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CONCLUSION

In i t ia l ly chi ld was started on metabol ic cocktai l  including thiamine,
r ibof lavin and biot in.
•  After genet ic reports conf i rmed Biot in idase def ic iency, th iamine and
r ibof lavin were discont inued and Biot in supplementat ion was started
at 10mg OD (1ml=10mg)
• The parents were informed about s ick day rules and the 25%
recurrence r isk of  the disease in future pregnancies.
•  The chi ld is current ly on regular fo l low up with str ict  compl iance to
prescr ibed medicat ions

Our case is of a 4-month-old baby from Kodagu district, Karnataka, was born from a consanguineous
marriage. The antenatal history was uneventful. The parents have two older sons, aged
10 and 7, who are healthy. However, their third child, a daughter born last year,
exhibited symptoms of decreased feeding and poor activity by the 20th day of life. She
developed status epilepticus seizures and was admitted to the PICU.
Her EEG showed diffuse encephalopathy and CECT suggested bilateral fronto-temporo-
parietal subdural hemorrhage and subdural effusion along with hydrocephalus. She was on a ventilator
for one month and was discharged against medical advice, shortly after wich she passed away. Given
these past events, newborn screening was conducted for the our child in the on her first day of life,
which showed Fatty acid oxidation defect and organic aciduria. Her immunization history and
arthropometric findings were normal, developmentally only social smile was present at 2 months and
general examination showed a depressed epicanthal fold at the root of nose and sparse eyelashes.
Systemic examination was normal. 
Following NBS reports, Blood Tandom mass spectrometry and Urine Gas Chromatography Mass
Spectrometry were done followed by Singleton exome sequencing which showed a Missense variant,
c.416G>A in exon: 4 of BTD gene. On segregation, the variant was present in heterozygous state in
her mother and father.

Al l  indiv iduals wi th profound and part ia l  b iot in idase def ic iencies
should be treated with oral  b iot in,  therapy is l i fe long. Targeted
therapy: Oral  b iot in of  5-10 mg/day for those who have <10% mean
normal serum enzyme act iv i ty and 2.5-10 mg/day in those who have
10%-30% of mean normal serum enzyme act iv i ty.  Support ive care in
symptomatic indiv iduals:  Hydrat ion and bicarbonate in those with
metabol ic decompensat ion and acidosis,  support ive developmental
therapies and educat ional  resources for those with developmental
delay;  subspecial ist  ophthalmologic care for  those with opt ic atrophy;
hear ing aids and, i f  severe,  considerat ion of  cochlear implants for
those with hear ing loss.

This case highl ights on how Newborn screening for common
metabol ic and genet ic disorders should be an integral  part  of
neonatal  care as ear ly detect ion and treatment can help prevent
intel lectual  and physical  defects and l i fe threatening i l lnesses

Biotinidase deficiency is an inherited disorder in which the body is unable to recycle the vitamin
biotin. Mutations in the BTD gene cause biotinidase deficiency. 
Biotinidase removes biotin that is bound to proteins in food, leaving the vitamin in its free (unbound)
state which acts as a co-factor for carboxylation in gluconeogenesis, fatty acid synthesis and fatty
acid oxidation.
Symptoms of profound biotinidase deficiency (<10% serum activity) usually appear between ages 1
week and 10 years, typically with optic atrophy, hypotonia, seizures, hair loss and skin rash along
with ataxia and developmental delay. Individuals with partial biotinidase deficiency (10%-30% serum
biotinidase activity) may develop symptoms only when stressed, such as during infection.


