The J Project

>

J Countries and Centres

Estonia

Czech Republic

Slovenia

Croatia

Bosnia-Herzegovina o

Macedonial§
Albania

Editors:
Laszlé Marodi and Zsuzsa Horvath
with the contribution of
Ewa Bernatowska, Liudmyla Chernyshova, Peter Cjadarina Guseva, Irina
Kondratenko, Kristina Mironska, Gulnara NasrullagelFazil Orhan, Alexander
Pishalnikov, Tatjana Prokofjeva, Ismail Reisli, NirRezaei, Ladislau Ritli, lurian Sorir
loan, Areg Totolian, Irina Tuzankina

Sponsor:ECE IPI CTR
Printed by Fabian Bt., Debrecen

December, 2011




J Countries and Centres
Contents
0T =TV 0] o PP
L O = 1 I O I S 4
The J Project — MeetingS IN 201 L. ...ttt e e e e e e e e e e e e ab et s eeeeae s 5
Meeting IN PUSHKIN HIllS..... oo reeee e e e e e e e e e e e 6
MEETING IN ZAKOPANE......uttititeiieeee ettt et e e e e e e e e e e et e e e e ee et bbb aaaa s n e e e e eaaaaans 10
IMEETING 1N OFAUBA. ..ttt e e e e e e e e e e et e et e ettt b b aaa s e e e e e e e aaaaeeeeas 14
ALY (T o T LT 1T o =Y o = o P 16
AL T o T T 1Y/ o o 01 S 23
IMEETING 1N BAKUL...ueueeiiiiii i e e e e e e e e e e e e e e e e e e eae e e b seenaa s e e e e eeeeeeaeeeeeennnnnnnns 26
MEEtiNg IN BratiSIAVA .........ccoeeieiiiiiii ettt e e e e e e e e e e e e e e e eeeeeeeeeeeeeeesannnnns 29
YL T T T U] P 34
ALY T T T TS Y1 o [ PP PPPS 38
Meeting IN ChelyabinsK..........oo oo e e e e e e e e e e e e e e e eeeeaeees 42
YL T o 1 T ] o P 45
ALY (T T T TR =T = o 50]
ALY T T 1 TR 7= o {0 o PP 54
IMEEEING TN RIGA. .t e et e ettt ettt bbb r e e e e e e e e e e e eeaeaaeaaeeeeeeeeebtbbannnneeeees 58
J Project Meetings iN 2004-201L......cooiii ittt eraaa e e e e e e e e e e e e e e e eeebba b e e e e e e e aaaaaaaeas 62
Scheduled J Project Meetings 1N 2012........ouuuuuuuuiiiiieee e eeeeeeeeeeeeeieeeemeeeerb b e e e e e e e e e aeeeeeeeseneens 4.6
J Project Steering CommIttee MEMDEIS........uuiiuuuiiiii et e e e e e e e eeeeaeeees 6}
Genetic testing of PID genes iN 2004-201L......uuuuuuiiiieeeeeeeeeeeeeeeeeeiiestiemmansessssaas s s e e e e aaaeeeeeeeeeensenns 64
Genetic testing at the Debrecen PID CeNter.... ... . ettt eeeeeeeens 61
L 1L | P 6
VL] o ES R ] o 10 oI oF=To [ PP 70
Publications related to the J Project Program.............uuuueeiiiiiieee et eeee et e 72
2




Foreword

Awareness about primary immunodeficiency disorderd the availability of diagnosis ang
treatment need to be permanently increased, pkatigun countries with poor socioeconomi
conditions. The Jeffrey Modell Foundation, the Inmodeficiency Foundation, the
International Patient Organization for Primary Inmmodeficiencies, International Nursing
Group for Immunodeficiencies and national PID foatmhs and national patients’ groups lik
HOPI (Hungarian Organization for Patients with Immadeficiency) have been the pioneq
organizations to meet the challenges. Professiamal scientific societies including thq
societies for immunodeficiencies in Europe (Europ8aciety for Immunodeficiencies, Sout
America (Latin American Society for Immunodeficiees), Africa (African Society for
Immunodeficiencies) and Asia provide invaluable mup and encouragement to promo
awareness and physician education campaigns alltbeeworld. Countries in Eastern- an|
Central Europe belong to those that desperatelyl meereased awareness because of
relatively low number of registered and diagnosatignts and insufficient resources availab
for diagnosis and treatment of PIDs. The Eastemd @entral European Infectious anj
Pediatric Immunology Center for Training and ReskaECE IPI CTR) was established i
1999 in Debrecen, Hungary. From educational anensfic points of view, the Center was
closely associated with the Department of Infecticand Pediatric Immunology at th
University of Debrecen. ECE IPI CTR functions asiastitutional and regional Center. It
essential role is the initiation of regular postiyrate courses for specialists in infectioy
diseases and immunology in countries of ECE. Onthefmost successful programs of tf
Center has been the J Project. The J Project E8Cih perspective which was formulated ar
has been run by clinician scientists in a netwdRlegular meetings organized by loc:
professionals to disseminate knowledge among gepexetitioners are important componen
of the Project. Research collaboration is an ikegart of the program. Activities of the
Project are coordinated by the J Project Steeriogpi@ittee and a J Project Booklet is issuq

each year since 2004 and also available onlitét@at/jproject.dote.hu

Debrecen, December, 2011
Laszl6é Marodi
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University of Debrecen
Medical and Health Science Center

ECE IPICTR

The East-Central-European Infectious and Pediatric Immuwology Centre for Training and

Research (ECE IPI CTR)was established on December 22, 1999. From edue&tamd scientific
points of view, the Centre is closely associatethwle Department of Infectious and Pediatric
Immunology at theUniversity of Debrecen Medical and Health Science &éhtre. The Department
has a strong profile of immunology including reslamto antimicrobial host defense mechanisn
The main fields of research activity of the Depanand Centre are as follows:

* Molecular pathology of primary immune deficiencgetses
» Host defense mechanisms against bacteria and fungi

* Mechanisms of action of intravenous immunoglobulin

* Developmental biology of macrophages

The Centre provides modern educational utilitiesmndnstrational materials, and rooms that 3
suitable for practical seminars as well as lectomms. ECE IPI CTR functions as an institutionad a
regional Infectious and Pediatric Immunology Centts essential role is the initiation of regul
postgraduate courses for specialists in Infectibiseases and Immunology in countries of Eg
Europe.

From the conception aspects, ECE IPI CTR is tigbdlynected with thinterregional Association of
the Carpathian Euro-region, one of the main aims and functions of which isfdrenulation of
educational and scientific co-operation within tagion of East-Central-Europe.

ece - 1pi

EAST-CENTRAL-EUROPEAN INFECTIOUS AND PEDIATRIC
IMMUNOLOGY CENTRE FOR TRAINING AND RESEARCH
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The J Project

PID Awareness Meetings in 2011

City (Country) Date
1. Pushkin Hills (Russia) February 03-04
2. Zakopane (Poland) February 24-26
3. Oradea (Romania) March 01
4. Debrecen (Hungary) March 10-11
5. Moscow (Russia) March 31-April 01
6. Baku (Azerbaijan) April 22-23
7. Bratislava (Slovakia) April 28-29
8. Lutsk (Ukraine) May 11-12
9. Sibiu (Romania) June 10-11
10. Chelyabinsk (Russia) June 26-27
11. Ohrid (Rep. of Macedonia) October 08
12. Tehran (Iran) October 15
13. Trabzon (Turkey) November 19-20
14. Riga (Latvia) November 26
Beijing (China)* Sept 23

*J Project session at BIT’'s 4th Congress and Expasitf Molecular Diagnostics

Aims

1. To organize professional meetings on PID and reéldiseases in regions of East-European
countries with low number of registered PID patsent

2. To discuss diagnostic and therapeutic practicepantilems, and to define specific areas to lp
improved and to be supported by other Europeanpgraastitutions, companies, and
foundations.

3. Updating national PID registries.

4. Establishing PID professional working groups.

5. Establishing PID patients, groups.

Structure of the Meetings

Informal discussion on the day before the meeting.
Introductory lectures by invited and local speakers
Case reports mostly by local speakers.

PID WG and patients’ group activity in the country.
National registry update.

agrwnPE




Pushkin Hills, Russia
03-04 February, 2011
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HOSt: Marina Guseva (gusevamarina@mail.ru)
Areg Totolian (totolian@spbraaci.ru)

Venue: pushkin Hills, Region of Pskov

Main TOpiC: International educational symposium on primary
immunodeficiency disorders

L 4

Participants of the meeting




Program

2 February

Molecular mechanisms of primary
immunodeficiencies
Poliakov A. (Moscow)

Macrophage activating syndromes
Kondratenko I. (Moscow)

Screening program for immunodeficiencies
Prodeus A. (Moscow)

DNA-diagnostics of PIDs
Poliakov A. (Moscow)

Autoimmune polyendocrinopathy with
candidiasis and ectodermal dystrophy and
chronic mucocutaneus candidiasis
Kondratenko I. (Moscow)

February 3

X-linked lymphoproliferative disease
Marddi L. (Debrecen)

Pneumococcal genetic susceptibility
(IRAK-4 and MyD88 deficiencies)
Capucine P. (Paris)

Clinical, immunological and molecular
features of patients with primary antibody
deficiencies

Plebani A. (Brescia)

Methods of intravenous immunoglobulins
safety testing
Prodeus A. (Moscow)

Immunobiologics treatment safety issues
Hadzhidis A. (St. Petersburg)

Lunch

Afternoon session

Biotest Farma GmbH symposium
Chairman:Reznikov Y. (Moscow)

Primary and secondary
immunodeficiencies: Classification,
diagnostics and therapy

Reznikov Y. (Moscow)

Algorithm of therapy of PID patients
Kondratenko I. (Moscow)

Bone marrow transplantation in PID: The
role of intravenous immunoglobulin
treatment

Skorobogatova E. (Moscow)

Discussion
4 February
Morning session

Hyper IgE syndromes
Marédi L. (Debrecen)

Mendelian susceptibility to mycobacterial
infections
Capucine P. (Paris)

Improving awareness on PIDs among
physicians: The IPINET (Italian Primary
Immunodeficiency Network) model
Plebani A. (Brescia)

Morphological analysis in PID diagnostics
Tuzankina I. (Ekaterinburg)

The ESID diagnostic protocol for PID
Guseva M. (St. Petersburg)

Discussion and conclusion




Summary and conclusion

The second All-Russian School of Clinical Immunglagas held in Pushkin Mountains from January
to February 5, 2011. Participants and speakens #8 regions of Russia, as well as Latvia, Belarus,
Hungary, France, Italy got together to attend tRea)ect symposium held on February 2-4. Introdryctg
lectures on topics of fundamental immunology rete\ta primary immunodeficiencies were presenteq
The first report by Laszl6 Mardédi, head of the dj€et and ECE-IPI-CTR, University of Debrecen
Medical and Health Science Center, Hungary, wast@e\mto the history and prospects for the J Praje
Central and Eastern Europe, including Russia, snaharch to different cities of our country.
Ekaterinburg and Chelyabinsk also joined the Jdetap addition to St. Petersburg in 2007. It soal
scheduled to hold J Project meeting in Moscow isdRan State Children Hospital. All this activity is

expected to increase awareness on PID among pduysiof various specialties, and the public. Themdf

reports by professor Marédi were dedicated to lWgErsyndrome and XLP (X-linked
lymphoproliferative disease). Clinical, immunolaglicand molecular genetic aspects of these diseas
were covered in these reports. An update by profesiessandro Plebani (Brescia, Italy) on clinical,
immunological and molecular characterization ofgyas with defects of antibody synthesis was
provided. He also gave a presentation on "Perfeci&nowledge about primary immunodeficiencies
among practicing physicians: The Italian model etfivorking”. Professor Plebani shared the experier
of detection of patients with primary immunodefioig in Italy. There is computer program for the
detection of these patients (PID registry) and peration between immunological centers in Italy by
regular meetings. Reports by professor Kondraténfdoscow, RSChH) were focused on clinical
experience demonstrating knowledge and practiqagance in managing patients with PID.

