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To avoGoAOYLKO cUoTNHA
Epyaotnplakn Mpocgyyion

+ Autoavtiowpata

+ MopLakoc eleyyxoc

Abbas A, Lichtman A, Pillai S. Cellular and Molecular Immunology, 7t ed. Philadelphia, Elsevier, 2012



To avoGoAOYLKO cUoTNHA
Epyaotnplakn Mpocgyyion

+ Autoavtiowpata
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AvTutupnvika avtiowporto (ANA)
EkxuALlopeva tupnvika avtyova (ENAs)
Avtiowpata evavtl ovdetepodilwv (ANCA)
Peupatoeldnc mapayovtec (RFs)
AVTL-KITPOUALVIKA avTtiowpata (anti-CCPs)
Kpuoodalpiveg

Eldka avtiowpato puootitdog

Eldka aviiowpato ckKANpodEpUATOC



To avoGoAOYLKO cUoTNHA
Avtoavtiowpota

Avtiowpota £VovVTL GTOLYELWV TOU «EaUTOU»

Ei61xkotnta
Avtioopata
NoukAeoowpua dsDNA Suotni. Epubnuatwdng AVKog (SEA)
histones 2EA
topoisomerase | JUOTNUATIKO OKANPOSepua
Mauopatéowpa ~~sm sen

JEA, Mkt ) Nooog ZuvdetikoU lotou

PiBovoukAeompwTteiveg Ro, La SEA, ZUv8popo Sjégren

Kevipopepisto . AcA Meplopiopévo okhpodeppa

PiBoowpa/IuvBetdon twv tRNA Jo-1 Muoocitida

Mttoxovdpla AMA Mpwtomabng xoAlkn Kippwaon

Kuttapookeletd6  Kepativn, Odlaykpivn  PevpotosiSig apBpinsa
KapSioAutivn, B2GPI, 2. avti-dwodoAuudiwyv

MepBpavn tou kuttapou Yrodoxéag tng aketuhoxoAivng  Bapeld puacBévela




To avoooAoylKO cuGTNHA
Avtoavtiowpota

+ MEgBobdol aviyvevong
+ Euueococ avooopopiouoc (ANA, ANCA)
+ Avooodlayuvon
+ MEéedodoc Latex (RFs)
+ AvtiBetn avooonAektpodopnon (ENAs)
+ HAektpowopnon SDS-PAGE-Avoocoarntotuniwon (ENAs, MSA)
+ Avoooevivuiko¢ npoobdiopiouoc (ELISA)



Avtoavtiowpota
‘Eppecoc avocopOopLlopoc

+ MNAokidla emioTpwpEV /ﬂ\
, , 15t Ab i I l

+ kuttapa (HEp2 kuttapa, (seru
ouvdetepodplia)

& 4 IO-TC') a Anti-human IgG
“,\ wed)

+ [loocotikomnolnon

+ Hut-moootikn peBodoc
+ Aoklpaoia dtakoync (screening test)

+ Aviyveuon auTto-avIloWUATWV

+ ANA, ANCA



AvtoavTtiowpota
Avoooarmnotunwon

Metadopad Twv MPWIEIVWV

o TINKTWHO akpUAaULSiov & pepuBpavn
(vitpokuttapivn — cuvOeTIkn)

AvooOoQmoTUNIWON
o 1°avtiowpa (umo-e€€taon opog)
o Aviyveuon HE ocnUAOUEVO 2° avtiowpa
o Epdavion ue xprion
* XPWHUOYOVWV

» Xnueltodwtavyelac (M evatodbnoia)

Transfe¢




AvtoavTtiowpota
Avoooarmnotunwon
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Avtooavtiowpota
AvoooevIUMLKOC TtpocdLoplopnog (ELISA)

Enzyme Linked Immunoabsorbance Assay (ELISA)
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To avoooAoyLlKO cucThHA
Avtoavtiowpota

Aldyvwon
KAwvikot poavoturol
Mpoyvwon

Avtamnokplon otn Beparmneia



AvtoavTiiowpota
Aladyvwo

Autoavticwpa (EmmoAacpog)

