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***Example Report***

Patient Age/Gender: 19 years Female
Printed: 28-Dec-18 07:49:03

. . Repor t ed/
Procedure Resul t Units Ref Interval Accession collected Received Verified
FACV Speci nen Whol e Bl ood 18- 352- 900100 18- Dec- 18 18- Dec- 18 18- Dec- 18
12:44:00 12:44:00 12:52:15
Factor V Leiden (F5) R506Q Miutation Honbzygous *f 18- 352-900100 18- Dec- 18 18- Dec- 18 18- Dec- 18
12:44:00 12:44:00 12:52:15
PT PCR Speci nen wWhol e Bl ood 18- 352- 900100 18- Dec- 18 18- Dec- 18 18- Dec- 18
12:44:00 12:44:00 12:52:15
Prot hronbi n (F2) G20210A Vari ant Negative f 18- 352-900100 18- Dec- 18 18- Dec- 18 18- Dec- 18
12:44:00 12:44:00 12:52:15
MIHFR PCR Speci nen Whol e Bl ood 18- 352- 900100 18- Dec- 18 18- Dec- 18 18- Dec- 18
12:44:00 12:44:00 12:52:15
MIHFR Mut ation: c. 665C>T Het er ozygous * 18- 352- 900100 18- Dec- 18 18- Dec- 18 18- Dec- 18
12:44:00 12:44:00 12:52:15
MIHFR Mut ation: c.1286A>C Het erozygous * 18- 352-900100 18- Dec- 18 18- Dec- 18 18- Dec- 18
12:44:00 12:44:00 12:52:15
MIHFR | nt er pr etation See Not e f 18- 352-900100 18- Dec-18 18- Dec-18 18- Dec-18
12:44:00 12:44:00 12:52:15
18- Dec- 18 12:44:00 Factor V Leiden (F5) R506Q Mitati on:
Indication for testing: Assess genetic risk for thronbosis.
HOMOZYGOUS: Two copies of the factor V Leiden variant, c.1601GA; p. Arg534G@ n, were detected. This is

associated with activated protein C resistance and an 80 fold increased risk for venous thronbosis in conparison

to individuals without this variant. Genetic consultation is recommended.
This result has been revi ewed and approved by Rong Mao, M D.
18- Dec-18 12:44:00 Prothronbin (F2) G20210A Vari ant:

Indication for testing: Assess genetic risk for thronbosis.

NEGATI VE: The Factor |1, prothronbin G20210A nutation, was not detected. O her causes of el evated prothronbin

| evel s and hereditary forns of venous thronbosis have not been excl uded.

Recommendations: If clinically indicated, testing for other inherited or acquired thronmbophilic disorders is
recommended including DNA testing for the factor V Leiden nutation, measurenent of total
concentration, serological assays for anticardiolipin antibodies, multiple phospholipid-dependent coagul ati on
assays for lupus inhibitor, protein C activity, protein S activity or free protein S antigen,

activity.
This result has been revi ewed and approved by Rong Mao, MD.
18- Dec-18 12:44:00 MIHFR I nterpretation:

Indication for testing: Determine genetic contribution to hyperhonocystei nem a.

Conmpound Het er ozygous MIHFR c. 665C>T/ c. 1286A>C. One copy each of the two MIHFR variants tested,

This result has been revi ewed and approved by Rong Mao, M D.

18-Dec-18 12:44:00 Factor V Leiden (F5) R506Q Miutation
BACKGROUND | NFORMATI ON: Factor V Leiden (F5) R506Q Mutation

CHARACTERI STI CS: Venous t hronboenbolism (VTE) is nultifactoria

of genetic and environnental factors. The Factor V Leiden (FVL) variant

pl asma honocyst ei ne

and antithronbin

c. 665CT
(previously designated C677T) and c. 1286A>C (previously desi gnated A1298C), were detected. This genotype may be
associated with a mld but clinically insignificant decrease in MHFR enzyne activity.

conmon cause of inherited VTEs, accounting for over 90 percent of activated protein C
(APC) resistance. Because the FVL variant elimnates the APC cl eavage site,

i nactivated slower, thus persisting |longer in blood circul ation,

caused by a comnbi nation
is the nost

factor Vis

in

antithronbin, protein C, protein S, or factor Xl I1. Non-genetic risk factors include,
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age, snoking, prolonged i mmobilization, malignant neopl asns, surgery, preghancy, ora
contraceptives, estrogen replacerment therapy, tanmoxifen and ral oxifene therapy.

| NCl DENCE OF FACTOR V LEI DEN VARI ANT: Approxi mately 5 percent of Caucasians, 2 percent of
Hi spanics, 1 percent of African Americans and 0.5 percent of Asians are

het erozygous; honpzygosity occurs in 1 in 1500 Caucasi ans.

| NHERI TANCE: Sem -domi nant; both heterozygotes and honbzygotes are at increased risk for
VTE.

