnTa —on call.



I1010¢ OGS KAAEL TO OVOETEPOPLATL;

PvoiKa, To KOTTOPO GPOVPOL, T HEKPOPAY,
omote yperalovron T Pondera Tovg



*H ovvocon SEL-SLIG mov kavel To 0v0eTEPOPLAO VO KUAG apYd
*H arAiniemiopaon s INT-ICAM mov axkiwvntomoiel To
OVOETEPOPLAO

*O1 MNUEOTOUKTIKOL TOPAYOVTES ROCL ME TOVS VITOO0YELS TOVS GTO
TOAVUOPPOTVUPINVO TOV OLEVKOAVVOLY TNV ££000 TOVS U0 TO,
ayyeto,

*@DiveToL AlYO TEPITAOKO GUGTI| A

H Ymapén Tov 1prov TOmov popimv mov TpETEL va
GLVEKQPPUGOOVY TPOTOV TU OVOETEPOPLAL PYOVV GTOVS 1GTOVS
K(AVEL TO GUOTN O TOAD ACPUAEG.



IgE 356789
oA C356789 (attack)

IgM
IgG+Ag —P» C-activation

“ 2

Fc CR |iC3b
Opsonin

Cha
chemo-
attractant

CD11/18

CR

FcR f

AgAbC complex

ATOTOIMNUEVO S1AyPOUUA-CYT LA THC EVEPYOTOIN GG TOV AEVKOKVTTOPMWV KOl TWV
aiinremopaoemwv petatd T ko B xuttapov HOKPOPUY®V KO OVOETEPOPIAMV

(H.D. Ochs, G.IE. Smith and J. M. Puck, 1998)



KAINIKH MPOBOAH TQN NMPQTOMAGOQN
ANOZOANENAPKEIQN

*YIIOTPOIIIAZOYXEX H EHNIMONEX AOIMQEEIX
‘EKAHAQXEIZ AYTOANOXIAX

*AAAEPI'TKA NOXTHMATA
‘AEM®OYIEPIIAAXIEX



2HMEIA YTOINTA IN'lA ANO2OANENAPKEIA

avénuévn cvyvotnTa Aotnotemy (>10/£100)
avénuévn cofapoTNTe TOV AOIUMOEEMV
MOPATETUUEVT] OLAPKELD TOV AOLUOEEMY
ENAVOLOUPBaAVOREVES AOTUAOEELS YOPIS
NEGOOLOGTNUOTO EAEVOEPU COUTTONATOV
avénuévn e€aptnon ano avtifroTikd
OVETTAVTEYES N Paperéc eMmTAOKES
AOLUOEELS 00 0oVVIOEIS HIKPOOPYOAVIGHOVS

Pefoapousvo oikoyeveloKo 16TopiKo



KAINIKA ZYMINTQMATA 2YNAEOMENA ME
ANO2OANETNAPKEIA

2YMMNOTQMATA ZXEAON AIATNQZTIKA

* Xpovio Aotpmén

* Yrnotpomalovoa Aoitpmén

* AcuviiOng Aolpmén

e Mn wpNS ATOKOTAGTOOT GTO LEGOOLUGTILATO TOV
LolLOEE®Y

Kok avramrokpion otn Ogpamevtikng ayoyn



SYMIITQMATA XYXNA KAI YIIOIITA

cAeppotikég BAaPec (sEavOnua, £éklepo, Kavrivrioon)
* Xpovio otappora,

* Metouévn avamtoén

 Hratoominvousyoiia

* YToTtpomialovoo 06TEORVEMTIS

* AVTO(V0OGO VOGN0,



2YMIMNTQMATA 2YNAEAEMENA ME 2YITKEKPIMENH
ANOZOANEINAPKEIA

Atagia
TnAayyeiekTaoia
OpoupoTrevia
Exlepa

TeTavia



IAIAITEPOTHTEXZ THZ NEOINIKHZ - BPE®IKHZ
HAIKIAZ

To veoyvo diarpExel auénévo Kivouvo AOIwWEEwWV

*MEeIOVEKTIKO KAl AVWPIMO XUMIKO KOl KUTTOPIKO OKEAOG
TNG AVOOIOKNG AEITOUPYiIaG TOU

‘[Mepiopiopévn TTapaywyn Kail/f) EAATTWHATIKA
AEITOUPYIKN IKAVOTNTA OAWV TWV OTOIXEIWV TOU
OVOOOTTOINTIKOU OCUCTHHATOG O& OIOPOPETIKO YIO TO
KaBEva Baduo



XAPAKTHPIZTIKA AOIMQ=EQN I10Y O®PEINONTAI
2E ANETIAPKH NEITOYPI'IA TON ®AI'OKYTTAPQN

*Ta altio TOVg €lvol KATE KavOVa 0 6TUPVAOKOKKOS

kol eraviotepa Gram(-) BakTnpiowa, pOKNTES,

GEPPATIES, MOTEPLES

*O1 hownméerg eivar mepryeypappéves mooyeveig  (000umveg,
OTOGTNOTA, CVPLYYIR) TOV EVTOTILOVTOL GTO OEPILA, GTOVS
AENPOOEVES, GTOVS TVEVUOVES, 6T 006TA, 6TIS 0pOpmaels 1 GAAo
E0OTEPLKO OPYAVO

*Eival 00vaTo vo 60voualovTol HE OEPUATIKES EKONAMGELS
(Tvodeppic, CUNYHOTOPPOIKY] OEPUATITION, EKEENO, VEKPOTIKA
omoctTquotd, SavOnuata)



‘ExovTag Katd vouv OTI TO AVOCIOKO CUOTNHA £EEAICOETAI ME TNV
NAIKia, ME OUVAMIKES AAAAYEG OTOUG UTTOTTANOUOHOUG TWY
AEPPOKUTTAPWYV, €ival TTOAU ONUAVTIKO VO AVOAPEPOUAOTE OTIG
(PUOIOAOYIKEG TIMEG VIO TIG AVTIOTOIXEG NAIKIEG TOOO OTIG OXETIKEG
000 Kal OTIG ATTOAUTEG HETPAOEIG TWV KUTTAPWYV



TAZINOMHZH TQN NMPQTOMNAOQN
ANO2OANEINAPKEIQN



O1 MNpwrtoTtraBeic Avoocoavetrapkeieg (MA) atrotreAouv
mEPICOOTEPES ATTO 400 DIAPOPETIKEG DIATAPAXES TTOU
£TNPEAloUV TNV AVATTTUSN , AsITOUupyia 1 Kal Ta SUO Tou
OVOOI0KOU OUOTHHMOTOG.



Me e€aipeon Tnv IgAD 1:700
O1 utréAoitreg £xouv cuyxvornTa >1:10.000



OI ITA XAPAKTHPIZONTALI :

-Auénon tn¢ euaioBnoiag os urrorporrialouoces AOINWEEIC

-2ofapéc Aoruwieic ue euaiobnoia og moIKiAoug HIKPOOPYyavioUOoUS
mou éaprarai amo 1n UON TOU avooIaKoU EAAEIuArog.

-Karmroioi rurroi 1A mrapouoialouv SuTAgiToupyia ToUu avooIaKkou
oUCTAHMNATOC

-AAAoI Exouv Eva 1110 OUVOETO PAIVOTUTTO OTOV OTToio N
AVOOOAVEITAPKEIA ATTOTEAEI Eva ATTO T CUCTATIKA TTOU OOOUV TO
QaIVOTUTTO TOU VOOl IATOC.



H mo g0ypnotn onuocicvsn amwo opdoa 0kov otig IA
REPLAUUPAVEL OKTO TIVOKES HE KATAYPUPT] VOCT|LATOV UE
ava@Qopd 6TO:

- Ovopa,

- IIpooPepinuévor Aepgoxkvrrapikol vroninbvopoti
- Agsrtovpyleg

- Enineoo avocooc@aipivay

- KMvika yopoktnplotika

-Tpomoc KAnpovoKOTNTOS

- IIpocfPepinuévor yovor



Opadal : Xvvovaouéves T ko B avocooaverapkereg

Opada Il : Alro KoAG KOOOPLGUEVE GUVOPOLLO (VOGOUVETAPKELUS

Opaoa III  : KOpro avTicOUOTIKES 0VOGOUVETAPKELES

Opaoa IV : Noonfupota avocslokns dveAiertovpyiog

Opada V : Xvyyevi] EAMAEIPpOTO TOV QAYOKVTTAP®V (ApOnog, Aertovpyia)
Opaoa VI : Elleippoto TS pun €101KNS avooiog

Opaoa VIl : Avto@ieypovaosic Atotapayég

Opaoa VI : EAleippoto TV TPOTEIVOV TOL ZOUTANPORATOS



Opaoa V : XYITENH EAAEIMMATA TQN
OAT'OKYTTAPQN (APIOMOX, AEITOYPI'TA)



Mivakag V Zuyyeveig avwpaAieg TWV QAYOKUTTAPWY WG TTPOG TOV apiBud, Tn AsiToupyia, i Kal Twv dUo

