Table S4. Positivity per gene for familial and sporadic patients. Relevant aspects cited in the text are highlighted in grey.

NON-
AUTOIMMUNE POLYENDOCRINE SYNDROME (APS) APS
Panel Total APSI* APS2* (Graves) (Hashimoto) | APS3A (gNET) (CAG) APS3C APS3D non-gastric** | DM2 Autoinfl. TOTAL
Patients Gene Variants (%) N %) [N (% N % |N % [N % |N %) [N (%) [N (%) [N (%) [N (% N (%) [N (% |N (%)
Familial SLC2649 14 255 1 333 |0 00 2 250 |10 250 |2 333 |2 154 |9 257 |7 389 |2 167 |3 300 5 500 |3 300 |43 276
SLC944 2 36 0 00 0 00 2 250 o 0.0 0 00 0 00 |2 57 |o 00 |0 00 |0 00 2 200 |o 00 |6 3.8
SLC9A2 1 1.8 0 00 0 00 0 00 1 25 0 00 0 0.0 1 29 [0 00 |0 00 |0 00 0 00 |o 00 |2 13
PTHIR 6 10.9 0 00 0 00 2 250 |4 100 (1 167 |1 77 |4 114 |2 111 |2 167 |1 100 0 00 |1 100 |17 109
PTH2R 4 73 1 333 |0 00 0 00 3 75 0 00 1 77 |3 86 |1 56 |2 167 |0 00 0 00 |1 100 |12 177
SLC442 5 9.1 1 333 |0 00 0 00 5 125 [0 00 2 154 |3 86 |0 00 |1 83 |0 00 1100 |1 100 |14 9.0
SLC2647 8 145 0 00 0 00 1 125 |6 150 |1 167 |0 00 |6 171 |5 278 |2 167 |2 200 0 00 |1 100 |22 141
KCNQI 2 36 0 00 0 00 1 125 |1 25 0 00 0 00 |2 57 |o 00 |0 00 |0 00 0 00 |1 100 |5 3.2
ATP4A4 13 236 000 11000 |0 00 10 250 |2 333 |7 538 |5 143 |3 167 |3 250 |1 100 2200 |2 200 |35 224
TOTAL 55 319 106 8 5.1 40 256 |6 38 13 83 |35 224 |18 15 [12 77 |7 10 64 |10 64 |156
Sporadic SLC2649 2 20.0 0 00 1 1000 |1 333 |2 286 |1 333 |0 00 |2 200 [0 00 |0 00 |0 00 0 00 |o 00 |7 26.9
SLC944 0 0.0 0 00 0 00 0 00 0 0.0 0 00 0 00 [0 00 |0 00 |0 00 |0 00 0 00 |o 00 |0 0.0
SLC942 0 0.0 0 00 0 00 0 00 0 0.0 0 00 0 00 |0 00 |0 00 |0 00 |0 00 0 00 |o 00 |0 0.0
PTHIR 2 20.0 0 00 0 00 1 333 |1 143 |1 333 |0 00 |2 200 [0 00 |0 00 |0 00 0 00 |o 00 |5 19.2
PTH2R 1 10.0 0 00 0 00 0 00 1 143 [0 00 0 0.0 1100 [0 00 |0 00 |0 00 0 00 |o 00 |2 7.7
SLC4A42 1 10.0 0 00 0 00 1 333 |0 0.0 0 00 0 0.0 1 100 [0 00 |0 00 |0 00 0 00 |o 00 |2 7.7
SLC2647 3 30.0 0 00 0 00 0 00 2 286 [0 00 2 1000 |3 300 |0 00 |0 00 |0 00 0 00 |o 00 |7 26.9
KCNQI 0 0.0 0 00 0 00 0 00 0 0.0 0 00 0 00 |0 00 |0 00 |0 00 |0 00 0o 00 |o 00 |0 0.0
ATP44 1 10.0 000 0 00 000 1 143 |1 333 o 0.0 1100 [0 00 |0 00 |0 00 000 |o 00 |3 11.5
TOTAL 10 000 1 38 3 115 |7 269 |3 115 |2 77 10 385 |0 00 |0 00 |0 00 000 Jo 00 |26

P: Positivity; NA: not applicable
*APS1 and APS2 are presented but not considered for discussion due to the low number of patients
** Associations of non-gastric patients were not considered for the total associations.



