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O poronadeic Avosoavenapkeieg (ITA) amoterody pua peydin Ko
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Klwvika £yovv meprypagei meprocotepes amé 200 IMA.

TeveTika éxovv artioroyn0si 167.
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H gawotvmkn) molvpopoia Tov IA exnpealerar amd
-ALELGIVTIKOTN T

-MouahétnTa EKQPACIS

-AMMAenidpoon petald YEVETIKAOV Kot TEPIPUALOVTIKAV TaPAYOVTOV

Me gEaipeon Tqv IgAD 1:700

O véhoureg £xovv cuyvétnra >1:10.000

OuIIA yopaxtnypilovron :
-Avénon tns Onoiac oe vrotpomadlovoes lopudisc
-Zopapéc opdées pe Onoia oe [A0VG HIKPOOPY HOU 7ov

eaprdral amo T Yol TOV AVOGIOKOD EAAEIupNaTOG.

-Kdmowo témor IIA map 4,0y SVG. pyio Tov ) GUOTI )

-Alio1 Exovy éva mio 66VOsTo PAUIVOTVITO GTOV OTTOI0 1| AVOGOAVETGPKELD.
AmOTELEL EVOL ATO TA CVETATIKG TTOV JOUOVY TO PUIVOTVTTO TOV VOGIHHATOG.

H te)levtaia dnpoosisvon omd avti TV opdada- Aovfrivo
To0vi0g2009-tepriapfaver 0kTd TivaKes pe KOTaypoen
VOO LATOV IE OVUPOPQ 6TO:

-Ovopa,
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- Aarrovpyieg

- Enineda avocoopaipivev

- KMvika yopokmprotika

-Tpémog KANpoOvouIKOTNTAG

- MpocPePrnpévor yovou
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npOTONadds mposPdriovran .

Avemapkeisg TG £101K1g: ZOvépopa Zovovacpévig Ko
AVTIGCOPATIKIG OVETAPKELNG

Elsippoto g pi £1811g avooiog: Alatapayés TOV QayoKvTTapmy
Tav vrodoyémv Toll-like (TLR)
Tov Zvpminpdpatog

Opada I
Opada IT
Opdda 11
Opada IV
Opada V
Opdda VI
Opada VII

Opada VIII :

b z

jit

T ko B a PKELE

Kipra avricopatikés avocoavendpkeisg

Alho korG kKaOopropéva GOVEPOpO VOGOAVETAPKELHG
Noonpote avosiokig dvshertovpyiag
Toyyevii Elheippote TOV payokvttdpov (Aplpog, rertovpyia)
Eleippoto tng piy £181k1g avooiog

Avto@lreypovadeis Awatapoyis

E)rgippota 10V IpoTEIVOY TOV ZopTAnpOpaTog

Opadal: XZvvoveopéves T ko B avocoavendpkeieg

Nivaos | Avogoavemdpreies Ty T- kar B KuTrépwy.

Nivaos | Avoooavemdpreies 1wy T- ket B kurrépuwy

Woporis
Nozmun Taimepa Buimopa | Avooopopes | Twosscupiuara | KPOYOMST | Beroooxts
aboviv
roms | vyt | senvtesatpin | S e
P repapentin el et iEe = entpias
apoytiea G Vowba RAGL A
e
Mnponcaatpe et
e Youto DA gase
DNA ligase Iv** Mewpéva Mexspéva Mewpiva TIPOGWITIKG. AR VI: eMaTwpaTIe
e D
prierr s amsoptam
sooronc iomen
Ayt | Seocore i o
. negoanon | euwoiomion, sl
" e .
e owaios | sl | “onoreanma. | oo x praes
223 Mimoumapoy | owomapagan | 080 i
e anlehobanon
: g 00
Pagouni g . [ — s o
oo, | oAt | Cgonsane Coioyowio
Vo o cuvspopo Ao e e . Saragagsem
avendpeaes o0 E540 oo o | Seppmvn | MO | gt eroua o
e S ot st
avoaoopaiveg. b ol " KiTTaps K DC
[
Vowtou P
Aurotvon seragmiiouT
—— f—— oo | wmioris i | anohamd v o
PP avamdpr Ehirruon fe pauptves veupoloy -~ ic
i e o
el
e
et oo
opavonis
oo, . SRREE
MHC ragng Il avemdpreia. PEROEVE TTOTOOTA. Duoiodoye s AR e
£ b e b
@A
RS R
e

Woprris
NOZHMA Tximrapa. B xiTrapa Avogoagaipives. Zuvodé cupipara | KAPOVORIKGTIY Biatapayés -
° ‘mBavi) maBoyévein
7.5+ Bapd M
Avoooamendprar
Merahatos oy v
o o o
aavendanaa ms yrovig akooos | Suotopd 1 Eupavic peusi 3
5 o i Mot " oo
(y-common/yc) augiva N 2,114, IL-7, IL-9, IL-
5021
5. Avendpa g JAKS" Epaic prptva | Omerore Meupbs S prie R L
. Aventpera o urodoséa a s Guolop Mavatn oo
e Evoavis punia | SO Mot uolo K " et oL
Fr—— AR [R— [o— gD = Hethatn o
e oo
prm—— Meuptia Sumiors Mowpins ” B
7.8 Bapud M
Avoooendra
P Nadhain o
oo 1| it | ot | s | L | | AN
Racz
Vos
- avioudioouds, Madiatn oro
5. Avendpraa Atemis Moyt Mewpt Moyt evaotngia oy 3 o
aroola
Metiagnaro ADA
‘Youdio, Biatapaxs
. Averdpncra o evipos A e oot Mowpins " smipavent
Ko Tov ey
o
saropay
cpom
o 18
Mountes | epmuforimeponc " e
o wiquen g
Nivaxas | Avoooavemdpres v T- ket B-xorépuy
Woptarés
NozA Trmapa Baimopa | Avoooogapiues | Tovomaeupiyara | KNPSIOMROT | BeTopoxts -
noboyévi
st
O3y v GO,
1arou uoioAayIK uoioAoyKE Mg
Avendpraa 10y GO Suoopes uolom ovaolopsis ” =7
Co3yvar Coe
Do
Anousia o6, Meraes oo
Avendpraio rou 08 2| oo aualovnés " s
ey 0B, Meraes oo
2970 ovemdpre ot 05 | ovoooma aualovnés " o
Mawpé 0B, Masdos oo
TAP-1 avndpraa 2%, | oworoma uolonis Aneinsa " i o
Mewpivo 0B Meraes oo
L p— %, | ovotoma auaovnés Aneisa " S
-
rp— [Rne [ —— Moptas auporn oo " Mesdtoc o
&M Tou B0y Yoo
A ok aare: NHED i ylorou
Tthous oiean, e e 22 oxcipenie oo
e erapogas, Wit
v




Etepoyevi) opdda Sratapaydv pe Sratapoypévy dwapoponoinon , Aertovpyia 1 ko
70 890 TOV T AEPPOKVTTAP®V GE GUVOVUGHO PE OVETAPKI] AVTICOPOTIKI
andvtnion
T a&vopodvTar GOHP®VE JIE TOV GVOGOAOYIKO QuIVOTUTTO KOt SroKpivovTar :

SCID T-B+

SCID T-B-

O 800 autég opades meprhapPavovy popeés pe 1 yopic NK reppokirrapa
Klviké yopaxtnpioTikd, mapopora, avegaptnto amd Tov avocoroyiké aivétumo
Zoyvotnre 1:50.000yevviioeig
TTo cvyvé oTe aydpue avt OVTAS TO YU 0 SCID (SCIDXI) mov givan
1 mo ovxvi| popeiy.