NOZHMA E"”‘?‘““"“’“ E'm]pac({op!svn Zuvodd euppata KAnpovouikétnTa MOP'GK‘?g 6'“”90()(8; )
KOTTapa AsiToupyia milavn Taboyéveia
. . ; ELAZ2: diatapayn Tng
LTS ouyyevels N MugeAikn dlagpopoTroinon VT Eelel HE AD METAKIVNONG TNG
OUSBETEPOTTEVIES pueAoduoTTAacia .
eAaoTdoNg
2uvdpouo Kostmann N MueAikn dlagpopoTroino B/T AepgoTrevia AD SAEEreeEn s
POL n olagop: non HO! eAaoTAOTNG
AlokUpaveon Twv GAAwv ELAZ2: diatapayn Tng
KukAIkn ouderepomevia N ? AEUOKKUTTAPWY Kal AD METAKIVNONG TNG
AIOTTETOAIWV ehaoTdong
WASP: pubuioTAg Tng
QPuAoouvdern aKTivnG TOU
ouderepormevia/ N+M ? - XL KUTTOPOOKEAETOU
pusAoduomAaoia (aTwAEIa TG
QUTOAVOOTOARG)
Aiarapayxn tng MpookdAANGn xnueiotagia Kg GUOTSpmJlJEVI:]
a . améTITWaon ou@aAiou . ..
TTPOOKOANONG TWV N+M Evdokuttwon T ., 2 INTG2: Mpwrteivn
= - . . Awpou, depaTIKG EAKN, AR .
AguKkokurTdpwy (TUTTOU L+NK KUTTAPWV/KUTTOPOTOEIKOTN . TTPOOKOAANGNG
5 TTEPIO0BOVTITION,
1) Ta NK KuttGpwyv .
AEUKOKUTTAPWON
Aiarapayn tng XapaktnpioTiké LAD
rrpocKoAn('mg Twv N+M snueioTaia TgTIOU 1 + hh-opdda ) AR FUCT1: HeTagopeag Tg
AgukokuTTdpwy (TUTTOU QipaTog KOl TIVEUPATIKA GDP- @oukélng
2) KabuoTépnon
Aiarapayn tng .
TTPOOKOANONG TWV N+M . ?((XpGKTr]pIGTIKG LAD, ?Rap-1 evepyotroinon Twv
X . MpookAAAnGn TUTIOU 1 + QIPOpPPAYIKA AR .
AgukokuTTdpwy (TUTTOU L+NK 516 IVTEYKPIVWV
3) 160e0on
. |-|p00"K e[ , Kakn emoUAwaon Twv RANEZ: E)UB“'GH ms
Avemdpkeia 1ng Rac 2 N Xnuelotagia rapaywyn . . AD aKpivng Tou
TIANYWYV, AEUKOKUTTAPWON ,
02- KUTTOPOOKEAETOU
Avs’n'aszla g B N+M KnmTikéTia nVEUpGTIKI’] KaQuoTspnon, AD ACTB: ) )
akTivng XapnNAo6 avaoTnua KUTTOPOTTAQGUOTIKF OKTiVN
Evrornauayn veavikn N xnps[omﬁla TTou emayeral NepioBovinida AD FPR1: unoé(?xsag
mepirodovritida aTrd QOPUUAOTTETTTIOI0 XNHEIOKIVWV
SivSpopio Papillon- ) |-|£p[060VTITI50, ) CTSC:Isvspyom’Jmon ™ms
N+M Xnueotagia UTTEPKEPATWON TTOAANWYV AR TIPOETACNG OEPIVNG ATTO
Lefevre L .
KalI TIEAJATWV TNV KaBewivn C
Avan"aszla TWV EI6IKWV N XnueioTagia N kUTTOPQ !.IE OihoBo AR C/EBPE: MUEAIKOG )
KOKKiwv TTUpAVa TTAPAYOVTAG HETAYPAPNG
MavkuTtTaporrevia,
2uvépouo Shwachman- N XnueioTagia aveTTapKela eEWKPIVOUG AR SBDS

Diamond

Joipag TTaykpEéaTog,
xovopoduoTrAaaia




Mivakag V. Zuyyeveig avwpaAieg TwV QAYOKUTTAPWY WG TTPOG Tov apiBud, Tn AeiToupyia, A Kal Twv dUo

Emnpeadopeva

Mopiakég SiaTapayég -

NOZHMA KOTTapa Emrnpeafoépevn Asitoupyia Zuvodd gupfipaTa KAnpovopuikétnta miBavi Taoyéveia
EvOoKuTTApIO KATOOTPOPH
XpOvieg KOKKIWHATWOEIS VOTOI N+M (eAaTWpATIKA TTapaywyn CyBA: TIpWTEIVN JETAQOPAS
02-) nAekTpoviwv (gp91phox),
o= . CYBB trpwrteivn petagopds
VEEIEEEE T ETUTIEg XL/AR NAEKTPOViWV (p22phox),
McLeod @ -
NCF1mpwrteivn auvdeong
(p47phox), NCF2 mpwrteivn
gvepyotroinong (p67phox)
PuAooUVOETES - AUTOOWNATIKES N+M
EvdokuTTdpia KaTaoTpo®n (T axi omn G_GP D:
Avemapkeia tng G-6PD twv HIKPOOPYQVICHWV MDY G CTuS
oudeTEPOPIAWV N+M (eMaTwpaTIKA TTapaywyn AT DIl AL NADPH
po¢ H o r] paywyn Alatapayn otn MPO:
UEIOVEKTIKI) AVTIOEEIDWTIKA
AVETTApKEIA TNS N EvdokuTtTmiapia ATravtaral oe PucioAoyikd AR TpooTaCia
pusAoirepodeidaons KataoTpo®r) TnG candida dropa
Avemdpkeia Twv UTTOSOXEWV TG SUEERijeial G /01| GG IL-12R...1:....1 aAucida Tou
IL-12 ka1 Tng IL-23 L+NK e TS Ao oo “UKOBGKT,W&G Kal AR utrodoxéa Tng IL12 kai IL23
oaApovENAQ
EuaioBnoia og Aoipwéeig 11-12p40 utropovada Tng IL-
Avemapkeia tng IL-12p40 M ‘Exppion Tng IFN.... aTé pukoPakTnpidia Kai AR 12/IL-23: mapaywyn IL-
OaApOVENAQ 12/11L-23
IFN-...R1: aAugida
7 a . , . EuaioBnoia o€ Aoipwéeig ouvdeong IFN-...R
A S 20 O T S M+L Zuv’éson I (e ey atéd pukofakTtnpidia Kai AR, AD, AR IFN-...R2:aAucida
IFN-y onfjuatog TG IFN.... : i ,
oaApovEAAQ ueTaBifaong pnvupaTog TNG
IFN-...R
EuaioBnaia o€ Aoipwéeig
ammd pukoBakTnpidia,
Avemapkela ng STAT1 (2 ramoi) M+L bblanie 3Bt ) et CELIEITEN I G 1205 AR AD STATL1: STAT1

IFN...../J...

EuaioBnoia og Aoipwéeig
aTré pukoBakTnpidia,
oaApovENAQ

AD: n kKAnpovopoupevn pop®n Tng avetrdpkelag Tng IFN-R...1 1) Tng avettdpkelag Tng STAT 1o@eileTal o€ PETOANGEEIG PE ETTIKPATWY XOPOKTAPA TTOU &€V 0dNyoUV OTNV TTapaywyn TTPWTEIVAG,
XL: @UAOCOUVOETN KANPOVOUIKOTATA, AR: auTOCWHN UTTOAEITTOUMEVN KANPOVOUIKOTNTA, N: oudeTepO®IAa, M: MovokUTtTtapa pakpo@aya, L: Aepgpokuttapa, NK: @uaoikd kuttapokTova, STAT1:

HETAYPAPIKOG TTAPAYOVTAG




Ta gayokuTtTapa TTai{ouv ONUAVTIKO POAO OTNV AUUVA EVAVTI TWV
BakTnEI1diwv KAl HUKATWV.

AoBeveic pe payokurrapika sAAsiyuara 6cov agopd Tov aplouo ,
TNV A€IToupyia f Kal Ta U0 TTapoucIAlOUV UTTOTPOTTIA(OUOES
oofapég AoipwEelg atrd pUKnTeS (Candida kair Aspergillus)
BakTnpIa.

