
220

OLGU SUNUMU

SUMMARY

Aplasia cutis congenita is a rarely seen disease in which der-
mis, subdermal tissue and extremely rarely bone are absent. 
Significant number of cases are lost due to infections, elect-
rolyte imbalance, and massive hemorrhage. In this report, we 
present a 2-day-old infant who had a wide aplasia cutis area 
on the right lower limb. 
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ÖZET

Aplazia kutis kongenita ve ekstremite anomalisi: 
Non-skalp lezyonlu bir olgu

Aplazia kutis kongenita ender görülen deri tabakalarının, sub-
kutan dokunun daha ender olarak da kemiğin olmadığı bir 
hastalıktır. Olguların önemli bir kısmı infeksiyonlar, elektrolit 
kaybı ve masif hemoraji nedeniyle kaybedilir. Biz bu çalışmada 
sağ bacağında geniş deri aplazisi alanına sahip 2 günlük bir 
yenidoğanı sunduk. 

Anahtar kelimeler: Aplazia kutis kongenita, ekstremite ano-
malisi
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Aplasia cutis congenita (ACC) is a rare congenital 
disorder characterized by a localized absence of 
skin, dermal appendages, and in some cases, the 
subcutaneous tissues. It was first described by Cor-
don in 1767 (1,2). ACC may occur anywhere in the 
body; however, in 84 % of the cases, the defect is 
found in the scalp (3), where it is often solitary and 
located predominately in the midline vertex. Non-
scalp lesions may involve the trunk and/or extremi-
ties and are usually bilaterally symmetric (4). 
 
ACC was reported to affect 1 in every 10.000 live 
births (5). Many theories have been postulated to 
explain the occurrence of ACC; however, neither 
the pathogenesis nor the aetiology has been clari-
fied yet. Factors like intrauterine trauma, amniotic 
bands, and some drugs have been implicated (5,6). 
Majority of the published cases of ACC are spora-
dic; with a few reports describing a familial occur-
rence in the form of autosomal dominant (7), as well 

as autosomal recessive (8) pattern of inheritance. 
 
In this article, we present a rare case of ACC in a 
patient who had a wide aplasia cutis area on the 
right lower limb. 

CASE 
 
A full term 2-day-old girl was referred to our hospi-
tal with a subdermal tissue , skin, and full thickness 
dermal defect on the right lower limb. The child’s 
birth weight was 2410 g, head circumference was 
31 cm and length 41 cm. Nonconsanguineous fat-
her, and mother were 25 and the 23 years old, res-
pectively. 
 
On physical examination, the patient had pes equ-
inovarus, and a widespread skin defect on the 
right lower limb (Figure 1). In addition, she had 
microcephalia, hirsutism on the forehead region, 
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synophrys, arched eyebrow, swollen eyelid, wide 
nose and a thick inferior lip (Figure 2). Radiological 
examination showed right distal tibia lying on the 
left side (Figure 3). Laboratory examinations and 
karyotype analysis were normal. Ultrasonographic, 
echocardiographic examinations, and family history 
were unremarkable. 

DISCUSSION
 
Aplasia cutis congenita is an uncommon disorder 
with focal absence of epidermis, subcutaneous tis-
sue, galea and calvarial bone in rare cases. In additi-
on to scalp and bony defects, our patient had a dura 
defect with herniation of brain tissue. Characteristi-
cally terminal transverse limb defects affect the dis-
tal phalanges or entire digits. Both lower and upper 
limb defects can be seen, but lower limb defects are 
more common. Shortening of the fingers with loss 
of terminal phalanges are the most common defects 
but clubfoot, syndactyly, nail hypoplasia, absence 
of fingers can be seen less commonly. Limb invol-
vement is usually asymmetrical (9). Our case had pes 
equinovarus, and skin defects on the right lower 
limb.
 
Few conditions may be associated with ulceration 
in the newborn. The most common lesion of them 
is the ACC either alone or with epidermolysis bul-
losa (EB). In transient bullous dermolysis, which is 
a form of dystrophic EB, the baby may have blisters 
on the limbs (10). Congenital herpes may rarely be 
the cause of congenital abrasions (11). Neonate with 
Setleis syndrome may have depressed scarred areas 

Figures 1. Appearance of the right lower limb of the patient. 

Figure 2. Facial appearance of the patient.

Figure 3. Radiographs of case’s lower limbs: right distal tibia lying 
on the left side is present.
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on the temporal scalp resembling healed ACC. Ho-
wever, it can be differentiated easily by its characte-
ristic facial features especially periorbital puffiness 
and inverted V-shaped mouth (12). Other causes of 
ulcerations in neonates that should be differentia-
ted from ACC include ulcerations caused by scalp 
electrodes (13), and pyoderma gangrenosum (14).
 
The management of non-scalp ACC is still contro-
versial. Most lesions heal spontaneously with con-
servative dressing, but large lesions may necessitate 
surgical interference with skin grafts or local skin 
flaps (2). Fresh allograft has been used as temporary 
biological dressing to enhance epithelization of the 
defects (15). Cultured epithelial autografts have been 
used together with acellular allogenic dermal grafts 
(16). Skin grafting is limited by donor-site availabi-
lity, potential morbidity and the technical difficulti-
es associated with handling the thin neonatal skin. 
Flap reconstruction involves subjecting a neonate to 
anaesthesia and a major surgical procedure, with the 
risk of significant blood loss. Although the use of 
cultured keratinocytes is promising, it is still restric-
ted to centres having tissue culture laboratory.
 
