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Supplementary Table S1: Clinical characteristics of pure small fiber neuropathy patients with a (potentially) pathogenic SCN9A variant

Age ENFD. NPS:Pain intensity [Intensity |SN-SQ SN
cposition Gender|_Age | debute_ (5th percentile)|_IENFD il Associated condition(s) Erythromelalgia|_Itch | Cramps | Family history | Actual VAS VASmin | VASmax | Severity _ Sharpness Hotness | Dullness _ Coldness |Sensitiviy Itchiness | Unpleasantness deep pain _ surface pain No. aut No. somatic ed
11886 P a6 Normal | Abnormal diopathic No o Negative 70 3 7 7 6 8 B 3 2 8 8 7 s 2 None
€554GoA F a0 38 66(57) | Normal | Abnormal & vitamin B12 Yes No | No | Negative 20 NA | 5o 3 5 NA s 3 4 4 4 4 6 o 4
€550GoA Mo s 2 1(35) | Abnormal _Abnormal Idiopathic Yes NA_ | NA | positive 50 50 NA 6 7 8 o [ 7 [ 7 o s o 4 Pregabalin 150mg B0
€554G5A P25 | 23 49(84) | Abnormal | Abnormal Idiopathic No. Yes | No | Negative 84 6 | s 7 8 7 8 8 s 9 7 9 7 4 ) Phenytoin
68406 M 28 2 75(61) | Normal | Abnormal Autoimmune disease No No | No | Positive 50 IR 3 4 8 o 1 1 o [ [ 3 3 2 Lamotrigine 25mg BID
68406+ P a 51(57)  Abnormal | Normal Idiopathic No. No | No | Negative 52 4 | a9 4 8 2 NA 0 o 2 5 5 5 s 2 Gabapentin 300mg QID
68406 F 37 3 | 11101 | Normal | Abnormal Idiopathic Yes No | No | Positive a 0 |78 7 [ 7 8 s s 3 7 8 7 7 4
68406 P a6 | a5 52(57) | Abnormal | Abnormal diopathic Yes No | No | Negative 75 3 8 8 7 8 3 3 s 0 8 3 9 4 2 None
68406+ F | sa | st 83(33) | Nomal | Abnormal & vitamin B12 No No | No | Positive a9 a6 os 8 s 9 ) 6 10 s s s 6 ) 4 None
68466+ F a1 13 | 111(57)  Normal | Abnormal & vitamin 812 Yes No | No | Positive NA NA_ | NA s [ 4 7 ) ) 7 s [ 7 8 3 Gabapentin 500mg TID
68406 Mo st 16(35) | Abnormal | Abnormal Idiopathic No. No | No | Negative 68 18| 88 2 8 3 3 4 4 1 2 7 4 9 4 None
1007 M | a0 37 85(44) | Nomal | Abnormal Idiopathic No. No | Yes | Positive NA NA L NA | NA NA NAL | NA | NA | NA | NA NA NA NA nA NA_None
1007 M 50 47 | 101(35) | Noma | Abnormal Autoimmune disease Yes No | No | Negative NA NA L NA | NA NA NA NA | NA | NA | NA NA NA NA NA NA
1552657 M | 61(52) | Nomal | Abnormal  Autoimmunediseaseand DM Yes No | No | Megatve . u % 8 8 [ 4 1 3 7 7 [ 7 9 4 Tramadol and oxycodane on occasion
1555650 F | aa | 35 73(57) | Nomal | Abnormal Idiopathic Yes No | No | Positive 67 NA |86 7 8 8 7 10 9 0 7 8 NA 9 ) ione
1555GoA% F 63 60 10(32) | Abnormal | Abnormal (54 Yes No | No NA 36 a6 5 [ 7 5 6 s 3 5 3 3 6 4| Gabapentin 300m daily
1502 F |2 | 25 8(34) | Abnormal | Normal Idiopathic Yes No | No | Negative 75 7 74 8 7 10 o [ 0 o NA NA NA 2 1
C186765A" Foet s 28(32)  Abnormal | Abnormal Idiopathic Yes No | Yes | Ppositve 87 87 | 96 s 8 7 7 9 9 7 8 o 7 6 4 None
