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Table 1. Clinical CHS phenotype / Lyst genotype associations 
  

 
        

Natural history of clinical manifestations 
 

Genotype ordered by affected codon(s) 
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[Ref.] 
Age 
(yr) 

Sex 
(M/F) 

Mutation Zygosity Type Codon Exon Protein Domain 

(1) 
 

67 F c. 2T>C ; c.433 C>T Het NR 1; 145 3; 5 p.Met1 ; p.Arg145 ARM/HEAT*                    

(2) 
 

1 F NR Het 
Single-base 
Duplication 

40 3 GCA  GGCA ARM/HEAT*                    

(3) 
 

40 F c.172C>G Homo 
Missense 

58 3 p.Leu58Val ARM/HEAT*                    

(4) 
 

<1 F 

c.6676C>T; 

c.338_339delGTinsAGATCTTTGAGTG

GA 

 

Het 

Frame Shift; 
Nonsense 

2226; 113 5 p.R2226; p.S113Kfs ARM/HEAT*                   

 

(5) 
 

21 F c.961 T>C Homo Missense 258 5 p.C258R ARM/HEAT                    

(6) 
 

5 F c.925C> T 
Het 

Nonsense 309 5 p.R309X ARM/HEAT*                    

(6) 
 

3 M c.925C> T 
Het 

Nonsense 309 5 p.R309X ARM/HEAT*                    

(6) 
 

16 M c.925C> T 
Het 

Nonsense 309 5 p.R309X ARM/HEAT*                    

(7) 
 

21 M c.1507C>T; c. 9925G>A 
NR 

Nonsense; Missense 503; 3310 5; 43 p.R503X; p.G3309S ARM/HEAT*                    

(2) 
 

<1 M NR Homo Frame Shift 566 5 Single-base deletion ARM/HEAT*                    

(8) 
 

NR M NR Homo Frame Shift 638 5 Premature p.638 ARM/HEAT*                    

(9) 
 

NR M c.2413delG; c.10127A>G NR Frame Shift; Missense 805; 3376 6; 44 p.E805fsX806; p.N3376S 
ARM/HEAT*; 

BEACH 
                   

(10) 
 

5.5 NR c. 2620delT Homo Frame Shift 874 6 Truncation at p.874 ARM/HEAT*                    

(11) 
 

5.5 M c. 2620delT Homo Frame Shift 898 6 p.X898X ARM/HEAT*                    

(2) 
 

27 M NR Homo Nonsense 1103 6 CGA TGA Transition ARM/HEAT*                    

(10) 
 

2.5 NR C3310T Homo Nonsense 1103 6 Truncation at p.1103 ARM/HEAT*                    

(12) 
 

6 F c.C3310T Het Frame Shift; Stop gain 1104 6 p.R1104X ARM/HEAT                    

(12) 
 

1 M c.C3310T Het Frame Shift; Stop gain 1104 6 p.R1104X ARM/HEAT                    

(13) 
 

4.5 M c.575insT Homo NR NR 7 NR ARM/HEAT*                    

(14) 
 

13 F c.3726delG NR Frame Shift 1242 9 p.Lys1242 fs*25 ARM/HEAT*                    

(15) 
 6 F c.3944-3945 ins C Het Frame Shift 1315; 1331 10 p.T1315fsX1331 ARM/HEAT*                   

 

(3) 
 

63 M c.4189T>G Homo Missense 1397 12 p.F1397V (ConA)-like lectin                    

(3) 
 

53 M c.4189T>G Homo Missense 1397 12 p.F1397V (ConA)-like lectin                    

(16) 
 

58 M c.4189T>G Homo Missense 1397 12 p.F1397V (ConA)-like lectin                    

(16) 
 

53 M c.4189T>G Homo Missense 1397 12 p.F1397V (ConA)-like lectin                    

(17) 
 

4.5 F c.5034_5038delTTGGT Homo Nonsense 1679 16 p.G1679Tfs*19 (ConA)-like lectin*                    

(13) 
 

1 M c.5004delA Homo NR NR 17 NR (ConA)-like lectin*                    

(10) 
 

1.3 NR c. 5317delA Het Frame Shift 1773 17 Truncation at p.1773 ARM/HEAT*                    

(18) 
 

4 F c.5506C>T Homo NR 1836 18 p.Arg1836 ARM/HEAT*                    

(18) 
 

<1 M c.5506C>T Homo NR 1836 18 p.Arg1836 ARM/HEAT*                    

(15) 
 

