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Imunodeficitni skupina 2023

PRACOVNI‘ SETKANi 1. Uvod, pfehled akci a novy web Imunodeficitni skupiny
IMUNODEFICITNI SKUPINY CR ga;"?:mﬁ“'

Ctvrtek 14.9.2023 od 15:30 hod.
ve stazovné Ustavu imunologie
(Fakultni nemocnice v Motole, uzel A-G 3. patro) 2. SCID screening, souhrn od poéatku v roce 2022
(+ informace od brnénskych kolegi)

Bloomfield M.

P ROG RAM 3. Evropska referenéni sit RITA
Klocperk A.
4. Rizné a diskuse viech GEastnikd
ZA PODPORY

CSL Behring

SPOLEENY VECER bistro Nha hai hanh,
Drtinova 20, 150 00 Praha 5

https://www.nhahaihanh.cz/




Imunodeficitni skupina 2024
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sjezd ceskych
a slovenskych

o
alergologu
- - V 4
a klinickych
u o
imunologu
PROGRAM:
s SCID screening, prof. MUDr. Anna Sedivd, DSc., MUDr. Markéta Bloomfield, Ph.D., MUDr. AdamKlocperk,
Ph.D. (30 min)

» Evropska referenéni sif RITA Prof. MUDr. Anna Sedivé, DSc., MUDr. Adam Klocperk, Ph.D. (30 min)

s Novyweb CSAKI, pracovni skupina imunodeficience, Prof. MUDr. Anna Sediva, DSc., MUDr. Adam

9.-12.10.2024 Klocperk, Ph.D. (15 min)

+ Informace z jednotlivych imunodeficitnich center

Hradec Kralové

s Diskuse

CSL Behring
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{Ivod / O spolecnosti / Pracovni skupiny a centra / imunodeficience

Pracovni skupina Imunodeficience

Predstaveni Dokumenty Aktuality ke vzdélavani Odkazy

PREDSTAVENI

Zakladni informace

Ceska spoleénost alergologie
a klinické imunologie imunity. Zat

Skupina se pavodné nazyvala skupinou pro Primarni imunodeficience, recentné se véak pole poruch imunity rozrist a zahmuje i fadu

Pracovni skupina pracuje v ramci CSAKI jako sdruzeni Iékafu a dalSich pracovniki ve zdravotnictvi, ktefi se zajimaji o problematiku poruch

y skupiny navazuji na neformaini spoluprace center v ramci Ceské republiky, organizovana setkani se konajl od roku 2016,

sekundarnich stavu, skupina tedy zahmuje obecné problematiku imunodeficienci.
CSAKI je autonomni organizaéni slozkou Ceské iékafské spolenosti Jana Evangelisty Purkyné

Skupina je oteviena vSem zajemcum, v soucasné dobé je v seznamu 45 ¢leni CSAKI

Hiavnimi tématy jsou oblasti primarnich imunodeficienci, screening vrozenych poruch imunity, registr primarnich imunodeficienci, spoluprace
O s pacienty, sekundami imunodeficience a aktuaini témata, jako byla problematika imunodeficienci v dobé pandemie COVID-19.

Vyznamna pracovisté

Spolecné projekty m—)
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1. screen lab = UI FNM Dr. Bloomfield, Klocperk, Sediva
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Registry