20330 M| sa | s0 77(35) | Nomal | Abnormal Idiopathic Yes No | No | Negative 70 53 a8 8 8 8 0 3 8 0 NA NA NA s ) Duloxetine 120mg dai 10mg T,
2128726 oo 16 47(85) | Abnormal | Normal Idiopathic Yes No | No | Positive 64 o 85 7 s 8 7 [3 s o [ 7 s s 3 None
€21576 F a6 39 69(57) | Normal | Abnormal Idiopathic Yes No | No | Positive NA NA | NA s s 3 ) ) o 1 B s ) 1 1 Tramadol hydrocholride/paracetamol
c2159TA" F 65 63 37(32) | Nomal | Abnormal Idiopathic No. No | No | Positive NA NA© L NA 4 5 5 6 s 2 2 NA 2 2 4 3 None
c2159TA" M| 39 38 45(52) | Abnormal | Abnormal Idiopathic No. No | No | Negative 56 | e 7 6 7 7 8 3 o 7 8 7 6 4 NA
221506 Fo 28 2 7.7(84)  Abnormal | Abnormal Idiopathic No No | No | Negative 7 s6 | 8 8 8 NA 9 1 s 7 NA NA NA 8 4 Oxycodone Smg 4 to 8 times a day, pregabalin 75mg 6 times a day
221506 M | 6 | et 32(8) | Normal | Abnormal diopathic Yes Yes | No | Negative a5 7 46 6 o o o 6 10 o 10 2 10 2 1 None
2215M6 F | s6 | 53 13(43) | Abnomal | Normal Autoimmune disease No. No | No | Negative 76 9 e 8 8 8 7 6 6 0 8 8 7 8 4 None
221506 M 70 68 1(22) | Abnormal | Abnormal diopathic No. No | No | Negative 2 A 7 8 7 6 3 2 2 5 3 7 2 2 Pregabalin 75mg BID
221506 P e | a1 Normal | Abnormal Autoimmune disease Yes No | No | Positive 16 2 e 7 8 7 7 4 s 4 s 7 3 o 4 ione
221506 Mo s 39 22(35) | Abnormal | Abnormal Idiopathic No. Yes | No | Negative NA NA | NA s s 7 3 1 1 1 [ [ s 7 4 Pregabalin, duloxetine
221506 Fo| 51 14 34(83) | Abnormal | Abnormal Idiopathic Yes Yes | Yes | Positive 53 46 NA 6 8 6 4 2 8 6 7 8 5 [ ) Duloretine
221506 Mo e et 0 Abnormal |~ Abnormal Idiopathic No. No | No | Negative 79 27 s NA NA 8 2 3 s 1 [ [ s 7 3 None
221506 F 6 | 63 22(32)  Abnormal | Abnormal Idiopathic Yes No | No | Negative NA NA L NA | NA NA NA | NA | NA | NA | NA NA NA NA NA NA regabalin 75mgTD
221586 Fooso s 45(43) | Nomal | Abnormal Idiopathic Yes No | No | Megatve NA NAC | NA s 5 9 [3 3 o o 7 [ 3 8 3 Pregabalin
221506 P50 67(22) | Nomal | Abnormal om No. No | No | Megtve 64 % 83 7 6 8 8 0 5 1 5 [ ) 8 3 None
221506 Mo 37 51(52) | Abnormal | Abnormal Alcohol abuse No. Yes | No | Posiive 56 % | a7 3 7 8 o 5 6 o 9 9 6 5 4 Amitriptyline 10mg 8D
215 F |66 | 64 23(32)  Abnormal | Abnormal Idiopathic No. No | No | Negative 83 2% e s s 7 7 6 s o 8 7 9 8 3 Gabapentin 800mg TID, tramadil 50me T
COUSAG +c2TINC/c2OTIGT 1 d612TCT | F | 65 62 97(32) | Nomal | Abnormal Idiopathic No No | No | Megatve o1 noes o 9 7 8 8 9 s o o s 7 4 Duloxetine 30mg D, buprenorphine transdermal
2266 P e 64(22) | Nomal | Abnormal Idiopathic No. No | No | Negative NA NAC | NA 7 10 10 2 0 8 0 10 10 7 3 1 Pregabaline 75mg daily
2271654 Fo e | a8 562 Normal | Abnormal Autoimmune disease Yes No | Yes | Negative NA NA | NA 7 9 6 7 s s s 9 10 s 5 3 Duloxetine 60mg daily
