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Abstract : Advances in the field of transplantation have
resulted in dramatic cure for children with inborn errors
of metabolism over the last three decades. Early diagnosis
and optimal patient selection are the key to successful
outcomes. The best outcomes have been seen in children
with mucopolysaccharidoses who have been transplanted
before the age of two years to prevent neurocognitive
deficits. The counselling of these families involves many
challenges including organ dysfunction during the
procedure, the long time required to perceive
improvement in the somatic features and the need for
holistic follow up with cardiac, orthopaedic, neurology
and ophthalmology colleagues. We present here, the data
available with current studies on patient referral, timing
of referral and the unique features in the care of these
children.
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Points to Remember

e Hematopoietic stem cell transplantation (HSCT)
for metabolic diseases involves inputs from a
multidisciplinary team before, during and long
after HSCT.

e The timing of HSCT must precede the onset of
disease progression; HSCT halts progression but
does not reverse existing disease related damages.

e HSCT can be performed using a matched sibling
donor, a matched unrelated donor or a
haploidentical parent donor.

e Myeloablative conditioning using treosulfan or
targeted busulfan prevents rejection of the graft.

e Gene therapy using autologous stem cells offers
the potential for better outcomes and lower toxicity
in this unique group of children.
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