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Table S1. Case series under study.

Patient number Family ID Family phenotype Affected/Healthy Type of analysis RET variant
1 10-0-02 MTC A C NO
2 28-0-03 MTC A C NO
3 91-0-03 MTC A C YES
4 91-0-03 MTC A T YES
5 31-0-04 MTC A C NO
6 144-0-04 MTC A C YES
7 59-M-04 MTC A C NO
8 91-0-03 MTC A T YES
9 91-0-03 MTC A T YES
10 91-0-03 MTC H T YES
11 91-0-03 MTC H T NO
12 91-0-03 MTC H T NO
13 27-0-05 MTC A C NO
14 91-0-03 MTC H T YES
15 91-0-03 MTC A T YES
16 91-0-03 MTC H T NO
17 42-0-07 MTC A C NO
18 9-0-08 MTC H T YES
19 LAB-01 UK UK C NO

20 LAB-02 UK UK C NO
21 LAB-03 (€ UK C NO
22 9-0-08 MTC H T NO
23 9-0-08 MTC H T YES
24 91-0-03 MTC H T NO
25 19-0-09 MTC A C NO
26 LAB-04 UK A C NO
27 21-0-09 MTC A C NO
28 31-0-09 MTC A C NO
29 54-0-09 MTC A C YES
30 54-0-09 MTC A T YES
31 42-0-10 MTC A C NO
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118 LAB-15 UK UK C NO
119 LAB-16 UK UK C YES
120 LAB-17 UK UK C NO
121 204-O-16 PGL/PCC A C NO
122 275-0O-16 MTC A C NO
123 371-O-16 CCH A C NO
124 166-O-17 MTC A C NO
125 191-O-17 MTC H T YES
126 288-O-17 PGL/PCC A C NO
127 359-0-17 PGL/PCC A C NO
128 1-MAG-CRC PGL/PCC A C NO
129 LAB-18 UK UK C NO
130 43-0O-18 MTC A C NO
131 55-0-18 MTC A C YES
132 55-0-18 MTC H T NO
133 LAB-19 UK UK C NO
134 LAB-20 MEN2B A C YES
135 LAB-20 MEN2B H T NO
136 LAB-20 MEN2B H T NO
137 55-0-18 MTC H T NO
138 55-0-18 MTC H T NO
139 LAB-21 UK UK C YES
140 LAB-21 UK UK T NO
141 LAB-21 UK UK T NO
142 142-O-18 MEN2A A T YES
143 142-O-18 MEN2A H T NO
144 142-O-18 MEN2A H T NO
145 LAB-22 UK UK C NO
146 228-0O-18 MTC A T YES
147 228-0O-18 MTC H T YES
148 228-0O-18 MTC H T NO
149 228-0O-18 MTC H T NO
150 228-0O-18 MTC A T YES
151 LAB-23 UK UK C NO
152 LAB-24 UK UK C NO
153 LAB-25 UK UK C NO
154 LAB-26 UK UK C NO
155 LAB-27 UK UK T NO
156 LAB-28 UK UK C NO
157 228-0O-18 MTC H T NO
158 520-M-18 MTC A C NO
159 324-0-19 MTC A C NO
160 330-0-19 PGL/PPC A C NO
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161 83-OB-19 PHPT A C NO

162 115-0-20 MTC H YES

163 91-0-03 MTC H T YES
Abbreviations: MTC = Medullary Thyroid Carcinoma; UK = Unknown; IG = Intestinal

Ganglioneuromatosis; MEN2A = Multiple Endocrine Neoplasia type 2 A; CCH = C Cell Hyperplasia;
PGL/PCC = Paraganglioma/Pheocromocytoma; PHPT = Primary Hyperparathyroidism; MEN2B =
Multiple Endocrine Neoplasia type 2 B; C = Complete analysis; T = Targeted analysis