Report by professor Prodeus A. P. (Moscow) dematestrscreening program for the diagnosis of
immunodeficiency in the U.S., and modern methodesting immunoglobulin safety. Report of
professor Tuzankina I. A. (Ekaterinburg, Cente€Cobhical Immunology) was devoted to the pathologi
interpretation of PID, and demonstrated experienckagnosing and managing patients with PID in tf
Ural region. Report from St. Petersburg presertednork of PID working group. Guseva M. N. talke
about "Protocols for diagnosis of primary immunaciehcy diseases and management of patients wij
PID in Consulting Center of St. Petersburg Stasid®ec Clinic. Excursion allowed the visitors to
develop an understanding of the history of the fasriRussian poet Alexander Pushkin, whose family

estate is located here, where he wrote his wonldeoms.

Marina Guseva and Areg Totolian

\v




L-R: Guseva M., Kalinina N., Totolian A. and Marddi L.
Tuzankina . co-chairing the PID session

Areg Totolian and his colleagues Andrei Prodeus

At the tomb of Alexander Pushkin. Visiting Pushkin Hills
R-L: Plebani A. and Marddi L.




Zakopane Poland
LA,

24-26 February, 2011
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HOSt: Ewa Bernatowska(bernatowskae@yahoo.com)

Venue:Grand Hotel in Nosalowy Dwor

Main TOpiC: Standardization of diagnostic and therapeutic

gudelines in primary immunodeficiencies and autoinammatory diseases.

Zakopane

10




Program

25 February

Opening and introduction
Marcinkiewicz J. (Warsaw)
Bernatowskd. (Warsaw)

Euro-Gene — Scan Project
Berglof A. (Stockholm)

The J Project
Marddi L. (Debrecen)

ESID Subregistry on-line of Nijmegen
Breakage Syndrome
Bernatowska E. (Warsaw)

Nijmegen Breakage Syndrome — a cancer
prone disease in clinical practice
Chrzanowska K. (Warsaw)

Peripheral T-cell subsets in NBS patients
LangerakT. (Rotterdam)

The precursor B-cell analyses in bone
marrow of NBS patients
van der BurgM. (Rotterdam)

Peripheral B-cell abnormalities in children
with NBS
PiatosaB. (Warsaw)

Discussion

Warsaw syndrome
Chrzanowska K. (Warsaw)

Primary defects of immune regulation
Marddi L. (Debrecen)

Mutational spectrunof WASPFn Eastern
and Central Europe
Gulacsy V. (Debrecen)

HOPI (Hungarian Organization for
Primary Immunodeficiency)
Toth-Apati Nagy M. (Debrecen)

Regulatory T cells in transient
hypogammaglobulinemia of infancy
Siedlar M. (Krakow)

Studies of TACI gene mutations in
children with different types of
hypogammaglobulinemia
Kowalczyk D. (Krakow)

Stomatological problems in
immunodeficient patients
Olczak D.- Kowalczyk D. (Krakow)

IFNGR/IL12R — deficiencies
Pac M. (Warszawa)

26 February

Immune reconstitution after treatment of
childhood leukemia
Szczepanski T. (Warsaw)

Allogenic haematopoietic stem cell
transplantation as high effective and safe
therapy for chronic granulomatous disease
— single centre experience
Pituch-Noworolska A. (Krakow)

Autoinflammatory diseases — overview
Gathorno M.(Genog

Increasing awareness of periodic fever
syndromes in Poland
Wolska—Kusnierz RWarsaw)

Family case of Netherton Syndrome
Kostyuchenko L. (Lviv)

HAE
Volokha A. (Kiev)

The antibodies against IBD in primary
immune deficiency patients
Pituch-Noworolska A. (Krakow)

11




Subsets of B cells with THI and CVID
Bukowska-Strakova K., Kowalczyk D.
(Krakow)

Haemophagocytic lymphohistiocytosis-
patients at the Dept of Immunol Children's
Memorial Health Institute in Warsaw

Klaudel-Dreszler M. (Warsaw)

Autosomal Dominant Hyper-IgE

Syndrome - clinical and genetic analysis of
polish patient

Heropolitaiska-Pliszka E. (Warsaw)

Summary and conclusion

On February 24-26, 2011 th# 6chool of
Clinical Immunology took place in
Zakopane in Grand Hotel in Nosalowy
Dwor. It was jointly organised by the
Department of Immunology, Children's
Memorial Health Institute, Warsaw, the JM
Foundation, New York, and the ECE-IPI-
CTR (J Project program). The introductory
remarks were made by professor Ewa
Bernatowska and professor Janusz
Marcinkiewicz — the President of the
Polish Society of Experimental and
Clinical Immunology. There were about
50 participants including young
immunologists from Central- and Eastern-
European countries. The main topic of the

meeting was standardization of diagnostic

and therapeutic guidelines in primary
immunodeficiencies and autoinflammatory
diseases. We were also proud to have well-
known lecturers such as Mirjam van der
Burg and Ton Langerak from the
Netherlands, professor Laszlé Marédi from
Debrecen, and excellent clinicians and
scientists from Poland including professor
Krystyna Chrzanowska from Warsaw and
professor Anna Pituch-Noworolska from
Krakow. One session was fully dedicated
to the problems of Nijmegen breakage
syndrome. There was also time for
presentation of patients with unusual
features of primary immunodeficiencies
such as XLP, Netherton syndrome and

periodic fever syndromes.

Ewa Bernatowska
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THE AUDIENCE

La&szl6 Marodi Krystyna Chrzanowska
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@radea, Romania

01 March, 2011

o

HOSL: Ladislau Ritli (ritli_ladislau@yahoo.com)

Venue: "br Gavril Curteanu” Clinic Municipal Hospital, Or adea

Main TOpiC: Future strategies of management of PIDs

Oradea

14




Program
The J Project: Recent achievements and futureesigds

Marddi L. (Debrecen)

The situation of the PID patient care in Romania
Serban M. (Timisoara), BataneaM. (Timisoara)

The PID registry in Oradea: 2007- 2010
Ellenes J. Z. (Oradea), Miculschi G. (Oradea), iRitl(Oradea)

Gene expression studies in PID patients with noussense mutations
Toth B.(Debrecen)

ELA2 gene mutation in neutropenic patients
Székely A(Debrecen)

Refractory cytopenias in siblings with CVID
Miculschi G. (Oradea)

Round table discussion

o
A g

Summary and conclusion

The J Project meeting was organized in order tovoew recent advances of the J Project in
general and to discuss the possibilities of clasdiaboration between the two neighboring
PID centers, Oradea and Debrecen in Romania andafyrespectively. Professor Marddi
L. gave a summary on the collaboration betweenvwboecenters as well as the remarkable
activity of the Timisoara group, the leading Ronaancenter for immunodeficiencies patient
care in the country. Professor Serban M. and Diarfigzant reported on the PID registry in
Romania, and Dr. Ellenes informed us on the agtvitthe Oradea PID team. Beata Téth
gave a very important and instructive talk on ttegdostic challenges when patients with
novel missense mutation are defined. She pres#émesstablishment of new cell laboratory in
Debrecen which provides all the facilities to penficgene expression studies. Dr. Székely
presented Hungarian patients with defilitdA2 mutation, and Dr. Miculschi closed the

session with the presentation on cytopenias as kcatipns of CVID.

Ladislau Ritli

15




Debrecen,Hungary

10-11 March, 2011

L 4

HOSL: LaszI6 Marédi (Imarodi@dote.hu)

Venue: Hotel Aquaticum

Main Topic:

Interdisciplinary Immunodeficiency

L 4

AQUATICI

DEBRECEN

TERMAL ES WELL

The participants of the 50" J Project Meeting in Debrecen

16




Program

10 March
J PROJECT ROUND TABLE

PID care in Slovakia: achievements and
perspectives
Ciznar P. (Bratislava)

The emerging PID Center in St. Petersburg

Region
Guseva M. (St. Petersburg)

Management of PID patients in Bulgaria:
diagnostics and treatment
Naumova E. (Sofia)

Lithuanian primary immunodeficiencies
Duobiene R. (Lithuania)

The success of the J Project in Ukraine
Kostyuchenko L. (Lviv), Chernishova L.
(Kiev)

Current state of PID care in Azerbaijan
Nasrullayeva G. (Baku)

Juniors PID School: a new perspective of

theJ PROJECT
Mironska K. (Skopje), Marédi L.
(Debrecen)

ThePrimary Immunodeficiency Centers
NetworkProject
Lebedowicz J. (Stockholm)

Current concepts and future challenges of

theJ PROJECT
Marddi L. (Debrecen)

KEYNOTE LECTURE -1
Autoinflammatory diseases: a new
category of primary immunodeficiencies
Aksentijevich I. (Bethesda)

11 March
WELCOME
S#llssi J. (Budapest)

INNATE IMMUNE DEFICIENCIES
AND PID SYNDROMES

Genetic defects of TLR-mediated
immunity
Picard C. (Paris)

IL-12 receptor deficiency
Savchak I. (Lviv)

Comel-Netherton syndrome
Kostyuchenko L. (Lviv)

Hyper-lgE syndromes
Marédi L. (Debrecen)

