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To: All Dartmouth Health Providers
From: Gregory J. Tsongalis, PhD, Director
Joel A. Lefferts, PhD, Assistant Director
Samantha Allen, Supervisor, Clinical Genomics and Advanced Technology Laboratory
Date: 12/21/2022
RE:  Discontinuation of MTHFR genotyping (CPT code 81291; former eDH Order Code LAB3398)


MTHFR genotyping of the c.665C>T (p.Ala222Val; aka C677T) variant/polymorphism, often ordered as part of routine evaluations for thrombophilia, will be discontinued at the DHMC Clinical Genomics and Advanced Technology (CGAT) Laboratory effective immediately. 

This decision has been made following communication with ordering providers; input from the DHMC Medical Genetics Department; and a review of medical literature and professional guidelines that find a lack of evidence regarding the clinical utility of MTHFR genotyping. 

The American College of Clinical Genetics and Genomics (ACMG) and the American College of Obstetricians and Gynecologists (ACOG) both advise against the use of this test and provide excellent overviews of this topic:

ACMG: https://www.nature.com/articles/gim2012165 
ACOG: https://www.acog.org/clinical/clinical-guidance/practice-bulletin/articles/2018/07/inherited-thrombophilias-in-pregnancy or https://pubmed.ncbi.nlm.nih.gov/23963422/

Furthermore, any MTHFR c.665C>T genotyping orders for thrombophilia evaluations coming through the DHMC laboratory with instructions to send to a reference laboratory will be cancelled in alignment with ongoing efforts supporting proper test utilization, reduction of unnecessary healthcare expenses and the practice of evidence based medicine. Other MTFR genetic testing requests that include other regions of the MTHFR gene or other indications will be reviewed based on current DHMC laboratory policies and may require Medical Genetics consultation and/or evidence of prior authorization.  



For questions or additional information, please contact: Gregory.J.Tsongalis@hitchcock.org Joel.A.Lefferts@hitchcock.org or Samantha.F.Allen@hitchcock.org.
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