	Supplementary Table 1. Laboratory findings, pathology, and outcomes of ILD associated with SFTPC, ABCA3, and NKX2-1 mutations

	Gene type 
	SFTPC (N=11)
	ABCA3 (N=5)
	NKX2-1 (N=6)
	Total (N=22)
	P value

	Autoantibody-positive, n (%)
	3 (27.3%)
	1 (20%)
	2 (33.3%)
	6 (27.3%)
	>0.999†

	  -RF-positive
	3 (27.3%)
	1 (20%)
	1 (16.7%)
	5 (22.7%)
	>0.999†

	  -Anti-CCP-positive
	2 (18.2%)
	1 (20%)
	1 (16.7%)
	3 (18.2%)
	>0.999†

	  -ANA (>1:320)
	1 (9%)
	1 (20%)
	1 (16.7%)
	3 (13.6%)
	0.786†

	-ANCA-positive
	0 (0%)
	0 (0%)
	1 (16.7%)
	1 (4.5%)
	0.500†

	Elevated immunoglobulins, n (%)
	4 (36.4%)
	3 (60%)
	5 (83.3%)
	12 (54.5%)
	0.181†

	Abnormal lymphocyte subsets, n (%)
	6 (54.5%)
	4 (80%)
	6 (100%)
	16 (72.7%)
	0.148†

	  -Elevated B cells
	3 (27.3%)
	2 (40%)
	3 (50%)
	8 (36.4%)
	0.737†

	-Decreased NK cells
	3 (27.3%)
	2 (40%)
	1 (16.7%)
	6 (27.3%)
	0.834†

	BALF analysis§
	N=6
	N=2
	N=3
	N=11
	NA

	-Elevated neutrophils, n (%)
	3 (50%)
	2 (100%)
	2 (66.7%)
	7 (63.6%)
	0.727†

	-Elevated lymphocytes, n (%)
	3/6 (50%)
	1/2 (50%)
	2/3 (66.7%)
	6/11 (54.5%)
	>0.999†

	-Elevated eosinophils, n (%)
	1/6 (16.7%)
	1/2 (50%)
	2/3 (66.7%)
	2/11 (18.2%)
	0.288†

	-Other abnormalities, n (%)
	HLMs: 2 (33.3%)
	NA
	PAS (+): 1 (33.3%)
	NA
	NA

	[bookmark: _GoBack]lung biopsy findings§
	Performed 3/11 cases: Alveolar septa thickening accompanied by infiltration of lymphocytes (P2, P4, P8); Alveolar epithelial hyperplasia (P8); Focal subepithelial fibroblastic proliferation (P8); Interstitial angiogenesis (P8); A few HLMs found in alveolar space (P2)
	Performed 1/5 cases: Alveolar septa thickening accompanied by infiltration of lymphocytes and occasional eosinophils, alveolar epithelial hyperplasia, focal fibroblastic proliferation, focal intra-alveolar hemorrhage, focal peribronchiolar lymphocytic infiltration (P12)
	NA
	NA
	NA

	Outcomes

	Symptom improvement, entire cohort, n/N (%)
	8/11 (72.7%)
	2/5 (40%)
	3/6 (50%)
	13/22 (59.1%)
	0.466†

	- CS+HCQ subgroup, n/N (%)§
	7/8 (87.5%)
	2/4 (50%)
	2/5 (40%)
	11/17 (64.7%)
	0.197†

	Symptom Exacerbation, entire cohort, n/N (%) 
	1/11 (9%)
	1/5 (20%)
	0/6 (0%)
	2/22 (9%)
	0.476†

	- CS+HCQ subgroup, n/N (%)§
	1/8 (0%)
	1/4 (25%)
	0/5 (0%)
	2/17 (11.8%)
	0.706†

	Death, all patients, entire cohort, n/N (%) 
	2/11 (18.2%)
	2/5 (40%)
	3/6 (50%)
	7/22 (31.8%)
	0.416†

	- CS+HCQ subgroup, n/N (%)§
	0/8 (0%)
	1/4 (25%)
	3/5 (60%)
	4/17 (23.5%)
	0.041*†

	HRCT improvement, entire cohort, n/N (%)§ 
	8/10 (80%) 
	2/4 (50%)
	1/4 (25%)
	11/17 (64.7%) 
	0.126†

	- CS+HCQ subgroup, n/N (%)§
	7/8 (87.5%)
	2/3 (66.7%)
	1/4 (25%)
	10/15 (66.7%)
	0.080†

	KL-6 reduction >20%, entire cohort, n/N (%)§
	5/6 (83.3%)
	2/3 (66.7%)
	1/4 (25%)
	8/13 (61.5%)
	0.287†

	- CS+HCQ subgroup, n/N (%)§
	5/6 (83.3%)
	2/3 (66.7%)
	1/4 (25%)
	8/13 (61.5%)
	0.287†

	n: number of cases; N: total number; NA: Not available/applicable; RF: Rheumatoid factor; CCP: Anti-cyclic citrullinated peptide antibody; ANA: Antinuclear antibody; ANCA: anti-neutrophil cytoplasmic antibody; NK cells: Natural killer cells; BALF: Bronchoalveolar lavage fluid; HLMs: Hemosiderin-laden macrophages; PAS: Periodic acid-Schiff stain; CS: Corticosteroids; HCQ: Hydroxychloroquine; KL-6: Krebs von den Lungen-6 glycoprotein; 
Symbols: *: P<0.05, **: P<0.01; †: Fisher's exact test; ‡: Kruskal-Wallis test; §: the total number of patients varies across analyses; the exact case numbers are listed in the table.



