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Abstract

Meckel-Gruber syndrome (MGS) is an autosomal recessive disorder characterized by occipital encephalocele, polycystic 

kidneys and variable other congenital malformations. As an autosomal recessive disorder, the risk of recurrence of Meckel 

Gruber syndrome is 25%. The diagnosis of MGS is usually suspected with early prenatal ultrasound showing typical findings. 

As the patient was referred at 34 weeks, it was a late diagnosis. We report on   a patient with MGS diagnosed by antenatal 

ultrasound scan. Pregnancy was terminated at 34 weeks of gestation.

Keywords:  Encephalocele; Anopthalmia; Anhydramnios; Ultrasound; Short limbs

Abbreviations: MGS: Meckel-Gruber Syndrome; PGD: 
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Introduction

Meckel-Gruber Syndrome (MGS) is a rare, genetically 
heterogeneous and lethal autosomal recessive disorder 
characterized by occipital encephalocele, postaxial 
polydactyly and bilateral dysplastic cystic kidneys. This 
disorder is hypothesized to be caused by defects in primary 
cilia. MGS can be associated with anomalies including cleft 
lip and palate, anopthalmia, micropthalmia, ductal plate 
malformation of the liver, cardiac and genital anomalies. The 
diagnosis of MGS is considered when antenatal ultrasound 
shows associated findings. We here report on a baby with 
MGS based on antenatal ultrasound findings.

Case Report

Twenty four years old G6 A5 presented at 34 weeks of 
gestation with a previous history of a baby with congenital 
malformations including Arnold Chiari. The parents are first 
degree cousins on both maternal and paternal sides. There 

was no other family history of congenital malformations. The 
mother denied taking any medications during pregnancy 
other than folic acid, which was started before pregnancy. 
Ultrasound scan, done at 15 weeks gestation stated as cystic 
hygroma. An ultrasound scan was repeated at 24 weeks 
gestation which confirmed posterior encephalocele and 
anhydramnios [1,2]. 

Case was referred for detailed antenatal ultrasound at 
Niloufer hospital. On scanning, the findings were occipital 
encephaloele, polycystic kidneys, omphalocele, mesomelia 
[short limbs], bilateral talipes polydactyly, cleft lips and 
anhydramnios. The possibility of MGS was raised, the natural 
course and the prognosis was explained to the parents who 
opted to terminate the pregnancy [3]. Following further 
extensive genetic counseling and approval of the hospital 
ethics committee, termination of pregnancy was carried out 
at 34 weeks gestation. The baby was born alive but died in 
5 minutes, no resuscitation was offered. Baby along with 
cord blood sample was sent for genetic analysis, results to be 
awaited. Karyotyping of both mother and father were normal 
(Figures 1-6).
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Figure 1: Occipital encephaloele.

Figure 2: Polycystic Kidneys.

Figure 3: Omphalocele.

Figure 4: Mesomelia (short limbs) Talipes and Polydactyly.
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Figure 5: Cleft lips.

Figures 6: Pictures taken immediately after birth.

Discussion

Meckel-Gruber syndrome is a fatal [1], autosomal 
recessive disorder characterized by malformation of central 
nervous system, particularly occipital encephalocele, 
bilateral renal dysplasia, and polydactyly. As an autosomal 

recessive disorder, the risk of recurrence of Meckel Gruber 
syndrome is 25%. The diagnosis of MGS is usually suspected 
with early prenatal ultrasound showing typical findings. As 
the patient was referred at 34 weeks, it was a late diagnosis 
[4,5,6].
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Conclusion

This case report highlights the importance of antenatal 
scan in diagnosis of inherited diseases such as MGS. Based 
on genetic analysis, we can suggest preimplantation genetic 
diagnosis (PGD) for the patient to prevent recurrence.
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