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Table 1. Clinical characteristics and genetic information of patients and controls

Study ID Study ID Sex Onset Ageat  Ageat Muscle weakness* Reported muscle Result of biopsy KBTBD13 mutation
™S biopsy biopsy ™S at time of biopsy/ slowness/stiffness
first consultation
NEM6-T05 NEM6-FO1 F Childhood 42 49 Mild® Stiffness Cores and dystrophy 1222057
(p.(Arg408Cys))
NEM6-F02 F Adulthood 43 NA Mild Stiffness Cores and rods 1222057
(p.(Arg408Cys))
NEM6-T03 NEM6-F03 F Childhood 16 28 Mild Slowness Rods No genetic confirmation
Mother with ¢.1222C>T
(p.(Arg408Cys))
mutation
NEM6-F04 F Adolescence 45 NA Mild Stiffness and Cores and rods 1222057
slowness (p.(Arg408Cys))
NEM6-F05 M Adulthood 62 NA Mild Stiffness Normal 1222057
(p.(Arg408Cys))
NEM6-F06 F Adolescence 34 NA Moderate’ None Rods 1222057
(p.(Arg408Cys))
NEM6-FO7 F Childhood 28 NA No muscle Stiffness Normal €.247G>C
weakness (p.(Glu83GIn))
NEM6-F08 M Childhood 68 NA Moderate Slowness Rods 01222057
(p.(Arg408Cys))
NEM6-F09 F Unknown 45 NA Unknown Unknown Cores and rods c12220>T
(p.(Arg408Cys))
NEM6-F10 F Childhood 56 NA Mild Slowness Rods 01222057
(p.(Arg408Ser))
NEM6-TO7 NEM6-F11 F Childhood 4 47 Mild Stiffness and Cores, rods, and ¢170G>C
slowness dystrophy (p.(Lys390Asn))
NEM6-F12 M Adulthood 54 NA Mild® Slowness Normal ¢1107C>G
(p.(Ile369Met))
NEM6-TO1 M Childhood NA 52 Mild Stiffness NA €12220>T
(p.(Arg408Cys))
NEM6-T02 F Childhood 32 33 Moderate Stiffness Cores and rods 1222057
(p.(Arg408Cys))
NEM6-T06 M Childhood NA 45 Mild Stiffness NA c12220>T
(p.(Arg408Cys))
NEM6-T08 M Childhood NA 23 No muscle None NA 1222057
weakness (p.(Arg408Cys))
NEM6-T09 M Unknown NA 49 Mild None NA 1222057
(p.(Arg408Cys))
NEM6-T10 M Childhood 30 36 Mild Slowness Cores and rods 1222057
(p.(Arg408Cys))
NEM6-T11 F Unknown NA 21 Mild Stiffness and NA 1222057
slowness (p.(Arg408Cys))
CTRL-01 F NA 65 NA NA NA Normal NA
(TRL-02 M NA 50 NA NA NA Normal NA
(TRL-03 M NA 44 NA NA NA Normal NA
(TRL-04 M NA 50 NA NA NA Normal NA
(TRL-05 F NA 52 NA NA NA Normal NA
(TRL-06 F NA 51 NA NA NA Normal NA

All the biopsies that showed cores and/or rods also showed myopathic changes, including an increase of internal nuclei, fiber type disproportion, and fiber
type | predominance. NA, not assessed. “Muscle weakness: proximal muscle groups are more affected than distal ones. Axial weakness is also present. No
facial weakness. EMild: strength is at least MRC scale 4. “Moderate: strength is MRC scale 3-4. PThis patient has predominantly distal weakness and thus
differs from the other patients.
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