Atypical hemolytic uremic syndrome as a
primary immunodeficiency
Prohaszka Z. (Budapest)

Primary MBL deficiency

Dérfalvi B. (Debrecen)

Ocular manifestations in APS type |.
Dohéan J. (Budapest)

17




COMBINED

IMMUNODEFICIENCIES AND SCT
Genetic defects that may cause Omenn
syndrome

Bondarenko A. (Kiev)

Immunological archeology
Richter D. (Zagreb)

Post-vaccinal BCG infection in SCID
patients
Prokofjeva T. (Riga)

Stem cell transplantation in WHIM
syndrome patient
Krivan G. (Budapest)

B CELL DEFICIENCIES

X-linked agammaglobulinemia: The Italian
experience

Plebani A. (Brescia)

Atypical findings in X-linked
agammaglobulinemia
Sediva A. (Prague)

Follow-up of children with mild forms of
antibody deficiency
Velbri S. (Tallinn)

J PROJECT COHORT STUDIES
Periodic fever syndromes in Central- and
Eastern Europe

Toplak N. (Ljubljana)

Genetic characteristics of patients with the
Wiskott-Aldrich syndrome in Central- and
Eastern Europe

Gulacsy V. (Debrecen)

Nijmegen Breakage Syndrome —
experience of Children’s Memorial Health
Institute

Pac M. (Warsaw)

KEYNOTE LECTURE - 2

Transposon technologies to manipulate
the stem cell genome

lvics Z. (Berlin)

Hearing impairment in patients with BTK
mutation
Volokha A. (Kiev)

18
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Rasa Duobiene Gulnara Nasrullayeva  Jas S3llési
(Lithuania) (Azerbgn) (Hungary)
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Ny
Nastya Bondarenko Tatjana Prokofjeva Gergely Krivan

(Ukraine) dtvia) (Hungary)
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Darko Richter (Croatia) Alessandro Plebani (Italy)

Sirje Velbri (Estonia)

Press conference. L-R: Miklés Szolnoky (Hungary), &szlé Marédi (Hungary), Joanna
Lebedowicz (Sweden), Laszlé Harsanyi (Hungary)

21




Summary and conclusion

The J Project physician education campaign wagdestan 2004, and since then has
established itself as a prototype successful awsasenprogram for primary
immunodeficiencies (PIDs). The Project originateairf the critical analysis of data in
the ESID Registry before 2002, which showed thastnk@stern European countries had
reported less than ten patients with such disorddrese data suggested that PIDs may
have not only been under-reported but under diaghas ECE. We launched the J
Project meeting series in Targu Mures, RomaniaManch 12, 2004 and celebrated the
50" J Project meeting in Debrecen in March, 2011 apdhie end of the year, sixty
awareness meetings on PIDs will have been organizédbania, Azerbaijan, Belarus,
Bosnia and Herzegovina, Bulgaria, China, Croatizedd Republic, Estonia, Hungary,
Latvia, Poland, Republic of Macedonia, Republidvafldova, Romania, Russia, Serbia,
Slovakia, Slovenia, and Ukraine. In parallel, thenber of diagnosed PID patients has
increased to thousands in ECE. In addition, thiee-EBuropean countries (Egypt, Iran,
and Turkey) have also joined the Project by orgagizinvited” J Meetings and the first
J Project event entitletiClinical and Molecular Immunodeficincies and Inflanatory
Diseases: A J Project Sessidanok place in Beijing at the BIT's"4Annual International
Conference and Exposition of Molecular Diagnostithese meetings and the joint
publications in international journals provide c¢leavidence of the success of our J
Project. Even if we are pleased to see J Projemts\woutside Europe, it is important to
emphasize that the J Project has always been dhdewiain an ECE PID awareness
activity.

Laszl6 Marodi
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Moscow,Russia

31 March- 01 April

o
v

HOST: Irina Kondratenko (ikondratenko@rambler.ru)

Venue: Russian Children's Clinical Hospital

Main TOpiC: Educational Meeting “Primary Immunodeficiencies

in Pediatric Practice”
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Moscow
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Program
Mechanisms of innate and adaptive immunity
Kovalchuk L. (Moscow)

Interactions of innate and adaptive cells in immresponse
Ignat’eva G. (Moscow)

Classification, clinical and laboratory presentasi@f severe combined immunodeficiencies
Kondratenko I., Pashchenko O., Deripapa E. (Moscow)

Principals of BMT and Hematopoietic Stem Cell Tyaasatation (HSCT)
Skorobogatova E. (Moscow)

Immunological and genetics changes in Common Vhrilbmunodeficiency (CVID)
Belevtsev M., Sharapova S. (Minsk)

Hereditary angioedema: Clinical and genetical aspec
Kapustina A. (Moscow)

Summary and conclusion

On March 31 — April 1, 2011, the J Projetimary Immunodeficiency Diseases (PID)
awareness meeting was held in Moscow, Russia. Theting was organized by the
Department of Clinical Immunology of Russian Chédis Clinical Hospital, Russian State
Medical University. The meeting was attended by Y#liatricians and allergologists-
immunologists from Moscow and Moscow Region ougatidepartments and specialists
from other regions of Russia, including St. PetergbTula, Voronezj, Vladimir, Orenburg,
and Orel from Belorussia. The J Projetteeting in Moscow was entitled “Primary
immunodeficiencies in pediatric practice” with tlém to discuss current diagnostic and
therapeutic practices and problems in patients RIiib. The main speakers were professor
Leonid Kovalchuk — the chief of Immunology departrheof Russian State Medical
University (Moscow), and professor Irina Kondratenkthe chief of Clinical immunology
department of Russian Children's Clinical Hospi®loscow). Professor Kovalchuk L.

presented an overview of mechanisms of innate dagdteve immunity. Than his colleague

24




professor Ignat'eva G. presented an excellent regimut interactions of cells in immune
response. Professor Kondratenko I. with her colleag from Clinical immunology
department (assistant professor Pashchenko O. @ctdrdDeripapa E.) presented detailed
overviews of classification, clinical and laboratopresentations of severe combined
immunodeficiencies, combined T and B-cell immunadencies, other well defined
immunodeficiency syndromes, phagocytic defects agdrithms for diagnostic and therapy
of PID. The chief of BMT department Skorobogatovatdtked over the principals of BMT
and HSCT. Speakers from Belarus - Belevtsev M. Simarapova S. presented reports about
immunological and genetics changes in CVID. Dr. &tma A. made a high quality report
about hereditary angioedema. Most lections coatktiie case reports and raised discussions
with participants. The official language of the bjEct Meeting in Moscow was Russian.
Proceedings of the meeting will be published apexial issue of the Russian Journals of
Pediatrics. The aim of our meeting to acquaintgédiatricians and immunologists from out-
patient departments of Moscow and several regidndRussia with basic concepts of

immunology and immunodeficiencies was fully realize

Irina Kondratenko
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B aku, Azerbaijan

22-23 April, 2011

o
A g

HOSt: Gulnara Nasrullayeva (g.nasrullayeva@hotmail.com)

Venue: Landmark Business Center

Main TOpiC: Diagnostic and therapeutic challenges of PIDs

L-R: Ulviya Alekberova, Vafa Mamedova, Gulnara Nasullayeva, Laszl6 Marédi, Sevinj
Isgandarova, Elnara Gurbanova, Shalala Ibragimova

26




Program

23 March

J Project Round Table

Welcome address
Nasrullayeva G. (Baku)

Status of Azerbaijan Society of Allergy
and Immunology
Ayyubova A. (Baku)

The experience of European Societies of
PID
Nasrullayeva G. (Baku)

Primary immunodeficiency syndromes and
PID genes
Marddi L. (Debrecen)

Case of Lui-Bar Syndrome
Kabulov H.(Baku)

The influence of intrauterine infections on
the forming of immune deficient in
children

Mollayeva N. (Baku)

Immune diagnostics of PID: Main
Directions
Isgandarova S. (Baku)

Coffee break

Cytokine therapy in immune rehabilitation
of frequent diseased children

Sultanova N. (Baku)

Family case of selective IgA deficiency
Panahova T. (Baku)

Features of immune prophylaxes of
immune compromising children
Isayeva R. (Baku)

L-R: Namik Pashayev, Laszl6 Marddi,
Gulnara Nasrullayeva, Namig Nasrullayeva
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Summary and conclusion

The first J Project meeting in a Caucasian regwas organized in Baku, Azerbaijan right
after the 58 meeting in Budapest which was attended by profeGsdnara Nasrullayeva,
head of the PID team in Azerbaijan State Medicalvensity. The meeting was attended by
opinion leaders in the field of allergy and clidicamunology from the different places of the
country. L&szl6 Marodi, the leader of the J Projpmbgram was invited to summarize
achievements of the Project over the past 7 yeaumeh a PID awareness program is
desperately needed in a country like Azerbaijamaipopulation of more than 9 million, but
only with just a few immunologically diagnosed Pfiatients and without any possibility of
PID genetic testing. The enthusiastic and profesdip prepared group of clinical
immunologists and laboratory staff from Baku is wéween to start awareness campaign
countrywide and to improve the figures in the niedwmre. This activity is now supported by
the availability of genetic testing in Debrecen fatients in Azerbaijan under the J Project
program. In addition, the Baku PID center basedtl® immunological and pediatric
departments has become part of new network callimshtral and Eastern European Primary
immunodeficiency Centers Network (CEE-PID-CN)” jiynsupported by the Jeffrey Model
Foundation and Octapharma Nordic. It is among thagin the near future to establish PID
genetic testing in Baku by making use of this suppOur next step to increase awareness
will also include the organization of PID-centeradetings in other university cities and large
hospitals in Azerbaijan. The Baku initiative wikely be an example to be followed by other

Caucasian and post-Soviet Union countries in th@ne

Gulaavasrullayeva
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ratislava, ' lovakia
B S
28-29 April, 2011

o
v

HOSTt: peter Ciznar (ciznar@dfnsp.sk)
VeNUE: Pediatric Teaching Hospital Bratislava, Lecture Hal

Main TOplC: Symposium on Primary Immunodeficiencies, Early
Diagnosis and Treatment

Bratislava at night
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Program

Timely diagnosis of PID

Welcome
Ciznar P. (Bratislava)

Primary immunodeficiencies and EU
actions
Mikolasik M. (Bratislava)

Classification and manifestation of primary
defects of immune regulation
Marddi L. (Debrecen)

Infectious complications of PID patients
Richter D. (Zagreb)

Clinical manifestations of humoral
immunodeficiencies

Litzmann J. (Brno)

Coffee break

PID therapy

Replacement therapy with
immunoglobulins

Ciznar P. (Bratislava)