2023 %, x

Pocet pacientl v databazi

EER

Poéet pacientd
Celkermn zéznami 1 368
Aktudlng sledovanych 1123
Pofet pacienti
Poiat
Contrum demg | 0 S0 w0 150 200 250 300 30 400
FN Matal - Ustavimunologie 362 [ |
FNUSA Brno - Ustav klinické imunologie a alergologie 241 | ]
FNHE - Ustav klinicksé imunologle a alergologia 104 |
FN Plzed - Ustavimunaologie a alergologie 74 | —
FN Olomouc - Oddéleni alergologie a klinicks imunalogie 70 —/1
WFN Praha - Ustavimunaologie a mikrobiologie e —1
IKEM Praha - Ambulance klinické imunaologie a alergologie 46 ==
Masargkova nemeenice v Usti nad Laberm - Odd&leni klinické imunologie a alergologie 44 ||
FM Brne - Pediatricka klinika 12 —
Memacnice Ceské Budgjovies - Imunalogicks oddéleni 12 =
FNEV Praha - Oddéleni alergologie a klinické imunclogie 17 =
Zdravotni dstaw Ostrava - Oddéleniimunalogie a alergelogie 11 o
FMHK - Diétska klinika 10 o
Memocnice Tormaie Bati ve Zling - Plicni aoddaleni 10 a
FM Olemoue a LF UP - D&tk klinika q a
Kasmed s.r.0. - Alergologie, imunalogie, neurclogie, Tabor 9 a
KN Liberec - OddElani klinické mikrobiologie a imunologie 7 0
FN Ostrava - Oddéleni alergologie a klinické imunclogie 1 |




'» European
Reference
* Networks

L] The European Reference Network that aims at improving
r . a the care of patients with Rare Inmunological Disorders

NEWS & EVENTS REFERENCE CENTERS DISEASE INFORMATION ACTIVITIES v  PATIENTS v ABOUT v  CONTACT & ENDORSEMENT v

DISEASE INFORMATION

PID A\ ) £ Q Al

PRIMARY IMMUNODEFICIENCIES SC 7 AUTOIMMUNE DISEASES PAEDIATRIC RHEUMATIC DISEASES
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Search for rare diseases




ERN RITA General Assembly, 2024
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* Seven of the 25 cell and gene

therapies approved in Europe have
been withdrawn by

drugmakers from EU markets.

* Since 2018, the EU cell and gene
therapy market has grown just
11%, compared with 43% in the
U.S. and 531% in China.

Board members: k‘C\a'we Boath (UK), Fabio
Candotti (Switzertand), Avfan Lankester (The
Netherlands), Alessandro Aiuti (Maly), Johan

Prévot (Belgium)
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ESID guidelines

E! ESID members login

-).D European Socie
E21 for Immunodeficiencies

ﬂ About ESID News & Events Working Parties IMembership Education COVID-19 Q

s Working Parties
= Clinical Working Party
Studies
News & Events
Resources
Grand Rounds 2021-2024
Statements

Clinical Working Party

i / Clinical Working Party Prof. Siobhdn Burns
Chairperson WP
N - Clinical (2020-2024,
Welcome to the Clinical Working Party! inical Y
The ESID Clinical Working Party aims to support collaborative clinical research +44-208-0168080

and education among the centers in the ESID. In order to achieve this task Siobhan bums@ucl ac.uk

following specific aims have been defined:

Aims:

1. To develop consensus statements for diagnosis and management of primary % L L
immuncdeficiencies (PID) -

2. Te foster clinical surveys and trials for patients with PID

3. To support exchange between centers for clinical education

4. To support quality and comparability of diagnostic procedures for PID ?:’30“"9 an ESID member
oday

The discovery of new PID as well as the ongoing change in the understanding of
known PID requires an ongoing update on the definition and diagnostic and
management guidelines of PID. The ESID clinical WP provides such definitions,
with guidance on diagnosis and management, in close cooperation with the other
international immunodeficiency, nursing and patient organisations.

