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ABSTRACT

Congenital cutis laxa is a genetically heterogeneous condition presenting in the newborn with loose, redundant skin folds,
decreased elasticity of the skin, and general connective tissue involvement. A 2-day-old full term neonate with congenital
cutis laxa presented with respiratory distress. Investigations revealed huge hiatal hernia. Patient underwent loose Nissen’s
fundoplication. In postoperative period patient developed intussusception which was manually reduced at re-surgery.
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INTRODUCTION

Cutis laxa is an uncommon disorder characterized
by degenerative changes in the elastic fibers; it can
be inherited (autosomal recessive, autosomal domi-
nant and X-linked recessive) or acquired.[1] Postop-
erative intussusception is reported in various kinds of
operations especially involving retroperitoneal dis-
section.[2] We herein report a neonate of cutis laxa
with hiatus hernia who developed postoperative in-
tussusception.

CASE REPORT

A-2-day-old full term and normally delivered male
neonate with features of congenital cutis laxa was
referred with severe respiratory distress (Fig. 1). His
facial features included; a broad flat nose with evert-
ed nostrils, a short columella, a long upper lip, and
everted lower eyelids with large ears. His skin was
lax and had a hoarse cry. Hip joint was lax. Physical
examination revealed slight tachypnea. Arterial blood
gas and electrolytes were normal. Thoraco-
abdominal x-ray demonstrated coiled nasogastric
tube (NGT) above diaphragm (Fig. 2). Barium swal-
low showed stomach in the thoracic cavity, and echo
was normal. He underwent surgery at 6th day of life.
Operative findings revealed an intact diaphragm with
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a huge combined sliding-rolling (mixed) hernia, con-
taining an upward dislocation of both the cardia and
the gastric fundus into thoracic cavity. The gap of the
esophageal hiatus was 3 cm. Hiatal hernia was re-
paired along with loose Nissen’s fundoplication. Im-
mediate postoperative period was normal however
he developed abdominal distension on 3rd postop-
erative day. Abdominal ultrasound revealed only
bowel distention. Contrast study with oral gastro-
graphin showed target singe. He was re-explored
through pervious incision. An ileoileal intussuscep-
tion found which was manually reduced (Fig. 3). Pa-
tient is doing fine on follow-up.

Figure 1: Neonate operated for hiatal hernia with cutis laxa.
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Figure 2: Presence of coiled nasogastric tube above dia-
phragm.

DISCUSSION

Cutis laxa is an acquired or inherited skin disease
characterized by wrinkled, inelastic skin. Congenital
problems of elastin synthesis and structural defects
of extracellular matrix proteins have been described
leading to the decreased elasticity and redundant
sagging skin.[3] The autosomal recessive cutis laxa
is highly heterogeneous with organ involvement as,
lung atelectasis and emphysema, diverticulae of the
gastrointestinal and genitourinary organs and vascu-
lar abnormalities (arterial aneurysms, fibromuscular
artery dysplasia and stenosis). Diminution of elastic
fibers throughout the dermis and abnormal elastin
components by electron microscopy are pathogno-
monic. [4, 5] Autosomal dominant cutis laxa are often
recognized in beginning of childhood with a mild form
of cutis laxa with systemic involvement.[1] Vascular
abnormalities include arterial aneurysms leading to
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severe heart failure.[6]. Our case was a congenital
cutis laxa that demonstrated vomiting, tachypnea and
tachycardia at the birth. He had no family history of
this disease.

Kothari et al reported the first infant with cutis laxa
coupled with multiple hernias and cardiac disorder.[7]
Patient had para-esophageal hernia, right gluteal
hernia and ventricular septal defect. He was operated
in infancy period .Our case presented on first day of
life with respiratory distress and underwent surgery in
neonatal period.

Postoperative intussusception may develop in a
number of abdominal and extra-abdominal surgeries.
It has special predilection for surgeries with retroperi-
toneal dissection.[2] It is mostly ileo-ileal as in the
index case.

REFERENCES

1. Mohamed M, Kouwenberg D, Gardeitchik T, Kornak U,
Wevers R A, Morava E. Metabolic cutis laxa syndromes. J
Inherit Metab Dis. 2011;34:907-16.

2. De Vries S, Sleebom C, Aronson C. Postoperative intus-
susception in children. Br J Surg. 1999; 86:81-3

3.  Urban Z, Gao J, Pope FM, Davis EC. Autosomal dominant
cutis laxa with severe lung disease: synthesis and matrix
deposition of mutant tropoelastin. J Invest Dermatol.
2005;124:1193-9.

4. Elahi E, Kalhor R, Banihosseini SS. Homozygous missense
mutation in fibulin-5 in an Iranian autosomal recessive cutis
laxa pedigree and associated haplotype. J Invest Dermatol.
2006;126: 1506-9.

5. Hucthagowder V, Sausgruber N, Kim KH, Angle B, Mar-
morstein LY, Urban Z. Fibulin-4: a novel gene for an auto-
somal recessive cutis laxa syndrome. Am J Hum Genet.
2006;78:1075-80.

6. Meégarbané H, Florence J, Oliver Sass J. An autosomal-
recessive form of cutis laxa is due to homozygous elastin
mutations, and the phenotype may be modified by a heter-
ozygous fibulin 5 poymorphism. J Invest Dermatol.
2009;129:1650-5.

7. Kothari P R, Gupta A, Shankar G, Kulkarni BK, Dharap S.
Infantile congenital cutis laxa with multiple hernias and ven-
tricular Septal defect. Ind J Surg. 2005;67:11.



AJI, CR

APSP J Case Rep 2014; 5(1): 3

Leily et al, Congenital cutis laxa, hiatus hernia, and postoperative intussusception

AFFILIATION:

Pediatric Surgery Research Center,

Shahid Beheshti University of Medical Sciences,

Tehran, Iran

CORRESPONDENCE:*

Mohajerzadeh Leily, Assistant professor Pediatric Surgery,

Pediatric Surgery Research Center, Shahid Beheshti University of Medical Sciences,
Tehran -Iran.

Telefax: 0098-2122924488

Email: mohajerzadehl@yahoo.com
Accepted on: 19-10-2013

Source of Support: Nil

Received on: 28-09-2013

Competing Interests: None declared



