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Supplementary File S1. EQ-5D-50L

Under each heading, please tick the ONE box that best describes your health TODAY.

MOBILITY

| have no problems in walking about
Em | have slight problems in walking about

| have moderate problems in walking about

| have severe problems in walking about
| am unable to walk about

The best health
You can imagine

This scale is numbered from 0 to 100.

Ooooo

100 means the best health you can imagine.

0 means the worst health you can imagine.
SELF-CARE

I have no problems washing or dressing myself

I have slight problems washing or dressing myself

| have moderate problems washing or dressing myself
| have severe problems washing or dressing myself

| am unable to wash or dress myself

Mark an X on the scale o indicate how your health is TODAY. 80

* Now, please write the number you marked on the scale in the box ke
below.

ooooo

USUAL ACTIVITIES (e.g. work, study, housework, family or 60

Health Questionnaire loisure activitios)
| have no problems doing my usual activities
YOUR HEALTH TODAY = ‘:l

English version for the UK | have slight problems doing my usual activities
| have moderate problems doing my usual activities
| have severe problems doing my usual activities
| am unable to do my usual activities
PAIN / DISCOMFORT
| have no pain or discomfort

ooooo

We would like to know how good or bad your health is TODAY. 100
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| have slight pain or discomfort

| have moderate pain or discomfort

| have severe pain or discomfort

| have extreme pain or discomfort
ANXIETY / DEPRESSION

| am not anxious or depressed

| am slightly anxious or depressed

| am moderately anxious or depressed
| am severely anxious or depressed

| am extremely anxious or depressed

goocoo

The worst heatth
you can imagine
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Supplementary File S2.
Fatigue Assessment Scale

Fatigue Assessment Scale (FAS)

Instructions:

The following ten statements refer to how you usually feel. Please give an answer to each question, even if

you do not have any complaints at the moment.

MNever Sometimes Regularly Often Always

1 |1 am bothered by fatigue 1 2 3 4 5
2 || get tired very quickly 1 2 3 4 5
3 || don't do much during the day 1 2 3 4 5
4 |1 have enough energy for everyday life 5 4 3 2 1
5 | Physically, | feel exhausted 1 2 3 4 5
6 || have problems to start things 1 2 3 4 5
7 |1 have problems to think clearly 1 2 3 4 5
8 || feel no desire to do anything 1 2 3 4 5
9 |Mentally, | feel exhausted 1 2 3 4 5

‘When | am doing something, | can concentrate quite 5 4 3 2 1

well

Developer Reference:

Michielsen, H. J., De Vries, J., & Van Heck, G. L. (2003). Psychometric qualities of a brief self-rated fatigue

measure the fatigue assessment scale. Journal of Psychosomatic Research, 54, 345-352.

(FAS)



Supplementary Table S1.

Gene Mutations

HMBS

Patiant Mo, Sax HMEBS mutation AIP classification (Ipnet)
1 f CddlC=T, Exon @ Frophylactic Heme
2 f Diespite borderflime low PEGD activity, mo mutation faund Frophylactic Heme
| f Mo sequencing performed Sporadic
4 f c.t05dupT Symptomatic High Exc.
5 f c5170=T, paArg1?3Trp heterczygot, Exon 5010 Recurrent
& ™ . 60T, pArgdeCys haterooygot, Exon 2 Symptamatic High Exc
7 f c.180deiC Sparadic
| f c AR =T, pbrg1&iTrp heteroczygot, Exon ST100 Sympiomatic High Exc.
9 f C.A85C-0 pGinnd3*Exon 12 Sparadic
1d m WS #1058 Sporadic
1 f Mo sequencing performed Praphylactic Heme
12 f . 2280 heterozygot, Exon 15 Frophylactic Heme
13 f Mo sequencing performed Sporadic
14 f c180deiC Sparadic
15 m cING=A, p.Glyl1idrg, Exon 7 Frophylactic Heme
14 f Mo sequencing performed Reciurrent
17 f cBAIT =C p.Lewd?BPro Recirrent
14 f Mo sequencing performed Recurrent
19 f Mo sequencing perform ed Sparadic
A0 f Mo sequencing performed Sporadic
21 f cATIC =T plérg2dS) hateroaygot, Exon 12 Sparadic
2 m Mo sequencing perform ed Sympraomatic High Exc
23 m c.517C=T [Argi?ITrpl Sporadic
24 f eS0T [Argi?ITrp) Sparadic
25 f cAL2-2deld, p.[7] heterczygot, Intron 11 Sporadic
24 f 50064, pArg1&7GIn hateroaygot, Exon @ Sympramatic High Exc
27 f .73 7Hdel p.Leudddalafs Sparadic
28 f c 5170 =T pargi?3Trp heteroeygot, Exnon 9110 Recurrent