JUOTNUATIKOG Epubnuatwdng ANA (>95%), Avti-dsDNA (~67%),
Aukog Avti-Sm (~35%)
AvtipwodoAutdika aviiowpoata (~40%)
Peupatoeldnc ApBpitida RFs (~70%), Avti-CCPs (~70%), ANA (~45%),
ZUvbpopo Sjogren Avti-R052 (~65%), Avti-Ro60 (~50%)

Avti-La/SSB (~50%), ANA (~70%)

RFs (~55%)
Aeppatopvooitida Avti-Mi2 (~25%), AvtL-SRP (~15%)

AvVTL-SAE (~7%), Avti-MDA-5 (~10%)

AVTL-TIFy (~25%)/NXP2 (~15%), ANA (~35%)
JUvVSpoUOo avTl-ouvOeTaoWVY Avti-Jol (~70%), Avti-PL12 (~15%)

Avti-PL7 (~15%)
2kANpoOdepua Avti-kevtpopepLdlokd (~30%)

AvTti-polymerase Il (12%)
Avti-tonoicopepaonc | (~35%)

ANA (>95%)
Yuvbpopo aviidwodoAutdiwy Avti-CL, anti-B2GPi, LA

Tan et al. Arthritis Rheum 1982, Hockberg et al. Arthritis Rheum 1997, Petri M et al. Arthritis Rheum 2012, Aringer et al. Arthritis Rheumatol
2019, van der Hoogen Arthritis Rheum 2013, Miyakis et al ] Thromb Haemost 2006, Aletaha et al. Arthritis rheum 2010, Arnett C et al

Arthritis Rheum 1988, Shiboski et al Ann Rheum Dis 2017, Vitali C et al. Ann Rheum Dis 2002, Abu-Shakra et al. ] Am Med 1995
NiAdior ot Al Crant Immiinnal 2N1R Ihwvinlkidic ot ~l | Arifairmmiinity 2N12




Avtoaviiowpota
Awayvwon-ANA
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http://ntri.tamuk.edu/monoclonal/antinuclear.gif

MNpotuno

Avutoaviiowpota
Alayvwon-ANA

AvTtlyovo

avooodpOoplopov
Awaxuto (mupnviko)

dsDNA, ssDNA,

JUOTNMOTLIKOC EpuBnuatwdng AUKoG

VOUKAEOCOWHA,
LOTOVEG
U1RNP, Sm, JUOTNMOTLIKOC EpuBnuatwdng AUKoG
: : Ro60, La/SSB
2TIKTO (rmupnVviko) / Sjogren, SKAnpdSeppa
RNA polymerase
lamins JUOTNUATLIKOG EpuBnuatwdng AUKog
AaKTUALOELSEC (MUPNVIKOG)
autodvoon nratitda
Kevtpopepldloko Avtiyova IkAnpOodepua
) KevipouepLdiou
(mupnvikog)
PM/Scl, RNA JUOTNMOTIKOG EpuBnuatwdng AUKoC, LUOGITIOEG,
MUPNVIOKIKO polymerase's, okAnpodepua
TOTIOLOOEPAON
PiBoowpa,Ro52 MpwTtomnabng xoAwn, ZEA, cuvépopo avTtl-
KuttapomAaopaTikog pwtoxovépla, ouvBetaowv
Golgi, t-RNAs

Autoimmune Rheumatic Disorders: Pathogenetic and Laboratory aspects.
HM Moutsopoulos et al. Rheumatology in Questions. Springer 2018
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Avtoaviiowpota
Awayvwon-ANA

918 uyleig vs 153 aoBeveig
1:80

o 13% vywwv

o 21% uywwv >50 £€1tn
1:160

o 7% uylwv
Yyleic

o 1:80 - 1:640 (>80%)
AoBeveic

o 1:5120—1:320 (>85%)

Table 1.

the ANA-HEp-2 test™*

Distribution of ANA-positive healthy individuals and ANA-positive patients with ARDs according to the titer and prevalent patterns on

