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Unveiling Genetic Disorders for Better Health

Inborn errors of metabolism are a diverse group of disorders that
can be inherited or arise from spontaneous mutations. These
diseases result from failures in metabolic pathways responsible
for breaking down or storing carbohydrates, fatty acids, and
proteins. Although each specific inborn error of metabolism is
rare, collectively they are quite common, occurring in about 1 in
2,500 births. They can manifest at any age, making it essential for
emergency providers to have a comprehensive understanding of
these diseases, their symptoms, and appropriate evaluation
methods.
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M a p l e  S y r u p  U r i n e  D i s e a s e  ( M S U D )
i s  a  r a r e ,  i n h e r i t e d  m e t a b o l i c
d i s o r d e r  t h a t  a f f e c t s  t h e  b o d y ' s
a b i l i t y  t o  b r e a k  d o w n  c e r t a i n
a m i n o  a c i d s  f o u n d  i n  p r o t e i n .  I t  i s
n a m e d  f o r  t h e  d i s t i n c t i v e  s w e e t -
s m e l l i n g  u r i n e  o f  a f f e c t e d
i n d i v i d u a l s ,  w h i c h  r e s e m b l e s
m a p l e  s y r u p .  M S U D  i s  c a u s e d  b y
m u t a t i o n s  i n  t h e  g e n e s  t h a t
e n c o d e  t h e  e n z y m e  c o m p l e x
r e s p o n s i b l e  f o r  b r e a k i n g  d o w n  t h e
b r a n c h e d - c h a i n  a m i n o  a c i d s :
l e u c i n e ,  i s o l e u c i n e ,  a n d  v a l i n e .
T h e  b u i l d u p  o f  t h e s e  a m i n o  a c i d s
a n d  t h e i r  t o x i c  b y - p r o d u c t s  c a n
l e a d  t o  s e v e r e  h e a l t h  p r o b l e m s .

P h e n y l k e t o n u r i a  ( P K U )  i s  a
g e n e t i c  d i s o r d e r  t h a t  r e s u l t s  i n
t h e  i n a b i l i t y  t o  m e t a b o l i z e
p h e n y l a l a n i n e ,  a n  a m i n o  a c i d
f o u n d  i n  m a n y  p r o t e i n - c o n t a i n i n g
f o o d s .  I f  u n t r e a t e d ,  p h e n y l a l a n i n e
c a n  a c c u m u l a t e  i n  t h e  b l o o d  a n d
b r a i n ,  l e a d i n g  t o  i n t e l l e c t u a l
d i s a b i l i t y  a n d  o t h e r  s e r i o u s
h e a l t h  p r o b l e m s . P K U  i s  c a u s e d  b y
m u t a t i o n s  i n  t h e  P A H  g e n e ,  w h i c h
e n c o d e s  t h e  e n z y m e
p h e n y l a l a n i n e  h y d r o x y l a s e .  T h i s
e n z y m e  i s  n e c e s s a r y  f o r
c o n v e r t i n g  p h e n y l a l a n i n e  i n t o
t y r o s i n e ,  a n o t h e r  a m i n o  a c i d .
W i t h o u t  t h i s  e n z y m e ,
p h e n y l a l a n i n e  b u i l d s  u p  i n  t h e
b o d y .

M a p l e  S y r u p  U r i n e
D i s e a s e
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P i o n e e r i n g  H o p e :  K a m a l  S h a h ' s  J o u r n e y  t o
R e v o l u t i o n i z e  D i a l y s i s  C a r e  i n  I n d i a

D i a l y s i s  i s  c r i t i c a l  f o r  k i d n e y
f a i l u r e ,  y e t  c o n v e n t i o n a l  m e t h o d s

p o s e  m a n y  c h a l l e n g e s .  K a m a l
S h a h ,  a  l o n g - t e r m  d i a l y s i s

p a t i e n t ,  h a s  p i o n e e r e d
a d v a n c e m e n t s  i n  d i a l y s i s  c a r e  i n
I n d i a ,  t r a n s i t i o n i n g  f r o m  l i m i t e d

d i a l y s i s  t o  n o c t u r n a l  h o m e
h e m o d i a l y s i s .  I n  t h i s  i n t e r v i e w ,
K a m a l  s h a r e s  h i s  e x p e r i e n c e s ,
o b s t a c l e s  f a c e d ,  a n d  v i s i o n  f o r

d i a l y s i s  c a r e  i n  I n d i a .  A  r o l e
m o d e l  w i t h i n  b o t h  t h e  d i a l y s i s
a n d  a t y p i c a l  H U S  i n t e r n a t i o n a l