23 M c.5541-5542 del AA Het 
Frame Shift 

1847 18 p.Q1847fsX1850 ARM/HEAT*                    

(15) 
 

20 F c.5541-5542 del AA Het 
Frame Shift 

1847 18 p.Q1847fsX1850 ARM/HEAT*                    

(15) 
 

17 F c.5541-5542 del AA Het 
Frame Shift 

1847 18 p.Q1847fsX1850 ARM/HEAT*                    

(19) 
 

4 F c.5719A>G; c.4863-4G>A Het Missense; intronic 1907 19 p.I1907V ARM/HEAT*                    

(13) 
 

3.5 M c.5519 delC Homo 
NR 

 NR 20 
NR 

ARM/HEAT*                    

(20) 
 

2.5 M NR Het 
NR 

2026 21 
NR 

ARM/HEAT*                    

(20) 
 

63 M NR Het 
NR 

2026 21 
NR 

ARM/HEAT*                    

(21) 
 

2 M c.6159_6160del Homo 
NR 

2053 22 p.Met2053Ilefs*31 ARM/HEAT*                    

(14) 
 

5 F c.6712C>T Homo Nonsense 2238 23 p.Arg2238 ARM/HEAT*                    

(22) 
 

<1 F c.7060-1 G>A Homo Stop codon 2355 25 L2355fsX2370 ARM/HEAT*                    

(10) 
 

1 NR c. del7060-7066 Homo Frame Shift 2354 25 Truncation at p.2354 ARM/HEAT*                    

(10) 
 

14 NR c. 7555delT Homo Frame Shift 2519 27 Truncation at p.2519 ARM/HEAT*                    

(23) 
 

<1 M c.7645C>T Homo 
NR 

2549 28 p.Q2549X ARM/HEAT*                    

(24) 
 

2 F c.7786C>T; C.9106+1G>T Het 
Splice-site Mutation 

2596 29; 38 p.R2596 ARM/HEAT*                    



 

(15) 
 

21 F c.7982C>G; c.8281A>T Het Nonsense 2661; 2761 30; 31 p.S2661X; p.R2761X ARM/HEAT*                    

(14) 
 

<1 M c.8080C>T Homo Nonsense 2693 30 p.Gln2693 ARM/HEAT*                    

(3) 
 

33 M c.8221C>T/ c.10374 +1G>T Homo Splice Site Mutation 2741 31 p.Arg2741 ARM/HEAT*                    

(25) 

 
3 F c.8380dupT Homo Frame Shift 2794 32 p.Tyr2794Leufs*8 ARM/HEAT*                    

(10) 
 

<1 NR Del9106-9161 Homo Frame Shift 3036 38 Truncation at p.3036 PH_BEACH                    

(26) 
 

<1 M c.11183delA; c.9453delA Het Frame Shift 3151; 3728 40; 51 p. N3728fs; p. K3151fs BEACH                    

(3) 
 

49 M c.4157delA /c.9476A> Homo 
Missense 

3159 40 p.Asp1386Valfs*4/p.Asp3159Gly BEACH                    

(3) 
 

46 F c.4157delA /c.9476A> Homo 
Missense 

3159 40 p.Asp1386Valfs*4/p.Asp3159Gly BEACH                    

(10) 
 

<1 NR c. 9590delA Homo 
Frame Shift 

3197 41 Truncation at p.3197 BEACH                    

(10) 
 

7.8 NR 9228 + 10bpins NR Frame Shift 3210 42 Truncation at  p.3210 BEACH                    

(13) 
 

<1 M c.9590delA Homo NR NR 43 NR BEACH                    

(27) 
 

43 F c.9827_9832ATACAA; c.10701+8C>T Homo In-frame Deletion 3276 43 p.Asn3276_Thr3277del BEACH                    

(27) 
 

38 M c.9827_9832ATACAA; c.10701+8C>T Homo In-frame Deletion 3276 43 p.Asn3276_Thr3277del BEACH                    

(27) 
 

33 M c.9827_9832ATACAA; c.10701+8C>T Homo In-frame Deletion 3276 43 p.Asn3276_Thr3277del BEACH                    

(28) 
 

<1 M c.1540C>T ; c.9893delT Het Frameshift 3298; 3304 43 F3298fsX3304 BEACH                    

(29) 
 

<1 M c.1102G>T Homo Nonsense 3668 50 p.E3668X WD40                    

(5) 
 

3 M c.11362 G>A Homo Missense 3725 51 p.G3725R WD40                    
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