All patterns

Nuclear fine speckled pattern

Nuclear dense fine

speckled

Healthy Patients with Healthy Patients with pattern (healthy
individuals ARDs individuals ARDs individuals only)
Titer (n = 118) (n = 138) Py (n = 54) (n = 58) P (n = 39)
1:80 54 (45.8) 10 (7.2) <0.001 33 (61.1) 9(15.5) <0.001 10 (25.6)
1:160 9(7.6) 5(3.6) 0.259 5(9.3) 5(8.6) 0.831 1(2.6)
1:320 15 (12.7) 23 (16.7) 0.477 8(14.8) 12 (20.7) 0573 4(10.3)
1:640 21 (17.8) 0 (0) <0.001 5(9.3) 0 (0) 0.056 15 (38.5)
1:1,280 9 (7.6) 31(22.5) 0.002 0 (0) 11 (19.0) 0.02 5(12.8)
1:2,560 3(2.5) 1(0.7) 0.507 1(1.9) 1(1.7) 0.515 1(2.6)
>1:5,120 7(5.9) 68 (49.3) <0.001 2(3.7) 20 (34.5) <0.001 3(7.7)
All patterns Nuclear fine speckled ROC curve
B 10
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Mariz et al. Arthritis Rheumatism 2010
Tan et al. Arthritis Rheumatism 1997



Avtoaviiowpota
Awayvwon-ANA

+ [Mpotumo ¢pBoplopolL vylwv

Table 2. Distribution of 118 ANA-positive healthy individuals and 138 ANA-positive patients with

Y /\ET[-[é OTLKTCI) ARDs according to the pattern on the ANA-HEp-2 test*
ANA-positive healthy ANA-positive patients

|_| ’ e ’ e ’ Pattern on ANA-HEp-2 test individualsf with ARDs¥ Pi
hd pOtUT[O d) Op LGIJ'O U ao vav Nuclear fine speckled 54 (45.8) 58 (42.0) 0.636
Nuclear dense fine speckled 39(33.1) 0(0) <0.001
I 1 Nuclear coarse speckled 0(0) 36 (26.1) <0.001
+ /N\ETTO OTLKTO Nuclear homogeneous 0 (0) 10 (7.2) 0.008
Nuclear centromeric 0(0) 11 (8.0) 0.005
A6 , , Nuclear quasihomogeneous speckled 5(42) 19 (13.8) 0.017
Nucleolar 8(6.8) 18 (13.0) 0.148
v po OTIKTO Cytoplasmic 12 (10.2)§ 5(3.6)1 0.065
Other 8 (6.8) 7(5.1) 0.604

+ A&oAoynon ANA
o KAWLIKA OV
o 21:160
o <50 €t

o Aldyuto, adpo oTIKTO, €LOLKO

Mariz et al. Arthritis Rheumatism 2010
Tan et al. Arthritis Rheumatism 1997



Avtoaviiowpota
Awayvwon-ANCA

Npotuno Avtlyovo Nooog

avocodBopLopov
C-ANCA Npwrteivaon 3 (PR3) ANCA ayyeitideg

ANCA ayyelitideg

P-ANCA Muglonepoéeldaon (MPO) IONE

AN\ autodvooa
voonuata
Qadpuaka,
autodvoon
nratitda,

EAaotaon, kaBedivn, MpwTtomnabng

A-ANCA Aaxtodepivn, BPI, Aucolupun, OKANPUVTLKN

kataAdon Xohayyettida

IONE

AoLLwEELG

Lesavre et al, ] Autoimmun 1993
Suwanchote et al Clin Rheumatol 2018
Niels et al Autoimmun Rev 2021



Avtoaviiowpota

Awayvwon-ANCA

Noococ¢ ANCA (+) PR3 MPO
KokKlwpdtwon e 90% 75% 20%
rmoAvayyetitida
MIKPOGKOTILKA 90% 25% 60%
TmoAuayyetitida
HwowodAkn 40% 10% 35%
KOKKLWHUATWON UE
rmoAvayyetitida
AyyeLitidba >85% - 80%
TIEPLOPLOUEVN OTO
vedpo
Avti-GBM vooog 30% <20% >60%

Niels Autoimmun Rev 2021
Almaani et al. J Clin Med 2021
Levy et al. kidney int 2004
Woodworth etal. Medicine 1987



Avtoaviiowpota
Awayvwon-ANCA

Patient Groups

P-ANCA Serum Titers (No Positive)