H avendpkeio T1¢ aVTICOROTIKIG ATAVTNONG PTOPEL va Eivar £puTo
EMeypo Tov B Aep@okuttdpov 1 propei va avtavakha Ty averopki
dpasctprotnra Tov T fondntikdv Aepgokvrrapov (Th)

-Epgavig éMetyn Aertovpyikdv T Aep@okvttdpov ot meprpipsira,
oTig mo Papiéc popeés twv CID #| SCID

M. Oue

= né PLOpoG 1 A pyio 1 Kol Ta 900 6TIG GAheg POPOLS .

Aowpdéeic modv vwpic ard pikpofia 106¢ n pvkyTes

H HoBoyévera Tov SCID avravaxia EexmproTodg pnyevicpoig Tov
emnpealovv mokira oTGda TG drepopomoinong tov T kurTdpov.

A poyn TG EMPIONG TOV TPOSPOP®Y AEPYOKVTTAPMV
nopoTnpeitar ot SikTvoTi dvoyevesia (RD) kar oty ADA.

Xapaktnpilovron amd peydin Aepgomevia.
AVTO6ON0G VTOLETOPEVOG YAPUAKTIPOG

-RD:  Agpe ia,0 p o Ko vevp 1T KOQOON
Merairaln Tov Yovou tng adenyl kinase 2(AK2).
Eni e\ ewyng avgaveron 1 andnTmon Tov Tpodpopmv

KUTTAPOV T060 TG poehIKig 660 Kat TG AEpQIKIG 6E1pac.

-ADA: Eviopo g 0600 Srdcmong g mupivig. Exti arovsiog g,
peydlreg mocHTNTES TOSIKMOV PETUPOMTOV TPOKEAOVY ATOTTOOT TOV
TPOIPOPOV KVTTAPOV TG AepiK|g oE1pds 6T0 MO Ko Odpo.
10-15% v SCID.

-PNP: 1-2% Ou pakicg ekdnidvovrar Tp K EVTOG
REPIKAY Ypovav amd T yévvnon ko exnpedlovrar Ta T wepiocdTepo
an6 o B kotTapa.

H miewovotnra tov SCID napoverdler Srutapayis Tng onpatodotnong
PECO TOV KUTTUPOKIVAV.

®vrocivdetn popen-SCIDXI :40% 6hwv Tev SCID
ogeileTon 6 peToAhaEerS Tov ¥ Yovov Tov vwodoyta g IL-2, (IL2RG)
0 omoiog ivar vrevOvvog Yo TN inon g y alveidag (yc) kou
TOV TOV KVTTUP v IL-2, IL-4, IL-7, IL-9, IL-15 o IL-21

74

-IL-7 petéyer omnv eEdmhmon TOV TPodPOP®Y OVROKVTTAPOV 6TV PO
9hon,
-IL-15 mailer péro o1 Srapopomoinen Tov NK reppokvtrdpov.

O ac0gveic pe 1) uroovvdetn popeii SCID
Zrepovvron T ko NK Aepgokitropa
Ex@paovv guoiohoyiké apiOpé kukho@opotvrov B hepgokvtrapov

H yC gpuo10h0y1Kd Kot AE1TOVPYIKG GUVOEETAL PE TV EVOOKVTTAPLA
Tupocviki) Kivden Janus kinase (JAK)3,n omoia mapoiapfaver To
£vO0KLTTAPLO BN TG YC.

E)ieipparta oty JAKS 0dnyody 6ty avtésmpn vrolamdpevn popen
700V SCID pg avocoroyiké gaivoTumo anopdriaKto ovTow TOV
PVLOGVVIETOV.

Metalraén Tov Yovovu Tov vwodoyéa g IL7R- vasiOuvov Yo
Kodkomoinen g arveidag a Tov vredoyfa g IL-7 epmodiler T
dwagpopomoinon tov T Aepgokvttdpov arhd agivovy aképoa tov B
ko NK.




EMeippato oty £ékgpacn tov pre-TCR ko pre-BCR &evoyomoovrar yro
oNpovTIKY pepida Tov avTésmpov vrorauwépevov SCID T-B-

Avtavoxha petoihagerg

-I'ovov tov RAG1 kar RAG2 (4% - 20% tov SCID)

-I'évoV TV KOIKOTO0VV TPOTEIVES TOV EPTAEKOVTAL 6TV EVOIGT] TEMKDV
p1 opoidywv Tpmparev DNA(NHEJ-nonhomologous end-joining)kau
£md6pOmon Tov DNA,

- Artemis,

- DNA KatalvTiki vropovade g TpOTEIVIKIG KIVAoTG,
- Cernunnos/XLF kau

- DNA ligase IV.

e 6)eg ovTég TIg TEPITMOSEG 1| avanTvén TV NK Kuttdpov séehicoetar
QUOL0LOYIKG e amOTELEG A 0TIV TTEPLPEPELA VO cUVAvVTapan pévo NK kar
6)£06v ka@6rov T ko B

-Metolhageg ota ovetotikd CD36,CD3s konCD3( Tov ovpmiéyparog CD3
eanpeatovv T enpartodéTnon S pécov Tov pre-TCR kar eppaviiovy SCID.

-MeroraGers ot § ohvsida mov cyetileran pe ) mpoeivy 70 kDa(ZAP-70)
TNG TUPOGIVIKI|G Kivdeng epmodiler Tn OgTiki] emloyi} 6to Ovpo Tov CD8+ T
AEPQPOKVTTAPOV , BE GUVETEWR cofapi] avendprela oTh mepipépela Ty CD8+ T.
To vrapyovra CD4+ dev avromokpivovrar enopkdg pésm Tov TCR.

-H 0gTikn emroyn Tov CD8+ upokvttdpwv e&aptdvrar amd T yapniod
Padpod suyyévela pe TIg AVTOLOYES TPOTEIVES GTA TAULGLE TMOV HOPIMY TOV
MHC I. O petagopeic Tov avriyovik®dv entidiov TAPL/TAP2 ka tapasin
peTapép TIG VEEG TPOTEIVEG PEGH TOV EVOOTAAGHATIKOD SIKTHOV 67OV
goptdvovran oto popra HLA tagng I ko petagépovrar ot pepPpavn.
Meralidéers avtdy 0dnpody averndpreia ts Oetikic emioyic TwvCD8+. O
KAMVIKOG QuAvOTUTOG EKPPALETAL pE DROTO TNG PECT|G YPUPMIG KL
ayyeuTideg .