KuplapxoUv o1 AOIJWEEIG TOU aQvATTVEUOTIKOU KAl TOU OEPUATOC
aAAd Kal v Tw BABsr arrooTnuAra gival CuXVda. Z€ TTOAAEG
TTEPITITWOEIG Ol UTTOTPOTTIA{OUCEG OTOMATITIOEG EiVAI CUXVEG



Lo

‘EAsyxyoc PAITOKYTTAPIKHZ Asitoupyiag

ApI1OJOG, TUTTOG,MOPPOAOYIO TTOAUMOPPOTTUPHVWYV
AEUKOKUTTAPWYV

KivnTIKOTNTO TTOAUHOPPOTTUPVWYV

- Xnuelotagia

- "EK@pacn popiwv TTpooKOAAnong (CD11/CD18)
Oywvikn IKavoeTnTa opou (METpnon C3,C4)
EKTipNoN TNG 0&EIOWTIKAG IKAVOTNTAG

TWV QAYOKUTTAPWYV (AVATTVEUCOTIKN €KPNEN)

- Aokiyacia NBT

- M£Bodo¢g kutTapopueTpiag (DHR)

(Mérpnon tn¢ avaywyn¢ rn¢ Aiudpopodauivng 1,2,3,mpoc¢
podauivn 1,2,3)



Bpaxuc xpovoc Zwncg/Amokpiong
Mikpn di1dpkela e€ETaong

OudeTepopIAwv oAupopwoTUpnvwy/

PAYOKUTTAPWYV
BaoeoypiAwyv

MeyaAoc xpovoc Zwnc/Amokpiong
MeyaAn didpkela e€Eraonc

AcppokuTTapWYV




Bpaxeiac O1apKeIag
AEITOUPYIKEC OOKIUATIEC

AoKIjaoia 0EEIOWTIKAG IKAVOTNTAG
TToAUpOp@oTTUPAVWY (DHR)

AOKIJATia XNHUEIOTAKTIKNG IKAVOTNTOG
TTOAUMOP@POTTUPAVWV



napaywyn dpacTikwy HeTAPOAITWY 02

uroxAwpiwdeg ofu (HOCI)

Generation of Reactive Oxygen , , , ,
Species (ROS) > &ival o TAEov HikpoPlokTovog peTady

NADPH Twv petapoAitwy Tou O, Tou

TapdyovTal dmo Td ¢ayokUTTapd
SUPEROXIDE pay pay P

_ QOHe > OUMHETEXEI OTO OXNUATIONO
Disgutase Myeloperoxidase

HYDROXYL

RADICAL xAwpapiviy (R-NCI)

SINGLET ~ HG, - , , , ,
OXYGEN OCl AyoTEPO OpaaTIKOi AAAA TTOAU TTIO

HYDROGEN
PEROXIDE HYPOCHLORITE

HakpopPiol o€ cIdwTIKoi TApAYoOVTEC
( )




Aokipyacia ofeIdWTIKAC IKAVOT
ToAUHOPPOTTUPRVWYV



MeTavaoTeuon

AIMA >TaOepn OTOUG 10TOUG
ALITIA KUAnon AlEyepon npookoAnon XnueloTtagia
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AOKIMAZIA O=EIAQTIKHZ IKANOTHTAZ NMOAYMOP®OIMYPHNQN



AYTOZOMATIKH

XKN
NADP+



Instiution: AG SOFHIA HOSF. -DFT.IMMUNOLOEY -HISTOCOMPALITY

Instiution: AG BEOPHIA HOSP. -ODFT.IMMUNOLOSY-HISTOCOMPALITY

[A AMD E1FL1 Log - ADC

XQPIZ AIErEPZH

LI ] LI R B ] LA ] LR
10" 107 105 107

Instiution: AG BOPHIA HOSF -DFT IMMUNOLOGY -HISTOCOMPALITY

[A AMND B1FL1 Log - ADGC

FYZIOAOIIKO ATOMO
ATIETEPZH ME PMA

Institution: AG_SOPHIA HOSP_ -DPFTAMMUNOLOGY -HISTOCOMPSALITY

[A AND E1FL1 Log - ADC

AZOENHZ ME XKN
ATIEFEPZH ME PMA

L

10" 407 102 i0?

DHRE- HTIC

[A AKD Bl FL1 Log - ADC

EOPEAZ FYAOZYNAETHZ XKN
AIETEPZH ME PMA
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AIMA KUAnon
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Evd0oORqAio T
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SUYYEVEIG AlaTapaxEG

eZUVvOpoHo Ynep-IgE (Job’s)
eZUvOpopo Chediak-Higashi
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eAVENAPKEIA TNG NPOCKOAANTIKOTNTAG

TV AeukokutTapwyv (LAD)

eZUvdpopo Schwachman-Diamond

eZUvOpopo Papillon-Lefevre

eEvTOnIOHEVN VEAVIKN NEPIOdOVTITIOO

eAvenapkeia Rac 2

MeTavaoTeuon

ZTa0epn OTOUC 1I0TOUG
npookoAnon XnuUeloragia
a T
T raems\fie e
g A S
ansl Taia
5

EnikTnTEG AlaTapaxEg

*Ne@pPIKN avenapkeia
eKippwon Tou ANATOG
eZakxapmwong d1aBnNTNG
eAéppwpa Hodgkin
ePeupaTOEIONG apOpiTIOa



Bapia ouyyevig oudetepoTtrevia (SCN) opilsrar apiOuoc
OUOETEPOYIAWYV TTOU emIpévEl oTaBepa KATw amo 0.5x10° kurr/L.

H o koivi aitia gival pia petadAAaén oto yovo ELA2, TTOoU
KWOIKOTTOIEI TNV EAAOTACH TWV TTOAUMOPPOTTUPAVWV.

AuTéowun N KUpiapxn KANPOVOUIKOTNTA OXETI(ETAI [IE ATTOKAEIOUO
a1To mPO-HUEAOKUTTAPO O pusAokurrapo orov MO.

Mepikég HETAAAGEEIG TNG ELA2 TTPpOKAAOUV KUKAIKN OUDETEPOTTEVIOAL.

MetaAAdgeig TnGg ELA2 Trapouoidalouv auénuévo Kivouvo
MUEAODUOCTTAOCIOG KOI MUEAOYEVE AEUXQIliaL.



XPONIA KOKKIQMATQAHY NOXOX (CGD)

Opada diatapaxwyv TTou evTOTTI(ETAI OTN @ACH TNG OVATTVEUOTIKAG
£KPNENG TNG PAYOKUTTOPIKNG AEITOUPYIAG.

H BAaBn opcilsral orn psraAAaén £vog ek Twv yovidiwyv 1Tou
KwOIKOTToIoUV TNV 0ég1dA0N TWV UOVOKUTTAPWYV KAl
moAupop@orrupnvwv NADPH kar odnyei orn averapkn rapaywyn
H,O, kai dAAwyv oeIdwTikwv rapaywywyv BAciKng onuaociag yia
TNV gvookUTTapIia e§oviwon Twyv BakrnpiSiwyV KAl TwWV HUKNTWYV.



To év(UMO TWV GAYOKUTTAPWY TTOU TTapayel uttepoéeidia (NADPH
0&c10don) atroTeAEi Eva TTOAUTTAPAyOVTIKO oUCTHHA.

2TN MEMBPAVN TWV PAYOKUTTAPWYV UTTAPXEI TO KUTTOXpWHO B558
TTOU aTtroTeAEiITAI ATTO Hia peydAn utroopdda tnv gp91PhoX kal pia
MIKPOTEPN TNV P22P"°X, TouAdxioToV TPIG AAAOI, p47Phox pG7Phox
Kal p40 PhoX KUTTAPOTTAACMATIKOI TTOPAYOVTEG CUMMETEXOUV OTN
O1ad1Kaoia EvEPYOTTOINONG TOU EVCUMOU.

2uvapuoAoynon rou cuuttAéyuaroc NADPH puBuilsrar amro
O10QPOo0PWPIKES YAouTaBeioveg Racl kar Rac?2 .

‘EAAsiwn tn¢ Rac 2 mmpokaAei vooo mou uoiadesr orn XKN..



O umrétutrog gp91rhox (CYBB), ( 61ToU gp YAUKOTTPWTEIVN, 91:
Hopl1ako Bapog 91 KD kai phox:0&€1ddon Twv payoKUTTAPWV-
phagocyte oxidase) KwdIKoTrolgiTal ATrd Yovidlo TTou BPIOKETAI OTO
Xp21.1 Kai ol METAAAGEEIG TOU AVTITTPOCWTITEUOUV TO 62% TWV
TTEPITITWOEWYV TTOU AVTIOTOIXOUV OTOUG 00BeVEIG HE PUAOCUVOETN
CGD.

O umoéTutrog p22 Phox (CYBA), KwdIKoTrolgiTal amrd yovidio Tou
BpiokeTal o0TO XpWHOCWHA 16024 Kal o1 uTTOTUTTOI P4 7PN (NCF1) KalI
p67PNox (NCF2) p40 rhox (NCF4) kwdikoTtroloUvTal a1rd yovidia TTou
BpiokovTtal ota XpwHoowpata 7 11.23, 1925 ka1 22913.1
avTioTOIXO.



