Amino Acid Structure of Uromodulin with Mutations that Result in
Uromodulin Kidney Disease

Cysteine-Rich 1
(149-199)

°° 0060000600006000000
170
150(€)

1148
000"
(XX Xx) e
0000,
" Xe X I 133
WA AT
129 (Vv XeXs)  EGF3
122 :o; 1 125
&
OO0
136X Xe X4)
12e )(¢ J(o)110

108{ 2 )

(€) 106

172

r
< " E x 34 32 !,
B 0050, ocoooeceoo

1

o
<
o
m
(9]
-
-

Signal Peptide

96600

HN-GEROOOOW

Deletion 177-185

Deletion 188-221
195 ({c]

Domain of 8 Cysteines
(199-287)

248

246

196

200

202

204

210

Cysteine-Rich 2
(287-334)

Zona Pellucida

¥0.0000.00000.
0000000000
20000000000
20, 00000000
394 AL T N N LN LN AN AN
0000000000
0 ARAD AL ANA AR AL ANA
0,0,0.00.0.0.0.0.0%
Joocoooe0000n
B 0000, 00, 0l
e st R e o S
0000, 00000
20000000000
00000. 0000
0000000000
0000000000
20000000000
)00 0000000
00,0000
000, 060000
S0.0/00000000
0000000000
0000000000

Celor-coding key:

@ Cysteine

@(:\f‘.lﬁine mutation - substitution
0 Cysteine mutation - substitution & deletion

@ Cysteine mutation - substitution & inversion

. Mutation - substitution

. Mutation — substitution & deletion

. Mutation - deletion
o Mutation — imversion

@ Likely clinically silent mutation
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Kidd K adapted from Turner 11 et al. J Clin End Metab 2003