Yropopon perdrroln og yovoug mov Tumkd oyetiCovron pe SCID pmopei va
emrpéyouy vrorewopevny avantoin Tov T kuttdpoy.

- Awetapayn) emKowoviag peTagd OVPOKVTTAPOY Ko ETONMAKOY KVTTAPOV
-AwTapoy pNYEVICHOY KEVTPIKIG GVOGOL0YIKIG avoyig

-Amotvyio eEdrenyng TOV avTodpasTIKOV T KVTTAPOV KoL TapayOdYS
puOmoTik®dV T kurtdpov ( Treg).

AvTodvoceg 1| preypovadelg ekdNidosig sivar ouyvig pe Sujbnon Tov opydvov
6TOY OV pE evepyomorpéve Kot ohryokhovika T Aepgoxitrapa.

Omennouvépopo mov oeiketan og peredlaies tov RAGL/2 | Ghov yévov
0moTELEL TO TPOTOTVTTO AVTAOV TOV SLUTUPAYADV

Averapkero CD40ligand (CD40L) kinpovopsiton @g procHVIETN YoVOS.

To CD40L exgpateron omé Ta CDA+ T AepgokivTrapa kot aAAnAemdpa pe to
pépro CD40 ov ex@paleton 6to B AepgokiTropa, povoripnva Ko Sevoprrikd
KOTTOPO.

CD40L-CD40 arinhrenidpaocn givon To ofjpa kKA£Wi Yo TNV evepyomoinon Tov B
KUTTAPOL Kot pe T1) Bo1}0£10 TOV GTIRATOG TOV IVEPLEVKIVAV TPOAYETOL 1|
HETAGTPOPY) TAENS

Ta ayépua pe avendpkero Tov popiov CDA0Lwap atovv cofapii av
6LOV TOV TAEEOV TOV AVOGOCYAIPVAY, £KTOG TG IgM .

Hapdiinie n CDAOL-CDA0 aiinismiopacy emions mpodysl Ty wpipaven twv

Xaopaktipileton amwd epvOpodeppa, Aepg 0. Kar Grheypovddn voco Tov
Evrépon.
Opada Il  : Kipuo ovTIGONUTIKES AVOCOUVETAPKELEG

FeVOPITIKGY KVTTAPWY Kai Ty Ekkpion s | L-12, evepy D ta T k¥trapa

va wapdyovv | FN-y mov eiven amapaityty ety apvva twv evdokvrrapiony

waboyovay.

O acBeveig map Giovv & PLIKES LOLPE Ko 670 65% ovdeTepomevia

H pxero. CD40 avr 1) VTOAEUTOPEVT TTOP Cev podTvIo

QowoéTvTo.
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O1 avticop % ip umopei va 0peil o¢ mokiiio eEAAEpupdToy

wov mapepPaivovy eTny &N, wpinaven kailij Agitovpyio tov B
AeupoKvTTdpov.

AVETAPKNG TOPAYDYT AVTICORATOV TPOKAAEL avinpévn svarcOnoio :
Kopra faxtnprokés LoypdOEEIG- AVATEPN KO KATAOTEPN AVATVEVGTIKY] 000
(oTiTideg, TOPUPPIVOKOATITIOES, KUL TVEVPOVIES),
Amoctipata 670 déppa Kar 6 GAra Gpyava,

Mnviyyitida, ovporopdieis ko apBpitides.

Yrotpomalovoss wyeveig LopdEeg sivar cuvifeig

Aopdeig Tov evrépov and Adapfries propei va mpokoricovv
TOPATEIVOPEVEG SLAPPOLES.

Znuarodétnon ord pécov tov pre-BCR eivar Paciké arddio ya tn e£6ién tov B
KOTTAPOV.

To pre-BCR anoteheitan amwéd o fapid p orvoida, pa wapévletn Ehogprd
alvoida (V-pre kar 15) kor vropovades wov petapépovy To pivopa Iga (CD79a)
kat Igp (CD79b).

AvTé T0 cUpTAEYpA 6TPATOAOYEL Evay aplOnd amd EVEOKVTTAPOTAACRATIKEG
wpwTEiveg peTald Tov omoimv o adaptor molecule B cell linker protein (BLNK)
xoun Bruton tvpocwikn Kwvaon (BTK).

Eligippara oty BTK gvoyomorovvrar yia th guiocivéei a-y-cpapvorpio (XLA),
N Mo ovyv (85%) g Ppepukig nhikiog.

Mezdiiaén otn Paprd alveida T avosos@upivig p (IGHM ) givan n dedTepn mo
ovyvn artio (5%).

L 6)eg TIg TEPWTTAGEIG VIEAPYEL £VaL EPTTOOI0 6TO 6TASI0 Srapopomoineng pro-B,
pre-B etov MLO, pe arotéheospa TV amoveia (<1%) Tov B kuttdpov otny
TEPLPEPELAL.

Qpiuaven TS avIICOUATIKIG ArdVTNGNS XOPaKTHPILETal and dVo oTddla
avadidraly uETAGTPOPIIS TAENS Kal COUATIKI] DIEPUETIILOLY.

Metastpogn Taéne: H p olveida avrikabictoror amé didreg Papiig
0M6idES TOV aVOGocQUIPIVAY, uE anotélespa T Tapayoyn Tov 1gG, IgA
kot IgE mov £x0vv draopeTikig puotkoynmkeg Kar Prodoyiké 116t TES.

Zopotiki vrepperdrilain: Mo Siepyacia 6mov 1 pio enperaxiy perdilaln
£16GyETL 6T PETOPANTH TEPLOYN] TOV YOVOV TOV GVOGOCPUIPIVAY KL
0VEAVETAL 1) SEGPEVTIKY] IKAVOTNTO TPOG TO AVTLYOVO.

Av ka1 01 6V0 digpyacics sivar SexwpioTéc kar avesdpTnTes, coufaivovy 6Ta
PlacTind kévipa kai mupodotodvral ané mapduoie cijpara, érmws CDAOL-
CD40 aiiniermic i Kat pe T forjbeia Twv vmodoyéwv TLR.

Kowi} mowkidn avocoavendpkeio (CVID). Etepoyevig opddo pe
omopadIKi] Tapovsia alrd Kol avTécmuN Kupiapyn 1| vroreurépevn
KMpovOpIKOTITA.

-Oveprocotepor acBeveic pe CVID £xovv puoioroyiké apiOpé B
KutTdpov. Mepikés (12%) ev TovTorg, mapoveidiovy Sratapayis

dagpopomoinong.
-X0opaKTnproTiKé o1 Yupniéc avococQaipives 1| averapkil Tapaymyn
AVTICONATOV

-AayryvAoKeTaL £§ AOKAEIGHOD TOV GAL®V YVOGTAY mTiov

Meral avrdv mov Egovv B kitrapa , uepixd £xovv younid pviuovikd B
kvtr. (CD27+1gD-) Kat éva yaunié pobué couatixiic vrepuetdiloing
yEYOVOG OV umopei va amodidstar n averdpkeia B kar T kvttdpawv.