If you are interested in guideline development for the diagnosis and
management of secondary immunaodeficiency, please contact the ESID

administrative office

ESID Online Registry

Based on these definitions it will be an ongoing challenge to define consensus
statements on diagnostic guidelines and therapy in order to improve patient care
throughout the ESID, in partnership with the ERN-RITA. Clinical surveys and trials
for PID that play important aspects in our understanding require the participation
of many international centers, which can be facilitated by ESID. The exchange of
diagnostic tools, quality control as well as clinicians for training will not only
improve comparability between ESID centers but also improve the collaborative
effort which represents one of the greatest potentials for successful clinical

I -

PERSPECTIVE OPEN S
EBMT/ESID inborn errors working party guidelines

for hematopoietic stem cell transplantation for inborn

errors of immunity

A T Lankester '™, M H. Albert (57, €. Booth?, A. R Gennery®, T. Gingar(5% M. Hnig (9% E C Morris”, D. Moshous 5%, 8
nNeven™™ ", A Schulz(3®% M. Slaner®, P. Veys® and on behall of the Inbom Enars Warking Party of the European Society for Blood and

Marrow Transplantation and the European Society for immune Deficiencies, and European Reference Metwork on Rare Primary
i i diseases (RITA)

© The Authosis) 2021

> J Clin Immunol. 2020 May;40(4):576-591. doi: 10.1007/s10875-020-00754-1. Epub 2020 Feb 17.

European Society for Immunodeficiencies (ESID) and
European Reference Network on Rare Primary
Immunodeficiency, Autoinflammatory and
Autoimmune Diseases (ERN RITA) Complement
Guideline: Deficiencies, Diagnosis, and Management
Nicholas Brodszki T, Ashley Frazer-Abel 2, Anete S Grumach 2, Michael Kirschfink #, Jiri Litzman 3,
Elena Perez ©, Mikko R J Seppénen 7, Kathleen E Sullivan &, Stephen Jolles ©

The Journal of
JA I Allergy and Clinical
immunology

Articles  Publish Topics CME  About  Contact

FULL LENGTH ARTICLE es in P -

1 Open Access

European Society of Immunodeficiencies guidelines for the management of patients
with congenital athymia

= vaccination
= CVID (liver disease, lung disease)
= transition



Granty AZV

NV18-05-00162 2018-2022
Moderni pFistupy k primarnim imunodeficiencim: uplatnéni molekuldrni a funkéni diagnostiky v terapii Sedivd (FN Motol, Praha)

Cena ministra

NU21-05-00438 2021-2024
Uloha alternativnich forem uPAR v rozvoji imunopatologickych reakci

Freiberger (CKTCH Brno)

NU23-05-00097 2023-2026
ThymlA: Poruchy funkce thymu a jejich vliv na vrozenou a adaptivni imunitu Klocperk (FN Motol Praha)

NU23-07-00170 2024-2027
Analyza vzorc( abnormalni signalizace leukocyti u onemocnéni détského véku pomoci hmotnostni cytometrie a strojového uceni.

Kalina (FN Motol, Praha), Soucek (CKTCH Brno)

NW24J-07-00071 2024-2027
Vyzkum vzacnych poruch STAT1 signalizace za uc¢elem odhaleni novych mechanismu rozvoje autoimunitnich fenomén( a nachylnosti ke

kvasinkovym infekcim Parackova (FN Motol, Praha)

NW24-05-00031 2024-2027
Neinfekéni projevy a dysregulace imunitniho systému u primarnich protilatkovych imunodeficienci - multidisciplinarni pristup k

diagnostice, odhadu rizika a |é¢bé
Milota, Kralickova (FN Motol, Praha, FN Hradec Krdlové)

GACR GF24-11219K 2024-2027
Charakterizace regula¢nich mechanizm( sestfihu mRNA ve skrytych donorovych mistech sestfihu

Freiberger (LF MU Brno)



Spring School 2023, 2024

Spring School of Primary Phings case prese
Immunodeficiencies ‘ WE'LL COVER ALL THE REST®

2024

Q LEARN WITH THE EXPERTS
O MAKE NEW CONNECTIONS

Q EXPLORE THE HISTORIC
BOHEMIAN SILVER MINING
TOWN

KUTNA HORA
CZECH REPUBLIC

18.-20.4.20214

FACULTY: .