c o m m u n i t i e s ,  K a m a l  e x e m p l i f i e s
s t r e n g t h  t h r o u g h  o v e r c o m i n g
c h a l l e n g e s  a n d  c o n t i n u e s  t o

a d v o c a t e  f o r  a H U S  p a t i e n t s  i n
I n d i a  a n d  b e y o n d  w i t h  h i s
c o l l a b o r a t i v e  a p p r o a c h  t o

o p t i m i z i n g  i n f o r m a t i o n  a n d
o p p o r t u n i t i e s  t h r o u g h  g l o b a l

a c t i o n .  K a m a l  D  S h a h  i s
r e c o g n i z e d  a s  a  k e y  l e a d e r  a m o n g
t h e  i n t e r n a t i o n a l  a H U S  c o m m u n i t y

f o r  h i s  i n n o v a t i v e  s o l u t i o n s  a n d
t e a m  a p p r o a c h ,  a n d  A t y p i c a l  H U S

I n d i a  i s  a  v a l u e d  p a r t n e r  i n  t h e
a H U S  A l l i a n c e  o f  g l o b a l  a d v o c a c y

a n d  p a t i e n t  o r g a n i z a t i o n s .
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A t y p i c a l  H e m o l y t i c  U r e m i c  S y n d r o m e
( a H U S )  i s  a  r a r e  a n d  l i f e - t h r e a t e n i n g
d i s o r d e r  c h a r a c t e r i z e d  b y  t h e  f o r m a t i o n  o f
t i n y  b l o o d  c l o t s  i n  s m a l l  b l o o d  v e s s e l s ,
l e a d i n g  t o  o r g a n  d a m a g e ,  p a r t i c u l a r l y  i n
t h e  k i d n e y s .  I t  a r i s e s  f r o m  u n c o n t r o l l e d
a c t i v a t i o n  o f  t h e  c o m p l e m e n t  s y s t e m ,  o f t e n
d u e  t o  g e n e t i c  m u t a t i o n s  o r  a c q u i r e d
f a c t o r s .  S y m p t o m s  i n c l u d e  f a t i g u e ,
s h o r t n e s s  o f  b r e a t h ,  b r u i s i n g ,  s w e l l i n g ,  a n d
d e c r e a s e d  u r i n e  o u t p u t .  D i a g n o s i s  i n v o l v e s
b l o o d  t e s t s ,  c o m p l e m e n t  a c t i v i t y  a s s a y s ,
a n d  g e n e t i c  t e s t i n g  t o  e x c l u d e  o t h e r
c o n d i t i o n s .  T r e a t m e n t  f o c u s e s  o n  p l a s m a
e x c h a n g e ,  c o m p l e m e n t  i n h i b i t o r s  l i k e
E c u l i z u m a b ,  a n d  s u p p o r t i v e  c a r e .  E a r l y
i n t e r v e n t i o n  i s  c r u c i a l  f o r  p r e v e n t i n g  l o n g -
t e r m  c o m p l i c a t i o n s  a n d  i m p r o v i n g  p a t i e n t
o u t c o m e s .

T h e  A t y p i c a l  H U S  I n d i a  F o u n d a t i o n  i s  a  t r u s t
o f  p a t i e n t s ,  f a m i l i e s ,  a n d  d o c t o r s  i n  I n d i a
p r o v i d i n g  s u p p o r t  a n d  i n f o r m a t i o n  a b o u t
A t y p i c a l  H e m o l y t i c  U r e m i c  S y n d r o m e
( a H U S ) .  I t  u s e s  i t s  w e b s i t e  a n d  s o c i a l
m e d i a  t o  s h a r e  d e t a i l s  o n  t h e  d i s e a s e ,
t e s t i n g ,  a n d  t r e a t m e n t s ,  b r i d g i n g  t h e  g a p
b e t w e e n  t h e  I n d i a n  a n d  g l o b a l  a H U S
c o m m u n i t i e s .  A s  a  m e m b e r  o f  t h e  a H U S
G l o b a l  A l l i a n c e  a n d  t h e  a H U S  C o m m u n i t y
A d v i s o r y  B o a r d ,  i t  c o l l a b o r a t e s  w i t h
p h a r m a c e u t i c a l  c o m p a n i e s  o n  d r u g
d e v e l o p m e n t .  R e c e n t l y ,  t h e  a H U S  I n d i a
F o u n d a t i o n  h a s  j o i n e d  t h e  O r g a n i z a t i o n  f o r
R a r e  D i s e a s e s  I n d i a  ( O R D I ) ,  e x p a n d i n g  i t s
n e t w o r k  a n d  s u p p o r t  c a p a b i l i t i e s

W h a t  i s  a H U S ?
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H o w  d i d  N e p h r o P l u s  a d d r e s s  i s s u e s
f a c e d  b y  d i a l y s i s  p a t i e n t s  i n  I n d i a ?

