>y 70554 (Program)

SL.  Special Lecture ENG

Saturday March 23, 2024 15:20-16:10 (Hall)
Chair: Surjit Singh (PGIMER)

SL One gene, many phenotypes — RAG deficiency: immune deficiency  Luigi D. Notarangelo(National Institutes of
with immune dysregulation Health)
CL Chairperson’s Lecture ENG

Saturday March 23, 2024 17:20-18:10 (Hall)
Chair: f#}& K% /Tomohiro Morio ( B EEFM#FFKS: /Tokyo Medical and Dental University)

CL D'ou venons-nous? Que sommes-nous? Ou allons-nous? SR ANERRERERKAS)

Hirokazu Kanegane(Tokyo Medical and
Dental University)

JSY1 JSIAD YVRIDLTT HAMERAIU——VT% IEIl DEEICESELTH /
JSIAD Symposium 1 Newborn screening for inborn errors of immunity JPN

Friday March 22, 2024 10:20-12:00 (Hall East)

Chair: /K _I. %2 /Tomoyuki Mizukami ( [EI 37235 beASHEAEA R > ¥ — /National Hospital
Organization Kumamoto Medical Center)

Ay 5k /Hideki Muramatsu ( £ E KFEESATHERRFBE /Nagoya University Hospital)

JSY1-1 REMREASEDILKIHERIAIU-ZVIREFH BE BEROBEMDEARRBTHESHR)
Expanded newborn screening system for primary Nobuyuki Ishige(Tokyo Health Service
immunodeficiency Association)

JSY1-2 EBHNRICHIFESTRECEKRECICKBDILAIMERRIU—Z_VIRA B FREEKXT)

TREC and/or KREC newborn screening programs in Aichi Manabu Wakamatsu(Nagoya University)
Prefecture

JSY1-3 #MARHERAIU-—ZVIZIEIDZRICESIEDTHL KRECRIU— R FERREMEHAT)
=g
How to apply expanded newborn screening to IEI treatment: Dan Tomomasa(Tokyo Medical and Dental
KREC screening University)

JSY1-4  Newborn Screening for Severe Combined Immunodeficiency in Yin-Hsiu Chien(National Taiwan University
Taiwan: A Comprehensive Approach to Early Intervention and Hospital)

Management

JSY1-5  TJOTFA—LEBEAICKDMIILMERRAIY -2V TERSE I\B BR(EREAD)

A Non-targeted Proteomics Platform for Newborn Screening of Takahiro Yasumi(Kyoto University)

Genetic Disorders

JSY2 JSIAD YVRIDL 2 HMABCKREMEE RIAEDFEE/
JSIAD Symposium 2 Recent topics in autoinflammatory disorders in adults JPN

Friday March 22, 2024 13:40-15:10 (Hall East)
Chair: AH & /Kiyoshi Migita (&R EEEHKS: /Fukushima Medical University)
M BABH /Hiroaki Ida ( ARk K% /Kurume University)

21



JSya-1

Jsya-2

JSY2-3

JSya2-4

VEXASHERB Z S DT i ABCRAE MR BREDFER

Recent Topics in Adult Autoinflammatory Diseases, Including
VEXAS Syndrome
BAICBITDECKEMKRBDZHICHITHBEER

~I\U7 Y hOBIREZDREICOVT~

Points to consider in the diagnosis of autoinflammatory diseases in
adults - Interpretation of variants and their significance
BHONEMRRICHIFDHMRES 1O DA DBE ( HANS
REN

Establishment of a diagnosis system for somatic mosaicism in
autoinflammation: From research to genetic testing

Clonal hematopoiesis& BENEMEE
Clonal hematopoiesis and autoinflammatory diseases

WREF SFF (ERMIIAS)
Yohei Kirino(Yokohama City University)

hE BHERERS)

Tomohiro Koga(Nagasaki University)

IR WD = DNATRRER)

Osamu Ohara(Kazusa DNA Research
Institute)

HiE MBI (RBRZEZ BRI

Kazushi Izawa(Kyoto University Hospital)

ASY1 ASPID Symposium 1 Hematopoietic cell transplantation for inborn errors of immunity
Sunday March 24, 2024 8:00-9:20 (Hall East)

ASY1-1

ASY1-2

ASY1-3

ASY2

Sunday March 24, 2024

ASYe-1

ASYe2-2

ASYe-3

Chair: Luigi D. Notarangelo (National Institutes of Health)
A FELE /Masataka Ishimura ( JUH RSPt /Kyushu University)

HEMATOPOIETIC CELL TRANSPLANTATION FOR INBORN
ERRORS OF IMMUNITY: EXPERIENCES IN EUROPE

Optimizing Outcome of Patients Receiving HSCT for PID —
Perspectives in Asia

Recent advances in allogenic hematopoietic cell transplantation for
Japanese patients with inborn errors of immunity

ASPID Symposium 2 Basic research of inborn errors of immunity

10:50-12:10 (Hall West)

Fulvio Porta(Children’s Hospital, ASST
Spdali Civili, Bresia)

Pamela Lee(The University of Hong Kong)

Satoshi Miyamoto(Tokyo Medical and Dental
University (TMDU))

ENG

Chair: 4/ %47 /Yoshiyuki Minegishi ( fi}5 K%* /Tokushima University)

CRISPR-Based Treatment of Immunocompromised Host Infections
and Generation of Induced Pluripotent Stem-Cell Models of Inborn
Errors of Immunity

From Bench to Bedside: Applications of Humanized Mice in the
Research of Translational Immunology

Unwinding the molecular pathogenesis of a novel inherited
immunodysregulatory disorder caused by loss-of-function variants
in DExD/H box helicase SBNO2

JEP JSIAD E3;&EE YIA/JSIAD Excellent Presentation

Saturday March 23, 2024

13:10-14:10 (Hall East)

Hans D Ochs (Washington University)

David B. Lewis(Stanford University)

Wenwei Tu(University of Hong Kong)

Kazuyuki Meguro(National Institutes of
Health, Chiba University Hospital)

JPN

Chair: /N3 HE¥ /Masafumi Onodera ( ENL R E E#EMIE LY 57— /
National Center for Child Health and Development)

WA it /Junya Masumoto ( 4% K% /Ehime University)



IUFEYVESERRAERB I CHIIDHMBRETOZERROER L
VTV RIVEERIC K DRARREEES

Longitudinal trends of somatic mutation rates and single-cell
functional analysis in cryopyrin-associated periodic syndrome
somatic mosaic patients

PR-FERHEIRBEDETILELTDPsmbE 7 BER ) v IAII DR
DIEREHFIESHE

Generation and characterization of the Psmb8 G201V mutation
knock-in mice as a model for Nakajo-Nishimura syndrome
ESCRTESADIEEERL2(IECCAS/STINGR I ICIKTFEUCRIEREZ
SIERTT

Dysfunction of the ESCRT complex leads to cGAS/STING-
dependent inflammatory responses

JEP-1

JEP-2

JEP-3

JEP-4 Induction of Eomes-expressing Th cells via upregulation of type I

interferon

AEP APSID YIA Presentation
Sunday March 24, 2024 9:30-10:30 (Hall East)

DNk fRRBR(REAZ)

Kentaro Kato(Kyoto University)

R M2 FRLUBIIERAF)
Tomoyuki Hara(Wakayama Medical
University)

BIL RE(RIEKRE)

Fuma Sunayama(Tohoku University)

Tzuwen Yeh(National Center of Neurology
and Psychiatry)

ENG

Chair: Yu-Lung Lau (Hong Kong University)

Narissara Suratannon (Chulalongkorn University)