" S
Xpovia KokKiwHaTwdne voooc
(Chronic Granulomatosous Disease-CGD)

CELL
MEMBRANE

CYTOEOL

* 410 miBavd eMieippara oTo phox eviupikd oloTnua
* QVETIAPKEIA KAl O€ Evav ané Toug mapdyovree — CGD



KAaoiKn AsiToupyikn néE6odog
TTOAUHOPPOTTUPNVWV:
DHR

(dokipacoia diudpopodapivng)

Alayvwon Xpoviag Kokkiwpatwdoug Noéoou



Instiution: AG SOFHIA HOSF. -DFT.IMMUNOLOEY -HISTOCOMPALITY

Instiution: AG BEOPHIA HOSP. -ODFT.IMMUNOLOSY-HISTOCOMPALITY

[A AMD E1FL1 Log - ADC
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DHR- HTIC

Instiution: AG BOPHIA HOSF -DFT IMMUNOLOGY -HISTOCOMPALITY

[A AMND B1FL1 Log - ADGC

Metd d1€yepon pe PMA
(pvo1oAOYIKO ATOMO)

[A AND E1FL1 Log - ADC

Metd 01€yepomn pe PMA
AcbBeviic ne XKN
D
0.4 . ,
Ayopt pue NraTiKo
oG TN
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DHR- HTIC

Institution: AG_SOPHIA HOSP_ -DPFTAMMUNOLOGY -HISTOCOMPSALITY

13

[A AKD Bl FL1 Log - ADC

Metd o1€yepon ue PMA
dopéag PvrocHvoetng XKN

D
28 7%

H untépa tov
ayoplov

10° 10! 102 10°

DHR- FITC




Averapkera Phox!

dviocvvoeTn

®viroovvoetny CGD CGD, ®opéag
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ANENAPKEIA MOPIQONIMPOZKOAAHZHZ TQN ®AITOKYTTAPQN
(LEUCOCYTE ADHESION DEFECT/ LAD1,2,3)

20vOpoua Tou xapakrnpiovral arro dlarapaxEC arn KUKAopopia Twv
AEUKOKUTTAPWV..

Kot ot Tpig TOmor KANPovoprovvTal HE TOV GVTOGMUO VTOAELTOUEVO TPOTO,
TOPOVOLALOVTUL EVOPIS 6T L) pe TOAD cofapés AotnmEELS YmPIg
GYNNATIGHO TVOV.

AwWTapayn 6TV ETOVAMGT TOV TANYOV ( KON Kol HETA 00 HIKPO
TPOVUOTICHO) Kot foprd TeprodovtiTion.

O ac0¢eveic pe LAD2 &rovv yopunio avaotnuo , OVGHOPPLES KAl VOTTIKN
VOTEPNOT).

Ot ac0¢eveic pe LAD3 mapovoralovv kKot avnuévn Tao1 gilpnoppaytoyv
AOY® AELTOVPYIKOV OLOTUPAY DV TOV ULHOTETUAMMV.



LAD 1

Metarraén tov ITGB2 yovou( Xpopocopa 21022.3), 100 KOOKOTOLEL T1)
B2-integrin(CD18).

H B2-wteykpivny (CD18) amotelel 0AvGio0 KoL TPLOV ETEPOOIUEPAOV TOV
OTTOTEAOVY TO, HOPLA TPOGKOALINONG TOV PayokvTTapoV (LFA).

H B2wvteykpivny petéyel otn ota0epn mpookoriinon petald TV
AEVKOKVTTAP®V KUl EVO0ONMUKOV KUTTAPOV, EMTPETOVTIS T1) 01000 TOV
AEVKOKVTTAP®V 010 HEGOV TOV EVOOONAIOV MGTE VO OTAGOVY GTI| TEPLOYN TS

Preypoviic.



LAD?2
Metairlaln otov petagopio GDP-fucose pe amotéleopa Tnv EAdenyn

skppaong g mpoteivig Sialyl-Lewis X ov amotelel To pépro cvvoeong Tmv
QPayoKVTTAPOV Yo TNV E-cglhektiv) 610 £vo001A10



LAD3
Metairlain Tov popiov Kindlin -3 wov epadéketal 6T EVIOC KOl EKTOG
TOV KUTTAPOL GNUATOO0TI G TMV LVTEYKPLVOV.



KuttapopueTpIKf) avaAuon tou CD18 oe aoBeviy ye LAD1 peTa
OlEyepon pe PMA

dnG1oAoyiKo AcOevnc pe LAD
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Omphalitis in
LAD I patient




H avoolakn atmrdavrnon EvavTi Twv JUKoBakTnpidiwyv BacileTal oTnVv
EKKpion TNG IL-12 a1rd Ta pakpo@paya .

H IL-12 ouvdécsral us éva €101K0 utrodoxéa mmou ekppalsrar amo ra T
kai NK Asugpokurrapa kai srrayel EKkKpion IFN- y n omroia mupodorei
TNV MIKPORBIOKTOVO OpACH TWV UAKPOPAYWV UOAIC ouvOEBsi ue Tov
urrodoyxéa tn¢ IFN-y.

EAAgippaTa otov agova IL-12/IFN-y TrpoKaAoUV guaioBnoia og vooo
a1rd HUKOBOaKTNPIidIa
MetaAAageig otoug yovoug TnG IFN1 (IFNGR1 kai IFNGR2) kan STATL
TTPOKAAOUV dlaTtapaxég HE evaiobnoia oTa HUKOBAKTAPIA
MeTdAAagn oto yovo IKBKG mmou kwdikorroigi o uopiro IKK-y(
yvworn w¢ NEMO- NF-kB essential modulator) Trou atroteAEl
PUBUIOTIKO TTapAyovTa TG 000U onuarodoéTtnong Tou NF-kB
TTAPAYOVTA, TTPOKOAEI aunuévn evaionoia ota pukoBakTnpidia,
oxeti¢etan pe CID, diatapayxn METAOTPOPNG TASNG KAl EEWOEPMIKI
duoTpowia.

NEMO kAnpovopueital wg QUAOCUVOETOG YOVOG.



Alatapaxég oto povotraTti TnG IFN-y

Aouvnbeig BapiEg Aoipwielg atré BCG, atutra pukoBakTnpeidia Kai
OOaAMOVEAAQ.

Alatapaxég Twv uttodoxéwyv TnG IFN-y 1 Kai2, IL-12 kail Tou
utrodoxéa TnG.

H IL-12 dieyeipel Ta T kKal NK Aep@okUTTOpPO VO OUVBECOUV Kal va
EKKpivouvV |[FN-y TTOU OTNn CUVEXEIO EVEPYOTTOIEI TO HOKPOPAYO KAl
KUTTAPOTOSGIKA CD8+T KUTTOPA YIO VO KATAOTPEWYOUV TA HOAUCHEVA
HOKpo@aya

Alatapaxég Twv uttodoxEwyv TnG IL-12 Kai IFN-y 1rpoodiopifovTal
WG EAATTWHEVA | AUENMEVA ETTITTEDO JE TNV KUTTAOPOMETPIO PONG.



Awatapayn exkppaonc IFNYR1 ota povokuttapa

30 40 A0
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DVG10A0YIKT Amnovocia IFNYR1 mov

oyetileton pe
VITOTPOTIALOVCEC
AOUOEELC amtd dTvTa
nokoPBaktnpiolo



“Muéisa”
gival 1o €i00g TNG AoipwEng Kal N KAIVIKA TTPOOAR
™me



XapaKTNPICTIKA TWV AOCINWEEWYV TTOU Balouv
UtToRia KaTtrolag d1atapayxng Tng avooiag

ApxiCouv ouvnBwg oTn BPePIKA NAIKia .
EvroTtrifovral o€ 01AQOPAa CUCTAMATA OAAQ
OUXVOTEPA OTO OVATTVEUOTIKO KOI OTO OEPUA .

*Eival cuxvég N apaiég aAAd acuvnOioTa Bapiég N
Aolpweelg pe acuvnOioTa BaplEG ETTITTAOKEG.

*Av O&EV QVTIMETWTTICOOUV EYKAIPA ME TN KATAAANAN
OVTIMIKPOBIOKN ayWwyr, €XOUV TTOPATETAMEVN TTOPEI
KOl @TWYN amravrnon otn Beparreia.



NMoia opwg epyaocTnplakn digpeuvnon Oa
aKOAoOUONoOoOUPE OTOV APPWOTO TToU Ba TEBEI N
UTTOWIO TNG OVOOOAVETTAPKEIONG TWV (PAYOKUTTAPWYV;



20OBAPEX H YINOTPOMNIAZOY2E2 AOIMQZ=EIx
AEPMATOX KAl BAENNOI'ONQN H E2QTEPIKQN
OPI'ANQN(HIAP, INEYMONEZ) KAI OZTQN

MikpoopyavioHOiI:
1. EEwkuTtTapIa BakTApla, KUpla Staph. Aureus
2. MUknTteg - Kavrita, AotrépyiAAog fumigatus



OAzZH 1

"eviIKA aipaTog
TUTTOG AcUKWV

ATTOAUTOG ApPIONOG OUDETEPOPIAWY



®A2H 2

PYZIONOIIKOZz ATIOAYTOZ APIOGMOZ
OYAETEPO®INQN

A. Tuyaia mmopeia muperou/ Aoiuwéeic

"EAgyxog avoocoo@aipivwy. IgG, IgA, IgM, IgE
Ytrotageig IgG

CH50,AP50 ka1 MBL

Aepg@okuTtTapikoi utTToTTAnNOUOHOI



B. KUuKAIKN TTOpEia TTUPETOU/ AOINWEEIG

METPNON AEUKOKUTTAPWY KaI TUTTOU OUO popEG TNG BOopada yia
6 BOopadeg

MikpoB10AOYIKOG EAEYXOG

loi:EBV, CMV, HBV, HCV, Parvovirus

BakTthpla:ZaApovéAAa, ZiykéEAAa,lepoivia, KautruAoBakTnpidio
Avoooo@aipiveg: IgG, IgA,igM, IgE



