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Supplemental material placed on this suppl al material which h he aut] J Neurol Neurosurg Psychiatry

Supplementary Table 3: Clinical characteristics of pure small fiber neuropathy patients with a (potentially) pathogenic SCN11A variant

hge IENFD NPS: Pain intensity [ Intensity | SFN-SIQ. PN
cposition Gender_Age | debute (Sth percentile) _IENFD i Associated condition(s) Erythromelaigia| _tch _ Cramps _ Family history | Actual VAS | VASmin | VASmax |Severity _ Sharpness Hotness  Dullness  Coldness _ Sensitiity Itchiness | Unpleasantness | deep pain _ surface pain No. auts No. somatic a
c950T F ormal | Abnormal Autoimmune diseas No o Negative NA 6 o NA 5 s 7 3 Amitriptyline 30mg daly, pregabaline 75mg BID
c950T o ar s 54(57) | Abnormal | Normal Autoimmune disease, IGT Yes No | Mo NA NA NA | NA NA NA NA NA NA NA NA NA NA NA NA NA
15167 F o sa 52 29(43) | Abnormal | _Abnormal Autoimmune disease Yes No | No | Negative o1 7 98 10 i il 10 9 5 0 10 10 8 7 3 Amitriptyline S0mg daily
106005 F 52 51 9(33) Normal |~ Abnormal Idiopathic No No | No | Negative 7 a8 w7 7 8 7 3 6 2 2 7 8 s 4 4
11821 Foss 50 81(43) | Normal | Abnormal Idiopathic No Yes | MNo | Positive 48 12 s 6 l 7 3 o 8 7 5 7 7 5 3 None
1257651 F s 52 17(43) | Abnormal | Normal Autoimmune disease Yes No | No | Negatve 64 16 81 5 8 7 7 7 8 2 NA 8 NA 7 a Amitriptyline
1257651 [ERET) 2 6.1(7,1) | Abnormal | Normal diopathic No No | Mo NA NA NA | NA NA NA NA NA NA NA NA NA NA NA ] a Gabapentin 300mg TID
1257657 Fo2s 2 7,1(84) | Abnormal | Abnormal Idiopathic No No | No | Negative 7 27 | s 8 NA 10 7 £l NA [ 8 ] 7 i a Tramadol 100mg daily
1257657 F 57 a9 430a3) ormal | Abnormal Idiopathic No Yes | MNo | Negative NA NA | NA NA NA NA N Na NA NA NA NA NA NA NA | Capsaicin creme
1257651 F 3 30 5(7.1) Normal | _Abnormal iopathic Yes No | Yes | Negatve NA NA | NA 8 10 6 8 8 s s 7 5 a ione
1744650 Fo 70 s 31(22) | Normal | Abnormal Idiopathic No No | No | Negative 52 16| 59 6 5 7 6 4 7 4 7 7 6 8 a Amitriptyline 25mg TID, buprenorphine transdermal
€1744GoA Foos a8 66(43) | Normal | Abnormal Idiopathic Yes No | Yes | Positive 73 56| 89 7 NA NA NA NA NA NA NA NA NA 7 4
€1744G5A F 69 a9 74(32) | Normal | Abnormal Autoimmune disease No No | No | Ppositive NA NA | NA 5 4 4 4 s s s 6 5 s ] a
€1744G5A 2 2 94(84) | Normal | Abnormal Idiopathic No Ves | Yes | Negative 75 ECRN T} 6 7 a 7 6 7 7 8 8 2 5 a Oxycodone on occasion
1744657 M s6 53 51(35) | Normal | Abnormal Idiopathic No No | No | Negative 20 3 62 3 3 6 3 6 1 1 NA a 4 3 2 Amitriptyline 10mg and 25mg daily
1927856 Mo 70 e 81(21) | Normal | Abnormal diopathic No No | No | Negative 75 7| e 8 7 s 6 7 7 2 il ] s 3 4 one
204205 M 74 65 44(21) | Normal | Abnormal Autoimmune disease No No | Yes | Negatve 73 68 | 100 5 s 8 8 8 7 6 s s 8 7 a ‘Gabapentin 400m BID, amitriptyine
2095650 M 69 64 67(28)  Normal | Abnormal iopathic Yes No | No | Positive NA NA | NA NA NA NA NA NA NA NA NA NA NA NA NA
241906 F 59 57 112(43) | Normal | Abnormal om Yes No | Yes | Ppositive 36 23 | 70 3 5 3 2 3 4 4 3 2 3 ] 4 None
241986 F o s9 57 57(43) | Normal | Abnormal Idiopathic No No | No | Negative Na Na | NA NA NA NA N Na NA NA NA NA NA NA NA one
2513654 M ss 56 05(3,5) | Abnormal | _Abnormal No No | No | Negatve 68 a5 91 s s El El 7 7 8 7 s 7 7 a Amitriptyline 10mg daily
€25246>C F 76 66 2,6(22) | Normal | Abnormal diopathic Yes No | No | Positive 2 10 s 7 8 7 s 7 5 4 8 7 9 6 a Amitriptyline
322206 Mo 39 38 77(52) | Normal | Abnormal 16T No No | No | Negative 2 20 | 30 3 4 2 4 o 1 0 a 3 1 7 [ Carabamazepine 200mg QID, pregabalin 75mg BID
34731 F 61 59 48(32) | Nomal | Abnormal Idiopathic No Yes | No | Positive NA NA | NA 7 7 10 10 s 3 9 7 il 6 ] 4
34731 M 73 72 31(21) | Normal | Abnormal giopathic No No | Yes | Negatve 7 3 8 8 8 2 8 2 8 8 8 8 8 6 a Pregabalin 75 BID
347310 63 60 10(32) | Abnormal | Abnormal 16T Yes No | Mo NA 36 21 65 5 6 7 s 6 5 3 5 3 3 6 a Gabapentin 300mg daily
3745650 Mo s 50 61(35) | Normal | Abnormal Idiopathic Yes No | Yes | Negative 65 8 | 8 7 8 8 6 o 4 o 7 8 7 7 a None
4049G>A F 46 30 53(57) | Abnormal | _Abnormal Idiopathic No No | Yes | Ppositive 62 16 | s 6 3 7 s 3 [ 7 ] 7 4 ] a None
€4049G>A [T 30 1L4(71)  Normal | Abnormal giopathic No No | No | Negatve 65 2 51 3 8 8 5 s 6 7 a 8 B 7 2 Pregabalin 150mg and 300mg
4057164 Fo a5 a2 8(5.7) Normal |~ Abnormal diopathic No No | Yes | Positive 5 o 30 3 6 1 6 o 8 6 5 NA NA 8 a None.
4282657 M 59 55 02(3,5) | Abnormal | Normal Idiopathic Yes No | No | Negative 36 e 3 7 7 3 o 1 4 10 2 9 [ 3 Lamotrigine 100mg BID
€4309G>A M a2 63(44) | Normal | Abnormal Igiopathic No No | No | Negatve 84 Na 93 s 10 ] a4 4 8 4 10 ] o i a jone
5067056 F 20 19 73(84) | Abnormal | Abnormal Autoimmune disease No No | No | Negatve NA NA | NA NA NA NA NA NA NA NA NA NA NA NA NA | Nortriptyline 30mg daily, gabapentine 300mg daily
F: female; M: male; [ENFD: intraepidermal nerve fibre density; TTT: temperature thresh 3 o= d 100
pain scale (0 painand 10 =in licabl pain);SFN-SIQ: at
number Jitus; IGT: : TID: three times daly; QID: four times daily.

**iso SCN9A variant ¢.1555G>A; p.(GluS 191ys)
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