
Introduction

Genetic testing is essential for confirming a diagnosis of MCT-8 deficiency and plays a critical role in family planning, early 
intervention, and personalized care. This guide will walk you through the genetic basis of MCT-8 deficiency, the testing 
process, result interpretation, and next steps.

What Causes MCT-8 Deficiency?

MCT-8 deficiency is caused by mutations in the SLC16A2 gene, which codes for the monocarboxylate transporter 8 (MCT-8). 
This protein is responsible for transporting thyroid hormone (T3) into cells. Disruption in this process affects brain 
development and thyroid hormone balance.

Because the condition is X-linked, males are typically more severely affected, while females may be carriers with mild or no 
symptoms.
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Genetic Testing Process
Sample Collection:

A blood or saliva sample is collected 
in a clinic or lab. Samples are sent to 
a genetic laboratory specializing in 
rare diseases.

DNA Sequencing:

The lab sequences the SLC16A2 
gene to identify mutations. Advanced 
sequencing techniques can detect 
small or large changes in the gene.

Result Types:

• Positive: Confirms the 
presence of a mutation linked to 
MCT-8 deficiency.

• Negative: No mutation is found, 
though it may not rule out other 
rare thyroid transport disorders.

• Variant of Uncertain 
Significance (VUS): A mutation 
is detected, but its clinical 
significance is unknown. 
Follow-up testing or clinical 
monitoring may be 
recommended.

Purpose of Genetic Testing

• Definitive Diagnosis: Confirms MCT-8 deficiency when 
clinical symptoms are suggestive.

• Family Planning: Identifies carriers and helps families 
make informed decisions about having more children.

• Early Intervention: Enables early diagnosis and treatment, 
leading to better developmental outcomes.

• Personalized Care: Helps healthcare providers tailor 
treatment based on the specific mutation and symptoms.



Next Steps after Testing

• Genetic Counseling: Discuss results with a genetic 
counselor to understand what they mean for you and 
your family.

• Family Testing: If a mutation is confirmed, other 
family members may want to consider testing.

• Care Plan Development: Work with your medical 
team to create a care plan, including therapies and 
medications tailored to your needs.
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Disclaimer: The information provided in this document is for educational purposes only and is not intended to replace 
professional medical advice, diagnosis, or treatment. Always consult a qualified healthcare provider with any questions 
regarding a medical condition or treatment. Never disregard professional medical advice or delay seeking treatment 
based on information provided here.

Legal Notice: Alera Bio does not endorse or recommend any specific medical treatments, providers, or therapies. Any 
third-party information included is for reference only and does not constitute an endorsement. Alera Bio makes no 
representations or warranties regarding the accuracy, completeness, or timeliness of the information provided. By using 
this material, you acknowledge that Alera Bio is not responsible for any decisions made based on the content herein.

Genetic Testing – Quick Facts 

• Genetic testing looks for genetic changes, 
sometimes called mutations or variants, in your 
DNA. 

• Genetic testing can give you information to help 
guide the decisions you make about the medical 
care you or your family member receives. 

• There are many different kinds of genetic tests. 
Genetic tests use a blood or spit sample, and 
results are usually ready in a few weeks.

• Genetic counseling after genetic testing can help 
make sure you understand your results.

Additional Considerations

Many insurance providers cover genetic testing if it’s 
medically necessary. Some laboratories offer financial 
assistance for families who may not have full coverage. 
Consult your healthcare provider or genetic counselor for 
guidance on insurance approval.

Receiving a diagnosis of MCT-8 deficiency can be 
overwhelming. Support groups and counseling services are 
available to help you process the diagnosis and navigate the 
journey ahead.

Summary

Genetic testing for MCT-8 deficiency is an essential step in 
confirming a diagnosis, developing a personalized care plan, 
and making informed family decisions. For more information 
or assistance, contact your healthcare provider or genetic 
counselor.
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