Swaminathan(Apollo Hospitals)
Vaishnavi Venkatachari Iyengar(BJ wadia

hospital for children)
Anit Kaur(Advanced Pediatric Centre)

Rakesh Kumar Pilania(PGIMER)

ENG

AYIA-1 Outcome of HSCT in children with rare inborn errors of immunity- Venkateswaran Vellaichamy
Ten years experience from a tertiary referral centre
AYIA-2  Tregopathies: Single centre experience of 25 patients with
monogenic autoimmunity
AYIA-3  Detection of copy number variations in Primary immunodeficiency
Disease using Multiplex Dependent Probe Amplification
AYIA-4  Exploring Inborn Errors of Immunity with Neutropenia: Clinical
and Molecular Insights from North India
IPOPI TPOPI Joint Session PID Life Odyssey — the Patient Journey

Sunday March 24, 2024 15:30-16:30 (Hall West)

Moderator: Nizar Mahlauoi ( 1'hdpital universitaire Necker-Enfants Malades)

Martin van Hagen (Erasmus University Medical Center)

JEL1 #&Btwvi3Z 1/Educational Lecture 1

Friday March 22, 2024 9:10-9:40 (Hall West)

JPN

Chair: /NBF<F M /Masafumi Onodera ( FE S R F E#RMELy 7 — /
National Center for Child Health and Development)

JELI PIDJ2OBEESEDRE~T —FFERICHIT T~

PIDJ2: Primary Immunodeficiency Database in Japan ver.2 ~
Overviewand future perspectives towards data utilization

SH HEEHEERAZER)

Kohsuke Imai(National Defense Medical
College)



JEL2 #HBtw 3 2/Educational Lecture 2

Friday March 22, 2024

16:30-17:30 (Hall West)

JPN

Chair: W H 3% /Hidetoshi Takada ( 5L k%% /Tsukuba University)

JEL2-1 TJO—YA MX—5—REBERBROBROUHC 28 BRERERENAS)

A practical approach to flow cytometric analysis Akihiro Hoshino(Tokyo Medical and Dental

University)

JEL2-2 PIDJ OtHEHEEFREDHLA @B B(L8X%)

The system of PIDJ and the practical implementation of genetic test Satoshi Okada(Hiroshima University)

in IEI
JOP1 JSIADOE1 BZ-Z2EHREE/

JSIAD Oral Presentation 1 Epidemiology/National Survey JPN

Friday March 22, 2024 9:10-10:10 (Hall East)

Chair: % £:& /Keishi Fujio ( BE K%~ /Tokyo University)
% M3t /Masaaki Mori (221 7 ¥ FPEEKE~ /St. Marianna University School of Medicine)

JOP1-1 ECKREMKRBOBITHERDRR : 877 —MMERNS BS BT QREXKD)
Current Status of Transitional Care for Autoinflammatory Yukiko Hidaka(Kurume University)
Diseases: Results of a Member Questionnaire

JOP1-2 BAROREMREFNSERBEREZNREUPatient Reported S FN(EIREEERR Y5 —)
OutcomestfR—IET AR EERR AR —PRIFTIRS
Patient-Reported Outcomes in Patients with Primary Toshinao Kawai(National Center for Child
Immunodeficiency Diseases in Japan: Baseline Results from a Health and Development)
Prospective Observational Study

JOP1-3 REUREBAEEDBITEDRINAEE AE A EIRBEERRREY5—)
Transition to Adult Care in Inborn Errors of Immunity: a web- Toshinao Kawai(National Center for Child
based study Health and Development)

JOP1-4 EEEERICHIIZ2MFEMABOHEBICDOLTORST A SAEBLRTERAS)
Measurement of plasma complement levels in pregnant women Hiroshi Tsujimoto(Wakayama Medical

University)

JOP1-5 XE#HEAVTIOTUVMEDXHRTICHIFDERA RN H E MAGHEERAERRAR)
FERAOV—Z—VIDEBHICRALT
Importance of Newborn Screening Revealed by a Retrospective Shota Inoue(National Defense Medical
Study of X-linked agammaglobulinemia in a single hospital College)

JOP1-6 RWMRICHIFIDIMERTREC/KRECROIU—=VT IR MEGURAZHIERR)

TREC/KREC Newborn Screening in Ibaraki Prefecture

JOP2 JSIADOE2 MFEEREIE /

JSIAD Oral Presentation 2 Primary antibody deficiency

Friday March 22, 2024 9:50-10:50 (Hall West)

Sho Hosaka(University of Tsukuba Hospital)

JPN

Chair: 71 #—HB /Shunichiro Takesaki (Jb#18E K% /Hokkaido University)

H #4r / Yusuke Matsuda ( 45IR K% /Kanazawa University)

JOP2-1 NFKBIEGCFERBZHIN BRI REARLIE(Common variable =% FQBKAH)
immunodeficiency: CVID)D 14l

A case of common variable immunodeficiency (CVID) with NFKB/
gene abnormality

Atsushi Miyake(Kurume University)



Jop2-2

JOP2-3

JOoP2-4

JOP2-5

JOP2-6

BEHFT CTEEKRCTRBUTINFKBLI\NTOAREIC KL HDAVIDIEIREED
161

A case of asymptomatic DAVID syndrome with haploinsufficiency
of NFkB2 mutation diagnosed in adolescent

PERZEZEDIRL. EAYYIO0TUVMAEETHEREE T Z2245(C
EZEENIEXMENYR

XMEN disease diagnosed after recurrent otitis media,
hypogammaglobulinemia and decreased T-cell function
DIETERREASES SOVNERMUBMRMEY > (A MR Z FAE L
TeBEBICBIFDPAXEDEERIINTO/NUT 2 b

A PA X5 heterozygous germline variant in a patient with common
variable immunodeficiency complicated with pediatric B-cell acute
lymphoblastic leukemia

TCF3 ESS55KZE DD FRAE LKA (T I DHREE

Validation of 7CF3 ES55K Variant against Molecular Mechanisms
and Unique Characteristics

Late onset combined deficiency(LOCID)%Z 2 Ufc18aR KRR B

18q deletion syndrome presenting with late onset combined
immunodeficiency

JOP3 JSIADOiE3 & IgE fEIRES - B ERFEIE /

Friday March 22, 2024

JOP3-1

JOP3-2

JOP3-3

JOP3-4

JOP3-5

JOP3-6

JSIAD Oral Presentation 3 Hyper-IgE syndrome/chronic granulomatous disease

11:00-12:00 (Hall West)

A FBEIEERRERBERAS)

Reika Uchida(Tokyo Medical and Dental
University)

BiR REBEIUIRBEERHAREYY—)

Sayaka Shiragata(National Center for Child
Health and Development)

EAR BRERRERERAS)

Satoshi Miyamoto(Tokyo Medical and Dental
University)

Wi FELERS)

Takanori Utsumi(Hiroshima University)
BO #EPFUOCEESLEYY—)

Sho Hashiguchi(Yamabiko Medical Welfare
Center)

JPN

Chair: & FIi /Toshinao Kawai ( EN. R B EH#EN e 57— /
National Center for Child Health and Development)

I M3 /Masafumi Yamada ( B 52 K% /Rakuno Gakuen University)

STATSEIGFICHRINU7 V hhiiREENIcBREFBRETESISE

AEfRBF DFR T

A novel hypomorphic variant in the $7473 gene identified in a
7-year-old male with hyper-IgE syndrome

FREBEARIMEY VI EIRZEDIR U fehR VERE MRZEIOTU VR
Bl A U BIgEAEIREF (STAT3-LoF) D—Fl

Subcutaneous immunoglobulin replacement therapy was effective

against recurrent cold suppurative granulomatous lymphadenitis
with hyper-IgE syndrome: a case report