Bone marrow transplantation
Hordkova J. (Bratislava)

BCG vaccination in immuncompromised
child

Thon V. (Brno)

Lunch break

PID syndromes

Hereditary angioedema
Hrubisko M. (Bratislava)

X-linked agammaglobulinaemia
Jesenak M., Banovcin P. (Martin)

Chronic granulomatous disease
Kayserova H. (Bratislava)

Familial hemophagocytic
lymphohistiocystosis
Kayserova J. (Bratislava)

Coffee break
Case presentations

Organ complications of CVID in adults
Strakova J. (Martin)

Autoimmune complications in twins with
CVID
Raffac S. (Kosice)

Complete deficiency of IFNGR1 receptor
for interferon gamma
Ostré R. (Kosice)

Severe combined immunodeficiency
Sufliarska S. (Bratislava)

T-ALL bcr/abl positive patient with
Nijmegen Breakage syndrome
Mikeskova M. (Bratislava)

Syndrome papillon Lefévre
Stanikova D. (Bratislava)

Hyper-IgE syndrome
Véghova L. (Bratislava)

Dinner
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Summary and conclusion

A one-day meeting was the first meeting of J ProjecSlovakia. It was held at the
Detska fakultna nemocnica (Pediatric Teaching HaBpithe largest facility of its
kind in Slovakia, seated in the capital city Bratg, under the auspice of Slovak
Immunology Societies. Event was attended by 58steggd participants, mostly
pediatricians and clinical immunologists, from @ler the Slovakia. The program was
designed to introduce the broad topic of Primarynimodeficiencies with the focus
on early diagnosis and readily available treatnstritegies. At the beginning of the
symposium Dr. Miroslav Mikolasik, Slovak member tife European Parliament
presented policy of EP regarding rare diseasesdimay Primary immunodeficiencies
and the EP support for dissemination of knowledge @nformation about rare
diseases. Subsequently professor Marddi introdubedJ Project mission and its
activities. Thereafter he continued with the pecsipes of PID, focused on the defects
of immune regulation. Next among the invited spesikeas Dr. Richter from Zagreb,
Croatia who had a lecture on the clinical consegesgof different PIDs and professor
Litzman from Brno, Czech Republic on the clinicakpotype of predominantly B cell
immune defects. Presentations of clinical expessnwith antibody replacement
therapy and bone marrow transplantation at the a@edi Teaching Hospital in
Bratislava followed after a short break. The mognpart ended with a hot topic issue
for Slovakia, the BCG vaccination and its complmatin PID children, presented by
Dr. Thon from Brno. Afternoon session was dividatbitwo parts, PID syndromes
and case presentations. Colleagues from Praguealhrmhrts of Slovakia had an
opportunity to present here their experiences albless various medical issues. The
official program ended by a panel discussion. Alitgipants of the meeting obtained
credits of Slovak Accreditation Board for ContingiiMedical Education (SACCME).
The primary objective of the symposium, to incredfse awareness of PID in the
medical community seems to be achieved and hopeftdited a new era of a regular
platform for “meeting with experts” on the PID topn Slovakia.

Peter Ciznar
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DETSKA FAKULTNA NEMOCNICA
LU710] § POLIKLINIKOU - BRATISLAVA

Participants of the Meeting

32




L-R: Darko Richter (Croatia), Laszlé Marédi (Hungar y)

L-R: Peter Ciznar (Slovakia),
Laszl6 Marodi (Hungary),
Miroslav Mikulasek (EP member,

Slovakia)
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Lutsk, Ukraine

11-12 May, 2011

o
v

HOSt: Liudmyla Cheryshova (chernyshova@ukr.net)

Venue: Regional Health Administration Center of Lutsk region

Main TOpiC: Primary Immunodeficiencies-School seminars

Symposium organizeand speakers

34




Program

Opening Ceremony

Results of J Project
activity in Eastern
European countries
Marodi L. (Debrecen)

Achievements and
problems of pediatric
immunology in Ukraine
Chernyshova L. (Kiev)

Approaches for creating
the National Register of
PID

Bondarenko A.(Kiev)

Slavic mutation -
Nijmegen Syndrome -
cases from practice
Kostyuchenko L. (Lviv)

BMT: the Brescia
experience
Porta F. (Brescia)

Importance of genetic
investigation for
diagnostics and
prohylactics of primary
immunodeficiency
Volokha A. (Kiev)

Early symtoms of
combined
immundeficiency in
children

Samarin D. (Kiev)

Defect of phagocytosis:

diagnostic problems
Lapyi F. (Kiev)

Section with parents of
patients with primary
immunodeficiency

Possibilities of
immunologic
investigation of children
in Lutsk

Silich P. (Lutsk)

Case of family
Mediterranean fever
Stepanovsky Y. (Kiev)

Discussion

Closing of symposium

Beeykpaincbka rpoma
“Acouianist auTsiu

() §/

L-R: Fulvio Porta, Alla Volokha, and Liudmyla Chernyshova
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Anastasia Bondarenko

Present from the children

:
Liudmyla Chernyshav

THE AUDIENCE
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Summary and conclusion

The Seventh Ukrainian J Project Meeting had heldlay 12, 2011 in Lutsk. Lutsk is a city
located by the Styr River in northwestern Ukrailhés the administrative center of the Volyn
Oblast (province). Improving the awareness of primanmunodeficiencies in Ukraine is
provided by holding local seminars in differenticet for primary care contact doctors and
Lutsk became the seventh of this educational pmgi@ver 200 doctors from the Volyn
region, about 20 immunologists from other regiohdJkraine as well as guests from lItaly
had took part in the seminafAt the beginning of the symposium participants Hear
statement by professor L. I. Chernyshova, the HefadUkrainian Association "Pediatric
Immunology”, which highlighted the main achievenseot Pediatric Inmunology in Ukraine
over the last decade and prospects for developnigeports made at the seminar were
devoted to the diagnosis of major groups of Pl2@spnting cases, genetic testing capabilities,
and the formation of a national registry. Besidks, participants became acquainted with the
latest developments in the diagnosis of combinedunmodeficiency, which were announced
by an expert in stem cell transplantation of theropean Society of Primary
Immunodeficiencies Dr. Fulvio Porta. This was pautarly informative due to the fact that
stem cell transplantation for PID patients in Ukgais still unavailable. Dr. Fulvio Porta is a
head of the Department of hematology and bone matransplantation (Brescia, Italy),
where Ukrainian patients can receive treatmenttdugelp of charity organization "Lifeline
Italia”. In particular, successful stem cell tralaspation was done for two patients with
severe combined immunodeficiency from the Volynioag PID patient’'s parents were
traditionally invited to participate in the semindrheir reports described the path to the
diagnosis of their children and the current proldatrey face during treatment. Speeches of
representatives of the patients had a great imipress the audience of doctoAlso, using
this opportunity an international consultation whasld for two brothers with WAS.
Conducting School in an atmosphere of elevated mbweely discussions and the target
themselves to international standards allows hopongnore effective detection of primary

immunodeficiencies in the Volyn region and effeetaooperation in the future.

Liudmyla Chernyshova
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Jibiu, Romania
Shtu R
10-11 June, 2011

o
v

HOSTt: 1urian Sorin loan (iurian_sorsab@hotmail.corapdNeamtu Mihai

Venue: Aula "Avram lancu" of "Lucian Blaga”, University of ~ Sibiu

Main TOpiC: Crossroads of medicine: hematology and primary
immunodeficiencies

Sibiu — main square
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Program

10 June

SATELLITE COURSE WITH TOPIC
,BASICS IN IMMUNOLOGY.
PRIMARY IMMUNODEFICIENCIES”

11 June
~J PROJECT MEETING” LECTURES

Crossroads of hematology and
immunology: X-linked
lymphoproliferative disease
Marodi L. (Debrecen)

Clinical and biological aspects in a
combined immunodeficiency
Gherghina I. (Bucharest)

Neutropenia associated with
hypogammaglobulinemia in infancy. Case
report

Bataneant M. (Timisoara)

PROF.
MARODI

Romanian Association for Patients with
Primary Immunodeficiencies, "ARPID*
From a dream to reality

Baldea A. (Hateg)

Benign Tumor Pathology Associated With
Common Variable Imunodeficiency
Rugina A. (lasi)

What was first: immunodeficiency or
malabsortion?
Capilna B. (Sibiu)

Primary immunodeficiencies in Romania
Past, present and future
Bataneant M. (Timisoara)

Severe neutropenia. Case report
lurian, S. . (Sibiu)

Malignant hemopathies One side of the
primary immunodeficiencies
Bataneant M. (Timisoara)

CVID, a complex disorder of the immune
system
Cristea V., Miron N. (Cluj-Napoca)

Brindusa Capilna




Summary and conclusion

The 55" J Project Meeting dedicated to PIDs was held biuSinder the auspices of “Lucian
Blaga” University from Sibiu, Romanian Medical Cairand Romanian Working Group for
Primary Immunodeficiencies. This conference wasoized by professor Neamtu Mihai and
Dr. lurian Sorin and represented th& J Project organized in Romania since 2004. The
meeting was attended by about 30 immunologists faihrer medical universities from
Romania (Targu-Mures, Timisoara, Cluj-Napoca, Buebia lasi), general practitioners,
residents in pediatrics and pediatricians and sgmted a huge opportunity to share their
experience and to improve the PIDs’ diagnosis. Tlv@cal cases raised a lot of interest
among the participants and many of the presentitoas stressed that PIDs diagnosis
improved in Romania due to genetic sequencing madie PID Center in Debrecen,
Hungary. The conference was preceded by a satedlitese entitled ,Basics in immunology.
Primary immunodeficiencies” attended by more th@A fieneral practitioners. In context of
reduced number of PIDs cases diagnosed in Sibiuntgouhe course was focused on
pathogenesis and clinical features of primary imodgficiencies in order to improve the
early diagnosis and treatment. We noticed the gpaiiion at the meeting not only of patients
and parents diagnosed with PIDs but also of boathbers from Romanian Association for
Patients with Primary Immunodeficiencies (ARPID)atthrecently became a part of
International Patient Organization for PIDs. Thensiof ARPID consist in supporting
children and adults with PIDs and their familiespimvide and protect their fundamental
rights concerning medical, social and educatiosalséance, establishing collaboration with
physicians working with PIDs patients, sustainifgit interests, collecting funds from
programs and establishing contacts with sciendifid charitable organizations from medical
field in Romania and other countries. Even if thereao immunology center in Sibiu yet, we
remarked a growing interest of pediatricians taease diagnosis and treatment of children
with PIDs. In this context, we’ll start making efte to initiate a Diagnosis and Treatment
Center for PIDs in Sibiu County using genetic diagjic methods with the support of
Professor Laszlo6 Mardodi and his colleagues fromrBedm, Hungary. Such a center should
provide diagnostic help nationwide in Romania armlid be part of thd2 Project program

aimed at establishing targeted gene sequencinglastern and Central European countries.

