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Somatic Mutations in UBAI and Severe Adult-Onset Autoinflammatory Disease
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Mutant UBAI and Severe Adult-Onset

Autoinflammatory Disease
Acquired X monosomy in bone marrow in females with VEXAS syndrome. Arlet et al. NEJM, 2021

Successful HSCT in 46 yo male with VEXAS syndrome. Diarra et al. NEJM, 2021
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Novel somatic mutations in UBA1 as a cause of VEXAS syndrome
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Vacuolization of hematopoietic precursors: an enigma with multiple etiologies
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Benign and malignant hematologic manifestations in patients with VEXAS
syndrome due to somatic mutations in UBA1
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Advances in understanding of immunopathogenesis
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Advances in understanding of
immunopathogenesis of HIES

Loss of the interleukin-6 receptor causes immunodeficiency, atopy,
and abnormal inflammatory responses
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Advances in understanding of
immunopathogenesis of HIES
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Inborn errors of type | IFN immunity in patients
with life-threatening COVID-19

Qian Zhang et al.  Science, 2020. | |
Cite as: P. Bastard et al., Science

10.1126/science.abd4585 (2020).

Auto-antibodies against type I IFNs in patients with life-
threatening COVID-19
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Neutralizing Autoantibodies to Type | IFNs in >10% of Patients
with Severe COVID-19 Pneumonia Hospitalized in Madrid, Spain
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Autoantibodies against type | interferons are associated with multi-
organ failure in COVID-19 patients
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Type |l interferon autoantibodies are associated with
systemic immune alterations in patients with COVID-19
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Emerging Place of JAK Inhibitors
In the Treatment of Inborn
ErI'OI‘S Of Immunity Frontiers of Immunol, 2021

Jéréme Hadjadj ™2, Marie-Louise Frémond®* and Bénédicte Neven
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Name Specificity Approved indications
Tofacitinib JAKT/JAKS(JAKSZ) RA, PsA, UC, pA JIA
Baricitinib JAKT, JAKZ RA,

Ruxolitinio JAKT, JAKZ MPN, acute GYVHD
Peficitinib pan-JAK RA (Japan)

Fedratinib JAKZ, FIt3 MPMN

Jpadacitinio JAKT HA, PsA

Filgotinib JAK RA (Europe, Japan)

JAK-STAT
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EBMT/ESID inborn errors working party guidelines
for hematopoietic stem cell transplantation for inborn
errors of immunity
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Neven® 1, A. Schulz(®° M. Slatter®, P. Veys® and on behalf of the Inborn Errors Working Party of the European Society for Blood and
Marrow Transplantation and the European Society for Immune Deficiencies, and European Reference Network on Rare Primary
Immunodeficiency Autoinflammatory Autoimmune diseases (RITA)
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Table 1. Conditioning regimens.

T Myeloablation
Protocol - ye
A Busulfan i.v (AUC = 85-95 myg*h/L} Fludarabing
(160 ma/m”)
E Treosulfan (30-42 a/m2) Fludarabine {150-160 ma/
m’) Thiotepa (8-10 mg/kg)
C Busulfan iv. [AUC = &0-70 mg*hyL)
Fludarabine (160-180 mg/m?)
D Treosulfan (3042 g/m’) Fludarabine
[150-160 mg/m’)
E Fludarabine (150-160 mg/m’) Melphalan
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Fludarabine (150 mg/m’] Cyclophasphamide
(20-40 mg/kg



Hematopoietic cell transplantation in severe combined immunodeficiency: the
SCETIDE 2006-2014 European cohort Lankester et al, JACI 2021
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Regular Article
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Hematopoietic cell transplantation in chronic
granulomatous disease: a study of 712 children and adults
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Shahrzad Bakhtiar.m Emilia Salzman |'|—I"n-'|ﬁ|nrit::u.,ua.*.'I Henric-Jan Blok.2 Dirk-Jan Eikema,? Sheree Hazelaar,?

Mouhak Aﬁ,s Amos Toren.4 Gal Goldstein,"‘ Despina MDShﬂUS.ﬁ’ﬂ'? Franco LDCET.Elli,ﬂ Fietro Merli.B Gerard I".Flic*,hel,Q
Glilyiz Oztiirk, 19 Ansgar Schulz,1" Carsten Heilmann,'2 M

Yves Bertrand, ¥ Abdelghani Thakhi,'® Paul Veys,'” Musa LAD tvpe
Rupert Har’n:ignautinqg.21 Emel lJ'n:aI."22 Antonio Perez-Marti Fp

Gillsiin Karasu, 27 lsabel Badell, 28 Per Ljungman,?® Elena ! 100 -I.‘:l:\'_l—;----q.,_

Robbert R. G. Bredius,*? Polina Stepensky,>* Bella Shadu } 1
Michael H. Albert, 3 Peter Bader," and Arjan Lankester™™ -3
Inborn Errors Working Party of EBMT —
§ 50 -
]
25 A — LAD type |
P=0.770 == LAD type Ili
0 | 1 I Ll I 1
0 6 12 18 24 30 36
Time (months)
69 60 47 432 38 31 27

11 9 6 o 9 9 4



Long-term outcome of LRBA deficiency in 76 ® check for updates
patients after various treatment modalities as

evaluated by the immune deficiency and

dysregulation activity (IDDA) score Tesch et al, JACI 2021

Long-term outcome of LRBA deficiency as evaluated by the immune deficiency and dysregulation activity (IDDA) score
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Therapeutic options for CTLA-4 insufficiency
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Blood Adv. 2020 Aug 11; 4(15): 37543766,
Published online 2020 Aug 11. doi: 10.1182/blocdadvances. 2020002101
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Stem cell transplantation for children with hemophagocytic
lymphohistiocytosis: results from the HLH-2004 study
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Alemtuzumab as First Line Treatment in Children with Familial Lymphohistiocytosis

Despina Moshous, MD PhD, Coralie Briand, MD, Martin Castelle, MD, Laurent Dupic, MD, Guillaume Morzalle, MD, Wadih Abou Chahla, MD,
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Treatment characteristics of 26 patients treated in the monocenter pilot study
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ORIGINAL ARTICLE

Pediatric Blood & Cancer

Emapalumab in Children with Primary
Hemophagocytic Lymphohistiocytosis

F. Locatelli, M.B. Jordan, C. Allen, 5. Cesaro, C. Rizzari, A. Rao, B. Depar,
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COMMENTARY

Is neutralization of IFN-y sufficient to control inflammation ir
HLH?

Stephan Ehl, Tatiana von Bahr Greenwood, Elisabet Bergsten, Alain Fischer, Jan-Inge Henter, Meliss
" Hines, Kai Lehmberg, Gritta Janka, Despina Moshous, Kim E. Nichols g

First published: 06 January 2021 | https:/fdoi.org/10,1002/pbe 28886 | Citations: 2
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