QO JOLAN WALTER i R

QO FABIAN HAUCK % a7 L

O ALEXANDRA KREINS @

Q TOMAS KALINA @

Q ANNA SEDIVA ® m ,'Pharming octapharmar
FAMAIA Jeffrey Modell

FN MOTOL Foundation Ustav imunologie
2. lékarské fakulty Univerzity

a Fakultni nemocnice v Motol

FN MmOTOL

L]

Spring School in Primary Immunodeficiencies
Kutnd Hora, the Czech Republic, May 11-13, 2023 s
April 18.-20.2024

-
e:3\ European

" Reference :
0s0’ Network i

for rare or low prevalence

FN MOTOL complex diseases = || 3 S
& Network = I * ESID

Immunodeficiency,

Autoinflammatory and
Je el Y
Centers Neiwork Autoimmune Diseases

(ERNRITA)




Imunologicky krouzek

“LEARN-BY-DOING”

pro studenty 3.-6.rocniku vSeobecného lékarstvi 2.LF UK

Vybér z programu:

% Prakticky nacvik nejcastéjsich situaci v praxi

% Zaklady védecké a vyzkumné Cinnosti vimunologii -
workshop “Virtualni Védecky Vykon”

% Navstéva centra pro novorozenecky screening VFN

% Prdace s pacientskymi registry, tvorba projektovych

datasheets
% Klinické studie - ukazky, administrativa, k ¢emu je to dobré?
% Journal club - orientace v online imunologickych zdrojich, jak
Cist odborné c¢lanky, fact-checking
% Ockovani - myty a legendy + vyzbrojeni argumenty do praxe
* MoZnost U&astnit se klinickych seminafti a ambulantniho marketa.bloomfield@fnmotol.cz
provozu Ustavu imunologie adam.klocperk@fnmotol.cz




Board 2024-2026

Imunodeficitni skupina 202

dalsi aktivity

= Setkani pacientu

2022 online, v roce 2023 setkani
zdravotnich sester, do budoucna nejisté

= EAACI

gs EAACI EAACI Events Professionals Patients News

Immunodeficiencies

The EAACI Working Groups

Working Groups Eradnt

for the academy and have a

Immunodeficiencies

HYPER (GE

€7 Congress 204 =2 AC Congress 2024
I — o

Jo

Imunodeficience
pacientsky seminar 3.12.2022

Anna Sediva

Ustav imunologie 2.LF UK a FN v Motole Praha

@) ‘8\‘1 Fednaski i leénost Takeda Phar

Czech Republic s.r.o.

mwoToL

VV-MEDMAT-78128; datum pipravy 11/2022

Objectives

o To provide an and immunodk

o Todiscuss the ularty in the use of Th

11:00 Immune pathways impairment in severe atopy: the lesson learned from primary atopic disorders
Raftaste Badolato (Itaty)
11:30 Th2 Biologics in primary atopic disorders: the ATO-PID EAACI task force
Federica Putirents (taty)
12:00 Round table discussion
Chairs

Ceska stopa

Zita Chovancova
Markéta Bloomfield

Francesco Cinetto

= ESID

Announcement of Junior Country Repr ive Election R Ilts (Term 2024-2026)
ESID Administrative Office do Anna.Sediva
Odpovézte uzivateli "ESID Administrative Office”

O TA® MEET THE NEW ESID
% COUNTRY REPRESENTATIVES!

i

Dear ESID members,
We are pleased to announce the ESID 2024 online election results for Junior Country Representatives.
These representatives will be a crucial liaison between the ESID Junior Working Party Chair, Antonio Marzo

The newly elected Junior Country Representatives for the term October 2024 to October 2026 are as follows:

Argentina: Lucia Peirano
Australia: Ke Li Chow
Belgium: Selket Delafontaine
Brazil: Rafaella Muratori
Bulgaria: Mariya Ivanovska
Czech Republic: Ondrej Viadvka
Estonia: Kristiina Tamm
France: Marwa Chbihi
Germany: Julia Korholz
Greece: Papastamatiou Theodora
India: Aaqib Zaffar Banday
Iran: Nazanin Fathi