OYAETEPOIIENIA

A. Xwpic AAAa aipaTOAOYIKA EUpAMOTA

 METPpNOoN AEUKOKUTTAPWYV Kal TUTTOU OUO (POPES TNG
Boouada yia 6 Boouadeg

 Mikpof10AOYIKOG EAEYXOG
loi:EBV, CMV, HBV, HCV, Parvovirus

BaktApla:ZaApoveEAAaQ, ZIYKEAAaQ,Cepaivia,
KapTtruAofBakTnpidio

 Avoooo@aipiveg: IgG, IgA,igM, IgE



B. Avaipia, Opoupotrevia (xpnoiyn n cuufoAn
QIJOaTOAOYOU)

AvAAucon HUEAOU TWV OCTWV:
Mop@oAoyia
XpwpoowpaTta
Avooo@aIVOTUTTOG



®A2H 3

Quoioloyikd atroTeAéopaTa oTn @Aaon 2
A. A&ITOUPYIKEC OOKINATCIEG TTOAUMOPPOTTUPHVWV

NMNaB@oAoyikEG OOKINATIEG- TTPOOCDIOPIOHUOGC YEVETIKOU
EAAEIPMOATOG

B. MNep100IKOG TTUPETOG (XWPIG AOINWEEIG)
ANA, ANCA
Y1rep- IgD ocuvopopuo
OIKOYEVHGC MECOYEIOKOG TTUPETOG
MeTaBoAikn diatapaxn



I". KUKAIKN / XpOVvIa OUOETEPOTTEVIX

 AUTOOVTICWHOATO EVOVTI OUDETEPOPIAWYV

« ANA, C3/C4, RF

* Aokipacia Coombs

NMaBoAoyikd eupAuata (CUpBOAR AINATOAOYOU)
 AvAAuon pugAOU TWV OCTWV

* AOKIMAOGIEG KIVNTOTTOINONG TTOAUHOP@OTTUPAVWYV
(G-CSF \ kopT1ICOVN)

* 'EAgyX0G HETARBOAIKWYV dlaTapayxwv

* ATTOKAEIONOG TOU oUuvdpOuouU Schwachman-
Diamond



MNEPINTQ>H AZOQENOY2 1

MaiguTikO loTOPIKO: [TpWTO TTAISI PAIVOTUTTIKA UYIWY YOVEWV.
BI:3.650gr .EAeUBepN TTEPIYEVVNTIKNA TTEPIODOGC.

EupoAiaoudg . DTP, Polio (3 déociq).
KAnpovouikoé loTopiké: 3 Bvnoiyev ayoépia armrd unTpikn yiayid.
Mntépa popéac MA.

27nuepwyv: Eteioodio aiparépeons. Mntépa: Mantoux (+). Neoyvo:
etk A/a Bwpakog / Mantoux(-)  Aywyn Me 10oviadidn Kal - ,
pIpapTTIKivn (9 prveS) wg TB. | -
S UNVWV: 2TAQUAOKOKKIKN AOIHWEN PIVIKWY XO0AVWV- |
ATTO0TNUATOTIOINCN/ XEIPOUPYIKK OIAVOIGN KOl EKTETANEVEG

OTG%U)\OKOKKIKSQ BAGBeC / d0BINMvwon TTPOCWTTOU Kal AKpwV. Po

QVTIBIOTIKI] aywynH. - 49@

— 18 unvwyv: 2uyva euttupeTa ye ouvodo Brxa Kabwg Kal m ‘

UTrOTpomaCouo'ag OTAQUAOKOKKIKEG AOIPWEEIG OEPUATOG YIa TA OTTOId ’
AQuBAvEl po avTIBIOTIKN aywyn . y

18 unvwyv: Eicayerai oo I'.N.I1. Ayia Zo@ia Adyw UTTUPETOU Kl _p—
OIAPPOIKWY KEVWOEWV. o
«  Evrepikr) caApyovéAwon. = m/

 [1e01£00IKO QTTO0TAUA/ QUQIVVIO-XEIQ0UQVIKN Qlavolgn,

21 pynvwyv: AlEveEpPYEITAI AVOOOAOYIKOG EAEYXOG Kl
EAeyxoGg oudeTepo@iAwyv (NBT).




Mevikn BioxXnMIK6g

aipaTog

Hg (g/dl)/ HCT 9.8/34.8 GLU 94 mg/dl

%

MCV (fl)/ 65.8/20.8 U/ Cr 21 mg/dl / 0.50
RDW% mg/dl

WBC (P/ Ly/ 13.090/ ul SGOT/SGPT 47/ 29 U/L

Mo) (31.5/54.3/5)

PLT 834.000/ul vy GT/ALP 15/ 245 U/L

AVOOOQ@AIVOTUTTOG
> T-Agp@okuTTapa:
«  OAKAG(CD3): 74%
BonbnTtikd (CD4): 27%
KaTtaoTaATika(CD8): 43%
CD4/CD8: 0.6
> B-AgpgokuTtTapa:
«  OAKka(CD19): 16%
Qpipa(CD13): 13%
> Quoikd Kuttapoktova (CD16): 17%

AvVOOOC@aIPiVEG
lgG : 2.170 mg/dI (¢)
IgA : 93 mg/dl (1)
IgM: 246 mg/dl (1)
IgE: 66 mg/dl ( 1)

KAGOouaTa 2ZUPTTANPWHATOG
C3: 83 mg%
C4: 21mg%




‘EAegyxog

TTOAUUOP@OTTUPNRVWYV
Hop@oTupn XPONIA
NBT :  Xuwpig 5iéyepan 0% (O <20%)  mumtemmsps KOKKIQMATQAHE
Katétmv diéyepong 0% (PT 90%) NOZOX

Xnuelotagia: augnuévn (140% tng OT)
dayokuTTdpwaon ZUPOPUKATWY : PuoIoAoyIK
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Mopeia vooou

HLA TuTtroTtroinon.

PappakeuTikh aywyn: INFy (Imukin) , Co-trimoxazole (Septrin)
(5mg/kg*), Ferrum , Filicine, Intraconazole (Sporanox) (5mg/kg). Kata
OlI0TANATA KAKN ouppopcpwor]

‘ExTOTE OUXVA EPTTUPETA, BPOYXITIOEG, UTTOTPOTTIACOUCEG OEPUATIKEG

Aolpweeig ( 600iNveg Kal ATTOOTAPATA PIVOG, TIPOCWTTOU, TPIXWTOU
KEPAANG, AKPWV) , TIEPIEOPIKA OTTOCTANATA KAl UTTOTPOTTIACOUT A TPAXNAIKN
Agp@adeviTida / po avTifioTIKy aywyr/ dIAvoI¢n aTTooTNHATOTIOINUEVWY
AEUPADEVWV.

12 eTwv: MNMveupovia AP katw Aofou.

Kara tn diadpoun Aoiuwiswv:. ASUKOKUTTApwaN/ TTOAUUOPQOTTUPNVWON,
uwnAn CRPITKE , uwnAéc niuéc avoooopaipivwy (IgG 2.500 mg/dl, IgA
300-350 mg/dl).

14 eTwv: AlHoppayikég Kevwoelg. KOAOVOoKOTINGN: PAEYUOVWOEIG €V
UEPEI KOKKIWUOTWOEIG AAAOIWOEIG TOU BAEVVOYOVOU TOU TTAXEOG EVTEPOU,
Nmag BaputnTag. ‘EkToTE XpOVvIa KOAITIdaA (UQETEIG Kal EGAPTEIC), XPOVIa
amrwAgia aipaTtog atmrd 1o E2, yeBaigoppayikn avaigia, voonAegieg/
METAYYIOEIC 2E/TTOANATTIAEG Ko)\ovooKOTrr]oalg



Nopeia vooou

* 2010 lMeveTmikog €Aeyxog: MetaAAagn oto CYBB(XL CGD /
HNTEPQ POPEQG.

e 2014 Eicaywyn (EvayveAIoUOC) :

> © Ep)TrUpaTo atro 20 nuéEpou €wg 39.5° C kal dAyoc OM22
2-3).
> MuknTtidaoikn NMveuvpovia AE Avw Aoffou- MuknTiaoIkn

uala oTTioB10u yecOBwWpPOKioU / TTAPACTTOVOUAIKN
ETTEKTAON - €TMIVEMNNON (OoTeopueAiTION) ©2-O3 oTTOVOUAWY .

> Xelpoupyikn e€aipeon TapacTTovOUAIKAG padlag

( 2mTopoTpixwan)/ IV BopikovaloAn /

> MeTEYXEIPNTIKA TTVEUMOVIA-TTAEUPITIKI) GUAAOYI)
(S.epidermidis)/ IV MepoTtreveéun-Bavkopukivn. KaAn tropeia.