FARREESIREICKDEBBEEMZELEL. ZORDEHRIU—ZUT1R
B CHEERMAEEIRGEZRHIZSTAT3-SISEAEREFD—BH
Biliary hemorrhage by intrahepatic pseudoaneurysm and

asymptomatic right coronary aneurysm in a patient with STAT3
Hyper IgE Syndrome

PB 77 RIBIB I PITFRBAEC 1 BB RIRZE B H LI 4R L2l

A case of 14 years old girl who was diagnosed with typel diabetes
and p67”™"” deficient chronic granulomatous disease

SRCHIT2BERSFRIAER R DIERIRENRRRR
Clinical presentation and endoscopic findings of CGD colitis : a
single center experience

TR M GFPECRAME & B BEIRHEED SERAE TR F PECRHAMES BRI E
S LIV RO ERE SRR AT

Clinical course and immunological analysis of a girl with congenital
neutropenia and myelofibrosis diagnosed with severe congenital
neutropenia type S

FI| BAF PRPRBERIR)

Tomoko Higashigawa(Matsusaka Chuo

General Hospital)
O HAUEXS)

Masato Nishiguchi(Gifu Unversity)

A KiE(RLEERR)

Daiki Fujita(Obihiro-Kosei General Hospital)

FriZ B3ROt X2H)

Haruna Serizawa(Kitasato University School
of Medicine)

B AT ERAS)

Yusuke Matsuda(Kanazawa University)

B8 HdusEXEK)

Kazuki Takahashi(Hokkaido University
Hospital)



JOP4 JSIADOE4 BChiRELEEEREZOM /

Friday March 22, 2024

JOP4-1

JOP4-2

JOP4-3

JOP4-4

JOP4-5

JOP4-6

JSIAD Oral Presentation 4 Diseases of autoimmunity and immune dysregulation

13:40-14:40 (Hall West)

JPN

Chair: = #i %1% ¥ /Takako Miyamae ( B 52 T-IEFHK%% /Tokyo Women's Medical University)
WA 354 /Masahiro Ueki ( AbifiE K&kt /Hokkaido University Hospital)

AR SITNFa EZEE LI ADARIBRED %S

Two related cases of ADA2 deficiency who began anti TNF-a
therapy in adulthood

ELFARIBIEEBRBARRICOVTORSE

Report on a family with DEX (defciency in ELF4, X-linked)
EBVEIEKRZBICHITDRIL27ESHF DR L

Detection of anti-IL27 autoantibodies in EBV-related diseases
STIMIKENAILY O LTRAD TR BIRIRDIEDEIRE BRI FAE
HE T2

STIM-mediated store-operated calcium entry regulates positive
selection and affinity maturation of germinal center B cells
CARDI &L FERICKLDBHIIBEZZFRHI16

A case of B-cell proliferation due to CARDI1 mutations
SARS-CoV-2R%4 7 22 1% (CIF AR M4 FREAEAEIR B 2 FMELICC3
EEED1HI

Atypical hemolytic uremic syndrome with C3 variant following
SARS-CoV-2 infection: A case report

JOPS JSIADOES BAREBEREZOM /

Friday March 22, 2024

JOP5-1

JOP5-2

JOP5-3

JOP5-4

JOP5-5

JSIAD Oral Presentation 5 Defects in innate immunity

156:20-16:20 (Hall East)

TEIR AR KZ BRI
Sho Hosaka(University of Tsukuba Hospital)

FREF SR (REAZEZ BB BT

Ryo Ogino(Kyoto University Hospital)
BEA TV I VHRR)

Kay Tanita(Institut Imagine)

KH BREBUMNAE)

Yutaro Yada(Kyushu University)

ACE BEEEXS)
Tsubasa Nishinosono(Nagoya University)
Lk EAIXEXRS)

Masato Ando(Gifu University)

JPN

Chair: &% #3& /Takaki Asano (JikAK%Z# /Hiroshima University)
W #5433 /Sanami Takada ( BB EF K% /Tokyo Medical and Dental University)

BRI REERE CRIEVESEOAFEAECAFREDERZ
B UIcBCCBBERZEGHUILSTAT I RS

STATT deficiency complicated with BCG osteomyelitis mimicking
Systemic Juvenile Xanthogranuloma and developing mass-forming
multiple bone lesions

MRENEEEHEICEDKRELAFT VEV RAEEDFRNEEDELMD
R

Comprehensive functional study based discovery of the regularities
in the pathological significance of REZ A nonsense mutations

NAEEBRD B TH OB R R R RIS BR R D/ EE)

A pediatric case of very early-onset inflammatory bowel disease
successfully treated with a surgical intervention
KEBOLERCY V) GRRBR M ZROIA20/\TOFRLAE

A case of a 20 haploinsufficiency with extensive lymphofollicular
hyperplasia of the colon
KIDRENFHDD EIELOZRICE > TcPAMIEIREF D—B

A case of PAMI syndrome the father's medical history led to the
diagnosis

IN\SF MR (RIEKZ )

Asami Kodera(Tohoku University Hospital)

2 BF(LBXS)

Hiroko Hayakawa(Hiroshima University)

2% BN GRRERERIAZK)

Maho Hatano(Tokyo Medical and Dental
University Hospital)

FEE WEERKS)

Masaaki Usami(Kanazawa University)

5 FRUEXRS)

Takamasa Sumiyoshi(Gifu University)



JOP5-6

RIMEK - $FPIKEURA E IRRREDREZZ2HICZHIL. TREC:
KRECIEE T&H o> Tc WHIMAEIR B DFL 241
Low TREC and KREC levels in the patient with WHIM syndrome

JOP6 JSIAD[OE6 HOREMKE/

Friday March 22, 2024

JOPGB-1

JOP6-2

JOP6-3

JOP6-4

JOP6-5

JOPB-6

JOP6-7

JSIAD Oral Presentation 6 Autoinflammatory disorders

15:10-16:20 (Hall West)

R ISR (BEBPRAER)

Yuta Azuma(Hakodate Central Hospital)

JPN

Chair: H¥ Hif¥ /Yukiko Hidaka ( ARk K% /Kurume University)
PR &) /Shinsuke Yasuda ( U EERMRFHK % /Tokyo Medical and Dental University)

BeNEMILIRIARAER X (AIFEC) TRAELLYIOT 7—JiE ML
AEIREF(MAS) Bh&E/\U 77 hEHDNLRCAEEED—HFI
A case of NLRC4 inflammasomopathies with macrophage

activation syndrome (MAS)-associated variant in autoinflammation
with infantile enterocolitis (AIFEC)

BHEXMEMALEDNRON DR EBRMRR ZHIC] 3mLTHl

A 13-year-old girl with degenerative skin lesions suspected to be
autoinflammatory keratinization disease
Interferonopathy’z k3 B RAEKRR EDHERIICER UICHNXP2H7
KB EF MR R RAE AR R DN H

A child with anti-NXP2 antibody-positive juvenile idiopathic

inflammatory myopathy arduous to distinguish from
autoinflammatory interferonopathy

Sideroblastic anemia with Immunodeficiency, fevers and
developmental delay (SIFD)D—BIICEIFD/IBIAR U RADEMT
A case of Sideroblastic anemia with B-cell immunodeficiency,
periodic fevers, and developmental delay and the evaluation of
endoplasmic reticulum stress
BAREDFSTINGOUYYV—LZHO0F— I 7 I—DR7ZHIET 2
NFORE

Identification of lysosome-associated proteins that regulate the
microautophagic degradation of STING