lurian loan Sorin
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L-R: Profs. Gherghina I. and Capilna B. Members of ARPID

Sibiu: City of Europe 2007

ASTRA National Museum Complex
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ghelyabinsk, ussia

26-27 June, 2011

Kurchatov

o
\ g

HOSLS: Irina Tuzankina (ituzan@yandex.ru)
Alexander Pishchalnikov(moiseevatn@yandex.ru)

Venue: chelyabinsk State Medical Academy

Main TOpiC: Diagnostics of PIDs in the Urals region

“No one forgets and nothing is forgotten”
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Program

June 21

SYMPOSIUM FOR PRACTITIONERS
‘IMMUNPATHOLOGY IN CLINICAL
PRACTICE” PROJECT

What can we do more for a patient with
asthma?
Ignatova G. L(Chelyabinsk)

New approaches to the treatment of mild
bronchial asthma
Ryabova L.V. (Chelyabinsk)

Features of hormonal status in pregnant
women with asthma
Studneva N. A. (Chelyabinsk)

Bronchial asthma and chronic obstructive
pulmonary disease: similarities and
differences

Emelianov A.V. (St. Petersburg)

Modern understanding of the pathogenesis
and principles of therapy of atopic
dermatitis

Monahov K. N. (St. Petersburg)

Skin Dysbiosis
Pisklakova T. P. (Russia)

Intestinal dysbiosis - imbalance of immune
system
Zhuravleva T. V. (Chelyabinsk)

Immunopathology and genetics of
mucocutaneous candidal disease
Marodi L. (Debrecen)

Clinical Immunology portraits
Tuzankina I. (Ekaterinburg)

Rare forms of PID in the register of
Sverdlovsk region
Vlasova E. V. (Ekaterinburg)

Immunodeficiencies. View of Clinical
immunologist
Pishchalnikov A. Y. (Chelyabinsk)

PID registry of Chelyabinsk region
Moiseeva T. N. (Chelyabinsk)

Cytokines in the practice of a physician
today and tomorrow
Simbirtsev A. S. (St. Petersburg)

Some aspects of PID laboratory
diagnostics
Pashnina |.(Ekaterinburg)

Thymus abnormalities at children with
multiple malformations”.

Bass E. A.Abolina T., Kobeleve.
(Ekaterinburg)

Respiratory infections and immunity: new
approaches to the diagnosis of disorders
and their correction

Karaulov A. V. (Moscow

Immunomodulators - Pros and Cons
Ketova G. G. (Chelyabinsk)

Problems of adult allergology-immunology
service in Chelyabinsk region.
Abramova N. N. (Chelyabinsk)

Contemporary problems in allergologist’s
and immunologist’s practice.
Zherebtsova I. A. (Chelyabinsk)

Children’s allergology-immunology
service in Chelyabinsk region
Malakhova S. I. (Chelyabinsk)
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Summary and conclusion

In June, 2011 International PID school for
physicians within the framework of “J
Project” was held in Chelyabinsk. The
school was entitled “Immunopathology in
clinical practice.” It was organized by
Russian  Society for  immunology
(Tuzankina I., Ekaterinburg; Pishchalnikov
A., Chelyabinsk) and professor Mardédi L.,
Debrecen, Hungary. This school attracted
physicians, pediatricians, allergists,
immunologists and other doctors not only
from Chelyabinsk, but from other cities as
well  (Ekaterinburg, Perm, Tyumen,
Orenburg, Kurgan, Ufa etc.). More than
150 specialists of Ural region as well as
immunologists from Moscow and St.
Petersburg took part in this conference.
This school gave an opportunity to

exchange experience between doctors that

work with PID patients and doctors of
other specialties. Presentation of PID
registries data in Ekaterinburg and
Chelyabinsk regions was very interesting

for the audience. Also presentation of rare
and difficult cases in differential
diagnostics at children with primary
immunodeficiency diseases was made.
Most lectors noted that PID diagnostics in
Chelyabinsk  region became Dbetter.
Professor Marodi L. (Debrecen, Hungary)
got acquainted with Chelyabinsk Regional
Clinical Children’s Hospital on the basis of
which the regional PID register is
conducted by Pishchalnikov A. for 15
years. Professor Marodi also observed PID
patients and noted a rather high diagnostic
level in Hospital. During the conference
was also noted that molecular genetic
testing is a very important part of
diagnostic process. That is why Urals
doctors came to agreement with prof.
Marddi to conduct some research together.
Also interactive consilium “Diagnostics of
rare PID forms in Ekaterinburg registry”
was held with participation of all
specialists.

Irina Tuzankin:

Center: Tatjana Moyseeva, Irina Tuzankina,
Laszlé Marddi, Alexander Pishchalnikov
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@hrid, Republic ofMacedonia

08 October, 2011

o
\ g

HOSTLS: kristina Mironska (mironska2002@yahoo.com),
Katarina Stavric, and Lidija Kareva

Venue: metropol Lake Resort, Ohrid

Main TOpiC: Novel primary immunodeficiencies

Lake Ohrid in twilight
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Program

J Project Session

Novel Primary Immunodeficiency disease
Marodi L. (Debrecen)

Neonatal screening for severe combined immunoaeTfayi
Kareva L. (Skopje)

Epidemiological, clinical and molecular charactics of 38 East-Central European
patients with chronic granulomatous disease
Avcin T. (Ljubljana)

Hemophagocytic lymphohistiocytosis and macrophagieating syndrome in a case
with EBV infection. Case report.
Kuli-Lito G. (Tirana)

Severe congenital neutropenia
Mironska K. (Skopje)

Vlproic ACID as a triger of HAE attacks case report
Stavric K. (Skopje)

Severe pseudallescheria boydi infection in a bdi Wilinked CGD-case report
Pasic S. (Belgrad)

Periodic Fever Syndromes
ToplakN. (Ljubljana)

Famous pianist from
MacedoniaSimon
Trpchevski gave an
unforgettable recital after
the J Meeting.
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Summary and conclusion

Macedonia was one of the first countries to joia thProject program with a
meeting in Skopje, September 18, 2004 organizethéyteam of Macedonian
pediatric immunologists Peova Sonja, Mironska Krest Stavrik Katarina and
Kareva Lidija. The next meeting in Macedonia, waganized in Ohrid,
September 20-21, 2007 by the same team. Now, tleéingeof the 58J Project
for PID was held, for the third time in Macedonumder the auspices of the
Department of Immunology, University Clinic for @ven's Diseases, and
Medical Faculty in Skopje and the Pediatric Assibom of Macedonia. The
meeting also took place in Ohrid, at Metropol Lak&sort, along the beautiful
Ohrid Lake. The program put together by Kristinardviska was integrated to
the 3" Congress of Pediatric Association of Macedoniahwiitternational
participation, from October 05-09, 2011. The aing same as the last time, was
to achieve a bigger turnout, thus obtaining greaeccess in rising the
awareness of the existence of Primary ImmunodeitsieDiseases among the
general practice doctors, specialists and even rwidlee auditorium was
represented by about 100 participants of the Pedats’ Congress which
enriched the importance of this meeting. Laszl6 ddagave an introductory
talk on novel primary immunodeficiencies with an prasis on recent
discoveries of chronic mucocutaneous candidiasgeadie. Lidija Kareva
summarized the immunological and genetical appreseimd the availability of
screening severe combined immunodeficiency diserdeadej Avcin discussed
the clinical, epidemiological and genetic charastms of patients diagnosed
with CGD in ECE countries. Georgina Kuli-Lito presed an intriguing case
with HLH and macrophage activating syndrome whiekedoped in a girl after

EBV infection. Srdjan Pasic presented an intergsticase of severe,
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disseminated Pseudall-escheria boydi infectionZirydar old boy with x-linked
CGD, with conclusion that in spite of the new geien of antifungal drugs,
SCT represents the only hope for definite cure GDAdn setting of deep-seated
fungal infection. Katarina Stavric presented thestficase of patient with
hereditary angioedema and epilepsy, where the eal@cid is a suspected
trigger of the HAE attacks. Kristina Mironska pretwsl case with severe
congenital neutropenia and the discussion this cased the possibility of
WHIM syndrome, rare form of this PID. Genetic arsadyof the patient in
Debrecen was later performed and unveiled diseaisgity mutation in the
CXCR4 gene. This case nicely demonstrated the ipesttutcome of the J
Project meetings not only as general awarenessitadi but also add the
individual patient level. Natasha Toplak, who wdaterading the Congress,
enriched the J Project meeting with her presemtatb the periodic fever
syndromes, pointed that the possibility for fre@eje testing for the countries
in central and south-eastern part of Europe, shbaldffered by the countries
which has the means to do so. During the sociahtsvthere were enough
spaces for discussion of any topics related to RIQuite informal way. The
social part was enriched with attendance a Commlethe famous pianist in
Macedonia and abroad, Simon Trpchevski in a veoustic hall of the church
“St.Sofia”. This meeting was rated as successful and it coslplgistified the
purpose of its taking placaVe are using the opportunity to thank all the
participants for their contributions, as well ag @latinum sponsor Alkaloid
Skopje, and Prof. Laszl6 Marodi, Chair of the EGE-CTR for his continuous
support and help with the organization of the nmeggti

Kristina Mironska
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T

Laszl6 Marodi (Hungary)

Lidija Kareva (Macedonia)

Georgina Kuli-Lito (Albania)

Tadej Avcin (Slovenia)

Kristina Mironska (Macedonia)

Srdjan Pasic (Serbia)

Katarina Stavric (Macedonia)

Natasha Toplak (Slovenia)

49




Tehran, [ran

15 October, 2011

o
A g

HOSL: Nima Rezaei(rezaei_nima@yahoo.com )

Venue: imam Khomeini Hospital

Main TOpiC: Clinical Immunology and Immunodeficiencies

Meeting

Speakers and organizers. Back center: Hans Ochs amMtima Rezaei
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Program

October 15

Session One: Asthma and Allergy:
Diagnosis and Treatment

Approach to a Child with Asthma
Moin M. (Iran)

Approach to a Child with Allergic Rhinitis
Gharagozlou M. (Iran)

Approach to a Child with Atopic
Dermatitis
Movahedi M. (Iran)

Panel Discussion

Session Two: Clinical Immunology:
Approach to Immunodeficiencies
Approach to a Child with Recurrent
Infections

Aghamohammadi A. (Iran)

Approach to a Child with Congenital
Neutropenia
Rezaei N. (Iran)

Autoimmunity in Primary
Immunodeficiency Disorders
Al-Herz W. (Kuwait)

Panel Discussion

Session Three: Advances in Primary
Immunodeficiencies: Diagnosis and
Treatment

Advances in Primary Immune Deficiency
Diseases
Ochs H. (Seattle)

World-Wide Review of Progress in Gene
Therapy for Primary Immune Deficiencies:
Current Studies and Future Technologies
Malech H. (Bethesda)

Transplantation for Primary
Immunodeficiencies with a focus on
Chronic Granulomatous Disease: Who,
When and How?