> TEBNKE o€ aTTO TOU OTOMATOC aywyn JE BopikovalOAn yia
11 pAVvec.
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e 2017 ETTwoduvn dioykwaon de€iou avTipaxiou :

MRI: utTTOOOpPIA, ATTOCTAUATOTTOINMEVN
KUOTIKOMOP®PN aAAoiwaon -Trapakevtnon utro CT-

KOAAIEpYEIQ TOU uypou: Phaeoacremonium
parasiticum - po aywyr e TrtooakovaloAn.KaAn
TTOPEIQ.
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MNEPINTO2H A2OQENOY2 1

* Appev BPEPOC 7 unvwv

* [apatrouTtn atmo 1o Noookopeio «Kapauavoaveio»
Yo TTEQQITEPW OIEPEUVNON TTAPATEIVOUEVOU
EUTTUPETOU UE OUVOOO EPUEVOUCA OPICTEPN
TPOAXNAIKA AEP@ADEVITION

* AOYW TTAPATEIVOUEVOU EUTTUPETOU KAl [N
QVTATTOKPIONG OTN XOPNyNnaon TTOAAQTTAWY
QVTIBIOTIKWV OXNUATWY, TO BPe@og eAABE y-Cpaipivn
w¢ mOavo Kawasaki kal ¢eKivnoe aywyn JE aoTTipivn
oe 0oon 50mg/kg




MNEPINTO2H A2OQENOY2 1

* ATOMIKO IOTOPIKO : eAeUBEpPO
* OIKOYEVEIOKO IOTOPIKO :
MnTPIKOC TTATTTTOUC: aTTERiwoe atrd Asuxaipia o€ nAikia 40 €Twv.

AdEp@EC UNTPIKAC VIAYIAC: BdavaTtog 2 Traidiwv o€ nAIKia 6
HNVWV ayvwoTou aiTioAoyiag, 8avarog mTaidiou 5 eTwv amod
Aguxaipia

MnTépa: NoonAcia oTn NEUPOAOYIKI KAIVIKNA TOU
[MavemoTtnuiakou Noo. lNarpwyv Aoyw ai@vidiag TETPATTAPEONG
KOl EYTTUPETOU




KAIVIKR) €€€Taon

e [leTrTIKO: KOIAIQ, PAAQKK, €UTTIEOTN, avwduvn,
EVTEPIKOI NXOI TTaPOVTEC. HTTap 2+, OTTANV 1+.

o Aeppadevee. Mala Agp@adEVwyV APICTEPNG
TPOAXNAIKAG XWPOG, NTTiwG €TWOUVOlI OTN

WynAagnon, Xwpeic tpubpotnta rn Oepuotnta
UTTEPKEIEVOU OEPHATOC



EpyaoTnpiakog €AeyXOG

[evikn aiyartog: : WBC 19890/uL (1 54%, A\ 30%, M 6%, H 7%)
, 9 - Ht 26,4 %, MCV 62, MCH 19,7, RDW 23%, PLT
625000/uL

Bioxnuiko¢ €Aeyxocg: Oupia 24 mg/dl, KpeaTtivivn 0.12 mg/dl, K
5,2 mmol/L, Na 135 mmol/L, SGOT 100 U/l, SGPT 86 U/l, yGT
111 U/l, LDH 354 U/I, ALP 198 U/I, oupiké o¢u 2,3 mg/dl

Deppitivn 203 ng/mi
CRP 31,6 mg/L, TKE 110 mm1h

[Mapayovrec 1NENG: PT 13,1 sec, aPTT 30,5 sec, vwdoyovo
363 mg%

[evikl Oupwv (U-bag): xwpic TTaBoAoyika euprjuara.




ATTEIKOVIOTIKOC EAEVXOC

U/S kolAiag, U/S TpaxnAou, a/a Bwpakog kai CT
Bwpakog/kolAiag/TpaxnAou :

HiraroomrAnvopeyaAia, uttONXEG TTEPIOXEC OTO OTTARVA

o AgUPADEVIKOG OXNMATICHOG OTNV APICTEPN TTAAYIA TPAXNAIKA

Xwpa JIaUETPOU 2,7 €K., TTOAAATTAOI DIOYKWHEVO!I AEPNPADEVEC TNG
O@aAyITIOIKNC aAUCOU O€ ohada, UE OIANETPO 3 €K., AlyOTEPOI
OIOYKWMEVOI AEPPADEVEC OTN OECIA TPAXNAIKA XWpPa

* AIOYKWHEVOI AePPAdEVEG OTN TTUAN TOU ATTATOG, TTAPAOPTIKA,

OTO NECOBWPAKIO, OECIA TTAPAOICOPAYIKA, KATWOEV TOU
dIaPPAYMATOC OTOV OTTICOOTTEPITOVAIKO KAl HECEVTEPIO XWPO

OlwdeIc AAAOIWOEIC OTO TTVEUMOVIKO TTAPEYXUMA



Alepelivnon TpaXNAIKAC
Asp@adevorradelac

« OPOAQOIKO2 — MIKPOBIOAOIKO2 EAEIXO2.:

AvTtidpaon Wright, Leishmania(K39), Syphilis RPR,

Abs Borrelia/Bartonella/EBV/CMV/Toxoplasma

Markers (HIV, anti-HCV, HbsAQ)

ApVNTIKOG £AEYXOC

« Mantoux : apvnTIKn

« EkTipnon Tou Bpégouc atrd Tunua AigaroAoyiag-OykoAoyiag
—> TTPOYPOAUMATIONOC VIO OOTEOMUEAIKN Bloyia

* EkTipnon Toucg Bpépouc atrd 1o Tunua QPA -
TTPOYPOAMNMATIONOC Yia Bloyia TpaxnNAIKoU Asp@adéva




ApPYXIKN QVTIMETWTTION

Katda tnv eicaywyn:

2UVEXION aywyng JE aoTripivn, o d6on smg/kg
[[aoTpoTTpOoCTACia E OUETTPACOAN

MeTA TNV Evapgn TOU EUTTUPETOU:

17/11/2020: IV oimrpogAocaaivn , KAIvOauuKivn

18/11/2020 -  22/11/2020: IV AiveCoAidn,
ITTEPAKIAAIVN/TAlOUTTAKTAUN

23/11/2020 — 27/11/2020: IV pepotreveun, AiveCoAidn

27/11/2020- 30/1:L/2020: IV AiveCOAidn,
MocCIpAocaaivn

Emupovn sumvpétov + puévovea
TPUYNALKNY ASUQAOEVOTAOSL(,




130 24wp0o voonAciac — 8o 24wpo EUTTUPETOU . . .

BIOWIA tpaxnAikoU Asp@adéva:

EKTETANEVN KOKKIWPATWONG PAEYUOVI UE KEVTPIKN VEKPWON
-Xpwon Ziehl-Nielsen apvnrikn

-Avadeign otraviwyv oTTOpWV JUKATWY OE JEPOVWMUEVEC TOMES
OoTteopueAikn) BIOWIA:

Emapkn kuttapofpibeia oupfatn pe v nAIkia, xwpig oToixeia
kakonBeliag, rapouaia eMONAIOEIDWY KOKKIWHATWY UN VEKPWTIKWV
uE apvnTIKEC Xpwoelc PAS, Ziehl-Nielsen, Giemsa

AOIMQEH AIIO
MYKOBAKTHPIAIO THX

XPONIA

KOKKIQMATQAHX OYMATIQZHS H ATYTIA

MYKOBAKTHPIATA

\[0)X0)>




Emoueva BRuara

« 'EAgyxoc yia yukoBakTnpidlo TNC QUUATIWOoNG KAl YIa ATUTTA
JUKOBaKTNPidIa

[TapAdAANAa Evapén avTIQUUATIKAG AYWYNAS ME PIPAUTTIKIVN KOl

looviadion

o EKTiunon armd 1o tunua NMpwtotmrabwyv AvoooaveETTAPKEIWY
KAl EAEYXOC VIO XPOVIO KOKKIWKUATWON VOoo ye DHR -

—~ Mn avixveuoiun ogeIdwTIKN IKAVOTNTA
moAupopgotrupnvwy, AEN givail duvartn n avixveuon Tng

ETTIPAVEIAKNG EKPPAONG TNG YAUKOTTpWTEIVNG gp91TNng
NADPH o&g1ddong otov TANOUCHO TWV HOVOKUTTAPWYV

TeAIK O1Ayvwon
OYAOZYNAETOZ XPONIA KOKKIQMATQAHZ NOXOZ (CGD)




AtToTeAéouaTa MIKPOBIOAOYIKOU eAEVYOU

K/a TpaxnAikou AspgadEva yia Koiva BakTripia:

S.Aureus
Candida parapsilosis

"EAEYX0G YIOa QuuaATiwan Kal ATUTTa
HukoBakTtnpidia (PCR kai k/a atrd TpaxnAIko

Aeppadéva, ENY, yueAo kal yaoTpika uypad
Quantiferon, Mantoux) : apvnrika




O&ePATTEUTIKN AVTIMETWITION

AIQKOTIA AVTIQUUATIKAG aywyNng

AI0KOTTA TNG XOpnNynong aaTripivng

Aywyr ME ap@oTEPIKIVN (9 NEPEC), @AoUKOVACOAN (20 PEPEC)
Kal TpiheBoTTpipn/couA@opeBogaloAn (20 uEPEC),
KAOGAKIAAIVN (15 HEPEC) EVOOPAERIWC

‘Evapén evOo@AERIac aywyng pe TpedviCoAovn 1mg/kg/24h -
oTadIaKO tapering - ouvoAika 17 PHEPEC aywyNGS

Anvpeéia - BeAtimon KMVIKNG EKOVOC —
[Tt®o™M deIKTOV EAEYUOVIG



O@OaAUOAOVIKN EKTIMNON

MoAAATTAEG XOPI0AUPIBANOCTPIOEIOIKEG EOTIES 10iLWC DECIOU
0POaAApOU e dlaoTTOPA £WC TNG £EW TTEPIPEPEIA KA TIG TTIO
EUMEYEBEIC OTOV OTTIOBI0 TTOAO, 2UVUTTAPYXE O0APOTTOINCN OPiWV
TWV MEYAAWV EOTIWV, WG TTIBAvV EVOEICN OCEiac PAEYUOVAG

UTTOXWPENON XOPIOAUPIBANCTEIOEIDIKWY EOTIWV O€ DIAUETPO KAl
UYog AppwW



Mpo@uAaKTIKN BepaTtreia — NMpooOnRkn INF-y

AVTIUIKPOBIOKK  * TpiueBoTTpiun/coulpauebocaldAn
TTPOQUAASLN (5mg/kg/24h) p.o.

