
283

Vol. 76, No. 02, February 2026 Open Access

Dear Editor, I wish to draw attention to an under-recognised
but significant metabolic disorder, homocystinuria, which
remains vastly underdiagnosed in Pakistan. Through
personal observation, I have encountered three cases
within my extended family, all diagnosed after irreversible
neurological and physical complications had already set in.
These cases reflect a broader systemic gap in early
detection and clinical awareness.

Homocystinuria, an autosomal recessive disorder of
methionine metabolism, often presents with
developmental delays, ectopia lentis, skeletal
abnormalities, and thromboembolic events.1 Crucially, its
clinical features usually manifest around 5–6 years of age,
by then, brain damage may already be irreversible. This
delay in diagnosis is tragically common in resource-limited
settings like ours, where homocystinuria is not part of
standard newborn screening programmes.2

Globally, countries with routine newborn screening and
physician education programmes have reported significant
improvements in early diagnosis and outcomes.3 For
example, Qatar reports a prevalence as high as 1 in 1,800
births due to high consanguinity and effective national
screening programs.4 In contrast, in Pakistan, lack of data
and screening may be hiding a growing burden. Sixty to
seventy percent of marriages in Pakistan are
consanguineous (mostly first-cousin marriages), one of the
highest rates globally.5

Moreover, awareness among general practitioners and
paediatricians remain low, contributing to late referrals and
misdiagnosis. These challenges necessitate immediate
interventions.

I strongly urge health authorities and policymakers to:

1. Include homocystinuria in national newborn screening
protocols, especially in high-risk populations.

2. Launch continuing medical education (CME) programs
to raise awareness among paediatricians and primary
care providers.

3. Encourage reporting and data collection on diagnosed
cases to understand local prevalence.

4. Integrate genetic counselling into maternal and child
health programmes.

5. Implement mandatory premarital counselling for
families with a history of genetic disorders.

6. Raise awareness through media, community health
workers, and school education.

7. Train more professionals in clinical genetics and
metabolic diseases.

8. Early detection can be life-changing, preventing long-
term disability and enabling timely dietary and
pharmacological interventions. We must not allow a
treatable disorder to continue inflicting preventable
harm on our children.
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