Owvneprocotepes nepurtdosi KII mapapévovy yeveTikd adidyvooTeg Kau
pailov @aiveron 6T ivan TorvyovVIS1aKis.

Mepikég peréteg okoyevav nepurtdocmv KII gaiveton 611 oyetiovran pe v
meproy MHC.

- Metarhagerg Tov Tumor Necrosis Factor Receptor Soluble Factor
13B(TNRFSF13B)yévov, mov kodwkomowei tov Transmembrane activator
and calcium modulator and cyclophilin ligand interactor (TACI) , éva péhog
NG owkoyéverag TV vodoytmv Tov TNF, éxer drumetodsi ot 15% Tov
ac0eviv kipra etepdluya. O mapayovrag TACI epgaviCetar oTov yevikd
min0Ovopé ota B AepgokvTrapo kot oArErEMSPa pe 500 popra cHvoEoNg
(ligands), Beell activating factor (BAFF) e proliferation inducing ligand
(APRIL). APRIC/TACI aAinkemdpacn apodyovy tnv evepyomoinen tov B
KOTTAPOV Kol Ti| HETAGTPOPI] TALHG.

-Evvéa acOeveig £xovv Tavtomom0si pe perdriaén oto Inducible T-cell
costimulator gene (ICOS). To ICOS ek@pateron ota evepyomompéve T
Aep@okvTTEpPO KOn aMANAEMIPE pe To popro 6vvdeong ICOS nave ota B
KotTopa. Avtij i ovvoeon mpodyer Ty eveppomoinon Tov B kvtrdpov Kai Ty
TaPaAYOYN AVTICOUATOV.

- Aiyeg mepintdosig CVID ogeikovran 6 petariaies tov CD19yévon

H 7o kowij avocoavendprera eivar | gAD eivau, pe coyvérnra 1/700.

Yrapyer T png Kar HEPIKY] AVETAPKELXL.

IoBoguerohoyia adicvkpivieTn

Iyeriteror pe MHC adiiha

H ovyvétnta givn peyeddtepn avapeca o€ owkoyéveres pe CVID.

Ta 2/3tov evnhikov pe IgAD sivar asopnropoTiKoi,
To v6rowo T0606TO TTOP el vroTpomaLoveeg Loy av
Kav aldrepyio.

Evfjlikeg pe IgAD Kot 16T0pikd LotpdEEOV TapoveLalovy cuyva EAieppa
OTIC VTOTAEEIS TOV AVOGOGQUIPIVOY Kot KOpra oty IgG2.
To nordrd mo mOovév givar va Tapovoidoovy pia Kedvetépnoen oty

pip 1 6bvOeong TOV QUIPIVAV Kal d&V TPoY®pa o€ coPapn
OVOGOUVETAPKELQL.




H averdpkaro tov IgGs/c prropei va vedapyer yopis avopairiss 6g Grhiovg
160TOTOVG.

H naBogucrohoyra IgGs/crapapiver GyvooTy 6TIG TEPIOGOHTEPES
TEPUTTOCELS

Ewry /] Gp xap npiterar amd poyij oty
mapaywy avricoudToy ( E10IKd 6Ta TOAVCAKYAPIOIKE) XOPIS
ipayés ota 4 ETTI7 TV PaAIPIVAOY Kol 6TV apliué

TV B KotTdpov.

H naBo@uoioloyio avT®OV TOV S1aTapuy OV TAPUPEVEL ASIEVKPIVIOTN) KoL
1) oyeTiCovTaL pe VTOTPOTLALOVGES AOINMEELS TOV AVATEPOV KaL
KATOTEPOV AVUTVEVGTIKOD

AcOzveic pe mapookij vo-y-cpaiptvapuio TS fpepikijs niikias sxovy yaunid
i [ oy OV PEPOVY GTA. PUGIOLOYIKD. KOVTA GTHY NAIKIO,

TV 2 xpovor.

AV K0t 01 TEPLGGOTEPOL pop UCVUTTON i, oot

KATAGTOO OYeTICETAL PE PEYAAVTEPT CVYVOTNTA AOIPDEEDV TOV AVAOTEPOV
GVATVEVGTIKOD KOl KOPLA 10YEVDY.

L& TPOONTTIKY PEAETN TOUSLA TTOV TP alovv vro-y-coaipvarpia , yopun
pvijpova B kitrapa ko advvepio rapayoyig 1gG in vitro eyeriovrar pe
wapapovi TG Sratapayis Kot avnpévo Kivouvo yio Lopdéeig petd Ta 2
ApoOVIaL.

Opada Il : Alha Kohd kaBopiopéva cOvopopa
GVOGOUVETAPKELUG

Tivaros I ARG KGADS BIEUKPVIoVEVe SUVEROE GVEoOavETapREI

— — - oo | Mmoot
[
et g, Biein | opoygonci, ot - B
P o
Mpoodeumikn pelwon Duoiodoyik: amavman oTous. . pipaa, x e oy TV EEENI
s rolonepts Toea | 40 oo, o ok

oce 4. IGE.
enueves 1A 1o oyomommK ruépy

rorpexis v
TouDhn
—
it oo 08 GE. 3 DT L
L x saapat o norts
PR N— Mot — Pty ey m || Sl
i b ooty
T s O E. | e patyod v
Opotor e At anotosioS, e | M2 Tl T
G Mot p— pdiectond Batupn aiyon s R re——
v MoniAn peiwan rwy n"mBMn"V
ngoco eomatnoro NGt
o eyt 08 o
0 s . | g, i i, seraperov
S0 Niepen [~ pr— o] v oo

Tl peivon

Z0vcpouo Bloom Moyt Moyt Mowpea e " MeraNagn oy BLM

mhayyeaois perd
020 070 PGS .

Aiarapaxs Gijou

TIvaKas I AMAG KGAGS DEUKPIVIOHEVG GUVGPOT GVODOOVETGpRENY

NozA Teomspa 8 omopa T |
pr—
Aromhaga
Vromaot g Wauneron o . vt
T PUTONOYKE C= 3 SIS | 1o oo, autoavaoia £33 EAEYXOU TOU KUTTGPIKO.
yrchny oo
[T—
oo w0
S—— M p— ovoorones | oo, || e
e s ity
oites
3 Zupyevt xBiaan, Merahagn 010 SPINKS
wooloma M Ayt 1o .
Einepopo Cameaeteron o e B el I o e
PN
e es'w o1a emBriaKa KiTapa.
sy
Voo e oo (459
[—
Moo o
Duoioboy Aunuvn IgE oo
S o prse— Blomunen ooy | SO | oo stara
T o o s | Yorkov.Sextposls
e e
Rirei, oot
Jrerp—
A oo s opgenad "
B
ExGoruntpa parion
DuoiodoyKe DusoAoyKG Akt IgE (puxoBaxtiipa , MetaMagn 010 TYK2.
oo e o
St s
Mt | ot v
Waupera Mewptia i ol o Maohatnaro bocKs
onstos S Gopes
o
Anpreis 00
ouomionst o Autrbnige | pnmonis o oveas Ao

o000
o
0v5poy0 D George i Tou | g | e et
m Eizgw o | “o | T S
i aottn
prew————
. . aporon
NOZHMA T xomopa 8 xoropa xémTa ‘mBavi waoyéveia
preT—
vt T ey o
soova vt | oD | umion p— b, , s
s o s ariuiantmagon | St | Avamans o
ol P i
y [ye—
o antaptn i | Sl — e
o Qs | o et | Moo 6,108 M | msoioers powe | AR | Meotaoro 10
o ot e s apontia
oot
enpa
oanign
post
woorcoei s
BulooinBem oupyevi T Seumii EAGTTWOT R v, ter 010 DKC!-
s g ot | oot ot ° w | Mmoo
Hreidarsson oUvBpOYO)