AVTIUUKNTIOOIKN

mpogUAagn 'TPAKOVacoAn (Smg/kg/24h) p.o.

: * UTTOO0PIa Xopnynon, 3 PopEG TNV
AERE efdouada



‘EAEYYXOC UEAWV TNC OIKOYEVEIAC

« DHR pntépa:

DuoloAoyIKr OZEIBWTIKA IKAVOTNTA 0TO 56% TWV
TTOAUMOP@POTIUPNVWY, EIKOVA cuuBaTtn pe eTepoluywTia
PUAOCUVOETNG XPOVIOG KOKKIWMNATWOOUG VOOOU

 DHR abdgpon:

duaoloAoyikr oZeIdWTIKA IKavoTnTa 010 40% TWV
TTOAUPOP@POTTIUPNVWY, EIKOVA cuuBatn pe eTepoluywTia
(PUAOCUVOETNG XPOVIOC KOKKIWMATWOOUG VOOOU




XPONIA KOKKIOMATQAH2 NO20Oz (CGD)
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Kup16Tepeg Aouwéeic:

MNMveupovia (50% Twv TTveupoviwy o€ aoBeveic ye CGD
TTPOKOAOUVTAI ATTO PUKNTEG, 1010iTEPA ACTTEPYIAAO, AAAOI
HIKPOOPYAVIOUOI TTOU ETTIONG OUXVA TTPOKAAOUV TTVEUHOVIa
gival o1 Burkholderia cepasia, Serratia marsens, Klebsiella
pneumoniae kal Nocardia.)

AepadeviTidOa

ATtrooTRUATA (I0TWV , OEPUATOG, OPYAVWV: TTEPITIPWKTIKA
QTTOOTAMATA KAl opelKa oupiyyla, aTTOCTAMATA ATTATOG)

OocTteopueAitida
AgppaTIKEG AOIMWEEIG (KUTTAPITIOA-UOAUCHUATIKO KNPio)

BakTnplaipia (B. cepacia complex , S. marcescens,
Chromobacterium violaceum) —MUKnToupla



KAIVIKEC eEKONAWOEIC ava ouoTnua

 Tlaorpevrepiko: Kolhiakd aAyog, diappola, KoAIiTida,
TTPWKTITION, OTEVWOEIC , CUPIYYIA, KAl ATTOPPAEN
 Hmap: AU¢non NTTaTikwy evCUUWY, @APUAKEUTIKN
Lmphrodes (@ | () .. NTTaTitida, KoKKiwuata, Aopaia nrraritida, TTPoaoAr TG
: . TTUAaiac QAEBaC ye oTTAnvVouEyaAia, NTTaTIKA ATTOCTAKATA,
L . S nratoueyaAia, [NMuAaia uttépTacn

e\ WA | ', | Rk *  Oupoyevvnriko: OupnTnPIKEC KAl OUPNOPIKEC OTEVWOEIG,
— OUPOAOIUWEEIG, ETTNPEACHEVN VEQPIKA AEITOUpPYIa, Kal

e (M- o {4 ) iy e KOKKIWHATWAON 0UPOOOXOU KUOTEWG.

n b « 2Touarikég : [eplodovTiTida, ouAiTida, oTodaTiTIdAq,
"o |. AT a@BwodN £AKN KAl UTTEPTPOPIa OUAWV.
s S AlATAPAXES TNC AVATITUENS

o  Aepuarikég: Mn AOIHWOEIC DEPUATIKEG EKONAWOEIS TNG
CGD trepiAaupBavouv pwTtocuaicBnaoia, d1oko€Idr) AUKO,
KOKKIWMATWOEIG BAABES Kal ayyeliTida.

Or1 Moipwéeig otnv CGD ptropei va eUTTAEKOUV OTTOIODONATTOTE

opyavo, oUCTNUA A I0TO TOU CWHATOG, OUWG TO DEPUA, O

TIVEUUOVEG, Ol AEPAOEVEG, TO NTTAP, TA OCTA KO, HEPIKEG

(POPEG, O EYKEPAAOG ival ouvABwc Ta onueia eviotong TNG

AoipwenG.



2 UXVOTEPOI MIKPOOPVAVIOUOI

S.aureus

Serratia marcescens

Burkholderia cepacia

Nocardia

Actinomyces

Salmonella

Mycobacteria, Bacillus Calmette-Guérin (BCG)
Mycobacterium tuberculosis

Candida albicans

Aspergillus



Kokkiwuara

Kupiwg 0TO YOOTPEVTEPIKO
KAl TO OUPOTTOINTIKO
ouoTnua, Kal o€ AAAOUG
I0TOUG ,0TTWG O
AMQIBANOCTPOEIBNG, TO
ATTAP, Ol TTIVEUUOVEG Kal
00Tq.

KOKKlwpaTwBr]g PpAeyuovN
|J'ITOp€I va odnynoel o€
oTéEVWwon o€ TTOANG KOiAa
Opyava—> TTUAWPIKN
OTévwor] oTéEvwon
0I00QAYOU, OUPNTNPIKES Kal
OUPNOPIKEC OTEVWOEIG



AOYW TwV eTTaVOAAUBAVOUEVWYV AoINWEEWVY OTa TTaIdIA e XKN UTTApXEl Mia OUVEXNG
QAeyuovwdng diepyacia - GAEYHOVWOEIS EKONAWOEIS TG VOO OU

Inflammatory complications of CGD include:

chronic lung colitis pericardial
disease effusion

¢ o

fulminant

gingivitis mulch chorioretinitis
pneumonitis

O1 aoBeveic ye CGD trapdayouv PeyaAo apiBuo avTiowuATwV-autoavTiIowhatwy - 10-15%
edeaviiouv AYTOANOZEZ EKAHAQIEIZ

AIOKOEIONG £puBNUATWONG AUKOG Kal ZEA

101106\ BpOPOTTEVIKE TTOPPUPA

Id101Ta6NG Veavikr) apBpiTida

AUTOAVOOEC TTVEUUOVIKEG TTABACEIC, IgA vEQPOTTABEIa, avTIQWO@OAITTIOIKO GUVOPOUO,
uTTOTPOTTIAlOUCA TTEPIKAPDITION




OpOaAuikéc
BAaBeg

. XODIOGU(DIB)\I‘]GTDOSI5IK£C B)\aBec
AyvwaTou aiTioAoyiag

2 UVIOTATAI ETTAVEAEYXOC KAOE 2-3 xpovia
ME BUBOOKOTINON YIA TNV ECENICN TWV
BAaBwv

2TIG TIEPICOOTEPES TTEPITITWOEIG DEV
odnyouVv o€ aTTWAEIa Opacng

o  KOKKIWUATA OTOV auPIBANCTEOEIDN

 Pavociditidoa




Moéavi cuvitrapén pe aAAa cuvopopua
Contiguous Gene Deletion Syndrome

A
p22.2 p21l.1 ql3 q2l.3 q27
ChrX Dwm
B
| EXA K 37,540 K |31560K |37.580K |37.600 K 37620 K 37640 K 37660 K ]
| |
KX easssssmm—— CY BB ————)

« Mc Leod oUvdpopo:

a00evng ékppaaon Kell avriyovwy ota epubpda =

akavBokuTTapa

EkONAWOEIG: AIJOAUTIKI avalpia HETA ATTO

ueTayyion ue Kell + RB

21N 4n dekatia TG CwnNG ME VEUPOAOYIKEG

(MuoTTaBEla, XOpEia, TTEPIPEPIKN VEUPOTTABEIQ),
UXIOTPIKEG I KOPDIAYYEIAKEG EKONAWOEIG
KAPOIOMUOTTAOEIO, apPUBUIEQ)

Aldyvwaon JTTOPEI va YivEl O€ TUXAio EAEYXO —

akavBokuTTapwon kal auénuévn CPK

* Muikn duoTtpo@ia Duchenne

MeAayXpwoTIKN ap@iBAnoTpocidotradeia

McLeod
* Acanthocytosis
* Absent Kx

eurologic

&

Duchenne
Muscular
Dystrophy

Retinitis
Pigmentosa




Popeic TNC HETAANAENC OTO X XPWHOCWHO

O1 BnAukoi popeig TNg ouvdedepévng pe X-CGD éxouv 2 utorAnBuououg
QAYOKUTTAPWY AEITOUPYIKA KOl UN AEITOUPYIKA — ETTOUEVWG KiVOUVOG
Aoipwencg Tuttou CGD avaAdywg HE TO TTOOOOTO TWV JN AEITOUPYIKWY
PAYOKUTTAPWYV