>1:640 1:320 1:160 1:80 1:40 1:20
Vasculitides MPA (n =18) 9 5 1 1 1 1
BD (n=2) 1 1 0 0 0
Aortitis (n =1) 1 0 0 0 0 0
HSP (n =2) 0 0 1 1 0 0
CVn=1) 0 1 0 0 0 0
SLE (n =28) 9 6 3 7 23 0
APS (n =5) 1 1 1 1 0 1
SS(n=7) 5 0 0 0 0 2
RA (n=3) 2 0 0 1 0 0
SSCL (n=1) 0 1 0 0 0 0
Sarcoidosis n=1) 0 0 1 0 0 0
Hashimoto (n=13) 2 1 4 2 1 3
Antigens Recognized by P~-ANCA Positive Sera (No Positive)
Autotmmune Diseases MPO Elastase Catéepsin BPI Lactoferrin Lalz/tlffce) :rin
Vasculitides MPA (n =18) 11 0 0 0 0 0
BD (n=2) 1 0 0 0 0 0
Aortitis (n =1) 0 0 0 0 0 0
HSP (1 = 2) 0 0 0 0 0 0
CV(n=1) 0 0 0 0 1/1 (100) 0
SLE (n = 28) 1 0 0 0 1/283.6)  1/28 (3.6)
APS (1 = 5) 1 0 0 0 0 0
SS(n=7) 0 1 0 0 0 0
RA (1 =3) 1 0 0 0 0 0
SSCL (n =2) 1 0 0 0 0 0
Sarcoidosis (1 = 1) 0 0 0 0 0 0
Hashimoto (n = 13) 0 0 0 0 0 0

Argyropoulou et al. Cells 2021



Avuto-ovtiowpato

Alayvwon-Kpvoodaipivec

+ Oplouoc

o lgs mou kaBbwavouv og ©<37°C

o EmavadiaAvovtal otouc 37°C

+ Ta&vounon
o Tunoc I (10%)
o TuUnoc II (65%)
o TUMOC III (25%)
« TUnoc II-I1I

uuuuuuu

Tornou Il

Brouet et al. Am J Med 1974
Ramos-Casals et al. Lancet 2012
Tissot et al. ] Immunol Meth 1994
Musset et al. Clin Chem 1992




AuTo-avIliowpoTa
Alayvwon-Kpvoodarpivec

+ Aviyveuon

° CDC'X.OT] |
+ 2UAAoyN

+ MNéEn
+ Quyokévipnon (37°C)

o (DC'XO'I'] [
+ Katakpripvion (4-10°C)(7 nuEpec)
+ KaBaplopog

ATS G A M K L ATS G A M K L ATS G A M K L

+ Emavadidiuon

o Odon il
+ [MNoootwkomnoinon

+« Tavtonoinon (H/®, avocokaBriAwon)

Kolopp-Sarda et al. Autoimmun Rev 2018
Tissot et al. J Immunol Meth 1994
Musset et al. Clin Chem 1992



AUTO-aVvIIOWHOTA
Alayvwon-Kpvoodarpivec

AOIMQAH AITIA

9

9

9

9

loi (HCV, HBV, HIV)
BaktrpLa

MUKNTEG
Mapdotta

AIMATOAQOTTKA AITIA

Nepdpwpato

XAN

MoAAQTIAO HUEAW L
XMA

Waldestrom
Castleman

MA2

AYTOANO2A NO2HMATA

A4

Sjogren's cuvdpopo

2EN

Pevpatosldbng apBpitida
Olwdn¢ moAvaptnpitda
YkKAnpodepua
Agppoatopvooitida
Néudya

IONE

Tedeschi et al. Blood Rev 2007
Roccatello et al. Nat Rev Dis Primer 2018



Avtoaviiowpota
KAwwkot @awvotunot-Muooitideg

SEVERE MYOPATHY

-.» DYSPHAGIA/
NECROTISING
MYOPATHY
STATINS
1BM
SAE
5NT1A

Jo-1 Ku
Ha »
ANTI- | 49 SnRNP
EJ SYNTHETASE CTD
SYNDROME OVERLAP
Mechanics Hands  OJ Ro
Raynaud's Phenomenon
PL12
La
LUNG DISEASE
MDAS 'CALCINOSIS .
NXP2 | TIF1
SKIN DISEASE