BAREZE D FSTINGERZ/NU 7 ~ORAETHE
Activites of primary variants of innate immune protein STING
VEXASHEIRB¥ DFBERMHEMZ ALVcDAMPSs & i3S D AERRAT

Functional analysis of DAMPs and cell death using peripheral
blood of patients with VEXAS syndrome

JOP7 JSIAD [i# 7 &M SAE /

Friday March 22, 2024

JOP7-1

JOP7-2

JSIAD Oral Presentation 7 Hematopoietic cell transplantation

16:30-17:30 (Hall East)

g XE(FERIEBHR)

Daigo Kato(Chiba Children's Hospital)

B AIEERRETFERKZRER)
Yumi Tani(Tokyo Women’s Medical
University Hospital)

/& BRERRZFEHKR)

Tomohiro Kawabe(Tokyo Women's Medical
University)

R#H BAMEIIERKE)

Tsunehisa Nagamori(Asahikawa Medical
University)

{EBE IIRF (RIEKS)

Kanako Sato(Tohoku University)

N ERIB RIS

Shogo Koide(Tohoku University)

LIE BB (ERMIIKS)

Soichiro Adachi(Yokohama City University)

JPN

Chair: &R 1E£& /Masatoshi Takagi ( BUEERI#FIK% /Tokyo Medical and Dental University)
4 FZ /Kunihiko Moriya ( Bifif EFFK 524K /National Defense Medical College)

HERRAOIU-ZVIRETRESNIZRORY TRIEE
RORYT deficiency identified by newborn screening
McleodfiEfx 8 5 LI 18 E NS IBAE IC XY T D& MEF AR HE

Successful transplantation in a patient chronic granulomatous
disease and McLeod phenotype

.7

7art S(EBAF)
Toyoki Nishimura(Miyazaki University)
R EABEINBEERAREYY—)

Kentaro Fujimori(National Center of Child
Health and Development)



JOP7-3 Za1—FIYRFAMMRK, AU TREZZEUCMHCOSRANRISEDI, ML M ERHIAZ HER)

=l
Case Report: An infant of major histocompatibility complex(MHC) Yuji Kamiyama(Yokohama City University
classIldeficiency with Pneumocystis pneumonia and intractable Hospital)
diarrhea

JOP7-4 EREBHMAHMERVARIV-—ZVIRBERHICBIIENXE Bl BEEEREXT)
HEERERETNSE

X-linked severe combined immunodeficiency syndrome identified =~ Takuro Nishikawa(Kagoshima University)
by extended newborn screening in Kagoshima prefecture

JOP7-5 HERVARIU—ZVITTRECDIEFZRD, FOXNIEILFICNT HHE RIEURMHEEEREY5—)
OEAMICHR/INU T > bR WEaHI
Twins with heterozygous novel mutation in FOX/NI gene identified  Ryo Matsuda(Sasebo City General Hospital)
by low copies of TREC in newborn screening

JOP7-6 XIAPRIBEEICHIFBD7ULAYAR IZAVCEESMMRBIEDERT SE BRERREMER/KS)

REEAT
Allogenic HCT with alemtuzumab for patients with XIAP Satoshi Miyamoto(Tokyo Medical and Dental
deficiency University)

AOPT1 APSID Oral Presentation 1 Autoinflammatory 1 ENG

Saturday March 23, 2024 8:30-9:50 (Hall East)
Chair: Huawei Mao (Beijing Children's Hospital)
JEH BABH /Hiroaki Ida ( ARk K% /Kurume University)

AOP1-1  TNF Receptor Associated Protein 1 variant predisposing to Louis Chai(National University Hospital)
opportunistic Pneumocystis jiroveci infection and respiratory
failure in non-HIV subject

AOP1-2 Vitronectin a novel urinary proteomic biomarker promotes cell Zhe Cai(Guangzhou Women and Children’s
pyroptosis in juvenile systemic lupus erythematosus Medical Center)

AOP1-3 NLRPI12-associated systemic autoinflammatory disease presented  Pin-Chia Huang(National Taiwan University
with atypical Kawasaki disease: a case report Hospital)

AOP1-4 ROSAH (retinal dystrophy, optic nerve edema, splenomegaly, Areum Shin(Sungkyunkwan University)
anhidrosis, and headache) syndrome with Alpha-protein kinase 1

AOP1-6 A Not-so-severe Congenital Neutropenia Donald Vinh(McGill University Health

Centre)

AOP1-7  Atypical familial hemophagocytic lymphohistiocytosis 3 patients Xi Yang(Children’s Hospital of Chongging
Medical University)

AOP1-8 RAGI1 mutation: from SCID to autoinflammatory manifestations Anh Thi Van Nguyen(Vietnam National
Children's Hospital)

AOP2 APSID Oral Presentation 2 B-cell deficiency ENG

Saturday March 23, 2024 8:30-9:50 (Hall West)
Chair: Hans D Ochs (Washington University)
g BHW /Akifumi Endou ( A EFHEFFK 4% /Tokyo Medical and Dental University)

AOP2-1  Outcomes of X-linked agammaglobulinaemia patients in the United Jaime S Rosa Duque(The University of Hong

Kingdom and Hong Kong Kong)
AOP2-2 BACH-2 Deficiency: Clinical and Immunological Features in Mohammadreza Shafiei(Alborz University
a Patient early -onset with Recurrent Infections and Normal of Medical Sciences)

Laboratory Test Results



AOP2-3 TImpact of Novel SLC546 Mutations on Vaccine Response and B Chi-Chang Shieh(National Cheng Kung

Cell Repertoire Dynamics via GC-Dependent and -Independent University Medical College)
Pathways
AOP2-4 Autosomal recessive agammaglobulinemia caused by a novel Lang Yu(Chongging Medical University)

homozygous CD79a mutation due to segmental uniparental disomy
of chromosome 19

AOP2-5 Agammaglobulinemia, absent tonsils, bronchiectasis, poor humoral Intan Hakimah Ismail(Universiti Putra

immune responses and abnormal naive helper T-cells associated Malaysia)
with a De Novo IKZF1 mutation

AOP2-6 Common variable immunodeficiency (CVID) complicated by Takashi Fujiwara (National Defense Medical
Crohn's disease in a 6-year-old boy College)

AOP2-7 Novel variants in SLC3947 in girl manifested with fever and Suravat Homvises(King Chulalongkorn
multiple ecthyma gangrenosum Memorial Hospital)

AOP2-8 X-Linked SASH3 deficiency presenting with severe varicella Tanatchabhorn Soponkanabhorn
infections, recurrent sinopulmonary tract infections and low IgM (King Chulalongkorn Memorial Hospital)
levels

AOP3 APSID Oral Presentation 3 Autoinflammatory 2 ENG

Saturday March 23, 2024 13:10-14:10 (Hall West)
Chair: Vignesh Pandiarajan (PGIMER)
R &B) /Shinsuke Yasuda ( #5{ERFR FHK: /Tokyo Medical and Dental University)

AOP3-1  The genetic and clinical characteristics and effects of Canakinumab Zhou Shu(Beijing Children's hospital)
on cryopyrin-associated periodic syndrome: a large pediatric
cohort study from China

AOP3-2 Heterozygous NRLP12 Genetic Variant Associated with Chronic Ho Wai Koo(Hospital Sultan Abdul Halim)
Granulomatous Disease-Phenotype

AOP3-4 Three NBAS deficiency cases highlighting the impact of variant Yada Sirisa(King Chulalongkorn Memorial
location on clinical outcomes Hospital)

AOP3-5 Autoinflammatory Syndromes at PGIMER, Chandigarh, India: Deepti Suri(PGIMER)
A Decade of Clinical Insights and Challenges