‘Exouv avapepbei epImTwoelg TPOOSEUTIKAG UE TNV NAIKIA
adpAVOTIOINONG X-XPWUOCWUATWY OTIG OTTOIEG O A0BevEig dlaTPEXOUV
KivOuvo yla poAuvaoelg Tuttou CGD

®opeig pe Aiydtepo atmd 20% ASyw TTPOOdEUTIKNG adpavoTroinong Tou X-
XPWHOOWHATOC ekppalouv PETPIa TTPoG oofapry CGD

‘Exouv dnuooIeuTEl avapopEC ONAUKWY QopEwv PE DIOKOEION
epubnuaTwdn Auko, egavonuaTa ewToguaioOnaiag, eAeypovwdng vooog
TOU EVTEPOU Kal GAAG QUTOGVOO G PaIvoueva

AUTA Ta EUPAUOTA ONMIOUPYOUV EPWTAHATA OXETIKA JE TN HOKPOXPOVIa
UYEIQ TWV YUVOIKWVY QOPEWYV TNG VOOOU Kal TNV KATAAANAOGANTA TOUG WG
OOTEC VIO UETAPOOXEUON W.0. OTA TTACXOVTA PEAN TNG OIKOYEVEIAG TOUG




EpyaocTnplakd eupuata Twv aclevwyv pe CGD

Avaiuia xpoviac vooou, ouviBwc UTTOXpwun-
UIKPOKUTTOPIKN

Augnuévol ogiktec pAeypovrc (TKE , CRP) ouvibwc¢ kata
TNV OIAPKEIA TWV AOINWEEWV

AEUKOKUTTAPWON

Ymepyauuaogaipivaiyia , moavov Aoyw xpoviag
PAgypovng

YmoaABoupivaiyia , oto 70% Twv aoBevwy Je CUPPETOXN

TOU YOOTPEVTEPIKOU KAl OTO 25 % XWPIC YOOTPEVTEPIKEG
EKONAWOEIC.




e 2¢& KAOBg TEPITTTWON aTTAITEITAI
YEVETIKOG EAEYXOG VIO TNV
emieBaiwon Tng vooou

[EVETIKOG
EAEYXOC




Oepatreia - AVTIMETWTTION

« Oi1 a16xo! TG avTiyeTwTriong TnG CGD eivai:

3.n €MBETIKN

. . . 4.0pIOTIKNA
1.€ykaipn 2.1 QVTIPIKPOPRIOKNA QVTIMETWTTION TWV .
6ldva0r], Kal Kal ETTITTAOKWV TWV GVT'”?&E’S nmns
Bepatreia QVOOOTPOTTOINTIKN NolpwEewy

TTPOPUAASLN



NMpo@UAAKTIKN BepaTreia

[Mpo@UAAKTIKR xoprynon TPINEBOTTPIUNG-
ooUAPoueBOEalOANG (TTOU ETTITUYXAVEI IKAVOTTOINTIKA
EVOUKUTTAPIO OUYKEVTPpWON). Adon 5 mg/kg/nuepa, pe

Baon TNV TPIMEBOTTPIUN ATTO TOU OTOUATOC

AVTIJUKNTIAOIKA TTPOQUAALN ME ITpakovaloAn 5mg/kg/24h
Atrouyn €kBeong o€ TrepIBAAAOV TTOU TTPOOINBETEI O€
QVATITUCN AOCIMWCEWY ATTO MUKNTEG

[MpocONnRKN IVTEPEEPOVNG —Y OTNV TTPOPUAALN.
[MpoTteivouevn d6on 50 mecg/m2 unoéoplwg TPEIC POPEC TNV
gBOouAda, yia TTaidia < 0.5 m2, 1.5 mcg/kg

EppoAiaoTikr kKGAuywn o€ Taidia/Bpépn pe CGD: avTevoeign

atoTeAei povo n xoprnynon BCG, ouvioTatal £TH010G
EMBOAICOPOC HE AVTIVPITTIKO spBo)\lo



Oepartreia ogeiag AoipwEng

KaBe eutrupetn Aoipwen TTPETTEI VA QVTIMETWTTICETAI ETTIOETIKA ME
avTIBIOTIK aywyn

Agou exouv AneBOei kaAAiEpyeieg ol aoBeveig TTpéTrel va BepatrevovTal
EUTTEIDIKA yIa gram-apvnTIKEG, gram-BeTikeéG , Nocardia AoIWEEIG Kal
QVTIMIKPORBIOKA TTOU EI0XWPOUV £V50KUTTGpIG MEXPI VO TAUTOTTOINBEI TO
utTeUBuvo TTaBoydvo

Av aTtTOpOVWOE OTAPUAOKOKKOC aVvTIOTAQUAOKOKKIKI TTEVIKIAAIVN TTX
KAOEaKIAAiVN 1] KAIVOOUUKivN

MavTa TTPETTEN va TIBETAI N uTTOWIia JUKNTIAOIKAS ACiJwENG, €I0IKA av Ogv
UTTAPCEI avTATTOKPION OTNV avTIBIOTIKA aywyr — BopikavolOAn €ival n
BepaTtreipa eKAOYAG 0€ Aoipwen atrd aoTrEPYIAAO

Xopnynon YAUKOKOPTIKOEIOWY OTIG PAEYUOVWOEIG EKONAWOTEIG TNG
vOOOU Kal O€ aTropPagn KOIAwV opyavwy (OETIKA aTTOTEAEOUATA O€
TTEPITITWOEIG NTTATIKWY ATTOOTNUATWY, TTVEUMOViag attd Nokapdia Kai
o€ KOAITION)

XEIPOUPVIKN TTAPOXETEUON ATTOOTNNATWY O AepuPadéveg, ATTap, opbou,
VEQPWYV 1N AAAWV EVTOTTIOEWV




CGD koAiTIOoQ

AVTATIOKPION O€ OTEPOEIDN, AAAG CUVABWG UTTOTPOTTIAGE! N
KOAITIOO META TN OIAKOTT) TOUG

TNF-avaoToAeic (infliximab) avrevdeikvutal otn CGD

azathioprine, and 6-mercaptopurine kaBwg kal Anakinra
(avaoToAeig uTrodoxea TUTTOU | TNG IVTEPAEUKIVNG-1) EXOUV
OOKIUAOTEI 0 KATTOIOUC A0BOEVEIC e BETIKA aTToTEAEOUATA

H peTapdoxeuon Y.o. gival BepaTreuTikn Kai ol
TTEPIOOOTEPOI 00BEVEiG EPpavifouv uTToxwpNnon NG
KOAITIOOC UETA TNV METAUOOXEUON



TakTIK TTaIdI1ATPIKE
TTapakoAouOnon

TAaKTIKOG EPYAOTNPIAKOG EAEYXOG

(y/a, CRP, TKE, nIraTiki
AsiToupyia)

NMNapakoAouBbnon

‘EAgyxog oitiong Kai
TTOPAKOAOUONON
AVATTTUSNG

O@BaApOAOYIKOG EAEyXOG ava 2-3 Xpovia,

2 & aoBeveig e Xopl1oauPIBANOTPOEIDIKEG
BAdBeg ouxvOoTepOl ETTAVEAEYXOI



MeTauooxeuon JUEAOU TwV

O0TWYV

H emTUXNG METAPNOOXEUON MUEAOU TWV OCTWYV Eival N OPIOTIKN
Bepartreia TNG vOoou

MTTopEi avaoTpEWEl Kal TIG GAEYUOVWOEIC ETTITTAOKEG TNG VOOOU
H uetapooxeuon Ba trpetrel va AngOei uttowiv va
TTPOYPOMUMATIOTEI ANECO av BpeBei cupPaTOGC BOTNG, KABWCG
UTTAPXEI MEYAAUTEPO TTOOOCTO ETTITUXIAGC OO0 VWPITEPA YiVEI N
UETANOOXEUON KOl OO0 AIlYOTEPEC ETTITTAOKEC TNG VOOOU EXEI
EM@avioel 0 aoBevNC



MovidlaKn
BepaTtreia

* MrtTOpEi va atToTEAEDE
EVOAAOKTIKA YIO a0OgVEiC TTOU
Oev £XOouV ouuBaTo dOTN




[lpoyvwaon

H voonpdétnta Kai n 0vntoétnTa £x&1 BEATIWOE TIG
TEAEUTAIEG ODEKAETIEG AOYW TNG TTPOWIHNOTEPNG
d1ayvwong Tng vooou, e T Xopnynon
AVTIMIKPORBIAKAG KOl AVTIMUKNTIOCIKAG
TTPOPUAAENG Kl TNG £YKAIPNGS AVTINETWITIONG TWV
EMITTAOKWYV TNG VOO OU

Ta TTooo00TA EMIRIWONG META ATTO HETOMOOXEUON
MO £xouv augnOei Tnv TeAeutaia 20€Tia.