1 KMPOVOWRGTITG, AR: autdouwpn v




Wiskott-Aldrich (WAS)

Dviooivvdetn Sratapoy
Xapoxtnpileron oo :
-Exepa,

A ap (0:08non ™mg Onoiag Tov hoy v

KO KOKOT| 016G TOV AEPLPIKOD GVGTI|ROTOG)
-Zoyyevi] Opopfonevia pe yapaKTNPIGTIKG PIKPG CUPOTETAIA.

Moévo 101/3 TV acBevdvy Tapovordlel Kat T TPIC YUPUKTIPIGTIKA.
WAS ogzireton o€ petdrraln tov WASP y6vov mov Kmdikormotsi £va

PLOIIGTI] TOV KVTTUPOGKELETOD TNG UKTIVIIG KoL EKQPALeTaL povo oTa
GipoToMTIKG KOTTAPO

Mepixéc avoooavendpieies opeilovral o€ elAsipy oTOVG iy, 7!
aviyvevang 1j emid1dpOmaons 1j kat ta 60 Twv pyyudrey tov DNA.

Atagio TnhoyysiekTosio
Avtécopun vrorewopevy Sratapayi
Metairain Tov Yovou TG ataiiog Tnhayyeekraciog (ATM).

O aoBsveic Tapovoraovy aralic. TNhoyyaiekTaoics 6Tovg 09Oaipovs ,
aUENREVO KivOUVo LOOEEMY KoL KaKoT0£1DY.

Avocoroyikd yopoxtnpileTon amwd TpoodevTiKy ekntmon tov T
AEpQOKVTTAPOV 6L aptOpd Ka A pYio. KOl VTT0-Y-CQUIPIVOLpLil

Ta emaeda TG a-QeTOTPOTEIVIG Eivar avnpéva.

Nljmegen syndrome (Nibrin gene)
LyetiCeton pe avoooroyikég Sratapayés pe PIKPOKEPUAia , TpdsmTO
‘aTvo?’, yopnio avaoTnpo Ko cvénpevo Kivéuvo Yo kako0gies.

LigaselV (LIG4) epmhékeran oty emdrépOoon tov DNA ot
dwdwcasio NMEJ

O ac0svei p alovv puky pario popoio Kar \névo
Kivéuvo Y10 Kako10sies.

O BaBpdg g avocoavendpkerog mowkirer and SCID/ Omennémg vro-y-
cQaipwvarpiope Satapayés T PETASTPOPN TAENGC.

Yrep IgE ovvdpopo (HIES)

XapoktnpileTan

‘Exiepa

AvEnpévn oVYVOTNTO SEPRATIKAOV KAL AVUTVEVGTIKMV AOIUAEEMY KOPLoL
an6d Ltaguiokkoko ke ko Kavrira

Avénpéva emineda IgE.

Tvootic popeic eivar avréowun Kvpiapyn KoL avTécwun VIoAEITOUEVY.

HIES avtéompun kvpiapyn

-Advvapia arlayig TV VEOTIADY 066VTOY,
-XKoArimon,

-MeyaldTepo Kivouvo yia Katdypata ,
-Y7epeLaoTIKOTNTO TOV 0pOPOGEMV KL
-XapoKTnProTIKé TPOocsMTEio.

Ogzilerar og perdrroén Tov yovov STAT3.

O STAT 3 &ivau petaypaginos mapdyovras mov evepyonolsital 6& andvryoy
TG EVEPY inens THs 0600 oy srionc JAK-STAT. Or rohoyikég
aravriosg oTig IL-6 kan IL-10 givan shatTopéveg kar 1) avantoén Tov
TH17 kvtrdpov wetepaypéivn pe arotéhespa troyy ékkpon IL-17,
IL-21,IL-22.

H avtésopn vrokeuropevn popoiy HIES dwogéper.

O ao0gveic Tapovo1alovy Kar 1yeveic hotpdEes alha dev £xovv
TPOPAMPOTO 06 TOV GKELETO Kot Ta SOVTIAL.
AyyeliTideg Kal avToavoceg EKONAMGELS EIVUL GUYVOTEPES.

O EPLOGOTEPS TEPITTAGELS EIVUL YEVETIKG OTOVTOMOINTES GV KO KUTOLEG
£yer Bpedzei 6T 0@ihovTan o€ perdiragn Tov yovou tyrosine kinase2
(TYK2).'
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H wvrraporoéikij dpdon twv T kar NK Asuporvrrdpoy eapraral and tyy
EKQPacH TV KVTTAPOIVTIKDY TPOTEIVOY TOV GOYKEVTPHOVOVTAL GE KOKKI0 Kal
UETAPEPOVTAL PHEGH HIKPOGOINVAPIwY 6T JVTIKI] GUvayn mov cyquatileTal
HE TV ETAPI] HE TO KUTTAPO OTOYOG.

Mepikéc popeig avosovETAPKELNS YUPAKTPilovTon amd draTtapayi 6TOVG
ENYEVIGROUG PETAPOPAS, amodijkeveng Kot amelevbipmong omd Ta AVTIKG
KOKKia.

Avtég o1 drutapayés ovyva oyeTilovTar pe PELOpPEVY EVOOKVTTAPLO PETAPOPE
pelavivng , pe amotéleopa ap pe PuyES TG JPWOTIKIG.

Tovdpopo Chediak-Higashi

AvToo0uN VTOAETOPEVT VOGOG

Ogzirera o¢ perdrraén Tov Lysosomal Trafficking regulator (LYST)

Yévov.

Extog ané v diarapayuivy korraporoéikétyra , 0 aIVOTUTOG

TEPLA

yryvriaio A

Ka1 vevpomabeia .

oTa Agy

jrrapa, ykpiloacnui tpiyes,

Kvtrapotolikd srieippata yopaktpifovy Kot 1o avté66mpPo VToAEmépevo
TUTTO TOV AYPOQPUYOKVTTUPIKOD GUVIPONOV, MOY® EALeyns THS meppopiviie
(avoryua mépwy 6o KbTTAPO GTOY0C) KAt GvvTadivyc (ovTniy pertald
KOTTAPOTOEIKOD Kal KUTTAPOD GTY0V).

e avtég Tig Sratapoyis Aoym advvapiog va ekdNrnBoOV preypovddeig
avtdpaosig mapayetan vmepfolikiy rocortyra kvrrapokvédy TH1 kar |FN-p.




