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Χαλαροδερμία: Περιγραφή 
περίπτωσης

Περίληψη στο τέλος του άρθρου

Cutis laxa
Case report

Cutis laxa is a rare syndrome due to a defect in the production and destruc-

tion of elastic tissue, which is characterized by loose skin, wrinkled skin and 

premature skin aging. The case is presented of a female with clinical mani-

festations suggestive of cutis laxa syndrome with a twin brother who died 

with similar clinical features. The disorder may be transmitted by autosomal 

dominant and autosomal recessive mode, the latter usually having more severe 

manifestations. For the definitive diagnosis and subtyping of the syndrome 

genetic study should be performed.
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Cutis laxa is a rare syndrome which is a genetic disorder 

causing elastic tissue dysfunction.1–3 In this disease, distur-

bance in the network of elastic fibers results in premature 

aging of the skin.4,5

The inheritance of the disease is of two types, autoso-

mal dominant and autosomal recessive. The autosomal 

dominant type has milder manifestations, and the patients 

usually have a normal life, with delayed appearance of 

symptoms.

The recessive type is usually diagnosed at birth or even 

in the fetal stage. In the autosomal recessive type other mani-

festations, including inguinal hernia, pulmonary emphysema, 

vascular problems and digestive disorders may be present 

and this type has a high mortality.3,6–8

CASE PRESENTATION

The case is reported of a newborn girl, the first child of a twin 

pregnancy born at 36 weeks gestation. The second twin of this 

pregnancy, a male, had a cephalic presentation and Apgar score 

8 and intrauterine growth retardation (IUGR) and did not survive.

The first twin was born with Apgar score 8, birth weight 2,985 

grams and respiratory distress. On examination, the patient had 

a short neck and the skin of her face was pendular with sagging 

folds (fig. 1). On auscultation a heart murmur was detected at 
Figure 1. Female neonate with cutis laxa syndrome: Loose skin of the 
body, with sagging folds.



254 B. DARBAN and M. MORADI

the LSB. Echocardiography showed moderate aortic dilatation.

On laboratory testing, the patient had a normal complete blood 

count, normal BUN, creatinine and electrolytes, and efficient G6PD. 

Total bilirubin was 11 mg/dL and direct bilirubin was 0.5 mg/dL.

The diagnosis of cutis laxa was made on clinical evidence, as 

there was no access to genetic testing of the patient, and due to 

lack of parental permission, skin biopsy was not performed.

DISCUSSION

Cutis laxa syndrome is a connective tissue disorder that 

occurs due to a defect in the production and destruction 

of elastic fibers, which present as rubbery stems. The main 

manifestations include skin involvement, consisting of loose 

skin, wrinkled skin, and premature skin aging.1–4

Systemic manifestations include pulmonary emphy-

sema, large vessel aneurysms, inguinal and umbilical hernia, 

and gastrointestinal diverticulum.2,3,5,6 

The disorder may be transmitted by autosomal domi-

nant or autosomal recessive mode. For the definitive diag-

nosis and subtyping of the syndrome genetic study should 

be performed.3,8

In the past when genetic study was not possible, the 

diagnosis was based on physical examination and histo-

logical evaluation of skin biopsy, but now genetic analysis 

is required for the diagnosis.
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Η χαλαροδερμία είναι ένα σπάνιο σύνδρομο οφειλόμενο σε ανεπάρκεια παραγωγής και καταστροφή του ελαστικού 

ιστού, το οποίο χαρακτηρίζεται από χαλαρό και ρυτιδωμένο δέρμα καθώς και από παρουσία πρόωρης γήρανσής 

του. Παρουσιάζεται η περίπτωση ενός θήλεος βρέφους με κλινικές εκδηλώσεις που υποδηλώνουν χαλαροδερμία, 

ο δίδυμος αδελφός της οποίας πέθανε με παρόμοιες κλινικές εκδηλώσεις. Η διαταραχή μεταβιβάζεται με τον αυτο-

σωματικό επικρατή και τον αυτοσωματικό υπολειπόμενο χαρακτήρα. Για την οριστική διάγνωση και τον καθορισμό 

του υπότυπου του συνδρόμου απαιτείται γενετική μελέτη.
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