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Table SII. Clinical information about patients with AAGAB mutations

Patient
Sex/age, 
years

Severity of clinical 
phenotype (hands/feet)

Pain score 
1–10  Age of onset Family history Ancestry

Affecting start codon PPKP 10: 66651 M/51 Mild–moderate 0 40 Not known German
PPKP 4: 68077 F/44 Moderate 5 16 Yes German
PPKP 4: 71005 M/71 Very mild 0 Not recognized Yes German
PPKP 3: 66350 F/39 Mild–moderate 0 20 Yes German
PPKP 3: 66351 F/67 Very mild 0 Not recognized Yes German
PPKP 2: 66352 F/65 Moderate 1 30 Not known Romanian

Missense PPKP 6: 69352 M/40 Severe 8–9 10 Yes German
PPKP 6: 71033 F/34 Moderate–severe 7–9 6 Yes German
PPKP 6: 71034 F/70 Moderate 6–7 6 Yes German
PPKP 6: 71035 F/45 Mild 8 40 Yes German
PPKP 6: 76427 M/18 No skin changes 0 Not recognized Yes German

Frameshift PPKP 1: 65325 F/83 Moderate, water sensitive 0 16 Yes German
PPKP 1: 65604 F/74 Moderate, water sensitive 0–5 30 Yes German
PPKP 1: 66550 F/55 Moderate, water sensitive 0 16 Yes German
PPKP 1: 72382 M/35 Mild 0–2 16 Yes German
PPKP 12: 76331 M/57 Severe 9 50 Not known Belgian
PPKP 14: 78323 F/55 Moderate 6 15 Yes German

Nonsense PPKP 11: 73417 F/80 Moderate–severe 5 44 Yes Belgian
PPKP 9: 65536 F/35 Moderate 6–7 15 Yes German
PPKP 9: 72608 F/53 Very mild 0 Not recognized Yes German
PPKP 5: 69783 F/41 Moderate 0 20 Yes German
PPKP 5: 70445 M/75 Mild–moderate 0 15 Yes German
PPKP 13: 76330 M/30 Mild 6 27 Not known African

Splice-site
 

PPKP 8: 70562 F/54 Moderate 7–8 17 Yes Belgian
PPKP 8: 73578 F/27 Mild Not known 13 Yes Belgian
PPKP 7: 69354 M/49 Moderate 7–9 20 Yes Russian

PPKP: punctate palmoplantar keratoderma.
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