
TESTING appropriate patients

See reverse side for 
additional testing information.

Visit AboutPH1.com to learn more.

RECOGNIZING the signs

PH1 can present at any age. Kidney stone formation is the sign that most often leads to a 
diagnosis, though not all patients with PH1 may be stone formers.1,7-9

A 24-hour urine test for patients 
who are: 

•  High-risk stone formers, such as
those with a family history10

• Recurrent stone formers1,2

• Interested first-time stone formers10

Genetic testing for patients with: 

•  Urinary oxalate (UOx) excretion exceeding
75 mg/day (0.83 mmol/1.73 m2/day)†,10

- In PH1, UOx levels are often >2 times
higher than the upper limit of normal11

PH1 often presents with kidney stones1-3,5,7,9 Other possible signs of PH12,3,5,7

Failure to thrive 
in infancy

• Any stone in children/adolescents
•   Recurrent and/or unusual* stones in adults
•   A family history of stones

* Including multiple, bilateral, 
and/or large stones.

Nephrocalcinosis Progressive kidney 
function decline

Systemic oxalosis

DIAGNOSING PH1: 
TURNING OVER EVERY STONE
Primary hyperoxaluria type 1 (PH1) is a rare progressive, life-threatening, and inherited 
disease.1-4  Earlier diagnosis of PH1 may help mitigate kidney damage.3,5,6 

†In adults without bowel dysfunction.

 If PH1 is suspected, two assessments can help identify prospective patients

https://AboutPH1.com
https://aboutph1.com/
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The Alnylam Act® program was created to provide access to genetic testing and counseling to patients 
as a way to help people make more informed decisions about their health.
•  While Alnylam provides financial support for this program, tests and services are performed by

independent third parties
•  Healthcare professionals must confirm that patients meet certain criteria to use the program
•  Alnylam receives de-identified patient data from this program, but at no time does Alnylam receive

patient-identifiable information. Alnylam uses healthcare professional contact information for research
and commercial purposes

•  Genetic testing is available in the US and certain other countries. Genetic counseling is available in the US
•  Healthcare professionals or patients who use this program have no obligation to recommend, purchase,

order, prescribe, promote, administer, use, or support any Alnylam product
•  No patients, healthcare professionals, or payers, including government payers, are billed for this program

One option for genetic testing when you suspect PH1 is 
the Alnylam Act® program: Third-party genetic testing  
and counseling for patients who may have PH1.

CATCHING elevated oxalate CONFIRMING genetic mutations

The American Urological Association 
(AUA) recommends 24-hour urine 
testing, which can be used for patients 
with preserved kidney function.6,10,12

Normal UOx level [all ages]:  
<45 mg /24 hr (<0.50 mmol/1.73 m2/24 hr).²

Spot urine testing can be used when 
a 24-hour urine test is not possible.7

 Plasma oxalate measurements can 
be used for patients with impaired  
kidney function. 4,6,7,

Normal plasma oxalate level: ≤2.0 μMol/L.‡,13

The AUA recommends genetic 
testing, which can identify AGXT 
gene mutations to help confirm 
a PH1 diagnosis, regardless of 
kidney function.6,10,14

The Rare Kidney Stone  
Consortium recommends 
genetic testing for family  
members of anyone with a PH1 
diagnosis, especially siblings.15

This testing information is provided for educational purposes only and is not intended to replace the 
independent medical judgment of any healthcare professional 

‡ Reference values have not been established for patients <18 or >87 years of age.13
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