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Problem Statement

* In developing economies, rare diseases have received
little to no attention in policy as well as practice, making

them orphan diseases

— Examples: rare cancers, hemophilia, hemoglobinopathies, ophthalmic,
immunodeficiency, neuromuscular disorders, etc.

* InIndia, a policy for Treatment of Rare Diseases was released in
2017 and revised and published as the National Policy for Rare
Diseases 2020 by the Ministry of Health and Family Welfare, India.

— Disease burden in India ~50-70 Million children and adults
* How can we size the response in policy and practice when

gaining the system level understanding of Equitable Access,
Accurate Diagnostic, and Affordable Treatment remain illusive?

— Total afflicted population
— Prevalence
— Frequency of occurrence
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Progress, Insights and Questions

- rd ~
s e . . \ . . . . s
‘ Awareness and Access Care Provider Capacity . Diagnosis and Treatment Options Dynamics
4 Y |
! . \ . | |
( To Care Dynamics I i Dynamics | |
! f 1 1 |
|
: - l ! . |
| Fraction of Births with : i 1| Potentisl OD Batients Tr(::titdn:ld #’ Q {
: 0D through Inherritsnce <o L 1 P“sl'““. leBll“E ::%:» Coreectly :fZ:’ Farilrs: Rate of M stural |
L 1L Specialis Rateof Correct Diagnosed | RateofAccessto D ealths '
1 B”lh Rate | | Dysgnosis A flordable Care |
: I I l\ Rate of Coreket ,I
1 Rate of OD throu} h| \ Referral | ’
~ -
| Envtrnnm:n!l G = ————— o e e e e e i — — — — — — — —————
| i 2
Population ! Potential DD | Paticut
Q 4#!: Bevle # Potentially T > - F atients Seeing J ;nn: Il #’ Q
Rate of | Undisgnosed vith DD : [ = B Rl otece Misdiagnosed J g of Misdisgnosed
Undisgnosed! Rateof Lack  Rate ofPCP Access Mé;'nagnn ) Deaths
Deaths ! ofhccess P sdiagnosis
| | |
I | People
: 2 '*‘ Screentd for :
\ Rate of : | 0D Bate of Suspected DD
| Screening {
| ' |
| 1
| [ARate ofhccessto | |
| i Quacks : | :
| 1 |
| ,
| : People Seeing #» Q l
: |P Quacks Rateof Deaths !
) I
\ 1 after Quacks ;
\ ) /
~ AN /
S - ~ -

e ————————— - ————— ——— = [ YRRy U U e ——

* Three Foci * What is the payor model for orphan
— Equitable Access diseases in your health system — for
diagnosis, maintenance, cures by

— Accurate Diagnosis ] o
genomic medicine?

— Affordable Treatment

e OPFORD Foundation

— Focus on haematalogical genetic
disorders

Has Hardy-Weinberg Equilibrium been
reached in genotype frequencies in
your system or do evolutionary
influences still have a role to play?

— Patient centred digital platforms
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