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BACKGROUND

Kidney stones are common with lifetime

prevalence ot 5-10%

Stones have estimated heritability of

50%; monogenic mutations are thought

to account for ~15% of cases

New treatments are becoming available
to target these monogenic mutations
Commercial gene panels are becoming

more accessible, but yield of testing

remains unknown

METHODS

1. Collected gene panels (Perkin
and 24-hour urine studies from UCSF

patients with stone disease

Compared patient characteristics for

those with and without mutations

Used recetver operator characteristic

analysis to identity candidate thresholds

for genetic testing.

Indications for testing

m Hyperoxaluria = Young Age/High Burden

Hlmer ™)

14% of kidney stone patients have a
potentially targetable mutations which can
be identified on a commercial gene panel.

Mutation Frequency

Ab

m SLC7AS = ALPL = GRHPR XDH

m ADCY10 = CASR m CYP24A1 = FAM20A
m HOGA1 = MOCS1 w=SLC34A3 = SLC3A1
m SLC4A1

Figure 1: Observed Mutations
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Figure 2: Observed electrolyte abnormalities in patients with
genetic findings suggestive of abnormalities.
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Figure 3: Diagnosis of primary hyperoxaluria

26.7x7.5
(55mg/day and 80mg/day)

in two different urinary oxalate cut-off values

University of California
San Francisco

RESULTS

14/36 patients were found to
have genetic mutations

Five mutations were pathogenic,
the rest were variants of
uncertain significance (VUS)
Oxalate 280mg/day may have
favorable test characteristics for
primary hyperoxaluria

Patients with genetic findings
trended younger and were less

likely to have diabetes

DISCUSSION

Genetic testing revealed a higher
yield than previously reported
Testing may have a increased
yield in patients who are younger
and have fewer signs of
metabolic syndrome

24-hour urine may be helpful to
establish cutoffs for testing
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