Kang E. (Bethesda)

Panel Discussion

Session Four: Poster Presentation
(Lunch time)

Session Five: Selected Oral Presentation

Session Six: Case Discussion

L-R: Elisabeth Kang, Nima Rezaei, Asghar Aghamohamiadi,
— Hans Ochs, Asghar Ramyar, Harry Malech —
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Summary and conclusions

The 4" Meeting on Clinical Immunology
and Immunodeficiencies, which was also
considered as %9J Project Meeting was
organized in October ¥5 2011 (Tehran,
Iran). In 2005, first International Congress
on Immunodeficiency Disorders was
organized in Tehran. A number of PID
experts from different countries (USA,
UK, Germany, France, Italy, Sweden,
Spain, Japan, and Turkey) attended the
congress to present an update in this field,
whereas many scientists and researchers
took part in this congress to increase their
knowledge. This congress was a great
event to further develop bilateral scientific
exchange of Iranian scientists with other
researchers of the world. In October 2009,
alongside with the 21 International
Congress of Pediatrics, a joint meeting on
Immunodeficiency Diseases was
established. That two days meeting was
also supported by the Jeffrey Modell
Foundation (JMF). The great success of
these conferences brought up the idea of
organizing the Clinical Immunology,
Allergy and Immunodeficiency Diseases
Meeting this year, just before the 92
International Congress of Pediatrics. This
meeting, which was also considered as The

46" J Project Meeting, is organized by the

Research Group for Immunodeficiencies in
collaboration with the Department of
Children's Medical

Hospital, Tehran University of Medical

Pediatrics, Center
Sciences. As of establishment of the
Research Center for Immunodeficiencies,
the 4" Meeting on Clinical Immunology

and Immunodeficiencies was organized by
this center in October 15, 2011 (Tehran,
Iran) along with the 23 International

Congress of Pediatrics to focus on the
linkages of fundamental sciences and
patient-oriented research under the main
theme of clinical immunology and

immunodeficiency diseases. Improving the
awareness of physicians, pediatricians and
other specialists would be the main
objective of the meeting. The major part of
audiences includes general practitioners,
pediatricians, and pediatric subspecialists;
however, medical students, pediatric
residents and fellows in the field of clinical
immunology and infectious diseases are
expected to actively participate in the
meeting. In addition to local speakers,
some international well-known persons
were also attended this meeting and
presented interesting lectures for the
audiences. Professor Hans Ochs (Seattle
Children's of

Hospital,  University
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Washington, Seattle, WA), Professor Harry
Malech (National Institute of Allergy and
Infectious Diseases, NIH, Bethesda, MD)
and Elisabeth Kang (National Institute of
Allergy and NIH,
Bethesda, MD) travelled from the US,

Infectious Diseases,
while Dr. Waleed Al-Herz came from
Kuwait which all presented excellent talks
on recent advances in diagnosis and

treatment of patients with primary

immunodeficiencies. The meeting which
was supported by the JMF, as before,
consisted of 6 sessions, including Asthma
and Allergy: Diagnosis and Treatment,
Clinical Immunology: Approach to

Immunodeficiencies; Advances in Primary
Immunodeficiencies: Diagnosis and

Treatment; Poster Presentations; Selected

Oral Presentations; and Case Discussion.

Nima Rezaei
Asghar Aghamohammadi
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Trabzon, Turkey

19-20 November, 2011

o
\ g

HOSt: Fazil Orhan (fazilorhan@yahoo.com)
Ismail Reisli (ireisli@hotmail.com)

Venue: crand zorlu Hotel, Trabzon

Main TOpiC: Primer immune deficiencies in diagnosis and treatnme
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Program

19 November

23D PROJECE

SWRUPA iranalisd YETMEZLIKLER DERNEG] mgmg—;niz rEr_u:N_ih: LN TIP n:_m'leTEi
ELURGPEAN SCCIETY FOR IMMUNODEFICIENCIES COCI IMMUNDLCJIS ve ALLESUI SILIN DAL

PRIMER IMMUN YETMEZLIKLERIN
TANI VE TEDAVISI

GRAND IORLU HOTELTRABZION
19-20 Kasism 2011

= &,

19.11.2011
Man AciL

FRIMARY IMRMUME DEFECTS OF THLIT-MEDIATED IMMUNITY
Frof. Dr. Laszio M=nodi - tnleriy of Cetractn, Muhgary

N YETMEZLIE SINIFLAMASI VE TARAMA TESTLER]

Frof. D Alisan Yidemn - Dndaku Meyi Uriverhesl Te Pekahmi
[OCUKLARDA FRIMER iMMIN YETMEZLIK DUSUNDUREN BULGULLR
Frof, D Fazil Orman - darsdemis Teknin @ Top Fahiikaa

1540 KaHYE aRas]

VETISKiM CAGDA PRIMER inanelin YETMEZLIKLER

Frof. Dr. Tafer Cehsksner - Selouk Osveridail Morss Top FeiodGan
FRIMER inse (% YETSMEZLIKLERIM TEDAVIS]

Frof. Dr. izmail Reisli- Secek Oriesrbes Sarnm Tiz fabtkm]

lGas KaPaMl

20,11.2011
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Summary and Conclusions

| believe that primary immunodeficiency (PID) is anportant public health problem in
Turkey because of high rate of consanguineous aggriThe prevalence of severe combined
immunodeficiency is also very high in Anatoliang in 10,000 live births in Konyalue to
high ratio of consanguinity than in literature. \Wave to organize educational meetings in
Anatolia to increase the awareness of primary imwdeficiency diseases. For this purpose,
the second J Project Meeting in Turkey was held @20 November, 2011, in Trabzon. The
meeting was organized by Department of Pediatrimumology and Allergy in Medical
School of Karadeniz Technical University. The megtivas focused on the awareness of PID
among the medical students, physicians and pedéatd, also to discuss PID diagnostic
problems, clinical symptoms, treatments and toifglamportance of early diagnose in PID.
More than 70 participants were attended the meeflimp meeting was started with an
opening lecture by Prof. Dr. Laszl6 Mardodi from Hgany. He had given a lecture about
primary immune defects of TH17-mediated immunitytef, four lectures were given in the
meeting which was based on diagnostic problemsiceli signs, screening and treatment of
PID. The first part of meeting was started withleature about the classification and
screening tests of PID by Prof. Dr. #dn Yildiran from Ondokuz Mayis University (Samsun)
and continued with the warning signs in childrenhw?ID by Prof. Dr. Fazil Orhan from
Karadeniz Technical University (Trabzon). The secpart of the meeting were dedicated to
the warning signs of PID in adults by Prof. Dr. &afCalgkaner from Selcuk University
(Konya) and the treatment of PID by Prof. Bymail Reisli from Selcuk University (Konya).
On the evening, the shuttle buses transferred dnigcipants to a nice restaurant where was
situated at near the sea side for a traditionabZdoa dinner. Among social events, there were
visits to Ataturk’s hause, Trabzon’'s Museum, AygadfHagi Sofia) Museum and sightseeing
of Trabzon. We would like to thank all speakersl garticipants for their contributions,
especially Prof. Dr. Laszl6 Marddi and the locabrsgors (EczacigaBaxter) for their

financial help which made it possible to organizis event.

Ismail Reisli
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L-R: Laszl6 Marddi, Zafer Caliskaner, Fazil Orhan, and Alisan Yildiran
in front of Ayasofya Museum.

AL
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L-R: Fazil Orhan, Zafer Caliskaner, Laszl6 Mar6di, and Ismail Reisli
in front of Ataturk's Hause and Museum in Trabzon
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Riga, Latvia

26 November, 2011

L 4

HOSt: Tatjana Prokofjeva (monja@balticom. )

Venue: maritim Park Hotel, Riga

Main TOpiC: “PIDs in children and adults”

L 4
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Program

Registration Coffee Break

Welcome and Intr tion . : - .
elcome and Introductio Common variable immunodeficiency in

Overwiev of PID patients care in Latvia adults
Prokofjeva T(Riga) Jaunalksne I. (Riga)
International protocols for the PID Biotest
diagnosis Becker M. (Dreieich)

Guseva M. (St. Petersburg)
Hyper IgE Syndrome: difficulties in
diagnostics, case report

Possibilities for the laboratory PID Kurjane N. (Riga)

diagnostics n Lithuania

Malickaite R. (Vilnius) Clinical presentation and immunologic

aspects in patients with genetically
Immunological and genetic variability of confirmed 229 11del
SCID Grinfelde I. (Riga)
Sarapova S. (Minsk)

WAS syndrome. Clinical case.

Clinical manifestations, immunology Medne G. (Riga)

dysfunctions
and gentic disorders in patients with ALPS
Belevtsev M. (Minsk)

Coffee Break

Autoinflammatory syndromes:
Lecture. Periodic Fever syndromes

Two cases of Good syndrome. Diagnostic Toplak N. (Ljubuljana)

difficulties.

Kalinina N. (St. Petersburg) Discussin. Closing remark
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Summary and conclusion

The J Project meeting was held for the second itinRiga, Latvia, on the 26of November, 2011.