ACC is a rare disorder that is present at birth. The 
most common presentation is the solitary lesion 
on the scalp. The peculiarity of a patient is that his 
mother had a similar lesion, possible evidence for 
a genetic influence. The presence of ACC in both 
mother and child is rare, but the condition has been 
noted in siblings (17,18). Localized congenital absence 
of skin is also seen in Bart syndrome (18) which is 
now considered to be a variant of EB. There appears 
to be a clear genetic influence in many cases, but the 
same mechanism is un likely to be associated with 
each case. Friedan proposed a classification of ACC 
(19). The clinical description of our patient points to 
type 7 in Frieden’s classification. 
 
In conclusion, we present a rare case who had a 
wide aplasia cutis area on the right lower limb, and 
the clinical features were discussed in the light of 
the literature.

REFERENCES

1. Moros Pena M, Labay Matias M, Valle Sanchez F, et al. 
Aplasia cutis congenita in a newborn: etiopathogenic revi-
ew and diagnostic approach. An Esp Pediatr 2000;52:453-
456.

2. Ahcan U, Janezic T. Management of aplasia cutis conge-
nita in a non-scalp location. Br J Plast Surg 2002;55:530-
532.

 http://dx.doi.org/10.1054/bjps.2002.3915
3. Demmel U. Clinical aspects of congenital skin defects. 

Congenital skin defects on the head of the newborn. Eur J 
Pediatr 1975;121:21-50.

 http://dx.doi.org/10.1007/BF00464392
4. Mannino FL, Jones KL, Benirschke K. Congenital skin 

defects and fetus papyraceus. J Pediatr 1977;91:559-64.
 http://dx.doi.org/10.1016/S0022-3476(77)80502-7
5. Taifour Suliman M, Quazi A. Aplasia cutis congenita of the 

trunk in a Saudi newborn. Br J Plast Surg 2004;57:582-84.
 http://dx.doi.org/10.1016/j.bjps.2003.12.026
6. Valdez RM, Barbero PM, Liascovich RC, et al. Methi-

mazole embryopathy: a contribution to defining the phe-
notype. Reprod Toxicol 2007;23:253-255.

 http://dx.doi.org/10.1016/j.reprotox.2006.11.007
7. Fimiani M, Seri M, Rubegni P, et al. Autosomal dominant 

aplasia cutis congenita: report of a large Italian family and 
no hint for candidate chromosomal regions. Arch Dermatol 
Res 1999;21:637-642.

 http://dx.doi.org/10.1007/s004030050468
8. Lestringant G, al Towairky A. Three siblings with ex-

tensive aplasia cutis congenita of the scalp and underlying 
bone defect: autosomal recessive inheritance. Int J Derma-
tol 1989;28:278-279.

 http://dx.doi.org/10.1111/j.1365-4362.1989.tb04830.x
9. Snape KM, Ruddy D, Zenker M, et al. The spectra of 

clinical phenotypes in aplasia cutis congenita and terminal 
transverse limb defects. Am J Med Genet A 2009;149A:1860-
1881.

 http://dx.doi.org/10.1002/ajmg.a.32708
10. Hanson SG, Fine JD, Levy ML. Three new cases of tran-

sient bullous dermolysis of the newborn. J Am Acad Der-
matol 1999;40:471-76.

 http://dx.doi.org/10.1016/S0190-9622(99)70500-1
11. Harris HH, Foucar E, Andersen RD, Ray TL. Intrau-

terine herpes simplex infection resembling mechanobul-
lous disease in a newborn infant. J Am Acad Dermatol 
1986;15:1148-1155.

 http://dx.doi.org/10.1016/S0190-9622(86)70285-5
12. McGaughran J, Aftimos S. Setleis syndrome: three new 

cases and a review of the literature. Am J Med Genet 
2002;111:376-380.

 http://dx.doi.org/10.1002/ajmg.10632
13. Brown ZA, Jung AL, Stenchever MA. Aplasia cutis con-

genita and the fetal scalp electrode. Am J Obstet Gynecol 
1977;129:351-352.

14. Baer MR. Management of unusual presentations of acute 
leukemia. Hematol Oncol Clin North Am 1993;7:275-292.

15. Saraiya HA. Management of aplasia cutis congeni-
ta of the scalp: a continuing enigma. Br J Plast Surg 
2002;55:707-8.

 http://dx.doi.org/10.1054/bjps.2002.3963
16. Simman R, Priebe CJ, Jr Simon M. Reconstruction of ap-

lasia cutis congenita of the trunk in a newborn infant using 



223

A. Karaman et al., Aplasia cutis congenita and limb anomaly: A case of non-scalp lesion

acellular allogenic dermal graft and cultured epithelial au-
tografts. Ann Plast Surg 2000;44:451-454.

 http://dx.doi.org/10.1097/00000637-200044040-00019
17. McMurray BR, Martin LW, St John Dignan P, Fogelson 

MH. Hereditary Aplasia Cutis Congenita & associated de-
fects. Three instances in one family & survey of a reported 
a case. Clin Pediatr (Phila) 1977;16: 610-614.

 http://dx.doi.org/10.1177/000992287701600705

18. Chitnis MR, Carachi R, Galea P. Familial Aplasia Cutis 
Congenita. Eur J Pediatric Surg 1996;6(2):100-101.

 http://dx.doi.org/10.1055/s-2008-1066481
19. Frieden IJ. Aplaisa cutis congenita: a clinical rewiev and 

proposal classification. J Am Acad Dermatol 1986:14:646-
660.

 http://dx.doi.org/10.1016/S0190-9622(86)70082-0


