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CASE REPORT
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Abstract 

Background: Cutis marmorata telangiectatica congenita (CMTC) is a sporadic congenital skin vascular 
abnormality. Significant number of patients has other congenital anomalies. 

Case Report: We report a case of a preterm male newborn with cutis marmorata pattern presented on the 
skin of the face, right side of front of the trunk, whole back, glutei and both legs. Besides, microretrognatia 
and asymmetric, bad-formed, low-set ears were notable. Ophthalmologic findings showed visual 
impairment and pale optic nerve papilla. Monitoring of child showed mental underdevelopment and motor 
retardation. 

Conclusion: CMTC is a rare finding with good prognosis of skin malformations, with an obligation of 
dermatologist and paediatrician to investigate other associated congenital anomalies. 
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Introduction 

Cutis 1  marmorata telangiectatica congenita 
(CMTC) is a rare, sporadic vascular 
abnormality of the skin of unknown aetiology, 
usually present at birth. It is characterized by 
the presence of localized or generalized 
persistent skin changes of cutis marmorata 
type and telangiectasia. Those typical skin 
lesions may be accompanied by ulcerations or 
skin atrophy. Skin changes, in most cases, 
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show a tendency of spontaneous resolution in 
later life. The disease was first described in 
1922 by van Lohuizen.1 About 300 cases were 
described in the literature so far. 

The diagnosis of CMTC can be established 
on the basis of clinical symptoms alone. 
Histological analysis shows numerous dilated 
capillaries and venules in the dermis level, but 
it is usually not necessary to confirm the 
diagnosis by skin biopsy.2,3

An association of CMTC with other congenital 
anomalies was described in a significant number 
of patients. The frequency of occurrence of 
coexisting congenital anomalies varies from 20% 
to 80% in the literature. Asymmetry of the body 
(usually hyper-, or hypo-plasia of the extremities), 
other vascular anomalies, glaucoma, psychomotor 
or mental retardation were usually described.3,5,6
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In 1997 Clayton-Smith et al.12 and Moore et 
al.13 simultaneously, but independently of one 
another, described a particular subgroup of 
CMTC, macrocephaly- CMTC (M-CMTC) 
syndrome. In those two studies a total of 22 
children with macrocephaly, CMTC, naevus 
flammeus on the upper lip and philtrum and 
syndactyly were described. Among these 
patients, neurological disorders and other 
complications, of which some are potentially 
life threatening, were commonly observed. 
Besides, numerous other congenital 
malformations can occur as a part of this 
syndrome.15 In the Macrocephaly- CMTC the 
most characteristic cutaneous vascular 
anomalies are the capillary malformations 
rather than Cutis Marmorata Telangiectatica 
Congenita as initially described. For that 
reason, it is now named as Macrocephaly-
capillary malformation syndrome (M-CM). 
Currently, more than 130 cases of M-CM have 
been reported.16

Differential diagnosis of CMTC is rarely 
difficult because of distinctive appearance of 
skin changes. In the differential diagnosis one 
should think about the physiological cutis 
marmorata. It is a consequence of low 
temperatures and can be seen on the skin of 
healthy children, but is lost during the warm-
up. Bockenheimerov syndrome (diffuse 
phlebectasia) should also always be taken in 
consideration. It is a rare progressive condition 
that is characterized by often large and painful 
venous ectasia, usually of a limb; this finding 
is not present at birth, but begins later in 
childhood. It is even more important to 
differentiate Klippel-Trenaunay syndrome 
(KTS), which is more common than CMTC. 
Patients with KTS have a vascular lesion, 
usually of naevus flammeus type with 
venectasia and hypertrophy of soft tissues; 
these findings are sometimes accompanied by 
internal hemangiomas. Although naevus 
flammeus is always present at birth, venectasia 
are not necessary visible during the first year 
of life. However, there is no spontaneous 
resolution of naevus flammeus during 

childhood, but rather it becomes more 
pigmented.4,5 Disorders such as 
homocystinuria, Down syndrome, and de 
Lange syndrome are associated with cutis 
marmorata but other typical clinical features 
differs them from patients with CMTC.3

Diagnostic criteria for CMTC, which would 
have helped to clearly distinguish this disease 
from other vascular anomalies, have not yet 
been precisely defined. However, Kienast and 
Hoeger in 2009 suggested, on the basis of case 
series published in the literature and their own 
series, that three major (1: Congenital 
reticulate (marmorated) erythema; 2: Absence 
of venectasia; 3:Unresponsiveness to local 
warming) and two of the five minor criteria  
(1: Fading of erythema within 2 years;  
2: Telangiectasia; 3:Port-wine stain outside the 
area affected by CMTC; 4: Ulceration;  
5: Atrophy) is sufficient for the diagnosis of 
CMTC. Reticular erythema present at birth is a 
common denominator of all reported cases, so 
it has been considered major criteria. Unlike 
the physiological cutis marmorata, which 
occurs in otherwise healthy babies in a cold 
environment, CMTC does not respond to local 
warming. The absence of venectasia in the 
affected region of skin until the age of one 
year is very important finding, which 
differentiate CMTC from KTS. The presence 
of telangiectasia and ulcerations is optional 
and therefore can be classified as minor 
criteria; but if they are present, that speaks 
strongly in favour of CMTC. A gradual loss of 
erythema within 2 years occurs in more than 
50% of patients; authors have also suggested 
that this phenomenon should be counted into 
the minor criteria.4

Our patient meets all three major and two 
minor criteria, and therefore we believe that it 
is undoubtedly a case of CMTC. When it 
comes to other findings � psychomotor delay, 
visual and hearing impairment, epileptiform 
findings on encephalography, there is no doubt 
that most of those are considerably connected 
with prematurity, neonatal asphyxia and high-
grade intracranial hemorrhage. But, visual 



Cutis marmorata telangiectatica congenital Word count: 1899 

WWW.ircmj.com Vol 14 September 2012  582

impairment as well as pale optic nerve papilla, 
which were observed at the age of 10 months, 
are not in accordance with finding of grade II 
ROP, especially because of evidence of 
improvement of ROP at the next ophthalmologic 
control performed before hospital discharge. Is 
there connection of these findings with CMTC is 
not clear. We couldn�t find such as coexisting 
problems with CMTC in literature data, but one 
cannot exclude such a possibility.   

In conclusion CMTC is a rare finding with a 
good prognosis of skin changes, but it imposes 
an obligation on dermatologists and 
paediatricians to examine the presence of other 
potentially dangerous congenital anomalies. 
So, detailed and comprehensive examination 
of all the organs, as well as annual controls of 
skin changes and psychomotor development of 
these children is warranted. 
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