MALIGNANCY

Betteridge Z et al Journal of Internal Medicine 2015
http://onlinelibrary.wiley.com/doi/10.1111/joim.12451/full#joim12451-fig-0002
Riddell et al. Curr Opin Rheumatol 2020

Fiorentino et al. ] Am Acad Dermatol 2011

Charrow A et al.. N Engl J Med 2019



http://onlinelibrary.wiley.com/doi/10.1111/joim.12451/full#joim12451-fig-0002
http://onlinelibrary.wiley.com/doi/10.1111/joim.12451/full#joim12451-fig-0002
http://onlinelibrary.wiley.com/doi/10.1111/joim.12451/full#joim12451-fig-0002
http://onlinelibrary.wiley.com/doi/10.1111/joim.12451/full#joim12451-fig-0002
http://onlinelibrary.wiley.com/doi/10.1111/joim.12451/full#joim12451-fig-0002
http://onlinelibrary.wiley.com/doi/10.1111/joim.12451/full#joim12451-fig-0002

AvtoavTtiowporta
KAwwkot @awvotunot-Muooitideg

2uvOetaowv twv tRNA (Jo-1)

Alaueon
TTVEUOVOTTOUE L

ApUpitida

Xépla unxovikou

Avti-NXP2

Avti-TIFy

NeomAaoia

AuTtoovTlowpaTa

Avti-Mi-2

Avti-MDA-5 AvTti-SRP .
Agpuatouvooitida

Eéavinua
o Oeia Bapla pvooitidba

e Kapdiakn mpooBoAn

Apvorabntiky AM

Adpeon TVeEDUOVIKT]
V000G

ApbBpitida

. Riddell et al. Curr Opin Rheumatol 2020
AEPI/MTZKQ 8AKT] Fiorentino et al. ] Am Acad Dermatol 2011
Charrow A et al.. N Engl J Med 2019



Avtoovtiowpato

KAwikot Qawotumor-ZEA/SS

Autoantibodies against

Clinical associations

AAb

Clinical features

Anti-dsDNA
Anti-nucleosome
Anti-Sm
Anti-histone
Anti-C1qg
Anti-ribosomal P
Anti-Ro/SSa
Anti-La/SSb

Anti-RNP

Correlation with disease activity
Correlation with disease activity
Most specific antibody in SLE often
associated with anti-RNP AAb
Drug-induced SLE

Associated with glomerulonephritis
Neuropsychiatric manifestations
Skin involvement+++

CHB

Skin involvement+++

CHB (less than anti-Ro AAD)

R052/TRIM21

Ro60/TROVE2

La/SSB

U1RNP
Rheumatoid factor

Cryoglobulins

Centromere (ACA)

Mitochondria (AMA)
Smooth muscle
Cyclic citrullinated
peptides (CCP)
Muscarinic 3 receptor
Carbonic anhydrases

eYounger age at diagnosis and
longer disease duration
e Exocrine gland hypofunction
as attested by functional tests
eSevere infiltration of salivary glands
e Salivary gland enlargement
e Extraglandular manifestations
e Hypergammaglobulinemia,
Cryoglobulinemia
e Neonatal lupus-congenital
heart block
Overlapping syndrome with MCTD
Younger age at diagnosis
Extraglandular manifestations
Younger age at diagnosis
Salivary gland enlargement
Extraglandular manifestations
MALT lymphoma
Hypocomplementemia
Hypergammaglobulinemia
Overlap with systemic sclerosis
Milder disease
Negative correlation with
anti-Ro/SSA, anti-La/SSB antibodies
Primary biliary cirrhosis
Autoimmune hepatitis
Articular manifestations