Ireland: Cliodhna Murray

Ttaly: Lorenzo Lodi

Lithuania: Ieva Adomaite
Malaysia: Ciang Sang Tan
Poland: Justyna Blach

Portugal: Inés Farinha
Romania: Andreea loan

Serbia: Jelena Ljubicic
Slovenia: Mark Kacar

Spain: Lavra Batlle Masé
Switzerland: Tiziana Lorenzinmi
Turkey: Sevgi Kostel

United Kingdom: Adriel Rosa & Ina Schim Van Der Loeff



ESID 2024
Ucastnici CR

s~ 2157 BIENNIAL MEETING OF
THE EUROPEAN SOCIETY
FOR IMMUNODEFICIENCIES

LE, FRANCE | 16-190C )24

HUMAN INBORN ERRORS OF IMMUNITY: AN EXPANDING UNIVERSE

Immunity: An Expanding
Universe

N7/, e ,
Wes, s A g
- & >

Fabio

Candotti

Baro$

Bloomfield

UNRAVELLING IMMUNE DYSREGULATION IN STAT1 GAIN-OF-FUNCTION MUTATIONS:
INSIGHTS FROM DENDRITIC CELLS AND NEUTROPHILS

Chovancova

REPORT OF THE CZECH NATIONAL REGISTRY OF INBORN ERRORS OF IMMUNITY
Th2 MONOCLONALS AND JAK INHIBITORS TO TREAT INBORN ERRORS OF IMMUNITY WITH
ALLERGIC DYSREGULATION: THE ATO-PID PROJECT

Freiberger

A NOVEL FRAMESHIFT VARIANT AND LARGE DELETION IN CD19 CONFIRM DIAGNOSIS OF
CD19 DEFICIENCY IN A YOUNG PATIENT: A CASE STUDY

Grombirikova

ATYPICAL XLA CAUSED BY A SYNONYMOUS VARIANT IN BTK MANIFESTING WITH
CATASTROPHIC ENCEPHALOPATHY

Hlavackova
NEWBORN SCREENING FOR SEVERE COMBINED IMMUNODEFICIENCY IN THE CZECH
REPUBLIC - BEYOND SCID

Kalina
COMPREHENSIVE DESCRIPTION OF HUMAN B CELL DEVELOPMENT ALTERATIONS WITH
TVIBLINDI ALGORITHM IN IEI PATIENTS

Klocperk

VARIANTS IN /GLL1 CAUSE A BROAD PHENOTYPE FROM AGAMMAGLOBULINEMIA TO
TRANSIENT HYPOGAMMAGLOBULINEMIA

Milota

THE CONTROVERSIAL ROLE OF B CELL ACTIVATING FACTOR IN CD21LOTBET+CD11C+ B
CELLS IN INBORN ERRORS OF IMMUNITY

Sediva
GERANYLGERANIOL SUPPLEMENTATION LEADS TO AN IMPROVEMENT IN INFLAMMATORY

PARAMETERS AND REVERSAL OF THE DISEASE SPECIFIC PROTEIN SIGNATURE IN PATIENTS
WITH HYPER IGD SYNDROME

Vladyka

ALTERATIONS IN T CELL PHENOTYPE AND FUNCTION IN SCHIMKE IMMUNO-OSSEOUS
DYSPLASIA



Imunodeficience
Svetove aktivity

Y

World PI Week

TESTe DIAGNOSE ¢ TREAT

OO

——SEPTEMBER |S——

NEWBORN SCREENING

—AWARENESS MONTH—

RAREDISEASEDAY.ORG

INTERNATIONAL

S




IVDR

Medical Devices Regulation (MDR)
and In Vitro Diagnostic Medical Devices
Regulation (IVDR)

omemissicn hias arbpted 2 new Regulations — the Medical Devices Regulation (MOR) and &

1Vt Dizgnastic

< fieguiation (VDA) - to being L [egislation up o date with medical advarces and to ensure bester pra F puishc health and petient safety:

THE NEW REGULATIONS

M) Q®

Increase clinical Reinforce surveillance Improve Reduce ambiguity with
of clear and
and manage risk to ensure  the entire MD and and traceability definitions
patient safety IV Life cycle

SOME OF THE NEW FEATURES:

Ml
g

Unique Deviee Eurapean Database An implant card for Stricter pre-market
Identifiers (UDIs) on Medical Devices patients, with information control for
EUDAMED on implanted medical devices  high risk devices
/ '1 MINISTERSTVO ZDRAVOTNICTVI = Q
€78 ceoce repusLy o
_ Uxod Agendy ministerstva Zdravotnické prostiedky
Zdravotnické prostredky
Uvod
Ministerstvo zdravotnictvi
. @® Ufedni deska
~ Informace dostupné dalkovym
2 o
" @  Tiskové centrum
) Informace ke covid-19 Implementace IVDR pro tzv. ,in-house” testy

tinnost a diskuzi odbornych spoleénosti ve véci nezbytnych krokd v
ouse” testll, neboli Laboratory Developed Tes

Ministerstvo podporuje s sblasti regulace laboratorni in

Agendy ministerstva o

®n

iy s ohledem na pouzit teré od 26. kvétna |




Imunodeficience 2024
CSAKI program

PROGRAM / CTVRTEK / 10.10. 2024
15.45-17.15 Hradec Kralové, Kongresové centrum Aldis

Ziskané poruchy imunity

Predsedajici: Zita Chovancovd, Tomas Milata

1. Z. Chovancova (UIKIA FNUSA a MU Brno): Ziskané poruchy imunity a jejich varstajici vjiznam (15 min.)

2. P. Vodarek (V. interni hematelogickd klinika LF UK a FN Hradec Krdlove): Ziskané poruchy imunity u pacientd
s hematalagickymi malignitami (15 min.)

3. P- Grell (KKOP, Masarykiv onkologicky dstav a LF MU, Ermo): Incidence malignich onemocnéni u pacientii se sekundarnim
imunadeficitzm (15 min.)

4.E. Mald etal. (UKIA LF UK a PN Hradec Krdlové): Nefroticky syndrom a ziskand porucha imunity (15 min.)

5.5. Snopkova (Klinika infeknich chorob LF MU a FY Braa): Zména charakteru infekee HIV (15 min.)

6. T. Milota (Ustavimunalogie 2. LF UK a F\ Motel, Praha): Diagnostika a management ziskanych poruch imunity (15 min.)

PROGRAM / PATEK / 11.10. 2024

10.15-11.45 Hradec Kralové, Kongresové centrum Aldis

Vrozené poruchy imunity

Piredsedajici Anna Sedivd, Jifi Litzman

1. A. Sediva (Dstay imunologie 2. LF UK a FH Matol, Praha): Primarni atopickd cnemacnéni (15 min.)

2.). Litzman (UKIA LF MU a FNUSA Brnc): Monogenné podmingné varianty béiného variabilniho imunodeficitu (CVID) (15 min,)

3.D. Zaveska et al. (Détskd klinika FN a LF UK, Hradec Kralové): Kam se podély B lymfocyty? (10 min.}

4. M. Jesenadk  Jesseniova lekarska fakulta UK Bratislava a UN Martin): Fenokadpie, vrodené poruchy imunity a primarne
imunodeficiencie (10 min.)

5A lll(putetal.{l]slzvimunuhgizl LF UK a FM Motol, Praha): Screening S00 (athymia, syndrom diGearge) (10 min.)

6. E. Hlavackova {(IKIA LF MU a FNUSA Brno): Screening SCID (T lymfopenie, paruchy imunity nezachycené screeningem)
(10 min.}

7.P. Citndr et al. (Détsk klinika LF UK a NODCH, Bratislava): Screening KREC — vyhody a dskalia (10 min,)
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