CASE LETTER

Phacomatosis Pigmentokeratotica
Associated With Raynaud
Phenomenon, Segmental Nevi,
Hyperhidrosis, and Scoliosis
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PRACTICE POINTS

. Phacomatosis pigmentokeratotica (PPK) is character-
ized by the coexistence of speckled lentiginous nevus
and nevus sebaceous.

. Raynaud phenomenon may be an unreported asso-
ciation with PPK.

To the Editor:

Phacomatosis pigmentokeratotica (PPK) is a rare-epider-
mal nevus syndrome complicated by multiple extracutane-
ous anomalies, including skeletal defects and neurologic
anomalies. Less common associations<include lateral
curvature of the spine and hyperhidrosisi We present a
patient with PPK and unilateral Raynaud phenomenon in
addition to a segmental distribution of melanocytic nevi,
hyperhidrosis, and scoliosis.

A 9-year-old girl was{born with a yellow-orange
alopecic plaque on the_right side of the scalp (Figure 1).
There also were 2 large, irregularly pigmented patches
localized on the right side of the upper back and buttock.
Over 3 years, numerous papular nevi developed within
these pigmented patches and were diagnosed as speckled
lentiginous nevi (Figure 2). In addition, numerous nevi of
various sizes affected the right face, right shoulder, right
arm (Figure 3), and right neck and were clearly demar-
cated along the midline. Several nevi also were noted
within the nevus sebaceous on the right scalp. These skin
lesions expanded progressively with age. At 6 years of

age, she was diagnosed with hyperhidrosis of the right  FGURE 1. Nevus sebaceous coexisted with speckled lentiginous nevus.
half of the body, which was most pronounced on the
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FIGURE 2. A and B, Nevus spilus on the right side of the back and
buttock, respectively.

face. Raynaud phenomenon restricted to the right hand
also was noted (Figure 4). Upon cold exposure, the digits
become pale white, cold, and numb; then blue; and finally
red. She lacked other features of connective tissue dis-
ease, and autoantibody testing was negative. She also was
noted to have an abnormal lateral curvature of the spine
(scoliosis). Auditory, ocular, and neurologic examinations
were normal. Cranial and cerebral magnetic resonance
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FIGURE 3. Speckled lentiginous nevi on the right arm.

FIGURE 4. Raynaud phenomenon on the right hand.

imaging showed no central nervous system abnormali-
ties. Her family history was negative for nevus spilus,
nevus sebaceous, and neurofibromatosis. The clinical
findings in our patient led to the diagnosis of PPK.

Phacomatosis pigmentokeratotica is a distinctive epi-
dermal nevus syndrome characterized by the coexistence
of a speckled lentiginous nevus, also known as a nevus
spilus, and a nevus sebaceous'; PPK frequently is compli-
cated by skeletal, ophthalmic, or neurologic abnormali-
ties.” Most cases reported are sporadic, and a postzygotic
mosaic HRas proto-oncogene, GTPase, HRAS, mutation
has been demonstrated in some patients and may con-
tribute to the phenotype of PPK.3*

Other anomalies have included ichthyosislike diffuse
hyperkeratosis, laxity of the hands, pelvic hypoplasia, glau-
coma, psychomotor retardation, and hypophosphatemic
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rickets. These patients also should be monitored for the
development of malignant neoplasms within the nevus
sebaceous.” Segmental hyperhidrosis may be seen in
association with the nevus spilus component.?

Raynaud phenomenon involving only the right hand
was a unique finding in our patient. In 3 years of follow-
up, our patient developed no evidence of connective
tissue disease or other systemic illness. We speculate
that Raynaud phenomenon of the right hand along with
hyperhidrosis of the right side of the body could be a
result of dysfunction of the autonomic nervous system.
We propose that Raynaud phenomenon represents an
unusual manifestation of PPK and may broaden the
spectrum of extracutaneous anomalies associated with
the disease. The finding of segmental nevi outside of the
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confines of the nevus spilus was another unusual mani-
festation of mosaicism.
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