
Correlation of age-of-onset of Atopic Dermatitis 
with Filaggrin loss-of-function variant status

Smieszek SP1, Welsh S1, Xiao C1, Wang J1, Polymeropoulos C1, Birznieks 
G1, Polymeropoulos MH1

1 Vanda Pharmaceuticals Inc., Washington, DC

Corresponding Author: Sandra.Smieszek@vandapharma.com



S. Table 1



S. Figure 1



S. Figure 2

CHR BP VARID GENE VARTYPE AA CHANGE

1 152059278 1:152059278[b37]A,G TCHHL1 stopgain NM_001008536:c.C880T:p.Q294X

1 152086555 1:152086555[b37]A,AT TCHH frameshift NM_007113:c.1delA:p.M1fs

1 152191806 1:152191806[b37]A,G HRNR stopgain NM_001009931:c.C2299T:p.R767X

1 152279874 1:152279874[b37]T,TG FLG frameshift NM_002016:c.7487delC:p.T2496fs

1 152280023 1:152280023[b37]A,G FLG stopgain NM_002016:c.C7339T:p.R2447X

1 152280670 1:152280670[b37]G,T FLG stopgain NM_002016:c.C6692A:p.S2231X

1 152281645 1:152281645[b37]G,T FLG stopgain NM_002016:c.C5717A:p.S1906X

1 152283341 1:152283341[b37]G,GT FLG frameshift NM_002016:c.4020delA:p.G1340fs

1 152284886 1:152284886[b37]A,G FLG stopgain NM_002016:c.C2476T:p.R826X

1 152285076 1:152285076[b37]C,CACTG FLG frameshift deletion NM_002016:c.2282_2285del:p.S761fs

1 152285861 1:152285861[b37]A,G FLG stopgain NM_002016:c.C1501T:p.R501X

1 152323658 1:152323658[b37]T,TGTGA FLG2 frameshift NM_001014342:c.6600_6603del:p.T2200fs

1 152326321 1:152326321[b37]G,GTA FLG2 frameshift NM_001014342:c.3940_3941insTA:p.T1314fs

SFTP coding variants, n=13 
(t-val=6.54, p<0.00001)
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S.Figure 3



For 501X R and F respectively x 2

S.Figure 4



Former figure 2, now replaced with lollipop plot

Enrichment of rare FLG LOF variants in FLG in AD patients (2 studies) and control population