€25676>A% M | 68 | NA_ | 37(28) | Nomal | Abnormal NA No. No | No | Positive 0 3 3 o o o NA 0 0 o o o 0 0 1
€2794AC/c297165T" F | 62 | 59 54(32) | Nomal | Abnormal diopathic No. No | No | Negative 60 % | s 3 6 7 s 1 s 2 NA NA NA 9 4 None
€2794A5C/c.297165T* M1 e 4(61) | Abnormal | Abnormal diopathic No. No | No | Positive 7 7 7 4 6 7 4 0 1 1 6 7 s 7 2
€2794A5C/c 297165T Fo |36 | 3 64(11)  Abnormal | Abnormal Autoimmune disease Yes No | Yes NA 87 80 | 100 s B 8 9 10 7 6 10 10 s ) 4 amiiptyine
€27945C/c2971G5T Mo 27 19 74(61) | Nomal | Abnormal Autoimmune disease No. No | Yes | Negative 88 39 100 9 9 8 9 7 ) 3 9 9 9 7 4 ione
€2794A5C/c.297165T* M |21 13 | 102(61) | Nommal | Abnormal diopathic No. No | No NA 7 a7 | 95 9 9 8 8 3 8 o 8 8 7 ) 3 None
€278405C/c 297165T* + € 4612TC M | so | as 06(35)  Abnormal | Abnormal Autoimmune disease No No | No NA 29 13 se 4 5 3 1 1 o 1 s 4 3 s 2 None
€2794AC/c2971G5T" + ¢ 4612TC Pl e | & 81(57) | Nomal | Abnormal diopathic No. No | Yes | Negative 68 PN 3 7 6 7 6 9 s 5 8 7 9 4| Gabapentin 300mg T, duloxetine 60me daiy
2790 /c2971G5T" +CAB12TC M| s se 96(35) | Nomal | Abnormal Autoimmune discase No No | No | Megatve 80 a 8 8 9 7 8 8 6 8 5 9 6 4
296906 M & e 78(8) | Nomal | Abnormal Autoimmune disease No No | No | MNegtwe 7 19 8 8 s 9 3 s o o s s ) 3 1 Amitripyline, idocaine gel, oxycodone Smg TID
€3689T:C P27 2 45(84) | Abnormal | Normal Idiopathic Yes No | No | Positive NA NA | NA 4 o 6 7 8 1 6 5 1 7 s 3
3665 M | 6 | ss 708) Normal | Abnormal Idiopathic Yes No | No | Megatve NA NA L NA | WA NA NA 8 NA | N s NA s NA s 4 None
4585 4590delAGTCAA P a2 | a0 91(57) | Nomal | Abnormal diopathic Yes No | No NA NA NA | NA | A NA NA | NA | NA | NA | Na [y NA NA [ NA_None
96650 P70 | es 23(2) | Nomal | Abnormal diopathic Yes No | Yes | Negative 35 s 8 8 8 8 9 7 8 7 8 s 3 4 None
€485965T M |30 s 36(52)  Abnormal | Abnormal diopathic No. No | No | Positive 3 4 88 3 1 7 na o 0 0 5 7 1 3 1 None
497005 P a7 | as 82(57) | Nomal | Abnormal diopathic No No | No | Negative a9 1 75 7 4 7 7 s 2 2 7 7 s 8 4 None
5260651 Mo 329 71(52) | Nomal | Abnormal diopathic No. No | No | Negative NA NA | NA 8 9 5 7 s 3 8 7 6 2 4 3 None
5260651 P s6 | 55 | 164(43) | Nomal | Abnommal diopathic No. No | No | Negative NA NA_ | NA 3 6 s 7 0 4 ) 2 2 6 s 3 Amitriptyline 10me daily
5912057 F | 60 | s9 35(32) | Nomal | Abnormal diopathic Yes No | No | Positive NA N NA | A NA 9 s 9 s 3 8 B 4 4 3 |Gabapentin 400mg TID
: female; M: male; IENFD: intraepidermal nerve fibre density; TIT: temperature thresh & e ) 0=n0 pain and 100
pain scale (0 pain and 10 =in pain); SEN-SIQ: P i
GT:  vitamin B12: vitamin 812 deficency: BID: wice daiy; TID: three times daiy; QUD: four times daily
*Variant classifid as **Als0 SCN11A variant . 158Pr0).
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