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Supplemental Table 1: Clinical characteristics of the probands and their relatives with identified SFTPA1 or SFTPA2 mutations  19 
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G
en

e Mutation  Family Individual 
* 

Gender  Geographic 
origin 

Age at 
onset 
(year) 

Exposures Lung 
cancer 

Other clinical 
features 

CT-scan 
features of 
ILD 

Family 
history 

Treatments Outcome 

SF
TP

A1
 

V178M 1 - GM01220 II.2 M North Africa 57 Tobacco Yes Seizures, heart 
disease 

UIP ILD and 
lung 
cancer 

Pirfenidone at 64 
for 3 months then 
Nintedanib. No 
oxygen.  No 
treatment for 
adenocarcinoma 

Death at 68 

W211R 2 - PP005 IV.3 M Europe 45 Tobacco, 
silica 

Yes No Indeterminate 
pattern 

ILD and 
lung 
cancer 

Anti-fibrosing 
therapy. 

LT at 57 years-old. Alive 
at 59 

    IV.4 F   35 Silica No No Indeterminate 
pattern 

    LT at 54. Alive at 63 

    IV.16 F   52 No No No Indeterminate 
pattern 

    LT at 53. Alive at 64  

    V.8 F   27 No No No ND     Alive and asymptomatic 
at 33 

    V.11 F   0.6 No No No ND     Death at 9 months from 
acute exacerbation  

    V.10 F   31 Tobacco No No ND   No Alive at 37 
    V.2 F   34 No No No ND     Asymptomatic at 42 
    IV.17 F   NA No No No No ILD     Asymptomatic at 55  
    V.14 F   NA No No Mental 

retardation 
No ILD     No ILD at 18 years-old 

    V.12 M   NA No No No No ILD     Asymptomatic at 24 
V225M 3 - GM0537 II.1 F North Africa 49 Pigeons, 

parakeet, 
dust 

No No Indeterminate 
pattern 

ILD Anti-fibrosing 
therapy 

LT at 54, Alive at 61 

    III.1 F   NA No No No No ILD     Asymptomatic at 32 

SF
TP

A2
 

N171I 4 - PP375 IV.1 F Europe 32 No No Rheumatoid 
arthritis 

UIP and PPFE ILD   LT at 37. Alive at 40 

V178M 5 - GM01611 III.1 F China 33 No No Rheumatoid 
arthritis 

Indeterminate 
pattern and 
PPFE 

ILD   LT at 45. Alive at 48 

    III.3 M   NA No No No No ILD     Asymptomatic at 39  



    II.2 M   53 No No No ND   Corticosteroids 
Cyclophosphamid 

LT at 58, death at 58, 7 
days after 

  6 - GM02482 II.1 F North Africa 34 Tobacco No No Indeterminate 
pattern 

ILD and 
lung 
cancer 

No 02, no 
treatment 

Alive at 37 

Y181C 7 - PP354 II.6 M North Africa 56 Tobacco No No ND ILD and 
lung 
cancer 

Anti-fibrosing 
therapies, 
cyclophosphamide, 
steroid pulses. 

 Death at 63 from acute 
exacerbation  

W233R 8 - GM03569 IV.4 M North Africa 34 Tobacco, 
dust, 
cannabis 

Yes No Indeterminate 
pattern 

ILD and 
lung 
cancer 

Anti-fibrosing 
therapy 
(nintedanib) and 
chemotherapy, O2 

Death at 41 from lung 
fibrosis and 
adenocarcinoma 
progression 

    III.3 F   ND ND No No ND   HCQ, AZM, anti-
fibrosing therapy 
refusal 

Alive at 67 

W233L 9 - GM02867 II.1 M Europe 45 No No No Indeterminate 
pattern 

ILD and 
lung 
cancer 

  LT at 49, alive at 54 

W233C 10 - GM00127 II.1 F Europe 50 Tobacco, 
birds 

Yes No Fibrosing NSIP No O2, 
cyclophosphamide 

Death at 64 from lung 
cancer and sepsis 

C238S 11 - GM01161 III.2 M North Africa 46 Tobacco, 
cement 

Yes No ND ILD and 
lung 
cancer 

Pirfenidone 47 LT at 49, death at 51 

  III.3 F   46 ND No No ND     Alive at 48 
12 - GM00095 II.1 M North Africa 26 No No Klinefelter 

syndrome 
HSP Lung 

cancer 
No treatment Asymptomatic, Alive at 

51 
R242Q 13 - PP092 II.1 M North Africa 29 Tobacco No No ND ND   LT at 37, death at 39 

from LT complications. 

14 - GM00077 II.2 M Reunion 
Island 

51 No No No NSIP ILD O2 before LT, no 
anti-fibrosing 
therapies 

LT at 51, death at 51, 6 
weeks later from sepsis 

* According to Figure 2. Probands are in bold.  21 
Abbreviations: ILD, interstitial lung disease, UIP, usual interstitial pneumonia; NSIP, non-specific interstitial pneumonia; PPFE, pleuroparenchymal 22 
fibroelastosis; HSP, hypersensitivity pneumonitis, LT, lung transplantation; NA, non applicable; ND, not determined. 23 

24 



Supplemental Table 2: Summary of reported SFTPA1 and SFTPA2 mutations  25 

Gene Name 
(cDNA) 

Name 
(protein) 

Abbreviated 
name 

Clinical data 
and CT-scans 

Histology Fonctionnal 
studies 

References 

SF
TP

A1
 

N
M

_0
05

41
1.

5 c.532G>A p.(Val178Met) V178M ü    Doubkova et al. 2019 
   ü   ü  This study 
c.622T>C p.(Tyr208His) Y208H ü  ü  ü  Takezaki et al. 2019 
c.626C>A p.(Thr209Asn) T209N ü  ü   Sritharan et al. 2018 
c.631T>C p.(Trp211Arg) W211R ü  ü  ü  Nathan et al. 2016 
c.673G>A p.(Val225Met) V225M ü  ü  ü  This study 

SF
TP

A2
 

N
M

_0
01

09
86

68
.2

 

c.511A>T p.(Asn171Tyr) N171Y  ü  ü   Van Moorsel et al. 2015 
c.512A>T p.(Asn171Ile) N171I ü   ü  This study 
c.532G>A p.(Val178Met) V178M  

ü  
 
ü  

 
ü  

Coghlan et al. 2014 
This study 

c.542A>G p.(Tyr181Cys) Y181C ü   ü  This study 
c.593T>C p.(Phe198Ser) F198S ü  

 
ü  ü  

ü  
Wang et al. 2009 
Song et al. 2012 
Yang et al. 2014 
Van Moorsel et al. 2015 

c.619A>T p.(Asn207Tyr) N207Y ü   ü  Liu et al. 2020 
c.629A>C p.(Asn210Thr) N210T  ü    Van Moorsel et al. 2015 
c.691G>A p.(Gly231Arg) G231R  ü  ü   Van Moorsel et al. 2015 
c.692G>T p.(Gly231Val) G231V ü  ü  ü  

ü  
ü  

Wang et al. 2009 
Song et al. 2012 
Yang et al. 2014 
Van Moorsel et al. 2015 

c.697T>A p.(Trp233Arg) W233R ü   ü  This study 
c.698G>T p.(Trp233Leu) W233L ü  ü  ü  This study 
c.699G>C p.(Trp233Cys) W233C ü   ü  This study 
c.713G>C p.(Cys238Ser) C238S ü   ü  This study 
c.725G>A p.(Arg242Gln) R242Q ü   ü  This study 
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Supplemental Figures  28 
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