PENETRANCE: Lifetine risk of VIE is 10 percent for heterozygotes and 80 percent of
honozygot es.
CAUSE: The pathogenic gain of function in the F5 gene variant c.1601GA (p. Arg534d@n).
Legacy nonencl ature: R506Q (1691GA)
CLI NI CAL SENSI TIVITY: 20-50 percent of individuals with an isolated VTE have the FVL
vari ant.

METHODOLOGY: Pol ynmerase chain reaction and fluorescence nonitoring.
ANALYTI CAL SENSI TIVITY AND SPECI FICITY: 99 percent.

LI M TATI ONS: Di agnostic errors can occur due to rare sequence variations. F5 gene

mut ati ons, other than p.Arg534d@n, will not be detected.

Test devel oped and characteristics determ ned by ARUP Laboratories. See Conpliance
Statement C. arupl ab. coni CS

18- Dec-18 12:44:00 Prothronmbin (F2) &0210A Vari ant:
BACKGROUND | NFORMATI ON: Prot hronbin (F2) c.*97GA
(&0210A) Pat hogenic Vari ant
CHARACTERI STICS: The Factor 11, c.*97GA (&0210A) pat hogenic variant is a comon genetic
risk factor for venous thronbosis associated with elevated prothronmbin | evels leading to
i ncreased rates of thronbin generation and excessive growh of fibrin clots. The

expression of Factor Il thronbophilia is inpacted by coexisting genetic thronbophilic
di sorders, acquired thrombophilic disorders (eg, malignancy, hyperhonocystei nem a, high
factor VIIIl levels), and circunstances including: pregnancy, oral contraceptive use,

hor mone repl acenent therapy, selective estrogen receptor nodul ators, travel, centra
venous catheters, surgery, and organ transplantation.

| NCl DENCE: Approxi mately 2 percent of Caucasians and 0.3 percent of African Americans are
het erozygous; honpbzygosity occurs in 1 in 10,000 individuals.

| NHERI TANCE: | nconpl ete autosomal dom nant.

PENETRANCE: The risk of thronbosis is increased 2-4 fold for heterozygotes and further
i ncreased for hompbzygot es.

CAUSE: Honpbzygosity or heterozygosity for F2 c.*97GA (&0210A).

PATHOGENI C VARI ANT TESTED: F2 c.*97GA (Q&0210A).

CLI NI CAL SENSI TIVITY FOR VENOUS THROVBOSI S: Approxi mately 10 percent.

METHODOLOGY: Pol yrrerase chain reaction and fluorescence nonitoring.

ANALYTI CAL SENSI TI VITY AND SPECI FI CI TY: 99 percent.

LI M TATI ONS: Di agnostic errors can occur due to rare sequence variations. F2 gene
variants, other than c.*97GA (Q0210A), will not be detected.

Test devel oped and characteristics determ ned by ARUP Laboratories. See Conpliance
Statement C. arupl ab. coni CS

18-Dec-18 12:44:00 MIHFR Interpretation:
Background | nformati on: Methyl enet etrahydrof ol at e
Reduct ase (MIHFR) 2 Vari ants
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Characteristics: Variants in the MIHFR gene may reduce enzyne activity contributing to
hyper honocyst ei nem a. Al t hough hyper honmocyst ei nemi a was previously reported to be a risk
factor for many conditions, especially venous thronbosis and cardi ovascul ar di sease,
recent neta-anal ysis casts doubt on whether |ifelong noderate honocysteine el evation has
an effect on cardiovascul ar di sease. The Anerican Coll ege of Medical Cenetics Practice
CGui delines indicate that individuals with el evated honocystei ne and two copies of the

€. 665C>T variant have an odds ratio of 1.27 for venous thronboenbolism Thus, they
recommend MIHFR genotypi ng not be ordered as part of a routine evaluation for recurrent
pregnancy | oss or thronobophilia due to questionable clinical significance.

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

I nheritance: Autosomal 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. G u429Al a). (legacy nanmes C677T
and A1298C, respectively).

Clinical Sensitivity: Undefined; hyperhonocystei nema is caused by genetic, physiologic
and environmental factors. MIHFR variants are only one contributing factor

Met hodol ogy: Pol ymerase 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. D agnostic
errors can occur due to rare sequence vari ations.

Test devel oped and characteristics determ ned by ARUP Laboratories. See Conpliance
Statement C. arupl ab. coni CS
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