AOP3-6 Activation of NLRP1 Inflammasome Due to Homozygous Deletion ~ Rui Gan(Children's Hospital of Chongqing
of CARDS in a Patient Medical University)

AOP4 APSID Oral Presentation 4 MSMD ENG

Sunday March 24, 2024 8:00-9:00 (Hall West)
Chair: Yunfei An (Children's Hospital of Chongqing Medical University)
[ H 8 /Satoshi Okada (Hiroshima University)

AOP4-1 IMMUNODEFICIENCY IN AN ADULT PRESENTING Karol Anne Basallo Camonayan-Flor
AS RECURRENT MYCOBACTERIAL TUBERCULOSIS (Philippine Society of Allergy)
INFECTION

AOP4-2 Autoantibodies to interferon-gamma: clinical features, solutions Valerie Chiang(Queen Mary Hospital)
to diagnostic challenges, and a proposal for in-vitro monitoring of
disease

AOP4-3 Spectrum of Phagocytic and other Innate Immune Defects from a Akshaya Sanjay Chougule(B. J. Wadia
single center in India Hospital for Children)

AOP4-4 Anti-IFN-w autoantibodies and severe adenovirus infection Chen-Yen Kuo(Chang Gung University)



AOPA4-5 Interferon alpha therapy in children with Mendelian susceptibility
to mycobacterial disease: A case series

AOP4-6 A full STAT1-mutated lentiviral library constructed by Crispr-
Cas9 conducts promising diagnostic value on the classification of
STAT1-mutated diseases

AOPS APSID Oral Presentation 5 IEI susceptible to EBV
Sunday March 24, 2024 9:30-10:30 (Hall West)

Vaishnavi Venkatachari Iyengar(BJ Wadia
Hospital for Children)

Huilin Mu(Children's hospital of Chongging
Medical University)

ENG

Chair: David Lewis (Stanford Univeristy)

)5 ¥ /Yoji Sasahara ( 4t K% /Tohoku University)

AOPS5-1  New Presentation of CD27 deficiency; Coronary Ectasia and
COVID-19

AOPS5-2 RAS GUANYL-RELEASING PROTEIN 1(RASGRP1)
MUTATION ASSOCIATED WITH DIFFUSE MESANGIAL
SCLEROSIS INFANTILE NEPHROTIC SYNDROME AND
EPSTEIN-BARR VIRUS (EBV)-INDUCED HODGKIN’S
LYMPHOMA

AOP5-3 A case of VRA.S mutation associated early onset SLE with multiple
infections

AOPS5-4 Immunodeficiency-associated vaccine-derived poliovirus type 2
(iVDPV2) in a patient with combined primary immunodeficiency

AOP5-5 Spectrum of EBV cohort from Western India- a single centre
experience

AOPS5-6 NOVEL IMMUNODEFICIENCY CAUSED BY HOMOZYGOUS
MUTATION IN SOLUTE CARRIER FAMILY 19 MEMBER 1
ENCODING THE REDUCED FOLATE CARRIER

AOPGBG APSID Oral Presentation 6 Basic
Sunday March 24, 2024 11:10-12:10 (Hall East)

Samin Sharafian(Mofid Children's Hospital)

Khairoon Nisa Mohamed
Nashrudin(Universiti Putra Malaysia)

Qi Zheng(Zhejiang University Children’s
Hospital)

Joan Camille Calma Sta. Ana(Philippine
General Hospital)

Vijaya Gowri(B.J. Wadia Hospital for
Children)

Akira Shiraishi(Kyushu University)

ENG

Chair: Elena WY Hsieh(Colorado University)
WA it /Junya Masumoto ( % K%% /Ehime University)

AOPB-1  Effects of WASp on the inhibitory function of Treg by regulating
CTLA-4 mediated transendocytosis

AOPB-2 Global transcriptome profiling of activated T-cells in X-HIGM
patients using RNA-sequencing approach

AOPB-3 Autosomal Dominant IRF3 Deficiency in a child with Life-
Threatening Enterovirus 71 Encephalitis

AOPG6-6 Patient-derived EPSC platform in STAT1-GoF modelling

AOPB-7 Palmitoylation restricts SQSTM1/p62-mediated autophagic
degradation of NOD2 to modulate inflammation

AOPB-8 Novel STAT1 deletion mutations lead to GOF phenotype in
two patients displaying atypical clinical spectrum concerning
autoimmunity

-10 -

Wenjing Zhang(Children’s Hospital of
Chongging Medical University)

Manpreet Dhaliwal(Advanced Paediatrics
Centre)

Kang Chen Xuan(Chang Gung University)

Jane Chi Yan Wong(University of Hong
Kong)

Zeng Huasong(Guangzhou Women and
Chidren’s Medical Center)

Ran Chen(Children's hospital of Chongging
Medical University)



AOP7 APSID Oral Presentation 7 HCT for IEI

Sunday March 24, 2024

AOP7-2

AOP7-3

AOP7-4

AOP7-6

AOP7-7

13:45-14:55 (Hall East)

ENG

Chair: Fulvio Porta (Children's Hospital Brescia)
4 FRZ /Kunihiko Moriya ( BRI K 4% /National Defense Medical College)

EXCELLENT OUTCOMES IN HSCT FOR CHILDREN WITH
INBORN ERROR OF IMMUNITY - EXPERIENCE FROM
TERTIARY REFERRAL CENTRE IN INDIA

Pretransplant ribavirin and interferon-a therapy for rhinovirus
interstitial pneumonia in a RAG1-deficient infant; against
respiratory viral infection of HCT

MHC-classlI deficiency among Iranian patients : confirmation of
¢.162delG RFXANK Founder Mutation in the Iranian Population

Results of haploidentical transplant in patients with donor specific
antibodies: a case report

Effect of Upadacitinib for Clinical Remission in Patient with
Crohn’s Disease : a Systematic Review of Randomized Controlled
Trials

AOP8 APSID Oral Presentation 8 Patient care

Sunday March 24, 2024

AOPS8-1

AOP8-2

AOP8-3

AOP8-4

AOP8-5

AOP8-6

AOP8-7

AOPS8-8

13:45-15:05 (Hall West)

Venkateswaran Vellaichamy
Swaminathan(Apollo Hospitals)

Nobutaka Harada(Kyushu University)

Mohadese Sadat Mousavi
Khorshidi(Tehran University)

Le Nguyen-Ngoc-Quynh(Vietnam National
Children's Hospital)

Mohammad Zuhriansyah Sabran
(Pelita Harapan University)

ENG

Chair: Yae-Jean Kim (Samsung Medical Center)
KP§ 5 /Hidenori Ohnishi ( BE K% /Gifu University)

Prevalence And Varieties of Primary Immunodeficiency Disorders
among Persistent Pneumonia Cases in Children- A Hospital- Based

Study

Revolutionizing Lymphocyte Subset Quantification with LySIM: A

Cost-Effective and Broadly Accessible Method

Cost-Utility analysis of newborn screening for Severe Combined
Immunodeficiency (SCID) in Korea

Clinical profile and management of pediatric hereditary

angioedema in resource constrained settings:our experience from a

single centre in North India

Quantifying and visualising our understanding of C1 inhibitor
deficiency: A 50-year bibliometric analysis on global research
productivity, collaboration and focus

Investigating the performance of ten warning signs of Primary

Immunodeficiency as early diagnostic tool: a Nationwide Survey in

Japan

Profile of Autoimmunity and Immune Dysregulation in 360 Patients

with Inborn Errors of Immunity at A Tertiary Care Center In
South India

Characteristics and outcomes of common variable
immunodeficiency patients in a tertiary adult institution

211 -

Rumana Parveen(Bangladesh Shishu Hospital
& Institute)

