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Figure 1. Completeness and Accuracy in Probands and Family members RESULTS

In the 200 cases evaluated for completeness and accuracy, tumor site and
age at dx (+/- 2 years) were provided completely for 98.4% and 97.3% of
proband cancers, respectively.

Proband tumor site was accurate in 100% of cases and age at dx was

BACKGROUND

= (Genetic testing laboratories accumulate large amounts of clinical data from 100% S \
clinicians via test requisition forms (TRFs) and clinical documents such as 90%
pedigrees and/or detailed clinic notes (‘clinicals’).

80%

Data such as tumor site, histology, and age of diagnosis (dx) can be used in

variant assessment, genetic disease characterization, and clinical research;
however, the use of phenotype derived from TRFs is often questioned.

The purpose of this study is to evaluate the completeness and accuracy of
ovarian and uterine cancer data from TRFs among patients undergoing
hereditary cancer multigene panel testing (MGPT).

METHODS

» 6183 MGPT cases were randomly selected from a cohort tested between
January and June 2015 at a single clinical laboratory, including 2833 cases
In which clinicals were submitted after testing was ordered.

= Tumor site, histology, and age of diagnosis reported on TRFs for any
ovarian and uterine cancer diagnoses among probands and their relatives
were then evaluated for completeness and accuracy using submitted
clinicals as the standard for comparison.

Table 1. Level of Clinical History Provided by Cancer Type

Clinicals or

TRF Only Pedigree

Pedigree

Clinicals
Total Total

Cancer

N % N %
Type

N Y Assessed Selected
(o}

Ovarian 589 58.8% 413 41.2%

29.5%

241 24.1% 1002 100

Uterine 372 48.1% 401 51.9%

37.5%

237 30.7% 773 101

70% accurate (+/- 2 years) in 98.9% of cases.
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Figure 2. Application of Clinical Data in Results Interpretation
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Compared to probands, tumor site and age at dx for relatives were also
highly accurate when provided (type: 99.2%, p= 0.5127; age at dx: 96.4%,
p= 0.1958), but significantly less likely to be complete (type: 87.8%; p=
3.219e-06; age at dx: 76.0%; p= 1.708e-11).

Tumor histology was rarely complete in both probands (9.1%) and family
members (0.6%).

LIMITATIONS

Incompleteness and inaccuracy can still arise based on patient
report/recall of their clinical history information. In addition, this
assessment was limited to medical records provided to the laboratory and
therefore not a complete review of medical records.

TAKE-HOME POINTS

Tumor site and age of diagnosis are accurately reported on TRFs when
provided, supporting the use of such data.

The diminished level of completeness in family member cancer histories
and the absence of histologic detall provided on TRFs represent missed
opportunities in assessment and research efforts.

Together, these findings illustrate areas of strength and weakness in the
clinician’s role to provide clinical data to aid in accurate molecular results
Interpretation and disease characterization.
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Objectives: Genetic testing laboratories accumulate large amounts of clinical data from clinicians via test
requisition forms (TRFs) and clinical documents such as pedigrees and/or detailed clinic notes (‘clinicals’).
When curated, phenotype data such as tumor site, histology, and age of diagnosis (dx) can be used in
variant assessment, genetic disease characterization, and clinical research; however, the use of
phenotype derived from TRFs is often questioned. The purpose of this study is to evaluate the
completeness and accuracy of ovarian and uterine cancer data from TRFs among patients undergoing
hereditary cancer multigene panel testing (MGPT).

Methods: 6183 MGPT cases were randomly selected from a cohort tested between January and June
2015 at a single clinical laboratory, including 2833 cases in which clinicals were submitted after testing
was ordered. Tumor site, histology, and age of diagnosis reported on TRFs for any ovarian and uterine
cancer diagnoses among probands and their relatives were then evaluated for completeness and
accuracy using submitted clinicals as the standard for comparison.

Results: Inthe 200 cases evaluated for completeness and accuracy, tumor site and age at dx (+/- 2
years) were provided completely for 98.4% and 97.3% of proband cancers, respectively. Proband tumor
site was accurate in 100% of cases and age at dx was accurate (+/- 2 years) in 98.9% of cases.
Compared to probands, tumor site and age at dx for relatives were also highly accurate when provided
(type: 99.2%, p= 0.5127; age at dx: 96.4%, p= 0.1958) but significantly less likely to be complete (type:
87.8%; p= 3.219e-06; age at dx: 76.0%; p= 1.708e-11). Moreover, tumor histology was rarely complete in
both probands (9.1%) and family members (0.6%).

Conclusions: These results suggest that, when provided, tumor site and age of diagnosis are accurately
reported on TRFs and support the use of such data. The diminished level of completeness in family
member cancer histories and the absence of histologic detail provided on TRFs represent missed
opportunities in assessment and research efforts. Together, these findings illustrate areas of strength and
weakness in the clinician’s role to provide clinical data to aid in accurate molecular results interpretation
and disease characterization.



Probands

Ovarian (n=99) Uterine (n=101) cc?r‘:\lril:: dU(tne:;r(\);)
Tumor site n (N) % n (N) % n (N) %
Complete | 97 (99) 98.0% 99 (100) 99.0% 196 (199) 98.4%
Accurate 97 (97) 100.0% 99 (99) 100.0% 196 (196) 100.0%
Age n (N) % n (N) % n (N) %
Complete 91 (93) 97.8% 90 (93) 96.8% 181 (186) 97.3%
Accurate 91 (91) 100.0% 88 (90) 97.8% 177 (179) 98.9%
Histology n (N) % n (N) % n (N) %
Complete | 6 (98) 6.1% 12 (99) 12.1% 18 (197) 9.1%
Accurate 6 (6) 100.0% 12 (12) 100.0% 18 (18) 100.0%
| Family Members
Ovarian (n=181) Uterine (n=131) cc?r‘r’lril:: dU(:‘e:;r;.t;)
Tumor site n (N) % n (N) % n (N) %
Complete 160 (181)  88.4% | 114(131) 87.0% | 274(312) 87.8%
Accurate 160 (160)  100.0% | 112(114) 98.2% | 272(274) 99.2%
Age n (N) % n (N) % n (N) %
Complete 131 (173) 75.7% 91 (119) 76.5% 222 (292) 76.0%
Accurate 125 (131) 95.4% 89 (91) 97.8% 214 (222) 96.4%
Histology n (N) % n (N) % n (N) %
Complete 0(192) 0.0% 2 (135) 1.5% 2 (327) 0.6%
Accurate 0(0) - 2(2) 100.0% 2(2) 100.0%

Table 1. Completeness and accuracy of tumor site, age of diagnosis, and histology on TRFs for probands

and family members