Sicca symptoms
Renal tubular acidosis

Didier et al Front Immunol 2018
Kyriakidis et al ] Autoimmun 2013



Diagnosis

AvtoavTtiowpota
Mpoyvwon-ZENA/SS

Time (yr)
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4 F ] i 100 * Ro60/SSA
S I — ANA Anti-dsDNA
= — 3 = i-
T ! Ant{ Ro Antf Sm E s 9 ¥ R052/SSA
— Anti-La  — Anti-nRNP .EZ: " La/ssB
— APL 23 w0
0 T T T T T T T T T 1 9@ f
-5 -4 -3 -2 -1 0 1 2 3 4 5 ,g"E %
&
. v
Time (yr) Eg
g 60
B £
First manifestation of SLE B <5
28
— H w
100 - o= a2
i gy & 40
E 80 ;— 30
g s ’ :
= 60_j‘_di/ FF 20
o
s g
= : -Jj 10 . |
z 40+ — “E i
R - - .
£ __f — i 0
Y I [—I e ANA AR ONA o >18 15 >12 >9 After Diagnosis
& 204 I ' N — Anti-Ro — Anti-Sm TN, of
of 0. of
— — Anti-la  — Anti-nRNP patients ? 2 = = > & g
‘ — APL
0 T T T T T T T T T 1
-5 -4 -3 -2 -1 0 1 2 3 4 5

Theader et al Arthrits Rtheumatol 2015
Arbuckle et al N Engl J Med 2003



Percentage of positive paticats

Avtooavtiowpato
Mpoyvwon-Peupatostdnc ApBpitida

W ighl-IF ar apt-047

an -
i Cilkghi-RF
20 |
10 :
o - £ A — —
15 14 13 12 0 1 % 8 7T & 8§ 4 3 1 1
Years belore the start of symplons
Patients fulfilling ACR RA criteria, no. (%)
After 1 year  After 2 years  After 3 years
Anti-CCP positive 57 (83) 62 (90) 64 (93)F
(n = 69)
Anti-CCP negative 46 (18) 60 (24) 63 (25)
(n = 249)
Total (n = 318) 103 (32) 122 (38) 127 (40)

Nielen et al Arthrits Rheumatism 2004
van Gaallen Arthrits Rheumatism 2004



AvtoavTiowpota
Mpoyvwon-ILDs

Kaplan-Meier survival curves

10 L = ILD/AAD (4) ssesesse
E < e LD/AAD (+)
Pl ILD/AAD (-) e
i Log rank test: y°(1) = 24.171, p <0.0001
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Kampolis et al Arthrits Rheumatism 2018



Avtoovtiowpato
Oepaneia
AVV-Pgupatoseidbnic ApOBpitida

PR3-AAV MPO-AAV GPA MPA
RTX CYC/AZA RTX CYC/AZA RTX CYC/AZA RTX CYC/AZA
(n=66) (n=65) p Value (n=33) (n=33) p Value (n=74) (n=74) p Value (n=24) (n=24) p Value
CR at 6 months 43 (65) 31(48) 0.04 20 (61) 21 (64) 0.80 46 (63) 37 (50) 0.11 16 (67) 15 (63) 0.76
CR at 12 months 31 (47) 21 (32) 0.09 16 (49) 17 (52) 0.81 33 (45) 27 (37) 0.28 14 (58) 11 (46) 0.39
CR at 18 months 24 (36) 19 (29) 0.39 15 (46) 13 (39) 0.62 27 (37) 23 (31) 0.45 12 (50) 9 (38) 0.38
225 - p<0.001 p=0.009 250 ] p<0.0001 p=0.002
200 2.25
1‘.75 T 2007
1.75 1
512
OR* 95% CI p Value é 100 4 1(2)2
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AvutodpAsypovwdn Noonpata
fovidLakac EAeyxo¢
2uvépopwv Meprlodikwv Nupetwv

RNl

Anopévwon DNA PCR HAektpodopnon oe Nkt ayapolng KaBapiopdg PCR npotovtog AAnAoUxnon katd Sanger

120 130
GAT AAATCTGGTCTTATTT {olic

AvaAucon ARMOTEAECUATWV

4 kOpLa yovidia rtov oxetilovtol e TNV EKSNAwon ocuvépoOUwV MEPLOSLKOU TTUPETOU

+ MEFV - FMF

PCR akoAouBoUpuevn amo avaotpodo uPpldiopod yla tnv avixyvevon 12 KUpwvV HETOAAAYWV TOU
yovibiou.

+ TNFRSF1A - TRAPS

PCR akoAouBoUpuevn ano aAAnAolxnon katd Sanger yla ta e€ovia 2,3,4 tou yovidiou.

