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Answer: Factor IX
Deficiency of factor IX causes

Christmas disease, or hemophilia B. The
original mutation was identified in 1952
by sequencing the DNA of a young boy
named Stephen Christmas, who was found
to be lacking this factor. Recombinant fac-
tor IX is used to treat Christmas disease,
and a formulation is commercially avail-
able. (Source: http://en.wikipedia.org/wiki/
Factor_IX).

Bonus clue: Find another holiday-relat-
ed item (minus an “E”) in the vertical
columns. A
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Answer and critique
The correct answer is D: Transvaginal

ultrasound. This question can be found in
MKSAP 16 in the Dermatology section,
item 40.

The most appropriate diagnostic study
for this patient is a transvaginal ultrasound.
It is likely that this patient has amyopathic
dermatomyositis, a condition characterized
by the typical rash and histologic findings
of dermatomyositis but in the absence of
clinical myopathy. In these patients, as well
as in patients with classic dermatomyositis,
ovarian cancers are overrepresented, and
these patients should be evaluated with

appropriate imaging. Patients with der-
matomyositis and cutaneous ulcerations
may be at an even higher risk of malignan-
cy. Given this patient’s symptoms of
increasing abdominal girth, along with her
family history, ovarian cancer is a reason-
able concern.

Antinuclear antibody (ANA) serologic
testing may be useful in the diagnosis
of autoimmune diseases and is frequently
positive in dermatomyositis. A negative
ANA, however, would not exclude a
diagnosis of dermatomyositis, and ANA
status would not alter the evaluation or
management of this patient.

Carcinoembryonic antigen is a non-
specific tumor marker that may be elevated
in the presence of colon cancer, as well as
other tumors such as pancreatic, gastric,
lung, and breast; it is an inadequate screen-
ing and diagnostic test. The CA 19-9 level
is elevated in subsets of colon, gastric, and
pancreatic tumors. Neither is likely to help
identify the most likely diagnosis in this
patient.

Thigh muscle biopsy is not indicated
in this patient. Dermatomyositis may be
diagnosed without muscle inflammation
in patients with amyopathic dermato-
myositis or those with minimal muscle

disease, known as hypomyopathic der-
matomyositis. A blind muscle biopsy is
low yield. If the patient were having
symptoms of muscle pain or weakness, a
muscle biopsy would be indicated. The
presence of a negative electromyogram,
normal serum aminotransferase levels,
and normal creatine kinase and aldolase
levels make active muscle inflammation
unlikely.

Key point
■ All patients with a new diagnosis

of dermatomyositis should undergo age-
and sex-appropriate cancer screening. A
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