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It’s not that rare diseases are unseen; it’s
that the stories of those living with them are
rarely told.

In Odisha, many families spend years
moving from hospital to hospital in search of
answers. Children suffer unexplained
developmental delays, metabolic crises,
neuromuscular weakness, congenital anomalies,
or recurrent infections. Parents are told it is
“unknown,” “genetic but unclear,” or simply
“pad luck.” What follows is emotional
exhaustion, financial strain, and a long
diagnostic odyssey.

This is where genomics is changing the story.

At the Human/Medical Genetics
Laboratory, Institute of Life Sciences,
Bhubaneswar, we are working to bring advanced
genetic diagnostics closer to the people who
need them most. Holistically, engaged in
investigating the genetic and molecular basis
of hearing disorders and other inherited
diseases, with a focus on gene discovery,
mutation screening, and the development of
DNA-based diagnostic strategies.The long-
term objective is to transform genetic insights
into practical diagnostics and therapeutic
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solutions for human diseases.As part of our
commitment to public health and precision
medicine, we actively contribute to two DBT
funded national missions: Mission Program
on Pediatric Rare Genetic Disorders
(PRaGeD)and Unique Methods of
Management & treatment of Inherited
Disorders (UMMID) programme.

DBT-Mission PRaGeD (https://
praged.cdfd.org.in/) represents a shift from
reactive medicine to proactive genomic
diagnosis. Through this initiative, patients
suspected of having rare genetic conditions
receive comprehensive evaluation, including
family history analysis (pedigree), Whole
Exome Sequencing (WES)/ Whole Genome
Sequencing (WGS), Multiplex Ligation-
dependent Probe Amplification (MLPA)
assays, and confirmatory Sanger sequencing.
Importantly, for many families, this testing is
provided through government supported
frameworks removing the financial barrier that
often prevents access to advanced diagnostics.

The Impact has been Tangible

Across Odisha, advanced genomic testing
is transforming the diagnosis of rare genetic
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Overview of Mission PraGeD operations in Odisha and Rare Disease Day Awareness observed on 28"

Feb 2026 at Institute of Life Sciences, Bhubaneswar

disorders. Conditions such as Duchenne
muscular dystrophy, spinal muscular atrophy,
nephropathic cystinosis, Cockayne syndrome,
Oculodentodigital dysplasia, Ellis—van Creveld
syndrome, severe combined immunodeficiency,
and other complex/multilocus inherited diseases
have now been molecularly confirmed in the
state. Behind each diagnosis is a family that
finally has clarity, clarity about prognosis,
recurrence risk, and future family planning.
Mission PRaGeD is ongoing, steadily
advancing genomic medicine and expanding
access to precise molecular diagnostics across
the region.

“Diagnosis does not always mean cure.
But diagnosis always means direction.”

In response to the growing need for
structured rare disease care, the Government
of India introduced the National Policy for
Rare Diseases (2021). The policy prioritizes
prevention through awareness, early screening,
and genetic counselling across critical life
stages. It aims to reduce incidence and ensure
affordable care for treatable conditions within
available resources.

Guided by this national vision, our
laboratory works in close collaboration with
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1 expert clinicians and their respective teams
j Dr. Joseph John and Dr. Amit Kumar Satpathy
I at AlIMS Bhubaneswar, and Dr. Swarupa
I Panda and Dr. Roma Rattan at SCB Medical
j College and Hospital ensuring that genomic
I discoveries translate directly into
Imeaningful patient care. This clinician-
| scientist partnership allows advanced
I molecular findings to inform diagnosis,
I counselling, and long-term management for
| affected families.

1 At the national level, the Project
=Coordinating Centre at Centre for DNA
| Fingerprinting and Diagnostics, Hyderabad,
I plays a pivotal role in strengthening rare
| diseasediagnostics across India, fostering a
I coordinated framework that integrates
I research excellence with clinical impact.

I This collaborative ecosystem of
I laboratory scientists, clinicians, counsellors,
:and policy driven national coordinators
] ensures that genomic research translates into

I societal impact.

Rare Disease Day (28"/29"February) 1
IS not just a symbolic observance. It is a
reminder that behind every dataset isa child, |
a parent, and a family waiting for answers. |

Our motto, “Your Gene on Our Watch,” :
reflects a simple commitment: that no I
patient should remain undiagnosed due to I
lack of access, awareness, or affordability. §

In Odisha, the future of rare disease |
care lies in awareness, early referral, and :
integration of genomics into routine medical
practice. With continued public engagement, |
policy support, and institutional I
collaboration, we can shorten the diagnostic |
journey from years to weeks and transform |
uncertainty into informed care.

“Because for rare disease families, hope
begins with a diagnosis.”
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