Cutis marmorata as a manifestation of congenital hypothyroidism
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Case Report

A 9 month old girl, of a non-consanguineous
marriage, was born at term with a birth weight of
2.9 kg. Her family history and antenatal course
were non-contributory. The presentation was with a
reticular rash all over the body with ulcerations of 2
months duration. The rash which was violaceous,
started from the legs and spread to the entire body
(Figure 1).

Figure 1: violaceous rash

It was associated with ulceration and scarring. The
milestones were delayed and she showed head lag,
absence of object holding, transfer of objects and
mouthing. Her language included monosyllables
only. Her complete haemogram, kidney and liver
functions, ultrasonogram (USG) of the abdomen
and computed tomography (CT) of the head, were
within normal limits, but thyroid profile showed
marked derangement (serum TSH: 152mIU/L, Free
T4: 1.99ng/dl). She had no other features
suggestive of hypothyroidism such as wide open
anterior fontanelle, macroglossia, umbilical hernia,
hypotonia or cold dry skin. USG of the neck and
technetium scan were done but failed to localize
any thyroid tissue thereby confirming thyroid
dysgenesis as the cause of hypothyroidism.

A clinical diagnosis of Cutis Marmorata
Telangiectatica Congenita (CMTC) was made on
the basis of the characteristic clinical picture.
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Histological examination of the rash was not done
based on the fact that the findings are non-specific
and non-diagnostic in CMTC and the diagnosis is
mainly clinical. She was treated as a case of cutis
marmorata with congenital hypothyroidism, an
association which has rarely been described'~.

Discussion

In the year 2000, Enjolras and Mulliken related this
disease to another disorder of pigmentation called
Phacomatosis Pigmentovascularis (PPV) which is a
disorder of skin characterised by normal
pigmentation due to vascular and melanocytic
abnormality’. It was subclassified into 4 types
based on the classification by Hasegawa and
Vasuhara. CMTC was later classified as type 5
PPV as it has both melanocytic and vascular
components which have been proposed to be due to
a genetic concept called the “Twin Spotting
Phenomena” - double heterozygosity with a
recessive vascular mutation on one chromosome
and the pigmentary mutation on the homologous
chromosome*.

Lesions are observed at or shortly after birth in
most of the patients; however in some reports
patient did not develop any lesion until 3 months or
even till 2 years after birth. CMTC is often
associated with other abnormalities which include
musculoskeletal (hemihypertrophy, hypoplasia,
cutaneous atrophy, macrocephaly, scoliosis), ocular
(glaucoma, retinal detachment, pigmentation) and
central nervous system manifestations
(hydrocephalus, mental retardation). Uncommon
associations include patent ductus arteriosus,
congenital  hypothyroidism, mild  growth
deficiency, syndactyly, high arched palate,
micrognathia, multicystic renal disease and
neonatal lupus’. In this case the patient had
hypothyroidism presenting as cutis marmorata with
no other characteristic features..

Diagnosis of CMTC is mainly clinical. Histological
findings are non-specific and include dilated
capillaries in the deeper dermis, swollen
endothelial cells and sometimes dilated veins®. The
risk factors and prognostic factors of CMTC are
still unknown. The role of external factors
including viral infections has also been suggested
as several cases of CMTC occurred in the same
geographic area’.



This disease must be differentiated from other
reticulated vascular lesions. A rare type of diffuse
capillary malformation, Generalised Reticulate
Capillary Malformation, can present with a similar
clinical picture as CMTC, although it lacks the
patchy, linear atrophy and telangiectasia seen in
CMTC. Physiological cutis marmorata, a normal
response to cold temperatures that occurs during
the first few weeks of life, has a much finer,
symmetrical pattern over the trunk and extremities,
and disappears in warm temperatures. Livedo
reticularis and telangiectasia may also be initial
signs of neonatal lupus erythematosus. It can be
excluded by proper history and maternal blood
testing as mothers of infants with neonatal lupus
have anti-Ro autoantibodies in 95% of cases.
Naevus flammeus, also easily confused with
CMTC, presents with a light coloured, reticular
pattern, and does not undergo spontaneous
resolution®.

Patients with CMTC require long term follow-up
for their skin lesions, associated abnormalities and
psychomotor development. Associated
developmental defects are usually more common in
children with widespread generalised CMTC than
with more localised or regional CMTC. Overall,
the prognosis is very good, as almost all patients
show an improvement in the cutaneous lesions
during infancy. Rarely, serious complications such
as bleeding episodes, gangrenous ulceration and
hypovolaemic shock may occur’. Few cases of
persistent CMTC have been reported, and laser
therapy has been tried with variable outcomes'’.
Our patient, who presented with skin lesions with
hypothyroidism and was started on thyroid
replacement therapy, was followed up in the
outpatient department (OPD) and is showing
resolution of the skin lesions and is currently
euthyoid.

In conclusion, CMTC is a sporadic congenital
condition with a typical reticular skin pattern at
birth. It can be associated with numerous
congenital abnormalities which must be excluded
in every case.
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