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Legends of Supplementary Figures

Supplementary Figure S1. Heterozygous IL1RN Genomic Deletion Detected by Whole Genome Sequencing. Mapped reads showing the loss of coverage at IL1RN locus in subject I-1 (top) compared to a healthy subject (bottom), suggesting for the presence of an intragenic, heterozygous genomic deletion. Reads were visualized using Integrative Genomics Viewer. 

Supplementary Figure S2. Location of Novel Variants in the Genomic Sequence of IL1RN. Upper-case letters indicate nucleotide located in exons, and lower-case letters nucleotides in untranslated regions or in introns. Start codon ATG is highlighted in blue, and stop codon TAG in red. The variant at donor splicing site is highlighted in green, and the intragenic genomic deletion is highlighted in orange.
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Supplementary Tables
Supplementary Table S1. List of analyzed genes associated with autoinflammatory diseases. Abbreviations: ADA2, adenosin deaminase 2; ARPC1B, actin related protein C1B; NOCARH, Neonatal-onset cytopenia, autoinflammation, rash and hemophagocytic lymphohistiocytosis; IL-10, interleukin-10; DIRA, deficiency of interleukin-1 receptor antagonist; DITRA, deficiency of interleukin-36 receptor antagonist; FMF, familial Mediterranean Fever; PAAND, Pyrin-associated autoinflammation with neutrophilic dermatosis; MK, mevalonate kinase; AIFEC, Autoinflammation with infantile enterocolitis; NAIAD, NLRP1-associated autoinflammation with arthritis and dyskeratosis; FCAS2, familial cold-induced autoinflammatory syndrome type 2; CAPS, cryopyrin-associated periodic syndromes; PLAID, PLCG2-associated antibody deficiency, and immune dysregulation; APLAID, Autoinflammation and PLCG2-associated antibody deficiency, and immune dysregulation; CANDLE, Chronic atypical neutrophilic dermatosis with lipodystrophy and elevated temperature; PRAAS, Proteasome-associated autoinflammatory syndrome; PAPA, Pyogenic arthritis, pyoderma gangrenosum and acne; Hz/Hc, Hyperzincemia and hypercalprotectinemia syndrome; HOIL-1, Heme-oxidized IRP2 ubiquitin ligase 1; CRIA, cleavage-resistant RIPK1-induced autoinflammatory syndrome; HOIP, HOIL-1-interacting protein; SAVI, STING-associated vasculopathy with onset in infancy; TRAPS11, TNFRSF11A-associated periodic syndrome; TRAPS, TNF Receptor I-associated periodic syndrome; SIFD, Sideroblastic anemia, B-cell immunodeficiency, periodic fevers, and developmental delay; PFIT, periodic fever, immunodeficiency, and thrombocytopenia syndrome.






	Gene
	Disease
	Ref Seq
	
	Gene
	Disease
	Ref Seq

	ADA2
	ADA2 Deficiency
	NM_001282225.1
	
	PLCG2
	PLAID-APLAID
	NM_002661.3

	ADAR
	Aicardi-Goutières syndrome Type 6
	NM_001111.5
	
	POMP
	CANDLE/PRAAS
	NM_015932.5

	AP1S3
	Pustular Psoriasis
	NM_001039569.1
	
	PSMA3
	CANDLE/PRAAS
	NM_002788.3

	ARPC1B
	ARPC1B Deficiency
	NM_005720.4
	
	PSMB4
	CANDLE/PRAAS
	NM_002796.2

	CARD14
	Pustular Psoriasis
	NM_024110.4
	
	PSMB8
	CANDLE/PRAAS
	NM_148919.3

	CDC42
	NOCARH
	NM_001791.4
	
	PSMB9
	CANDLE/PRAAS
	NM_002800.4

	IFIH1
	Aicardi-Goutières syndrome Type 7
	NM_022168.3
	
	PSMG2
	CANDLE/PRAAS
	NM_020232.4

	IL10
	IL-10 Deficiency
	NM_000572.2
	
	PSTPIP1
	PAPA-Hz/Hc
	NM_003978.3

	IL10RA
	IL-10R1 Deficiency
	NM_001558.3
	
	RBCK1
	HOIL-1 Deficiency
	NM_031229.3

	IL10RB
	IL-10R2 Deficiency
	NM_000628.4
	
	RELA
	Rel-A Haploinsufficiency
	NM_021975.3

	IL1RN
	DIRA
	NM_173842.2
	
	RIPK1
	CRIA
	NM_003804.5

	IL36RN
	DITRA
	NM_173170.1
	
	RNASEH2A
	Aicardi-Goutières syndrome Type 4
	NM_006397.2

	LACC1
	Lacasse Deficiency
	NM_153218.3
	
	RNASEH2B
	Aicardi-Goutières syndrome Type 2
	NM_024570.3

	LPIN2
	Majeed syndrome
	NM_014646.2
	
	RNASEH2C
	Aicardi-Goutières syndrome Type 3
	NM_032193.3

	MEFV
	FMF-PAAND
	NM_000243.2
	
	RNF31
	HOIP Deficiency
	NM_017999.4

	MVK
	MK Deficiencies
	NM_000431.3
	
	SAMHD1
	Aicardi-Goutières syndrome Type 5
	NM_015474.3

	NCSTN
	Hidradenitis suppurativa
	NM_015331.2
	
	TMEM173
	SAVI
	NM_198282.3

	NLRC4
	AIFEC
	NM_021209.4
	
	TNFAIP3
	A20 Haploinsufficiency
	NM_006290.3

	NLRP1
	NAIAD
	NM_033004.3
	
	TNFRSF11A
	TRAPS11
	NM_003839.3

	NLRP12
	FCAS2
	NM_144687.2
	
	TNFRSF1A
	TRAPS
	NM_001065.3

	NLRP3
	CAPS
	NM_001243133.1
	
	TREX1
	Aicardi-Goutières syndrome Type 1
	NM_033629.5

	NOD2
	Blau syndrome
	NM_022162.2
	
	TRNT1
	SIFD
	NM_182916.2

	OTULIN
	Otulipenia
	NM_138348.5
	
	WDR1
	PFIT
	NM_017491.4