Dv)06HVOETO AepPovTEPTAUGTIKG GUVdpopo (XLF)

Kvpua mapoveraleton and roipmén ps EBV,
Ogsiketan o€ TPIG SL0POPETIKOVG YOVOUG TOV EMNPEALOVY TNV EVOOKVTTAPIAL
onpotodétnon Tov T kon NK kuttdpov kar avastoleic Tng ondéntwons.

0ieg dpuws o1 wepind o0 XLF map iovv EAetyn twv NK kar T
KOTTAPOY pe amotéieoua Ty advvapia el&yxov twv EBV loudéewy.

eprpepixij opo166TaGH GTHPILETAL GTHY ATOTTWON TOV AVTOAVTIOPHVTOV
AEUPOKVTTAPWY.

AlMlemdpaocn peragd Fas ligandrov ekgpaleTon 6Ta evepyomompéva
Aepgoxkidrrapa kor Tov Fas(CD95) mupodotei evéokvTTapia povomatio pe
UTOTELEG AL TV EVEPYOTOINGT) TOV KUGTUGMV KOl TEMKA TOV 0GvaTo Tov

KuTTapOov.
Metarraln Tov popiov Fas emrotedei Ty Kipra artio Tov CVTOGVOGOV
hepo PTAAGTIKOD popov (ALPS), pe hepgadevomabera,

NTOTOGTANVOPEY OALO, KOL 0OTOGVOGT] KUTTAPOTEVIC. .
Ynapyer avénpévog Kivdvvog kakon01dv ( £1d1ka B —kvttapiké Aépoopa )
ko aavraror o 10% Tov acOevav pe Faspetdiialn.

ipayés Tov j cvoTijuaros yapaktypiovral anoé
tn];lavrucsg i D , OV A0vY payés oty

0H0166TAGI TOV AVOCIaKOD avan];mwg

Kevrpwn avosroki avoyn emvruyydveron amd tTnv amdrenyn tTov
aT0dpacTIKOV T KUTTEPIKOV KAOV®V 6TOV OVp0.

H autoimmune regulatory protein (AIRE) givan évag petaypagikig
TapPayovTag TV EKPPAaLETOL 6TO pUEMKG EmONAlaKd KOTTOPA TOV ODpOV.

Metdahiraln Tov yovov AIRE kataotpipel 0vTi TN TPOTEIV TPOKALAVTOS ,
oM G0c1a, Kavtwvrioon, dvotpogia. APECED
(Aut0|mmune pIyendocnnopathy with cand|d|a5|s and etodermal

dystrophy). Y podvp Kau op KN pKELX EiVOL

TPoEEEYOVOES HVTOAVOGEG smﬁqlwastg VTG TG AVTOCONUNG VTOAELTOPEVIG
dwrapoync.

Ta T poOuiotird xbrrapa(Trey) apokalody KatacTtollj TS avoolakijc
ATAVTIGNS OTT6 AVTOAVTIYOVA GTH TEPIPEPELQ .

H napayoyi tov Treg kvrtapmv otov 0vpo pobpiletar omd Tov
peraypa@iké nopdyovra Forkhead Box Protein 3 (FOXP3).

Metdarirain Tov FOXP3 Y6vov TpokuAei avosraki) duehertovpyio —

O 0£10- QUAOGD n- Immune Dysregulation-
polyendocrlnopathy enteropathy X- Ilnked (IPEX) ovvépopo, pe copapi] kau
mpdN Evapin avTod 1S EVTEPOTAOELUG, VGOV PTOPEVO Srafnitn
Ko exlepa.

)Iﬂg nm:msg MEPWTTAOGELS 1] V060G eéskwceml TPIyopa EKTOS Kot oy

Opéada V : Zvyyevi eEhdeippota TOV QOyoKLTTAP®V
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Ta gayokTrope Tailovy onpavTiKd poio 6TV Guove EVOVTL TOV
BaxTnpdiov Kot pukiTov.

AcOsveig pe payoxvrrapixd slisippara 660V apopa Tov apidpéd , Tny
Aerrovpyio 1 Ko Ta §V0 mapovordlovy vrotpomalovees cofupis
rowpdEeg and poxnreg (Candida ke Aspergillus) 1| paxtijpra.
Kvpropyodv o1 hoypdéerg Tov avar j Kat TOV OEp , ahhG Ko
&v T fdber anootijpata givol 6VYVAE. g TOMEG TEPITTAOGELS OL
VTOTPOMIALOVGES GTOPATITIOEG Eivan oVYVEG

Bapid ovyyevijc ovderepomevia (SCN) opilerar apiBudc ovdetepopilwy mov
empéver orabepd karw ané 0.5710° kurrlL.

H mo kowij extia givon o petdiioln oto yovo ELAZ, mov kedwkomorsi
TNV EAAGTAGY TOV TOAVROPYPOTUPIIVOV.

Avtécopun 1| Kupiapyn KAnpovopkéTTa oxeTileTon pe anokigioud and
TPO-UVELOKVTTAPO GE pVEAOKVTTAPO GTOVY MO.

Mepukég peTarraées e ELA2 mpokalodv kukhiki ovdetepomevia.

Merarrageg e ELA2 mapovoralovy avnpéve kivévvo poerodvormiaciog
Kol poghoyevii Asvyonpia.

Xpovio KoKKiopat®@dng vocos (CGD)
Opado Srutapay®v Tov EVTOTILETAL 6T PACT TG UVOTVEVSTIKNG EKPNENG
NG PUYOKVTTAPIKNG AELTOVPYIOG.

H pirapn opeiletar oty petdlialn Evos ek TV povIOimY TOV KWOIKOTOI06Y
THY 0EE10doN TOY HOVOKVTTApWY Kai woivpopporvpiivey NADPH ko
oonyei oty averaprij wapaywyq H202 kar diiwy oée1dwtikdy mapaydywy
Pacikiic onuaciag yio Ty evOoKVTTAPIKI] £EOVTMON TV BaAKTHPIdi®Y Kol
TOV HOKHTOV.

To £viupo T@V QayokvTTaAp®Y OV Tapdyer vrepoteidie (NADPH
0&e1daon) anotehel Eva molvmapayovtiké eveTnua.