Henkie Isahwan Ahmad Mulyadi
Lai(University College of MATWP
International)

Jong Youn Moon(Gachon University)

Prabal Barman(PGIMER)

Hugo W.F. Mak(Queen Mary Hospital)

Takahiro Kido(University of Tsukuba

Hospital)

Neha Singh(Aster CMI Hospital)

Xin Rong Lim(Tan Tock Seng Hospital)



APP1 APSID Poster-1 ENG
Saturday March 23, 2024 14:20-15:20 (Terrace Room)

Chair: Intan Hakimah Ismail (University Putra Malaysia)
fiE 5% /Naotomo Kambe ( 3{#BK%~ /Kyoto University)

APP1-1  Allo-immune Hemolytic Disease of the Newborn resulting from Lytheang Try(National Pediatric Hospital)
Rhesus Incompatibility -A Case Report

APP1-2 Efficacy of JAK inhibitors in Patients with STING-Associated Mengyue Deng(Beijing Children’s Hospital)
Vasculopathy with Onset in Infancy

APP1-3  Tocilizumab Effectively Managed for a Girl with A20 Dae Chul Jeong(The Catholic University of
Haploinsufficiency Korea)

APP1-4  Identified mutation in FOXP3 gene in Vietnamese patient with Mai Thi Phuong Nguyen(Vietnam National
IPEX syndrome Children's Hospital)

APP1-5 Wiskott-Aldrich syndrome protein maintains regulatory T cell Zhou Shu(Beijing Children's Hospital)

tolerance by modulating their surface IL-2 receptor levels

APP1-6 Short stature, hypothyroidism and systemic lupus erythematosus: ~ Prabal Barman(PGIMER)
clinical clues to an underlying type 1 interferonopathy

APP1-7  Elucidating the Impact of STAT1 Gain-of-Function Mutations: Wei Te Lei(Hsinchu Municipal Mackay
Immunophenotyping and Therapeutic Insights from Chronic Children's Hospital)
Mucocutaneous Candidiasis Cases in Taiwanese Families

APP2 APSID Poster-2 ENG

Saturday March 23, 2024 14:20-15:20 (Terrace Room)
Chair: Xi Yang (Children's Hospital of Chongqing Medical University)
HiA 354 /Masahiro Ueki (b K& b /Hokkaido University Hospital)

APP2-1  Increasing trend of COVID-19 anti-S-RBD and surrogate Jaime S Rosa Duque(The University of Hong
neutralizing antibodies in X-linked agammaglobulinaemia patients Kong)
receiving Ig replacement from 2021 to 2023

APP2-2 Mild clinical phenotype of Omicron infection in children with HanYang(Capital Medical University)
inborn errors of immunity

APP2-3 Identification mutations of B7K Gene in patients with X-Linked Tien Manh Ngo(Vietnam National Children’s

Agammaglobulinemia Disease Hospital)

APP2-4 Predictors of infections in patients with secondary Justina Wei Lynn Tan(Tan Tock Seng
hypogammaglobulinemia in a tertiary rheumatological unit Hospital Singapore)

APP2-5 Unmasking the Impact of STAT-1 Gain-of-Function Mutations Brenda Guendulain velazquez(Mexican

Social Security Institute)

APP2-6 The first case of chronic osteomyelitis by fluconazole-resistant Yoonsun Yoon(Korea University Guro
Candida albicans in a CARD-9 deficiency Korean patient Hospital)

APP2-7 BTK MUTATION: case report and current screening situation Tuan Minh Nguyen(Children Hospital Nol)

APP3 APSID Poster-3 ENG

Saturday March 23, 2024 14:20-15:20 (Terrace Room)
Chair: Narissara Suratannon (Chulalongkorn University)
M &3 /Takeshi Isoda ( BRI FEK Y. / Tokyo Medical and Dental University)

APP3-1 A case of disseminated molluscum contagiosum in atopic triad Carolyn Mae Matira Abelador
with recurrent pneumonia and work-up of underlying combined (UP-Philippine General Hospital)
immunodeficiency
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APP3-2

APP3-3

APP3-4

APP3-5

APP3-7

APP4

APP4-1

APP4-2

APP4-3

APP4-4

APP4-5

Wiskott Aldrich Syndrome Suspected on a Critically-Ill 5 month-
old Male

Successful allogeneic hematopoietic stem cell transplantation for

a male with EBV associated-hemophagocytic lymphocystiocytosis
and X-linked Inhibitor of Apoptosis Deficiency: a Case Report in

Taiwan

TWO CASES OF COMBINED IMMUNODEFICIENCY CAUSED
BY PTPRC MUTATIONS

HEMATOPOIETIC STEM CELL TRANSPLANTATION IN
HEMOPHAGOCYTIC LYMPHOHISTIOCYTOSIS: A SINGLE
CENTRE EXPERIENCE

Spectrum of Systemic Autoinflammatory Diseases at a Tertiary
Care Center in South India

APSID Poster-4
Saturday March 23, 2024

14:20-15:20 (Terrace Room)

Jemma Grace Fianza(Philippine General
Hospital)

Ching Yu Wang(National Taiwan University
Hospital Yunlin Branch)

Yulu Li(Beijing Children's Hospital)

Fouzia Nambiathayil Aboobacker(Christian
Medical College Vellore)

Neha Singh(ASTER CMI)

ENG

Chair: Wenwei Tu (Hong Kong University)
HW #IL /Takaki Asano (JhJ K% /Hiroshima University)

Clinical courses and genetic analysis in Taiwanese patients with
Syndromic diarrhea/Trichohepatoenteropathy (SD/THE)

Syndromic neurtropenia in Indian child

Outcome for patients with severe congenital neutropenia treated
outpatient granulocyte colony-stimulating factor at Vietnam
National Children's Hospital

A Classic Case of Dyskeratosis Congenita

Long road to recovery of one IFNGRI1 deficiency case: from head to
calf, from BCG to NTM

PL Plenary Lecture

Saturday March 23, 2024

PL

SSY

Saturday March 23, 2024

SSY-1

SsY-2

16:20-17:10 (Hall)

Wen-I Lee(Chang Gung University)

Sathish Kumar Loganathan(Christian
Medical College Vellore)

Anh Phuong Ha(APSID)

Elaine Louise Lavilles
Fernandez(Philippine General Hospital)

Wenjing Zhang(Children’s Hospital of
Chongqing Medical University)

ENG

Sponsored by Miyarisan Pharmaceutical

Chair: =3 5Af1 /Hirokazu Kanegane ( HURFF# FHK % /Tokyo Medical and Dental University)

Inborn errors of immunity as a cause of inflammatory bowel
disease

HiEDVRIOL BERERKREBICSIISEFT Topics/

Sponsored Symposium Latest Topics on Autoinflammatory Diseases

10:20-11:40 (Hall West)

Holm Uhlig(University of Oxford)

ENG

Sponsored by Novartis Pharma

Chair: Wi/p#E B K /Ryuta Nishikomori ( AR K K%~ /Kurume University)

Novel Autoinflammatory Disease Causal Gene Identification and
Targeted Therapy

FMFODEGEFR—RIREMEE~HCDBRIECTTEAR D~

Qing Zhou(Zhejiang University)

AH FZERBRS)

Current understanding of genotype-phenotype correlations in FMF Yoshitaka Honda(Kyoto University)

- how far are we away from our real goal ?
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SSY-3 STINGREEV I F )L FIH T 20D FEE B0 REGIAD)

The molecular mechanism underlying the STING inflammatory Tomohiko Taguchi(Tohoku University)
signalling

MS HEE—=—2JEZF—/COVID-19 hSEIFXRMERBZEERRE (IEl) ERRAEXR
Sponsored Morning Seminar JPN

