
A NEW DIAGNOSTIC TOOL FOR CHILDREN WITH SHORT STATURE

■ SHOX-DNA-Dx is the first widely available assay used to 
provide a definitive diagnosis for short children with 
SHOX deficiency.

■ A positive result helps the physician, patient and 
family to move beyond the search for a diagnosis.

■ The SHOX-DNA-Dx test detects both known and 
previously undocumented SHOX mutations.

■ A positive SHOX-DNA-Dx test result may end the invasive,
costly diagnostic testing process in short children.

■ A minimum sample requirement of 1 ml ambient blood 
reduces patient discomfort and allows for ease of 
collection and shipment.

■ The SHOX-DNA-Dx test was developed by Esoterix with 
license from Eli Lilly & Company.
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SHOX diagnostic algorithm- SHOX-DNA-Dx testing in the diagnostic workup.

SHOX gene maps to PAR 1

SHOX-DNA-Dx is a genetic test that utilizes PCR based amplification and DHPLC heteroduplex analysis to detect
mutations and deletions in the SHOX gene. Discovered in 1997, SHOX is an acronym for the Short Stature
Homeobox gene that is located on the short arm of the sex chromosomes. Deficiency of one copy of the SHOX
gene is believed to be the cause of short stature in Turner syndrome. In addition, research has shown that SHOX
defects are present in the majority of individuals with Leri-Weill syndrome and in some children previously classified as
having idiopathic short stature.



For more information or to obtain a supply kit,

please call 800.444.9111 or visit www.esoterix.com.
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Test Code

Specimen
Requirement

Methodology

CPT Codes
Assay Time/
Schedule

504005

Recommended: 3 ml EDTA whole blood.
Keep and ship at room temperature.
Ship same day as collected.
Minimum: 1 ml EDTA whole blood.

Mutation analysis by PCR, DHPLC and sequencing
as needed.

83890
83898x12
83903x12
83912
83904x2*

2 days/
As needed

* If a mutation is found, sequencing is required to confirm the findings and the 
CPT code 83904x2 would also apply.
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