+ MVK = HyperigD

PCR akoAouBoUpevn amd aAAnAouxnon kota Sanger yla ta eovia 2,8,9,10 kat 11 tou yovidiovu.

+  NLRP3 = CAPS
PCR akoAouvBoupuevn arno aAAnAouyxnon Katd Sanger yio To £€0viIo 3 Tou yovidilou.




AvutodpAsypovwdn Noonpata
Mopiakog EAeyxoc pe NGS

Anopdvwon [>I1poetou.laoia BBAoOnkwv [>AMr|A00xr|or|

S

[>Btonl\npod>oplkr'| AvdaAuon

MopLakog EAeyxog autopAeypovwdwv

voonpatwyv pe AAAnAovxion Emopevng

Feviag (NGS) evog naveA 16 yovidiwv

+ AU&non kaAuPng Twv eEeTalopevwy yovidiwy
(MARpn¢ €Aeyxog e€oviwv)

+ MpocdLoplopdg oAlyoviKAG KANPOVOULKOTNTAG
ota avtopAeypovwdn vooriuata

+ Auvatotnta €PEUVNTLKNACG KALVOTOULOG HE
avixveuvon véwv (novel) petaAAaywv Kot

oUVOEDH) TOUC UE LOVASLKOUG KALVLKOUG
datvotumoug




AvtodpAeypovwdn Noonuota
To maveA Twv 16 yovidlwv

Fovidio Zxeti{Opevn AcBévela
(AkpwvupLo)

Fovidio Zxeti{Opevn AcBévela
(AkpwvupL0)

ADA2 Deficiency of adenosine deaminase 2 NLRP3 Cryopyrin-associated periodic syndromes
(DADA2) (FCAS, MWS, NOMID/CINCA)
CARD14 CARD14-mediated psoriasis
(CAMPS/PSORS2) NLRP12  Familial cold autoinflammatory syndrome 2
ELANE ELANE-related neutropenia (FCAS2)
NOD2 Blau syndrome/early-onset sarcoidosis (Blau
IL36RN Deficiency of IL-36-receptor antagonist syndrome)
(DITRA) PSMBS8 Proteasome-Associated Autoinflammatory
LPIN2 LPIN2 deficiency/ Majeed syndrome Syndromes (PRAAS)
PSTPIP1 Pyogenic arthritis, pyoderma gangrenosum and
MEFV Familial Mediterranean fever (FMF) acne syndrome (PAPA)

TNFAIP3  Haploinsufficiency of A20 (HA20)
MVK Mevalonate kinase deficiency/Hyper IgD

D
syndrome (MVK/HIDS) TNFRSF1 TNFR1-associated periodic syndrome (TRAPS)

A

TRNT1 Sideroblastic anaemia with immunodeficiency,
fevers and developmental delay (SIFD)

NLRC4 NLRC4 macrophage activation syndrome/
familial cold autoinflammatory syndrome
4 (MAS/FCAS4)



Moplokoc EAeyxoc 13 KANpOVO LKWV
nopayoviwyv kapdlayyelakoU KivOUVoU-
OpopupodLiioc
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Atropévwon DNA PCR

HAekTpo@oépnon oe | ;xTn ayapodng AvdoTpogog YBpI1Siouog kai
‘EAeyxog atroTeAéopaTog

MopLlako¢ EAeyxog 13 KANPOVOLLKWYV MapayovIwv KopdLloyyeLlakou
KivéUuvou-OpopBodiAiog

+ [Mpoobloplopodg 13 petaAlaywv oe yovidla oxeTl{opeva e Tov Kapdlayyelako Kivbuvo
cuumneplAapfavopuevwy 5 petaAlaywv mou oxetidovtal Pe tnv kKAnpovopltkr 6poupodiiia

+ Factor V Leiden (G1691A), Factor V HR2 (H1299R), MTHFR (C677T), MTHFR (A1298C),
PROTHROMBIN (G20210A), B-fibrinogen (-455G/A), FXIIl (V34L), PAI-1(-675 4G/5G), GPllla
L33P (HPA-1), APOB (R3500Q), ACE (I/D), GPla(C807T), APOE2/E3/E4



20l EUXOPLOTW YLOL TNV TTPOCOXN COLC