The meeting was organized by the Latvian Assocaiatiommunologists. Latvia is a small country
near the Baltic Sea with a population of less thamillion people. Capabilities of the laboratory of
PID diagnostics (especially molecular-genetic dasgics) in Latvia still are limited. The main tatge

of the conference were to improve awareness offfdllbnly among the pediatricians but also among
general practitioners and other specialists, andige information about diagnostics and therapeutic
practices and problems in patients with PID. Theting was attended by more than 100 participants
(pediatricians, immunologists, infectologists, gists, general practitioners as well as studants
residents and laboratory specialists). Among thestputhere were participants from neighboring
countries such as Lithuania, Estonia, RepublicelaBis, St. Petersburg (Russia), as well as from
Slovenia and Germany. The first part of the meebi@agan with the overview of PID patients’ care in
Latvia. M. Belevtsev from the Republic of Belarussearch Center for Pediatric Oncology and
Hematology center (Minsk) reported clinical and gf@ndiagnostics of 5 cases of ALPS in children in
Belarus. Prof. Natalia Kalinina (St. Petersburgs$ta) had presentation of 2 Good syndromes. Sirje
Velbri (Tallinn, Estonia) and Inta Jaunalksne (Rigatvia) had presentations about CVID, and
demonstrated PID cases in adults. The Hyper-lggndistics, clinical aspects and immunopathology
were presented by Natalija Kurjane (Latvia). Thedtpart of the meeting was dedicated to
autoinflammatory syndromes. Natasa Toplac fromtherersity Children’s Hospital, Slovenia, gave a
keynote lecture about different forms of periodiedr syndromes. Among public events, there was a
organ music concert in the Cathedral of old Rigee meeting was recognized by the local Medical
Collegium and accredited with 8 CME creditége would like to thank all the invited and local
speakers for their excellent lectures, as welllassponsors Biotest Germany and MEDA for their
generous support and help with the organizatidh@imeetingThe collaborations with the East-
Central European Infectious and Pediatric Immunploenter, Debrecen, Hungary and others give us

the possibility to improve the level of the primamymunodeficiencies diagnostics in Latvia.

Tatjana Prokofjeva
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et and s
Hyper-gE syndrome
(HIES, Job syndrome):
difficulties of diagnostics, clinical case

Natalja Kurjane (Riga) NataSa Toplac (Slovenia)

Natalia Kalinina (Russia) Tatjana Prokofjeva (Riga)

Michail Belevtsev (Belarus)
and Guseva Marina (Russia)
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J Project Meetings in Central and Eastern-Europe
2004-2011

1.Targu Mures, Romania, March 11-12, 2004; OrganiZeilla Todea
2.Prague, Czech Republic, May 10-11, 2004; Organiena Sediva
3.Belgrade, Serbia/ Montenegro, June 11-12, 2004a@zgr: Srdjan Pasic
4.Skopje, Macedonia, September 17-18, 2004; Orgariaarina Stavrik
5.Kyiv, Ukraine, November 18-19, 2004; OrganizertaAVolokha
6.Zakopane, Poland, December 16-17, 2004; Orgarkxea: Bernatowska
7.Sofia, Bulgaria, April 15-16, 2005; Organizer:dsiaveta Naumova
8.Prague, Czech Republic, May 9-10, 2005; Organiena Sediva
9.Gdansk, Poland, September 23-24, 2005; Organizea: Eernatowska
10.Debrecen, Hungary, November 4-5, 2005; Organizé&szl6 Marodi
11.Lviv, Ukraine, November 25, 2005; Organizer: Larysostyuchenko
12.0radea, Romania, December 20, 2005; OrganizeraZ&tlenes
13.Debrecen, Hungary, January 16, 2006; Organizezl&ddarddi

14.Prague, Czech Republic, May 8-9, 2006; OrganizanaASediva
15.Bucharest, Romania, June 9-10, 2006; Organizenlakclagaru

16.Minsk, Belarus, November 9-10, 2006; Organizer: it Belevtsev
17.Debrecen, Hungary, December 8-9, 2006; Organizeszllb Mardédi
18.Zaporozhzhye, Ukraine, Apr 19-20,2007; Organizandimyla Chernyshova
19.St. Petersburg, Russia, May 29-30, 2007; Organiarina Guseva
20.0hrid, Macedonia, September 20-21, 2007; Organkestina Mironska
21.lasi, Romania, October 12-13, 2007; Organizer: dauRugina
22.Ljubljana, Slovenia, November 16-17, 2007; OrganiZadej Avcin
23.0dessa, Ukraine, April 10, 2008; Organizer: Liudan§hernyshova
24.Sunny Beach, Bulgaria, May 22-23, 2008; Organigéssaveta Naumova
25.Sarajevo, Bosnia-Herzegovina, October 10-11, 2Q0§anizer: Velma Mulaosmanovic
26.Chisinau, Rep. of Moldova, Oct. 31-Nov. 1, 2008g&rizer: Lyudmila Cerempei
27.Riga, Latvia, November 27-28, 2008; Organizer: dizdj Prokofjeva
28.Timishoara, Romania, March 19-20, 2009; Organilelargit Serban
29.Sevastopol, Ukraine, April 9-10, 2009; Organizeudmyla Chernyshova
30.Ekaterinburg, Russia, May 13-14, 2009, OrganizéralTuzankina
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31.St. Petershurg, Russia, June 9-10, 2009; Orgamitaaina Guseva
32.Konya, Turkey, June 25-26, 2009; Organizer: IsiRailsli
33.Krakow, Poland, September 24-25, 2009; Organizanuia Kowalczyk
34.Tallinn, Estonia, October 7-8, 2009; OrganizerjeSitelbri
35.Ljubljana, Slovenia, October 9-10, 2009; Organiiatasa Toplak
36.Tehran, Iran, October 11-12, 2009; Organizer: Asgttlhamohammadi and Nima Rezaei
37.Cairo, Egypt, October 18-19, 2009; Organizer: Namé&alal
38.Minsk, Belarus, October 22-23, 2009; Organizer: it Belevtsev
39.Tirana, Albania, April 8-9, 2010; Orgnizer: GeorgiKuli-Lito
40.Porto Marina, Egypt, April 16-17, 2010; Organiz&isha El-Marsafy
41.Kharkov, Ukraine, May 19-20, 2010; Organizer: LindenChernyshova
42 Zlatibor, Serbia, June 1-2, 2010; Organizer: Sréjasic
43.Zagreb, Croatia, July 2-3, 2010; Organizer: Darkchier
44.Chelyabinsk, Russia, August 30-31, 2010; Organiziexa Tuzankina
45.Budapest, Hungary, September 9-10, 2010; OrganiZ=ad Marodi & Miklos Szolnoky
46.Tehran, Iran, October 11-12, 2010; Organizers: Asglghamohammadi & Nima Rezaei
47.Pushkin Hills, Russia, February 3-4, 2011; Orgamsiz®larina Guseva; Areg Totolian
48.Zakopane, Poland, February 24-26, 2011; Orgarizaga Bernatowska
49.0radea, Romania, March 1, 2011; Organizer: LadiRidu
50.Debrecen, Hungary, March 10-11, 2011; OrganizeszlédMarodi
51.Moscow, Russia, March 31- April 1, 2011; Organizdéna Kondratenko
52.Baku, Azerbaydzan, April 22-23, 2011; Organizerir@ma Nasrullayeva
53.Bratislava, Slovakia, April 28-29, 2011; Organizeeter Ciznar
54.Lutsk, Ukraine, May 11-12, 2011; Organizer: Liuden@hernyshova
55.Sibiu, Romania, June 10-11, 2011; Organizer: Sorian
56.Chelyabinsk, Russia, June 26-27, 2011; Organidea Tuzankina
J Project session Beijing, China, September 23, 2011; Organizeralliee
57.0hrid, Rep. Macedonia, October 8, 2011; Organiggstina Mironska
58.Tehran, Iran, October 15, 2011; Organizer: Nimageez
59.Trabzon, Turkey, November 19-20; Organizer: Fariidd & Ismail Reisli
60.Riga, Latvia, November 26, Organizer: Tatjana Pfieka
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Scheduled J Project Meetings in 2012 N\61-

L 4

City (country)

61. Lillafired (Hungary)

62. Budapest (Hungary)

63. Rostov-on-Don (Russia)

64. Moscow (Russia)

65. Bratislava (Slovakia)

66. Prague (Czech Republic)

67. Sibiu (Romania)

68. Timisoara (Romania)

69. Tyumen (Russia-Siberia)

70. Budva (Montenegro)

71. Chernigov (Ukraine )

72. Sofia (Bulgaria)

73. Konya (Turkey)

74. Tehran (Iran)

75. (Belarus)

76. (Poland)

77. Ufa (Russia)

Orgaizer

Miklos Solnoky
biotest@biotest.hu

Mikl6s ®moky
Judit Szabé
biotest@biotest.hu

Liudmilai8yakina
sizyakina L@rostgmu.ru

Iringondratenko
ikondratenko@rambler.ru

Peterignar
ciznar@dfnsp.sk

Anna Sediva
Anna.Sediva@fnmotol.cz

Sorinrian

iurian_sorsab@hotmail.com

Mihaela &aneant

mihabataneant@yahoo.com

Irina Tuzakina
ituzan@yandex.ru

Srdjan Ric
pasics@ikomline.net

Liudmyla&Chernyshova
chernyshova@ukr.net

EBaveta Naumova
naumovaej@gmail.com

IsmaRReisli
ireisli@hotmail.com

NimRezaei
rezaei_nima@yahoo.com

Michail Belevtsev
belevisev._m@mail.ru

Anna Szaflarska
miszafla6 @wp.pl

Irina Tuzankina
ituzan@yandex.ru

Date

January 2Qt2

January 27-28

March 15-16

March 29

April 229

May 14-15

June €12

June

July 01-02

September

September

TBA

TBA

Olotw

Member

Nember

November 23

64




THE J PROJECT
Steering Committee Members

1) Albania Tirana Georgina KULITO
2) Azerbaijan Baku Gulnara Nasrullayeva
3) Belarus Minsk Michail BELEVTSEV
4) Bosnia-Herzegovina Saraje Velma MULAOSMANOVICH
5) Bulgaria Sofia ElissavetaNAUMOVA
6) Croatia Zagreb Darko RICHTER

7) Czech Republic e Anna SEDIVA

8) Czech Republic 8rn JiriLITZMAN

9) Egypt Cairo Aisha EL-MARSAFY
10) Estonia Tallinn Sirje VELBRI

11) Hungary Debrecen Laszl6 MARODI

12) Hungary Debrecen Melinda ERDOS

13) Hungary Debrecen Beata TOTH

14) Hungary Budapest Miklos SZOLNOKY

15) Iran Tehran Nima REZAEI

16) Latvia Riga Tatjana PROKOFJEVA
17) Poland Warsaw Ewa BERNATOWSKA
18) Poland Warsaw Malgorzata PAC

19) Poland Krakow ANnN&BZAFLARSKA
20) Rep. of Macedonia Sleopj Kristina MIRONSKA
21) Rep. of Moldova Ghau Liudmyla CEREMPEI
22) Romania udBarest loan GHERGHINA