T pepPpavn TOV QayoKvTTAPOV VILAPYEL TO KVTTOYpOpa B558mov
oamoteheiton amd pio peydin vroopdda v gp9lphoxkar pia pikpétepn
™V p22phox. TovAdyieTov 590 GALOL KVTTEPOTAUGHATIKOL TAPAYOVTES

L £xovv 6N gvepy 161G TOV £ViHpOV

O vréromog gp91phox( 6mov gp yAvkompmreivn, 91: popraxéd fapog 91 KD
kot phox:o&edden Tov payokvrrapwv- phagocyte oxidasekodkomorciton
omé yovidio mov Ppicketon 6to Xp21.1 ko o1 peTarhigers Tov
avTITPOGMTELOVY TO 62% TOV TEPUTTOGEDY TOV GVTIGTOL(OVV 6TOVG
o0gveic pe proovvostn CGD.

O vré g gp22pho! omé yovidio mov PpickeTon 6To
Apopécopa 16g24ka o1 vwéromor gp47phoxkar gp67phox
KOJIKOTo100vTaL amd yovidia mov Bpickovrar ota ypopocdpara 79 11.23
ko 1925 avricTouya.

10



Ta pépra gp91phoxker p22phoxPpickovrar 6ty pepppavn Tov
PayosAOR®V , VA T0 KuTTapoThacpaTikd gp47phoxka gp67phox
PETOOEPOVTAL 6T PEPPPAVI HETA GO EVEPYOTTOINGT] TOV YUYOKVTTAPOV.

Zovapuoidynon tov coumiiyuaros NADPH pobuiletar and dicpocpwpinéc
ylovraberdves Racl kou Rac? .
‘Elietyn Ty Rac2 npoxaiei véoo wov pordler oty XKN..

AVETGPKELD PHOPIOVIPOCKOLI OIS TOV QUYOKVTTAPOV
(Leucocyte Adhesion Defect/ LAD1,2,3)

Ziovdpopo. mov yapoaKtipilovial amd dlaTapayEs oty KVKAOQOpPIo: TV AEDKOKVTTAPY..

Ko o1 Tpig 1001 KA povopovvTal pue ToV 0VTOGMUO VITOrEITOpEVO TPOTO,
Tapovelalovrar evopic 6t Lo pe mokd coPapic Lopdelg yopic
SYNPATICNO THOV.
Awrtapoy 6TNY ET0VLOGN TOV AANYOV ( aKOPT KoL PETE 06 pikpod
pavp o) Kar Baprd mep TiTida.
O acBeveig pe LAD2 £xovv yapnhé avaotnpa , Sucpopies kar von Tk
voTépnon.
O acBeveig pe LAD3 mapovordlovy kar avénpévi Tdon aypoppoyidv
A0Y® rertovpyikdy PUYOV TOV arp Aov.

LAD 1

Merarraén Tov ITGB2 yovou( Xpopdoopa 21022.3)mov koduomorsi T
B2-integrin(CD18).

H p2-wreykpivy (CD18) amotelei alvoide Ko TPLOV ETEPOSPEPOY TOV
0motehoV T0. pépLE TPOSKOLAN oG TOVY QayokvTTdpeV (LFA).

H B2wreykpivn peréyer 6t 6tadepi] Apockérinon petald Tov
AEVKOKVTTAPOV Kot EVvE00NMAKOV KUTTApWY, emiTpEmovTag T1) §i0do TV
AEVKOKVTTAP®Y d1a pEGOV TOV EVE0ONLI0V DGTE VA TAGOVY TN TEPLOYN TIG

PrEYPOVIG.

LAD2

Metairoén otov peragopéa GDP-fucosepe amotédespo Tnv Ehdewyn
Exgpaong s npoTeivng Sialyl-Lewis X mov amwotelei To popro covdeons yia
1 E-ogkektivy 670 £v9001A10 TOV QayokvTTaPOY

LAD3
Metdirain Tov popiov Kindlin -3 mov epmhéxeran 6Tn £vrog Ko £KTOHG
TOV KUTTAPOV GIHATOIOTION TOV WVTEYKPIVAY.

H avoowaki] andavrion évavtt Tov pokofaktnpidiov paciCetar oty ékkpion
g IL-12 and Ta paxpopaya .

H |L-12 ovvdéerar pe éva 101k6 vodoyéa mov exppdlerar ané ta T kar NK
leppoxvrrapa kou emdyel éxkpion | FN- y n omoia wopodotei Ty
HIKPOPIOKTOVO Opdan TWY HAKPOPAY®Y oIS cOVOElEl ue ToV vITodo s THS
IEN-p.

Ellgippora otov GEova IL-12/IFN- y mpokahotv gvmeOnoio o€ véoo and
pokopaktnpidia

Metalraéers otovg yévoug T IFNL (IFNGR1 kor IFNGR2) ken STAT1
TPOKalovY POyES PE € 010ia 6T0 puKoPaKTipro

Merarroén oto Yovo | KBKG mov kwdikomoiei o popro |KK-y( yvwory oc
NEMO- NF-xB essential modulator) mov amoterer puOpisTiKG Tapayovra tng
0800 onpatodétnong Tov NF-kB mapdyovra, mpokarei avinpévn svacOnoio
ota pokofaktnpidue, oyerileran pe CID, dwurapayi petactpogiic TaEng Kon
Ewdeppuki} SvoTpogia.

NEMO xAnpovopgitar ©g QUA0GHVHETOG YOVOG.
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Opada V1 : Elkeippata g pn £181KNg avociog

Nivaros VI ENheippara s guorwis avooias

EXigippora twv TLRs

O TLRs amoterodv 6£1pd popiow mov ekQpaiovral 6Ty EMOAvEIX TOV
KUTTAPOV KOl HEGOAABOVY GTNV AVEYVAPLGT] SOPDY TAV® GTOVG
pkpoopyaviepovs PAMPs (pathogen-associated molecular patternsyrog
LPS, yAvkohmidra , kon Siwhijg 1 povijg £hkag RNA.

H khaooiki 036¢ evepyomoinong Tov TLR epmhiker To pépro MyD88 ko
Tig evdokvtTapies Kwvaees (IL-1 receptor associated kinase ) IRAK-4kau
IRAK-1 K1 0V6106TIKG GUVTELEL 6TV EXAY®YT] TOV TAPAYOVTE TOV TUPY|VEL
kB kau 6tn mapayoy) TOV QAEYROVOI®OV KuTTapokvdv (IL-1, IL-6, TNF-a
Ko [L-12)

MetariraEes Tov yovov MyD88 kat IRAK-4 0dnyodv o€ coPapis muoyoves
LowudEerg ot pukpi} NAkia pe vYEST o8 peYarvTEPN

Kinpovop: NTa Qv 1) VTTOA pevi)
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Opada VIl :  Avtogleypovardeig Awatapayis
Ta )POJLA TOV TTEP P oTorEia O1apopIKi

duayvwons twv ITA

TRAPS ( TNF Receptor Associated Periodic Fever Sgnome)

O mapayovrag TNF mpoxkadei maporevopevn grheypovii yiati o vrodoyag
1€ TOV 07010 cUVOEETON KON avaoTELLEL TN dpacn Tov dev AerTovpysi
QUGLOLOYIKG.

