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MpwTtonaBelc AVOOOAVETAPKELEC:
H dtayvwon elval mpokAnon

Infection

" IXETLKA OTTAVLOL
= Kowa / un W8k onpeia Ko

' Autoimmunity
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" Moplakn Baon pe ¢otvoTuTiKn ."
ETEPOYEVEL ')
Inflammation

" EéeTtaoelc SLadoync N ELOLKEC

Immune
Dysrequlation

= Eykapn dtayvwon owlel {weC

Malignancy



[MposLldomonTikad onuela pwtonadouc
OVOOOOVETIAPKELOLC
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©OnAvu 6 pnvwv

Napouvca vococg
e AntwAela Bapouc: 400 gr
e Mewwpevn oltion

e AUO KOAALEPYELEC OUPWV LE OUPOCUAAEKTN:
E.coli >100.000 CFU / ml

ATOMLKO OLVOLVNOTLKO

e B.I. 2730 g, 39 €B4. kunon (IVF). Authaciace
Bapoc otouc 5 pNVeg



KAWL e€€taon

apoc 10N Eg , Mnkoc 25" E.Q,,
: E.O.

e 02s5at>95% pe 51t 02
e 120 avarmnvogc / min

* DuoLOAOYIKO AVOTIVEUOTIKO
J1Buplopa apdpw

Aktwvoypoadla Bwpoakoc:
Aldpeon nmvevpovitda



Epyootnplokec e€eTA0ELC

e ArtoAuTtoC apLBUOC

ucess (O Aepdokuttapwv: 5100 / pl

ES o @ © * 18G 65 mg/dl, IgA < 6 mg/dI,
i — igM 71 mg/dl

o e AvooOodaLVOTUTIOC

R e Aepdokuttapwyv: koBoAou T

kUTTapa, urtapyouv B kot NK

ol * BAL: (+) Pneumocystis Jirovecii



Bapla cuvbuaopevn avoooavenapkeLla (SCID)

 ENEITON!II

e Artouvcia / duoAettoupyio T
KUTTAPWV

e T-B+ SCID / T-B- SCID

e Eukatplokec / coBapec
AoLpwEELC

e Xpovia dlappola

e Maternal engraftment
e HSCT



Appev 5 eTwv

* MMapovoa vooo¢: xwAotnta Badlong amo
24 wpou

e ATOMLKO avapvnotko: 36 €B6., B.I. 3300gr
MoANarmAeg wtitidec amo 11 pnvwv
(6/€t0C¢), 2 ne wtoOppOLA
3 nivevpoviec o€ nAkia 1.5 kot 4 etwv (x2)
MANPWC ELPOALOICUEVOC

e Atayutn Aepdadevonabela,
nrotopeyaAia (2.5cm), ontAnvopeyaAia
(3.5cm) Xwplc mepLloplopod tng
KLVNTIKOTNTOC TWV AKPWV
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The Lymphatic System
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1gG <7.50mg/dL, IgA <6.38mg/dL, IgM: 4390.0mg/dL

HYPER IgM SYNDROME

% T-dependentAg

NO
Cytokine production
Isotype swith
Somatic hypermutation

Il- inflammation

NO
Cytokine production




AVETIOPKELEC AVTLOWUATWV

" Aldyvwon 3 HNVWV — 2 €Twv

" Ytotporilal{ouoeC AOLUWEELC
QVOTIVEUOTIKOU, COBOPEC
BoKTNPLAKEC AOLUWEELC

= Ayappoaodoatpvolpia

o 85% avemnapkela BTK
" Yioyappaodatpvatuio
o Mapodikn avtomepLlopl{OUEVN
o Kowvr) TIOLKIAN aVOCOOVETIAPKELDL
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4 % unvav &

Mapouoa vOoO(
e Tayumvola oo Wpwv
e Pwitda amno efdopadoc

ATOULKO QVOLUVNOTLKO
B.l'.: 3800 gr, 40 €B6.

3" nuépa {wNG: ikTePOg, 4" NUEPA LWAG: OLLOPPAYLIKEG KEVWOELG KOl
BpopPorevia (PTL:70000/ul), apvnTLKEC KAAALEPYELEC

ALLLOPPOYLKEC KEVWOELG TIAPA TO OTOLYELOKO YAAQL

Ye nAwia 2 pnvwv
 NPO, o TPN ywa > 1 pnva xwpic BeAtiwon

* iv methylprednisolone (2mg/kg/nuépa) pe BeAtiwon kat avénon
OTOLXELOKOU YAAQKTOG LE LELWON TWV OTEPOELOWV

* KoAovookomnon: oldnpatwdng kal atpoppaykog BAevvoyovog pe
gEalewn tou ayyelokou OLKTUOU