23) Romania imiBoara Mihaela BATANEANT
24) Romania imiBoara Margit SERBAN

25) Romania ibi® Sorin IURIAN

26) Russia Moscow Irina KONDRATENKO
27) Russia St. Petersburg Marina GUSEVA

28) Russia Ekaterinburg Irina TUZANKINA

29) Russia Moscow Anna SHCHERBINA
30) Serbia Belgrad Srdjan PASIC

31) Slovakia Bratislava Peter CIZNAR

32) Slovenia Ljubljana TadeAVCIN

33) Turkey Konya Ismail REISLI

34) Ukraine Kiev Liudmyla CHERNYSHOVA
35) Ukraine Lviv Larysa KOSTYUCHENKO
36) Ukraine Kiev Alla Volokha
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Debrecen Jeffrey Modell PID Reference Center

Genetic testing of PID genes in 2004-2011

Genes HUN | UKR | ROU | POL | RUS | LAT | SRB | BUL | MAC | SVK | SLO | CRO | TUR | EGY | SUM
1. AICDA |16 |2 4 1 1 24
2. AIRE 46 |4 1 51
3. BTK 42 |50 |24 |13 |9 1 1 1 2 5 148
4. CARD9 |2 2 1 5
5 C2G 8 8
6. CLECAL |3 3
7. CLEC6A | 4 1 5
8. CLEC7A |8 2 10
9. CYBB 3 6 6 2 4 1 22
10. CSF3R |10 10
11. CD40LG |30 |4 3 5 1 1 44
12. CXCR4 |27 4 1 32
13. DKC1 3 3
14. DOCK8 |7 7
15. ELA2 22 |1 1 2 6 32
16. FASG 1 1
17. FASLG |1 1
18. FLG 10 10
19. GFI1 13 13
20. HAX1 10 10
21. 1COS 9 9
22. 1L2RG 4 6 1 11
23. IL18R1 |1 1
24. LIG4 1 1
25. MVK 3 1 4
26. MRC1 1 1
27. NBS1 9 3 5 17
28. NCF1 1 1
29. NEMO 3 3
30. PRF1 3 1 4
31. RAG1 2 1 2 1 6
32. RAG2 2 1 2 5
33. RMRP 3 3
34. SBDS 11 |5 1 1 18
35. SH2D1A |57 |1 3 2 63
36. STAT1 14 |7 2 23
37. STAT3 23 |7 3 5 38
38. TACI 9 9
39. UNG 1 1
40. WAS 52 |14 |4 3 13 |2 1 2 5 96
41. XIAP 1 1

66




Genetic testing in the

DebrecenJeffrey Modell PID Reference Center

10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

PRIMER IMMUNODEFICIENCIES ( Genes)

X-linked agammaglobulinemid{TK)

X-linked hyper-IgM syndromeTNSF5=CD40l)
Activation induced citidine deaminase deficien&yGDA)
Common variable immunodeficiencyACI)

Common variable immunodeficienchCOS

Hyper-1gD syndromeNIVK)

Hyper-IgE syndromeSTAT3

X-linked severe combined immunodeficienty-2RG)
Recombinase activator gene 1 deficierRAG)
Recombinase activator gene 2 deficierRAG2
Familiar hemophagocitic lymphohystiocytic syndro(R&F1)
X-linked lymphoproliferative syndromé&H2D1A
Autoimmune lymphoproliferative syndromEASG
Autoimmune lymphoproliferative syndromeASLG
Autoimmune polyendocrinopathy | syndronddRRE)
Dyskeratosis congenit®KC1)

Cartilage-hair hypoplasidrRMRB

Nijmegen breakage syndronfédgES)
Shwachman-Diamond syndronteBDS
Warts-Hypogammaglobulinemia-Infection-Myelokathesysmdrome
(CXCR}

Wiskott-Aldrich syndrome\WWAS

Kostmann syndromeHAX1)

Ciclic neutropeniaELA2)
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24.

25.

26.

27.

28.

29.

30.

31.

32.

33.

34.

35.

36.

37.

38.

39.

40.

41.

42.

43.

44.

45.

46.

47.

48.

Severe congenital neutropen@H]1)

Severe congenital neutroperfiaSF3R)
Severe congenital neutroperfacPC3)
X-linked chronic granulomatous disease/8B

Autosomal recessive chronic granulomatous disdd€&(=p47phok

C2 deficiency C2)

IL18R deficiency(IL18RG)

Chronic mucocutaneous candidiagid EC4L)
Chronic mucocutaneous candidia@d EC6A)
Chronic mucocutaneous candidiaid. EC7A)
Chronic mucocutaneous candidia@#RC1)
Mucocutaneous candidiagiGARD9)
Mucocutaneous candidiagiSTAT1)
Hyper-IlgM syndromgUNG)

2-type X-linked lymphoproliferative syndronfIAP)
DOCKS deficiency(DOCKS)

DNA ligase 4 LIG4)

LYSOSOMAL STORAGE DISORDERS (Genes)

Fabry disease3LA)
Gaucher diseas&BA
Niemann-Pick diseas&MPDJ)

OTHERS (Genes)

Von Hippel-Lindau syndrome/HL)

X-linked congenital adrenal hypoplas@AX1)
Galectin 3 deficiencyl(GALS3J

Alstrom syndroméALMS1)

Atopic eczemdFLG)
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HUNGID - Hungarian Nursing Group for Primary Immunodeficies

Contact details: Mdnika Révész Founding Members of HUNGID
Infectious and Pediatric Immunology, L-R: Acs M, Pongor T, T6th E,
University of Debrecen, Nagyerdei Krt. 98., Garuder M, Veres M, Baranya-Kiss R,

4032 Debrecen, Hungamonire @freemail.hu Révész M, Nagy M

HUNGID was established on March 10, 2011 in Debrecenmtdger aims are as follows:

1.Dissemination of general and nursing informatiord &mowledge about PIDs in Hungary
2.Representation of Hungary in the International NinigsGroup for PIDs

3. Collaboration with and help the work of the HungariOrganization for Patients with Immune
Deficiencies (HOPI), one of the national memberaoigations of IPOPI

4.7To help the activity of the Hungarian Working Grdop Primary Immunodeficiencies, the
professional organization of doctors and scientistde country.

The constitution of HUNGID was approved by the Hamagn authorities and it is now an independent
organization. Elected leaders of the Group are kBRévész (president) and R6za Kiss —Baranya
(vice president). One of the first responsibilittddHUNGID is to promote a wider use of
subcutaneous immunoglobulin (SCIG) preparationsrgiiD patients with antibody deficiencies in
Hungary.

SCIG therapyefficient, safe, well tolerated, and improves gyaif life
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Patients’ Groups Pages

‘ °
IIOF'
Hungarian Organization Immunodeficiencies

Nagyerdei krt. 98., 4032 Debrecen, Hungary
Phone:+36 52 255-613
Fax: +36 52 430 323

3(7907‘1? {,z'cl:s‘ ﬁt{}/

265th ofl;me, 2011

The Sport Kids Day and the Christmas Day were supported by WIN Grants
from the Jeffrey Model Foundation.
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‘Ghristmas ﬂ‘f}’

10th OJC ﬂeceml;er, 2011
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Publications

related to the J Project program

1) Marddi L. The discovery and taking wing of the JrBct in Easter and Central Europe.
ANN NY ACAD SCI 123865-73 (2011)

2) Tuzankina |, Kobeleva Y, Kiseleva N, Bolkov M, Reut, Marddi L. Cytotoxic T lymphocytes
mediate neuronal injury in patients with X-linkegbanmaglobulinemia and progressive neurodegenerditease.
ALLERGY 66:1617-1618 (2011)

3) Liul, Okada S, Kong XF, Kreins AY, Cypowyj S, Abdmykar A, Toubiana J, Itan Y, Audry M,
Nitschke P, Masson C, Toth B, Flatot J, Migaud Mra&bieh M, Kochetkov T, Bolze A, Borghesi A, ToulanHiller
J, Eyerich S, Eyerich K, Gulacsy V, Chernyshov&hernyshov V, Bondarenko A, Maria Cortés Grimaldo R
Blancas-Galicia L, Madrigal Beas IM, Roesler J, Mag K, Engelhard D, Thumerelle C, Burgel PR, HasxiM,
Drexel B, Seger R, Kusuma T, Jansson AF, SawallekBadsky J, Belohradsky B, Jouanguy E, BustamanBaié
M, Karin N, Wildbaum G, Bodemer C, Lortholary Os€Eher A, Blanche S, Al-Muhsen S, Reichenbach Jaaéhi
M, Rosales FE, Lozano CT, Kilic SS, Oleastro M,i&tzA, Traidl-Hoffmann C, Renner D, Abel L, PichC,
Marddi L, Boisson-Dupuis S, Puel A, Casanova Jlin@d-function human STAT1 mutations impair IL-1Minunity
and underlie chronic mucocutaneous candidid€sXP MED 208 1635-164§2011)

4) Gulacsy V, Freiberger T, Shcherbina A, Pac M, Chehova L, Avcin T, Kondratenko |, Kostyuchenko kpRofjeva
T, Pasic S, Bernatowska E, Kutukculer N, Rascdaghru N, Mazza C, T6th B, Efd M, van der Burg M, Marddi L.
Genetic characteristics of eighty-seven patienth thie Wiskott-Aldrich syndrome.

MOL IMMUNOL 48: 788-792 (2011)

5) Toth B, Wolff A, Halasz Z, Tar A, Szits P, llyésHrdés M, Szegedi G, Husebye ES, Zeher M, Marédi L.
Novel sequence variation of AIRE and detectiombdiiferone» antibodies in early infancy.
CLIN ENDOCRINOL 72 641-647(2010)

6) Boztug K, Schmidt M, Schwarzer A, Banerjee PP zD#fe Dewey R, Béhm M, Naundorf S, Kilhicke K, Blagk R,
Marddi L, Kondratenko I, Orange J, von Kalle C, iKI€. Correction of Wiskott-Aldrich syndrome by hatopoietic
stem cell gene therapy.

N ENGL J MED 363 1918-1927 (2010)

7) To6th B, Volokha A, Mihas A, Pac M, Bernatowska Erifiratenko I, Polyakov A, Eéd M, Pasic
S, Bataneant M, Szaflarska A, Mironska K, RichteiSEavrik K, Avcin T, Marton G, Nagy K, Dérfalvi E5zolnoky
M, Kalmar A, Belevtsev M, Guseva M, Krivan G, TinfBrNyul Z, Mosdési B, Kareva L, Peova S, Chernyshb,
Gherghina J, Serban M, Conley ME, Notarangelo Litls CIE, van Dongen J, van der Burg M, Mardédi ler@tic
and demographic features of X-linked agammaglokutiia in Eastern and Central Europe: a cohort study
MOL IMMUNOL 46: 2140-21462009)

8) Marddi L, Casanova JL. Primary immunodeficiencsedises: The J Proje@HE LANCET 3732179-2181 (2009)
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