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Vitamin D dependant rickets Type 1A , a rare autosomal recessive disorder 
1 
,secondary to a mutation 

in 1α hydroxylase gene 2
, which presents in early infancy with wide systemic non-specific symptoms 

like failure to thrive , generalised hypotonia , multiple fractures
3
 , recurrent LRTIs

4
 , which pose 

difficulty in diagnosing the ultimate endocrine defect . While some genetic disorders are devoid of 

specific treatment options, this disorder is fortunate to be treatable
5
. We are presenting a case of 19 

months old female child, born out of a second degree consanguinous marriage, with Vitamin D 

Dependant rickets Type 1A, who presented with recurrent aspiration pneumonias 8 times since 8 

months of her age. Her diagnosis was missed for a long time and treated at multiple places as 

pneumonia. She was grossly underweight, had multiple symmetrical fractures of all long bones, 

delayed milestones and rachitic features .Genetic analysis reported a homozygous mutation in 

CYP27B1 gene. She responded well to the calcitriol treatment and free of respiratory symptoms for 2 

months .This multi system presentation of rickets highlights the need for high index of suspicion of 

possibility of rare genetic forms.   

 

References: 

1. Labuda M, Morgan K,Glorieux FH. Mapping autosomal recessive vitamin D dependency type 1 to 

chromosome 12q14 by linkage analysis. Am J Hum Genet 1990;47: Page No: 28-36. 

2. St-Arnaud R, Messerlian S, Moir JM. OmdahlJL, GlorieuxFH. The 25-hydroxy vitamin D 1-

hydroxylase genemaps to the pseudovitamin D-deficiency rickets (PDDR)disease locus. J Bone 

Miner Res 1997;12: Page No: 1552-9. 

3. Yan Y, Calikoglu A, Jain N. Vitamin D dependant rickets type 1:a rare, but treatable, cause of 

severe hypotonia in infancy. J Child Neurol 2011;26(12): Page No: 1571-5. 

4. Tugba Sismanlar, Ayse Tana Aslan, Ozlem Gulbahar, Secil Ozkan. The effect of vitamin D on 

lower respiratory tract infections in children. Turk Paediatri Ars. 2016 Jun;51(2): Page No: 94-97. 

 

5. Chan Jong Kim. M.D. Vitamin D 

dependant rickets type 1. Korean J 

Paediatr.2011 Feb;54(2): Page No: 

51-54 

HEB CASS 


