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A Rare Case of the Lenz Syndrome
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ABSTRACT
We are reporting here, a case of the Lenz syndrome in a neonate 
who was brought to the Paediatric OPD, Kasturba Medical Col-
lege Hospital, Attavar, Mangalore India, with the complaints of 
poor suckling since birth and abnormal facial features. Altogether, 

the characteristic congenital abnormal findings in Lenz syndrome, 
which comprise of microophthalmia, ear anomalies, microcephaly, 
skeletal and digital deformities, and urogenital malformations were 
observed, with an exception of a dental anomaly. Dental abnor-
malities were not pertinent, as the patient was a neonate.
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InTRoduCTIon
The Lenz syndrome is a very rare, X-linked, recessive, inherited 
condition, which occurs exclusively in males. Having been de-
scribed by Lenz in 1955, the characteristics of the syndrome are, 
abnormal development of the eyes, with malformation of the ears, 
teeth, fingers, skeleton and the genitourinary system.  

CASe 
A 24 days old male infant was brought to the Paediatric OPD, Kas-
turba Medical College Hospital, Attavar, Mangalore, India with the 
complaints of poor suckling since birth and abnormal facial fea-
tures. This full term, vaginally delivered baby weighed 2.11kg with a 
length of 43cm and a 32.5cm head circumference on admission.

The physical examination findings: a hairy forehead, bilateral pre 
auricular tags, micrognathia, a high arched palate, a valgus defor-
mity on the left foot, bilateral clinodactyly and bilateral claw hand 
deformity.

The ophthalmological examination findings: Bilateral micro 
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[Table/Fig-1]: Moulded Ear

[Table/Fig-2]: Valgus deformity

[Table/Fig-3]: Microophthalamia and left eye corneal opacity
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dISCuSSIon
The Lenz syndrome is a very rare, X-linked, recessive, inherited 
condition with a male predominance [1]. Mutations in at least two 
genes of the X chromosome  are thought to be responsible for this 
condition. Only one of these, the BCOR gene, has been identified. 

The BCOR gene provides instructions for the protein which is called 
the BCL-6 co-repressor, which plays an important role in the early 
embryonic development. A mutation  in the BCOR gene disrupts 
the normal development of the eyes, several other organs and tis-
sues before  birth. Researchers are working to determine whether 
the Lenz syndrome is a single disorder with different genetic causes 
or two very similar disorders, each of which are caused by muta-
tions in different genes. Apart from the BCOR gene which is on the 
MAA2( Microophthalmia with associated anomalies) locus on the X 
chromosome, another additional locus, that is MAA, which is also 
on the X chromosome, has been suspected. A missense mutation, 
nt 254 C>T; P85L on the MAA2 locus which is situated at Xp11.4-
p21.2, has been found in affected males. At the MAA locus which 
is situated at Xq27-q28, the mutation remains elusive [2,3].

The Lenz syndrome is inherited in an X-linked, recessive manner. If 
the mother is a carrier, the chances of transmitting the mutation is 
50% in each pregnancy. Males who have inherited the mutation will 
be affected and females who have inherited it will be  carriers [1].

The clinical manifestation of the Lenz syndrome includes mainly 
eye features like unilateral or bilateral microophthalamia, which are  
often accompanied by microcornea and glaucoma. In other ab-
normalities, the ears may be low set, cup shaped or abnormally 
moulded. The dental findings include irregular or missing teeth. 
Skeletal abnormalities like duplicated thumbs, clinodactyly, syn-
dactyly and microcephaly are common. Approximately 60% of the 
affected males have mild to severe intellectual disability or a de-
velopmental delay [4].  Hypernatraemia is one of the biochemical 
findings in this case.  It has been seen in low birth weight children, 
which is  caused by free water deficits [5].

The patients have to be managed in accordance with the con-
genital anomalies which are present, as no specific management is 
available [7] [Table/Fig-6]. 

ConCluSIon
The Lenz syndrome requires a symptomatic management by 
multiple specialities which work in tandem, in accordance with the 
congenital anomalies which are present in the individual patient.
Genetic counselling plays an important role in the subsequent 
pregnancy.  

ophthalmia, left eye corneal opacity Biochemical investigations: 
Sodium-161mEq/L,Potassium- 3.6mEq/L,Calcium-9.7mg/dl, Cre-
atinine- 0.7mg/dl, SGPT- 45 IU/L, Urea- 46mg/dl and C-reactive 
protein- 5mg/dl Karyotyping  revealed no chromosomal abnor-
mality. Ultrasonography: Pelvic-ureteric junction obstruction and a 
dynamic dislocation of the hip. Based on these findings and the 
facial features, a clinical diagnosis of the Lenz syndrome was made 
[Table/Fig-1,2,3,4 & 5].   

[Table/Fig-4]: Dynamic dislocation of hip 

[Table/Fig-5]: Claw hand deformity  

[Table/Fig-6]: The findings in patient and characteristic major 
abnormalities (% ) in Lenz syndrome [6].

abnormalities Percentage of 
Features Found

Females (n=32)

Microophthalmia 100 +

Ear abnormalities 63 +

Microcephaly 83 +

Skeletal abnormalities 67 +

Dental abnormalities* 48 -

Digital abnormalities 44 +

Urogenital abnormalities 77 +

Palate abnormalities 33 +

Retardation* 63 -
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