
Submit Manuscript | http://medcraveonline.com

Introduction & Review of literature
Pena-Shokeir syndrome (PSS) is an autosomal recessive non 

aneuploidic condition with some clinical features being similar to that 
of  trisomy 18, the condition is most often lethal, and the estimated 
incidence was 1 in 12,000 births.1,2 The syndrome has two distinct 
types:  type I, fall under the same spectrum of the fetal akinesia 
sequence. It is rare, involving degeneration of the brain and spinal cord, 
and characterized by facial, head, skeletal and muscular abnormalities. 
Reduced fetal activity causes many of the problems. Type II is a rare 
progressive congenital syndrome involving degeneration of the brain 
and spinal cord and characterized by facial, head, skeletal and muscular 
abnormalities as well as eye abnormalities. Deep-set eyes, mild knee 
flexion contractures,3 short umbilical cord.4 Affected sibs1−5 born of 
consanguineous6 parents indicated autosomal recessive inheritance.4−7 
The survival rate ranged 28 days-to 20 months.8 Manimekalai N et 
al.,9 reported a very interesting case of a 21 year old female, Pena-
Shokeir syndrome, an uncomplicated c-section was performed, and 
a live normal female infant  was born. Two-dimensional ultrasound 
is necessary for early detection of fetal defects associated with Pena-
Shokeir syndrome, especially when combined with three-dimensional 
ultrasound. The twisting of the limbs and facial abnormalities in the 
fetus become evident.10,11 One of the immediate common complaints 
in a newborn with  cleft  lip and /or palate is difficulty in  feeding. 
In cleft palate cases inability of the palate to separate the nasal and 
oral cavities during feeding usually cause nasal regurgitation and 
choking. Other Feeding problems include poor suction, excessive 
air intake, frequent burping and prolonged feeding times. These 
children need modifications in order to thrive and grow. Failure to 
adjust to these needs could place the children into a potential life-
threatening situation. To overcome feeding problem, various feeding 
methods have been recommended and some others have advocated 
specific feeder for use in some or all cleft palate conditions.12,13 
Prompt intervention by fabrication of feeding plate can eliminate 
the immediate problems of proper nourishment and prevention of 
infections for the already debilitated infant. Breastfeeding helps 
bonding and gives your baby lots of cuddling and skin contact. Many 

mothers find breastfeeding their baby helps build a loving and trusting 
relationship. Michael A et al.,14 found that breast milk of children 
born with cleft palate constituted the majority of the diet, and most 
common method of providing breast milk was the Haber-man feeder 
for about 75% compared with other specialty cleft bottles composing 
11%. Parents who received counseling were more likely to give breast 
milk to their infant.

Case report
A 1.5 months old Libyan male, admitted at Benghazi children 

hospital due to convulsion; tonic and colonic. Mother gives history of 
fever, but no cough or breathlessness. Case had diagnosed at genetic 
clinic as Pena Shokeir syndrome. The parents were consanguineous, 
and the infant’s elder brother has the same syndrome. History revealed 
that infant’s body weight at birth was 2.8 kg, normal delivery. Clinical 
examination showed large ear pinnae, prominent root of the nose, 
micrognathia; along with greater detailing of the micrognathia, cleft 
soft palate, and abnormal appearance of the hands and feet (Figure 
1) & (Figure 2). Infant referred because of a problem in feeding due 
to the soft cleft palate Figure 3. The infant’s cleft soft palate is small. 
Mother did not want to feed child using the suitable bottle, she prefer 
breast feeding, therefore instructions were given, to her, in order to 
help minimizing oozing of milk via the infant’s nose as well as to 
prevent chocking. The instructions are should change infant’s feeding 
position so her breast tissue to fill the gap in the lip or gum, and keep 
her baby’s head close to the breast throughout the feeding, and hold 
her breast in her baby’s mouth by pressing with the index and middle 
fingers on the breast, well back from the nipple, making the breast 
protrude as if full of milk. Breast compressions help to increase the 
flow of milk to her baby. This method with time it can get easier, 
and any time the baby spends at the breast is helpful. Nursing at the 
breast is best limited to 10 minute sessions. Supplemental bottles 
may be needed if breastfeeding alone does not supply enough food 
for adequate satisfaction and growth, using special bottle used for 
cleft palate children. The long term plan was referral of the child to a 
plastic surgeon for future surgical repair of his soft palate.
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Abstract

Pena-Shokeir syndrome (PSS) is a rare progressive congenital syndrome first described by 
Pena SD & Shokeir MH1 It is also known as a fetal akinesia/hypokinesia sequence, and is 
characterized by multiple joint contractures, facial anomalies and pulmonary hypoplasia. 
We represent a Literature review PSS, and report a case of one and half month old male who 
was diagnosed by genetic department at Benghazi children’s Hospital, and was referred 
to Pedodontic department at Benghazi dental school . The infant’s mother complaint was 
oozing of milk via child’s nose during feeding. The clinical characteristics were very 
similar, and yet the youngest of the reported cases. Family history revealed that the infant’s 
elder brother born with the same syndrome; both are still alive. Parents were relatives. The 
clinical examination revealed that the infant has cleft soft palate. The anxious mother taught 
how to feed the child, and child referred to a plastic surgeon for a future cleft repair. 
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Figure 1 Infant’s feet and hands, as main feature of Pena-Shokeir syndrome.

Figure 2 Infant main face character features of Pena-Shokeir syndrome.

Figure 3 Infant’s soft cleft palate.

Discussion
This infant has the characteristic features of Pena Shokeir syndrome. 

Child’s parents were close relative, and his elder brother was born 
with the same syndrome, these were similar to reported studies.1−7 The 
child born with soft cleft palate which was coincide with the reported 
cases.1−6 Problems associated with feeding of children born with cleft 
palate have been reported in several studies,12−15 and this infant was 
no exception. Mother wants to breast feed her child therefore the 
instructions were given and a long with future surgical correction of 
the cleft palate. Child and his brother are alive; this was contrary to 
Vogt J et al.,9 who stated that the prognosis is very poor, with 30% of 
cases being stillborn, and another 40% not surviving past the first few 

weeks, and with the remainder not surviving beyond a few months. 
The child was the second affected in the family, this was same finding 
reported by Tongsong T et al.,15 who found that the risk in the next 
pregnancy was 0-25% , and Vogt J et al.,9 who found that the risk for 
future pregnancy around 10-15%. Therefore, care should be provided 
for subsequent pregnancies for couples who had a fetus with Pena-
Shokeir syndrome includes genetic mapping, serial assessments using 
of three-dimensional ultrasound, and magnetic resonance imaging 
with the aim of achieving early detection of abnormalities. 

Conclusion
Campaign should be directed toward mothers who have children 

born with genetic diseases for social and early managements, as well 
as instructions for proper feeding of their children who born with cleft 
lip/palate. Genetic mapping is necessary for couple who have Pena 
Shokeir syndrome or their children have the syndrome.
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