Mapoveualetar ot devTepn wanduci Nhkia 1 Ko apydtepa pe
VoTPOTLALOVTE EPTOPETE OV Sruprovy 2-3 Bdopddes, piyog, puikoig
ToVoULG.

Eni mifov epgaviCovrar e£avOnpa, Tévor 6To oTopdy, Srappoieg vavtia ,
0idnpa TEPLoPBUA K Ko KOKKIVE paTia.

L& Kp6 1060676 060£vA GCeTar aporosi | TOV propEi va
odnyiost o€ veQpikn avsnupxsm

Emumeda TNF<1ng/ml

Avemapkero Tov yovov TNFRSF1A 10 ypopbcopa 12(12p13).
Kinpovopkétnra avtéocopn wkopiapyn.
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Owoyeviig Mesoyeroxdg mopetog (FMF)

Eivar ) o kaha pehetnpévn Sratapoyii mEpLodukcod TupeTod Ko
epavileran kotd TV Tonduan nhkio.

Map aleTon pe Vo Gtovra epmipeta 12-720pdV pe Kook
Glyog, AEYROVY] 6TOVG TVEVPOVES KON apOpDGELS.

Avtéoopn vroreimopevn payi

Mezdiiaén tov yévoo MEFV mov kwdikomoiei Ty mopivy (marenostrin)rov
PVOI0LOYIKD EAEYXEL TV PAEYHOADON AVTIOPAGH TV AEVKOKVTTIPWY.

Zoyvij 6T0Vg La0vg TG avatolikiis Mesoyeiov 100-500/100.000

Ynep IgD oOvdpopo

Awtia dyvootn -80% cuvodeveton pe avénon g IgA.

Ymotp Covra 0 PETOY OV pyilovy TP TO TELOG TOL TPAOTOV
APOVOV WP Vo eVTOTILETON GUYKEKPIPEVOG LOIHOYOVOG TaPAYOVTUG PE
weprodikoTnTa 4-5 pépec pia gopad Tov miva.

Awykopévor Tpaynikoi Aep@adives , korhakd iy, eEavOfqpata oto déppa
Kar apBpaeelg.

Enineda g IgD > 100iu/ml o€ 80 dredoyikég peTpnoeig pe Srapopd va
pive n pio o6 Ty GAAY.

Merarraées oto yovo MVK (Mevalonate Kinase)

AvEnon tov Mefaiovikot o&éos oTa 0Upa Katd T SIEPKEI TOV EUTVPETMV
EMEIGOOTV

PFAPA(Periodic Fever, Aphthous, Stomatitis and Adenis)
O 7o oVyVeg TOTOG Sratapuyiic Be TEPLOSIKO TVPETH
H wrtia Gyvoom

Hop aleton pe epmOPETO. OV VTOTPOMIALOVY GE KAVOVIKG
dwotipata.
Hopdriinie epavitetor o i pe gpebiop picOpia ko

NOYKOGN TPAYNAMKAV AEPPUIEVOY.

O gpyaotnpraxig £heyyog dev eivar dropoTioTikég O acOeveig
TAPOVGLALOVY ArydTEPEG LOIPADEEIG TOV AVATVEVGTIKOD 0T T0 GUVOPNAKG
TOVG.

H véoog dev paiveral va ivar KAnpovouikij

Nivaxa Vil Averdpxeics Tou oupmApiuaTos

vorn wopotsoarmens
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ipuTEhn oULBEoUGa e Th e, MASP-2: GcprompuTEan 2 oy GYETCera i T MEP
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Tevetikés dratapayéc Exovy meprypapei yro. 6io oxed0v Ta KAGGUATO TOV
COUTIANPOUATOS .

Xe 0)eg 6%Ed6V TIg TEPITTAOGELG 1) SraTapay) peraPifalerar pe Tov
OVTOCMO VITOLETONEVO JUPUKTI| P, EKTOG A TN TPOTTEPSivN OV

Baletar pe To puiociveTo.

To YapoKTNPIETIKG TOV AOIUAEEMV TOV 0PEILOVTAL GE AVETAPKELD TOV
31096pOV TAPIYGVTOV TOV CUPUTAPORATOS UTOTELOVY GUVEVUGHO TOV
AOPAKTNPIGTIKAOV TOV A D& and G TG JOUIKIG fog Koy
TOV QUYOKVTTAPOV.

Eligippota v apik®v Kroop V TOV GUNT G TG KAUGOIKNG
0800 (Clq, C1r, C1s,C4,Cxa C3) mpokarodV avT0GVOGES EKINADGELS TOV
HOLGEOVY pE GUGTIRATIKG EpUONPOT®OSY AvKoO.

Em miéov eldeippara twv C2 kar C3 npokaloby kai abénen tov Kivévvov twv
Joudewy and Paxtypioia pe kdya.

Elhsippoto Tov TEMKOV KAaGpdTov T0v suprinpdpatog (C5-C9)
oyetiovran pg vIOTPOmMALOVGES LOINMEEIS 0h VaioEPLES.

E)ieippata g MBL (manose binding lectin) evég svstatiko) Tng 0600
™G AekTivng £xs1 evoyomomOei yio vroTpomaiovosg pikpoprakis
LowpdEers , £181kd KaTh T S1ApKEL TOV TPATOV YPOVOV Cong.

Metariagn otnv MBL- associated serine protease 2 (MASP2)
gvoyomoieitar yio av&non TOV AopdEemy.

Avemdpkeieg Tov avastoriéa Tov C1
H averdpkera Tov Cl-inh gvBbveton yio to 10% Tov 6LV6ROV TOV
GYYELO0WNNATOV Kot G ETi TO TAEIGTOV Eivan KApoOvopIKT.

To kinpovopikoé ayyerooidnpa opeiletan gite og avemapki} ooveon Cl-inh
(KAO tomov I) gite 6 60vOgon dvsrertovpykod Cl-inh (KAO tomov IT).
H véoog perafifalerar pe Tov EMKPOTOOVTO COPATIKO JOPAKTI PO KoL
£MOpPEVEG 0L TAGYOVTES Eivan £TEPOLLYDTES MG TPOG TNV avemdpkera Tov Cl-
inh.

Xapoktnpiletor om6 vroty alovra 0 HaTog OV PTOPEL Vo
EpmAEKOVY hapuyya, EVTEPO, TPOCMOTO KAl AKPA.

AvTg 01 EKdNAAGES avTavoKrovy e aveEéleyktn omehevdipwon
Bpadvkvivig mov Tpokaieitor amd TV EMdewyn avestorig e Tov Clinh Tov
ovetipatog Kahhikpeivng-kuvivng.

Eivan BéBano 6T ouveyde vées TTA mpootiBevtan 6T VITaPYOVGES
VII T opades ko khvikd yvootég ITA artiohoyotvTon YEVETIKA.

H kotovénen avt@v TV ETEPOYEVAV VOGN RATOV YIVETOL
KOAOTEPT PE GUVOKOLOVOO TNV 6OGETOHTEPN BEpamevTIKY) KO
TPOYEVETIKI TapépPact) Tovg.
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