ultrasound

Variable R76W Other HNF4A P value
Units Median IQR n | Median IQR
i "1 microglobuli
ﬁ';'/'fry“ microgiobufin 205 | 835-287.8 | 20| 6.0 6.0-6.8 0.00005
Low molecular . : :
()] -
£ weight Ur"/‘:ryﬁzm'cmg'c’b“"” 620 | 36.087.4 |20| 03 0.1-0.3 0.0001
_g proteinuria Sg irolbindi o
< rinary retinof binding protein 1005 | 56.3-1505 |20 | 2.0 2.0-20 | 0.000003
7 mg/L
=
S | Hypouricaemia | SCrum urate 96.0 | 84.8-108.0 |16 | 268.0 | 233.3-321.3 | 0.002
e pmol/L
©
L Serum glucose 4.8 34112 |17| 72 5.3-9.8 0.2
© . mmol/L
3 Glycosuria Urine glucose
= 55.7 | 37.6-119.6 |20| 0.3 0.3-15 0.001
= mmol/L
(@)
2 serum phosphate 109 | 073122 |18| 115 | 1.03-1.27 0.4
bt . mmol/L
= Phosphaturia Urinary phosphate:creatinine
5 y phosphate- 4.22 208607 |20| 21 1.5-3.0 0.009
L mmol/mol
Renal tubular | Serum bicarbonate 220 | 203263 |18| 234 | 222-245 05
acidosis mmol/L
Renal function | ScruM creatinine 1140 | 825146.0 |20| 840 | 67.8-102.8 0.03
umol/L
Serum magnesium 1.10 091-1.16 |18 | 082 0.77-0.88 0.01
" mmol/L
@ . SR
= Urinary magnesium:creatinine 0.69 0.49-1.04 | 20| 0.4 0.34-0.5 0.02
T mmol/mol
— late:
= Urinary oxalate:creatinine 0.050 | 0.040-0.125 |20 | 0.034 | 0.028-0.046 | 0.03
o Other mmol/mol
Q biochemistr i
> y | Serum calcium 214 201-222 |18| 239 2.31-2.47 0.001
g mmol/L
m . . . . .
lcium:
< Urinary calcium:creatinine 0.97 047-115 |20| 05 0.38-0.65 0.05
= mmol/mol
©
- serum PTH 4.4 43-48 17| 30 2.1-4.0 0.002
pmol/L
R76W Other HNF4A P value
Imaging Nephrocalcinosis on renal 5/5 10 0/10 0.0003

with other HNF4A mutations

Supplementary Table 1. Comparison of biochemical and radiological features between patients with the R76W mutation and patients




Urinary amino acid R76W (n=6) Other HNF4A (n=15) |
umol/mmol Cr Median IQR Median IQR pvaiue
Hydroxyproline 79.5 54.0-107.8 6.0 3.0-9.0 0.001*
Proline 69.0 47.5-143.3 1.0 1.0-3.0 0.0004*
Phosphoethanolamine 25 0.75-5.75 2.0 1.0-5.0 0.9
Threonine 138.0 69.8-265.5 18.0 11.0-30.0 0.002*
Serine 149.5 90.0-221.8 34.0 30.0-56.0 0.02
Aspargine 48.5 26.0-140.0 16.0 8.0-30.0 0.06
Glutamic acid 195.5 86.5-220.3 3.0 2.0-5.0 0.0004*
Glutamine 137.0 80.3-233.3 37.0 16.0-61.0 0.002*
Glycine 1101.5 | 957.5-1428.5 197.0 105.0-310.0 | 0.0005*
Alanine 231.0 162.5-349.0 50.0 26.0-80.0 0.001*
Citrulline 61.5 38.0-144.0 1.0 1.0-2.0 0.0002*
Valine 175 3.8-33.8 3.0 2.0-5.0 0.01
Cystine 97.5 75.0-137.0 5.0 4.0-10.0 0.0004*
Methionine 5.5 4.0-7.8 5.0 4.0-7.0 0.5
Isoleucine 3.0 0.8-6.5 3.0 2.0-5.0 1.0
Leucine 15.0 9.3-45.0 7.0 5.0-8.0 0.005
Tyrosine 23.0 13.3-43.8 10.0 8.0-19.0 0.02
Phenylalanine 17.0 8.0-31.3 7.0 4.0-11.0 0.03
Ornithine 93.5 51.3-184.8 2.0 1.0-3.0 0.0004*
Lysine 400.5 329.3-780.3 14.0 11.0-30.0 0.0004*
Histidine 243.0 137.3-282.3 73.0 31.0-96.0 0.001*
Tryptophan 6.5 3.3-15.3 4.0 2.0-10.0 0.5
Arginine 64.5 23.8-92.3 2.0 1.0-3.0 0.0004*
Mean Z score 22.9 0.2

Supplementary Table 2. Comparison of urinary amino acids between patients with R76W mutation and patients with other HNF4A
mutations

Data are median (umol/mmol creatinine).
P-value calculated using Mann Whitney U test.
*Significance after a Bonferroni correction for analysing 23 amino acids, P < 0.002.



