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MIHFR PCR Speci nen Whol e Bl ood
MIHFR Vari ant : c. 665C>T Het er ozygous
MIHFR Vari ant: c. Negati ve
1286A>C

MIHFR I nterpretation See Note f1it?

Result Footnote
f1l: MIHFR I nterpretation

Section 79-1 of New York State Civil Rights Law requires inforned consent be obtained frompatients (or
their legal guardians) prior to pursuing genetic testing. These forns nust be kept on file by the
ordering physician. Consent forns for genetic testing are available at ww. arupl ab. com | nci dental
findings are not reported unless clinically significant but are avail abl e upon request.

Indication for testing: Determ ne genetic contribution to hyperhonocystei nem a.

Het er ozygous MITHFR c. 665C>T: (One copy of the MIHFR c.665CT variant (previously designated C677T) was
detected; the c.1286A>C variant (previously designated A1298C) was not identified. The common c. 665CT
variant is present in 12 percent of African Anericans, 35 percent of Caucasians, and 50 percent of

Hi spani c individuals. A though MIHFR enzynme activity may be mldly reduced, this genotype is not
predicted to have clinical significance.

This result has been revi ewed and approved by Yuan Ji, Ph.D.

Test Information
i1: MIHFR I nterpretation
Background | nformati on: Met hyl enet etrahydrof ol at e
Reduct ase (MIHFR) 2 Variants

Characteristics: Variants in the MIHFR gene may reduce enzyne activity contributing
to hyperhonocystei nenmi a. Al though hyperhonocystei nenm a was previously reported to be

a risk factor for many conditions, especially venous thronbosis and cardi ovascul ar
di sease, recent neta-analysis casts doubt on whether |ifelong noderate honpcysteine
el evation has an effect on cardi ovascul ar di sease. The Anerican Col | ege of Medica
Cenetics Practice Guidelines indicate that individuals with el evated honocystei ne
and two copies of the c.665CT variant have an odds ratio of 1.27 for venous
t hr onmboenbol i sm Thus, they reconmend MIHFR genot ypi ng not be ordered as part of a
routi ne evaluation for recurrent pregnancy |oss or thronobophilia due to
guestionabl e clinical significance.

I nci dence: The allele frequency of the c.665CT variant is 0.35 in European
Caucasians, 0.5 in Hispanics, and 0.12 in African Anericans.

I nheritance: Autosonmal recessive; two copies of the c.665CT variant may be a
contributing factor to hyperhonocystei nem a
Variants Tested: c.665CT(p. Al a222Val) and c. 1286A>C(p. d u429Al a). (Il egacy nanes
C677T and A1298C, respectively).
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Clinical Sensitivity: Undefined; hyperhonocysteinema is caused by genetic,
physi ol ogi ¢ and environnental factors. MIHFR variants are only one contributing
factor.

Met hodol ogy: Pol ynerase chain reaction (PCR) and fl uorescence nonitoring.

Anal ytical Sensitivity & Specificity: 99 percent.

Limtations: Only two MIHFR gene variants (c.665CT and c. 1286A>C) are tested.
Di agnostic errors can occur due to rare sequence variations.

This test was devel oped and its performance characteristics determ ned by ARUP
Laboratories. It has not been cleared or approved by the US Food and Drug

Admi nistration. This test was performed in a CLIA certified |aboratory and is

i ntended for clinical purposes.

Counsel ing and i nforned consent are recomended for genetic testing. Consent forns
are avail abl e onli ne.

*=Abnormal, #=Corrected, C=Critical, f=Result Footnote, H-High, i-Test Information, L-Low, t-Interpretive Text, @=Performing lab

Unless otherwise indicated, testing performed at: ARUP Accession: 22-165-900012
ARUP Laboratories Report Request ID: 16268742
500 Chipeta Way, Salt Lake City, UT 84108 Printed: 20-Jun-22 13:58

Laboratory Director: Tracy |. George, MD Page 2 of 2



	  