Saturday March 23, 2024 10:20-11:20 (Hall East) Sponsored by Astra Zeneca
Chair: flllH 8= /Taizo Wada ( &{R K% /Kanazawa University)

MS ERMREEBIEICES. COVID-19&RSRER SH HEEEERKER)
Immune System fighting against COVID-19~Lessons Learned from Kohsuke Imai(National Defense Medical
Inborn errors of immunity~ College)

LS1 S2Fartz=3— 1/Luncheon Seminar 1 JPN

Friday March 22, 2024 12:20-13:20 (Hall East) Sponsored by Japan Blood Products Organization
Chair: K% 1E— /Ohga Shouichi ( 7tMK%% /Kyushu University)

LS1 REMREAEIEDZHERR T BH BB ERAS)
Inborn Errors of Immunity: Diagnosis and Prevention of infectious Hidetoshi Takada(University of Tsukuba)
diseases

LS2 SrFavt=r—2 RRiFEMFEE (FMF) 28R / GEERIER / JPN

Luncheon Seminar 2 Latest Topics on how to diagnose and treat Familial Mediterranean fever(FMF)

Friday March 22, 2024 12:20-13:20 (Hall West) Sponsored by Novartis Pharma
Chair: M BAW /Hiroaki Ida ( A K K% /Kurume University)

Lsa-1 FMF SR E B RENRREBRZEA M RSAVDWUEIICDONT I\B BHEEBAS)
Revised FMF Diagnostic Criteria and Guidelines for the Treatment Takahiro Yasumi(Kyoto University)
of Autoinflammatory Diseases

Lsa-2 KRB ERTRERE R SEFRENIAS)
Diseases that should be differentiated from familial Mediterranean Yohei Kirino(Yokohama City University)
fever
LS3 S2Farvtz=7— 3/Luncheon Seminar 3 ENG
Saturday March 23, 2024 12:00-13:00 (Hall East) Sponsored by CSL Behring

Chair: )5 ¥ /Yoji Sasahara ( ¥4t K% /Tohoku University)

LS3 Immunoglobulin Therapy- From Mechanisms to Therapeutic Goals Pamela Lee(Hong Kong University)

214 -



LS4 SyFavtE=r—4 #HERH - IBRHICRELTIEVIGEVEANERE /

Luncheon Seminar 4 Rare diseases not to be missed in newborns and infants JPN

Saturday March 23, 2024 12:00-13:00 (Hall West) Sponsored by Alexion Pharma
Chair: fHEAR # A /Sumito Dateki ( ZMFKZ=PE /Nagasaki University Hospital)

LS4-1 SAYY— LM )\—BRIBE  MEKES B4 ) R ERE (HLH) ILIA BERCRMIRAEREYY—)

ZEECITHRIMER
Lysosomal acid lipase deficiency: Rare diseases presenting with Yuki Yamada(Osaka City General Hospital)
hemophagocytic lymphohistiocytosis (HLH)

Ls4-2  INEHROFHZEIC A% i B (BEEKE)

Early diagnosis and treatment for intractable diseases in childhood Kimitoshi Nakamura(Kumamoto University)

LSS5 S2F3at=7— 5/Luncheon Seminar 5 ENG
Sunday March 24, 2024 12:30-13:30 (Hall East) Sponsored by Takeda Pharmaceutical

Chair: [ ¥ /Satoshi Okada ( Ji &K% /Hiroshima University)

LS5 Children with rare diseases of the immune systems — from Christoph Klein(Dr. von Hauners Children’s
therapeutic orphans to pioneers of a new era of precision medicine  Hospital)

LS6 S2Fatz=7+— 6/Luncheon Seminar 6 ENG
Sunday March 24, 2024 12:30-13:30 (Hall West) Sponsored by Pharming

Chair: #)& &% /Tomohiro Morio ( 5 KR FHK %% /Tokyo Medical and Dental University)
Stuart Tangye (The Garvan Institute of Medical Research)

LS6-1 Driving Discovery in Primary Immune Deficiency: Understanding  Stuart Tangye(The Garvan Institute of
APDS Medical Research)

LS6-2 Driving Discovery in Primary Immune Deficiency: Understanding #F=E RRERREMEHNAF)
APDS Tomohiro Morio(Tokyo Medical and

Dental University)
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[IEl School 2024]

IEIT 1IEI School Session 1 Antibody deficiency ENG

Friday March 22, 2024 8:40-9:40 (Room C)

Chair: Il %= /Taizo Wada ( IR K% /Kanazawa University)
Huawei Mao (Beijing Children's Hospital)

IEIN-L Inborn Errors of Immunity (IEI) resulting in Primary Antibody Hans D Ochs(University of Washington)
Deficiencies (PAD)

IEIN-1 An infant girl with complex infections and agammaglobulinemia Nguyen Ngoc Tin(Children's Hospital No.1)

IEN-2 Disseminated molluscum contagiosum as the initial manifestation  Isabella Ocampo Santos(Philippine General
of Hyper IgE syndrome Hospital)

IEIN-3 A case of a 10-year-old girl with NFKB2 deficiency who developed  Hwanhee Park(Samsung Medical Center)

refractory thrombocytopenia treated by rituximab

IEI2 1EI School Session 2 EI and TCR signaling defects ENG

Friday March 22, 2024 9:40-10:40 (Room C)

Chair: [ % /Satoshi Okada ( Ji &K% /Hiroshima University)
Adli Bin Ali (Universiti Kebangsaan Malaysia)

IEI2-L T cell signaling defects in primary immune regulatory disorders Elena Hsieh(Colorado University)
(PIRD)

IEI2-1 X-linked anhidrotic ectodermal dysplasia with immunodeficiency:  Hsin-Hui Yu(National Taiwan University
14 years experience in a medical center in Taiwan Children’s Hospital)

IEI2-2 A family with a potentially novel defect of a transcription factor Daniel Leung(The University of Hong Kong)
gene affecting CD4 T cells

IEI2-3 POLYAUTOIMMUNITY IN AN INFANT WITH LOW Neha Singh(Aster CMI Hospital)

T-CELLS: AN INTERESTING CASE OF CD3¢ DEFICIENCY
AND REVIEW OF LITERATURE

IEI3 1IEI School Session 3 IEI with autoimmune diseases ENG

Friday March 22, 2024 11.:00-12:00 (Room C)
Chair: Woei Kang Liew (Mount Elizabeth Novena Hospital)
KV§ it /Hidenori Ohnishi (5 K% /Gifu University)

IEI3-L Inborn Errors of Immunity; autoimmune disease Martin van Hagen(Erasmus University
Medical Center)

IEI3-1 Sirolimus Significantly Improves Symptoms in Patients with Mengyue Deng(Beijing Children’s Hospital)
SOCSI1 Haploinsufficiency

IEI3-2 Battling the staggering STATS: clinical heterogeneity of STAT1 Phoebe Qiaozhen Mak(Princess Margaret
gain-of-function mutations in a Chinese kindred Hospital)

IEI3-3 RAGI deficiency with atypical severe combined immunodeficiency, Pei-Jung Chung(National Taiwan University
autoimmunity, and gamma-delta T cells expansion in non-identical Children’s Hospital)
twins

- 16 -



IEI4 IEI School Session 4 Monogenic IBD
Friday March 22, 2024 15:00-16:00 (Room C)

ENG

Chair: Narissara Suratannon (Chulalongkorn University)
Btk Wk /Katsuhiro Arai ( EN R E E#EF%E X >~ % — /National Center for Child Health and Development)