KAWL g€€taon

e Bapoc 50" -75" E.©., Mnkoc 90" E.O.,
M.K. 75" E.O.

e [OYYUOUOC

02 sat < 90% otov agpa

RR:80/min, pewwpévn etcodoc agpa
ue tpilovtec apudpw

Aktwvoypadia BwpaKoc:
Aldpeon mvevpovitida



Epyootnplokec e€eTA0ELC

e PTL:44000/ul (MPV:8,4)
e LDH:350U/L

e BAL: (+) Pneumocystis Jirovecii

e [gA: 115mg/dl ,1gG:1040mg/dlI,
lgM:331mg/dl

Receptor
(T-cell receptor 7)

N c Actin ortoskeiotal o
in cytosk organization
ik e B “_*—Pal foerich  SHa-domain Microtubule reorientation
i yprofine-rc binding site Activation of transcription factors
domain Cell proliferation

© 1986 Current Biology



Y. Wiscott — Aldrich

JUVOPOULKEC LLIOPPEC QVOTOQVETTAPKELAC

Petechiae due to Eczema Preumaonia and other B-cell lymphoma and
thrembocytopenia infections other cancers
WASP Structure
WASP hemaology BR £ GTPase ——= Proline-rich region L iJ: C fJ
1 137 210 230 310 iz 417 423 502

MuwkpoBpopuformevia, Aotpwéelc, atormikn deppatitida



OnAv 2 eTwv

e Mapovoa voooc: adevoPAEypovoc
UTTO i.V. aywyn

e ATOULKO OVOVNOTLKO:

OTAOLUOTNTA PAPOUC, TPOPLKEC
aAAepylec, moANaAQ eelcOdLA
nupetov, adevodAEypovag,
depuatikn Aolpwen, KoAttda

e [/Ae.d.0., Igs e.d.0.,
avooodaLvoTumoC €.¢.0., EAEYXOC
yla avtopAeypovwdn voonpata (-)




Serratia marcescens

A
Harmal

B
H-linked
patient

[
-linked
GO carrier

D
Autosomal
recessive
G0 patient

E

Autosomal
recessive

CGD patient
iinitially considered
to be H-linked)
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Xpovia KOKKLWHATwdNC vOoOC

. nthr'] 8“00)\“)0”;, omoorr'] HOLTOL, , Chronic Granulomatous Disease
UKOPBOKTNPLOLOKEG / MUKNTLOOLKEG oo
OLMWEELG )

" GUAOGUVOETH, AUTOCWHOLTIKN
UTTOAELTITOMEV

W Microbe
survival

Under normal circumstances, neutrophils (and other phagocytes) detect and ingest microbes present in inflamed tissue. The
microbes are killed by release of antimicrobial granules into the phagosome as well as the generation of reactive oxygen
species (RCS) produced by the NADPH oxidase complex. A sudden increased uptake of during this process is known
as the respiratory or oxidative burst. Defective MNA oxidase function allows survival of the microbes and leads to the

formation of a granuloma, .

Immunopaedia.org




Epyaotnplakn dtepevvnon

E€aptatal amo tnv KAwikn vrtoyia!
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[Mpoyvwon

e HAwiat otnv dtayvwon!!!
e HAwkia otnv Beparmeia!!!
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i fews drogs of blood from a hesl stick allews
hodpitaly o screen newbornd for gemetic conditions,

Getting Answers

Whare Lo turm il";'n:u niid infarmation or a spacialist on
genetic scresning:

RO L Hmmanl

Halional Mewdboan Offers fomgrabentive source of
Screening and Genetics Infermatien on screaning
Resouree Conler

gemnes-r-usuthscsa.eduy

American College of Includes “BCT* sheets for docters,
Madical Genetics wyith infarmatlon en what doclers
VW ] ne should to do when a baby screens

poSithee For 4 raes candition:
information on specialists and
reglonal colaboratives.

March of Dimas Consumer-friendly reading material;
wwrw.marchofdimes.oomd  Includes videa about screening
pelharf

e EMUTAOKEC TT.X. TTVEVUUOVLKN VOOOC, AspudoimepmAacia, KOKKLwUATA N

outoavooia
e AA\EC CUVVOONPOTNTEC




ZuunepacpaTa

= AvayvwpLlon KAWLIKwV TtpoBoAwv
npwTtomnabolc avoooaVETIAPKELOG

" |oTOPLKO, KALVIKN €€ETAON, ATIAEC
e€eTAOELC

= [Lorti var SLEPEVVAOOUUE N yLati va
NV OLEPEVVNOOUUE;

" Tayeia dSltayvwon Ko Bepareia
owdlel {weg, mpoAapBavel T
Bvnoiuotnta Kot PEATIWVEL TNV
rniolotnta {wn¢ Twv acbevwv
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