IEI4-L The diagnostic approach to autoimmune enteropathies and
monogenic IBD

IEI4-1 Haploinsufficiency of A20 presenting as very-early-onset
inflammatory bowel diseases and juvenile idiopathic arthritis

IEI4-2 Co-manifestation of Leukocyte Adhesion Deficiency Type II and
Monogenic Inflammatory Bowel Disease Explained by Structural
Modeling of SLC35C1 Variant

IEI4-3 A child with enteritis: Elucidating the importance of identifying the
underlying monogenic etiology

IEIS 1EI School Session 5 1EI with cytopenia
Friday March 22, 2024 16:00-17:00 (Room C)

Holm Uhlig(University of Oxford)

Chester Huang(KK Women's and Children's
Hospital)

Mahnaz Jamee(Willem-Alexander Children’s
Hospital)

Sathish Kumar Loganathan(Christian
Medical College Vellore)

ENG

Chair: )5 ¥ /Yoji Sasahara ( B4t K% /Tohoku University)

IEIS-L Autoimmune Cytopenias and Inborn Errors of Immunity: Recent
Insights into Pathogenesis and Optimizing Therapy

IEIS-1 A case of Wiskott-Aldrich syndrome successfully underwent
allogeneic hematopoietic stem cell transplantation by treating
immune thrombocytopenia with rituximab

IEIS-2 Mitochondrial disease with EARS2 mutation presenting with
combined immunodeficiency: a case report

IEI5-3 De Novo deep intron £..A NE mutation resulting in severe
congenital neutropenia

IEIP-A IEI Poster session-A Ab, TCR, IBD, cytopenia
Friday March 22, 2024 13:30-15:00 (Terrace Room)

Yae-Jean Kim (Samsung Medical Center)

David B. Lewis(Stanford Univeristy)

Saori Katayama(Tohoku University Hospital)

Hsin-Ying Hsieh(National Taiwan University
Children’s Hospital)

Zhou Shu(Beijing Children's Hospital)

ENG

Chair: Jaime Sou Da Rosa Duque (Hong Kong University)
F7E 4% /Takashi Ishige ( #£°K%% /Gunma University)

IEIP-A-1 A novel IKBKG intronic splicing mutation resulting in a completely
loss of NEMO protein and causing a severe NEMO-ID phenotype

IEIP-A-2 A rare case of necrotizing encephalopathy in a CMV-infected
boy with pancytopenia and abnormalities of skin, nails, and oral
mucosa

IEIP-A-3 Severe combined immunodeficiency in CHARGE syndrome, the
first case in Korea

IEIP-A-5 Tricho-Hepato-Enteric syndrome type 2: the first case report in
Taiwan

17 -

Zhirui Tian(Children’s Hospital of Chongging
Medical University)

Tin Ngoc Nguyen(Children's Hospital No 1)

Luli Kim(Samsung Medical Center)

Jou-An Chen(National Taiwan University
Children’s Hospital)



IEIP-B IEI Poster session-B autoimmunity-1

Friday March 22, 2024

IEIP-B-2
IEIP-B-3

IEIP-B-5

IEIP-B-6

13:30-15:00 (Terrace Room)

ENG

Chair: Jonie Santos-Ocampo (Makati Medical Center and Asian Hospital)
4% Pk /Nobuo Kanazawa ( feBiPRFFK%* /Hyogo Medical University)

Refractory recurrent thrombocytopenia in 9-year-old boy

Autoimmune Manifestations Prevalence among Chronic
Cranulomatous Disease (CGD) Patients from a Primary
Immunodeficiency Referral Center In Iran

Nephrocalcinosis in Autoimmune Polyendocrinopathy Candidiasis
Ectodermal Dystrophy (APECED); Primary or Iatrogenic?

An Adolescent Boy with Recurrent Painful Ulcer and Arthritis

IEIP-C 1EI Poster session-C autoimmunity-2

Friday March 22, 2024

IEIP-C-1

IEIP-C-2
IEIP-C-3

IEIP-C-4

IEIP-C-5

IEIP-C-6

IEIP-D IEI Poster session-D
Friday March 22, 2024

IEIP-D-1

IEIP-D-2

IEIP-D-3

IEIP-D-4
IEIP-D-5

IEIP-D-6

13:30-15:00 (Terrace Room)

Kanako Takeuchi(Hiroshima University)

Samin Sharafian(Mofid Children's Hospital)

Mohammadreza Shafiei(Alborz University)

Diadra Annisa(Cipto Mangunkusumo
Hospital)

ENG

Chair: Dina Muktiarti (Cipto Mangunkusumo Hospital)
M #i /Takeshi Isoda ( W EEFRFR LK%~ /Tokyo Medical and Dental University)

Successful treatment of sirolimus for chronic diarrhea in LRBA
Deficiency patient : A case report

An infant with recurrent fever with a somatic NRAS mutation

Immunodysregulation and lymphoproliferation in a patient with
PIK3CD despite sirolimus use

Early onset autoimmunity in patients with Inborne errors of
Immunity

Eight Cases of Autoinflammatory Recurrent Fevers

Family analysis on case of Griscelli syndrome type 2

SCID, DADA2, NBS
13:30-15:00 (Terrace Room)

Natcharindhorn Thaweepolaungsuchawon
(Ramathibodi Hospital)

Sophie Hon Yu Lai(Queen Mary Hospital)
Qin Ying Lim(Queen Mary Hospital)

Madhubala Sharma(PGIMER)
Lan Shu(Women and Children's Hospital of

Hubei Province)

Xi Yang(Children’s Hospital of Chongqing
Medical University)

ENG

Chair: Wenwei Tu (Hong Kong University)
+J& 2 /Takehiko Doi (iK% /Hiroshima University)

Skin Hyperpigmentation as a new Presentation in 6 Patients with
Adenosine Deaminase Deficiency(ADA)deficiency

Demographic, clinical, immunological, and molecular features of
iranian national cohort of patients with Artemis deficiency due to
the defect in DCLREIC gene

Recurrent flare-associated urticaria in adenosine deaminase type 2
deficiency

Protean manifestations of DADA2: a physician’s conundrum

Clinical and molecular profile of 20 patients with DOCKS
deficiency: A single-centre experience from Southern India

Newborn Screening for Primary Immunodeficiency Diseases (PID)
in Malaysia: Current Status, Challenges and Progress

_18 -

Samin Sharafian(Mofid Children's Hospital)

Samin Sharafian(Mofid Children's Hospital)

Pratap Kumar Kumar Patra(All India
Institute of Medical Sciences)

Prabal Barman(PGIMER)
Neha Singh(Aster CMI Hospital)

Wai Leng Chang(Universiti Kebangsaan
Malaysia)



IEIP-E IEI Poster session-E  NFKB, STAT
Friday March 22, 2024 13:30-15:00 (Terrace Room)

Chair: Intan Hakimah Ismail (Universiti Putra Malaysia)
4 FRZ /Kunihiko Moriya ( iR FIKE4K /National Defence Medical College)

IEIP-E-1

IEIP-E-2

IEIP-E-3

IEIP-E-4

IEIP-E-5

Efficacy of tocilizumab in the treatment of $7473 GOF disease

A Teenage Girl with Severe Tuberculosis Complicated with
Aspergillosis and Candidiasis

Vast yet naive. BENTA disease, an unusual presentation of extensive

lymphoproliferation with CARDI1 gain-of-function mutation.

A unique clinical phenotype of /KBKG (nuclear factor-kB essential

modulator) mutation presenting as severe central nervous system

Aspergillus terreus infection

CARD9 deficiency with allergic bronchopulmonary aspergillosis
(ABPA)-like presentation: a case report

IEIP-F 1IEI Poster session-F CGD, LAD, general
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