W e  n o t i c e d  t h a t  h o s p i t a l s  a n d  d o c t o r s
o f t e n  v i e w e d  d i a l y s i s  f r o m  t h e i r  o w n
p e r s p e c t i v e s ,  n o t  t h e  p a t i e n t s ’ .  O u r
a p p r o a c h  f o c u s e d  o n  t h e  p a t i e n t ’ s
e x p e r i e n c e  f r o m  t h e  m o m e n t  t h e y  w a l k e d
i n t o  t h e  c e n t e r  u n t i l  t h e y  l e f t .  W e
e n s u r e d  t h e  h i g h e s t  q u a l i t y  d i a l y s i s
t h r o u g h  s t r i c t  p r o t o c o l s ,  e n s u r i n g  t h e
b e s t  p o s s i b l e  t r e a t m e n t  a n d  c l e a r a n c e
d u r i n g  s e s s i o n s .  T h i s  a p p r o a c h  i m p r o v e d
p a t i e n t s '  q u a l i t y  o f  l i f e ,  m a k i n g  t h e m
h a p p i e r  a n d  m o r e  p r o d u c t i v e .
A d d i t i o n a l l y ,  w e  i n t r o d u c e d  i n i t i a t i v e s
l i k e  h o l i d a y  d i a l y s i s  a n d  t h e  D i a l y s i s
O l y m p i a d  t o  p r o m o t e  n o r m a l c y  i n
p a t i e n t s '  l i v e s ,  a l l o w i n g  t h e m  t o  t r a v e l
a n d  e n g a g e  i n  s p o r t s  a c t i v i t i e s .W h a t  i s  y o u r  v i s i o n  f o r  t h e  f u t u r e  o f

d i a l y s i s  c a r e  i n  I n d i a ?

W h i l e  a  d i a g n o s i s  o f  k i d n e y  f a i l u r e  a n d
t h e  p r o s p e c t  o f  l o n g - t e r m  d i a l y s i s  c a n  b e
d a u n t i n g ,  i t  i s  p o s s i b l e  t o  l e a d  a
c o m p l e t e l y  n o r m a l  l i f e  o n  d i a l y s i s .  I  h a v e
b e e n  o n  d i a l y s i s  f o r  2 7  y e a r s  a n d  l i v e  a
f u l l  l i f e ,  s w i m m i n g  e v e r y  m o r n i n g ,  w o r k i n g
f u l l - t i m e ,  t r a v e l i n g ,  a n d  e n j o y i n g
a c t i v i t i e s  l i k e  g o i n g  t o  m o v i e s  a n d  d i n i n g
o u t .  T h e  k e y  i s  t o  m a i n t a i n  a  p o s i t i v e
m i n d s e t  a n d  d e t e r m i n a t i o n  t o  l i v e  a
n o r m a l  l i f e .  I t ' s  i m p o r t a n t  t o  f i g h t  f o r  y o u r
l i f e  a n d  k e e p  a  p o s i t i v e  a t t i t u d e .

H o w  d o  y o u  s u p p o r t  t h e  e m o t i o n a l
a n d  m e n t a l  w e l l - b e i n g  o f  p a t i e n t s ?

O u r  N G O ,  A a s h a y e i n  K i d n e y  F o u n d a t i o n ,
s u b s i d i z e s  t r e a t m e n t  f o r  t h o s e  w h o  c a n ' t
a f f o r d  i t ,  h e l p i n g  w i t h  t h e  c o s t  o f
d i a l y s i s .  D o n a t i o n s  a r e  t a x - d e d u c t i b l e
u n d e r  s e c t i o n  8 0 G .  P e o p l e  c a n  a l s o
p a r t i c i p a t e  i n  o r g a n i z i n g  e v e n t s  l i k e
A a s h a y e i n  a n d  t h e  D i a l y s i s  O l y m p i a d ,
p r o v i d i n g  a  g r a t i f y i n g  e x p e r i e n c e  b y
h e l p i n g  p a t i e n t s  e n j o y  a n d  l e a r n  m o r e
a b o u t  t h e i r  c o n d i t i o n .  T h e s e  e v e n t s  a r e
h e a r t w a r m i n g  a n d  f u l f i l l i n g ,  o f f e r i n g
m u l t i p l e  w a y s  t o  c o n t r i b u t e  t o  t h e
c o m m u n i t y ' s  e f f o r t .

K a m a l  S h a h ' s  j o u r n e y  f r o m  a  p a t i e n t  f a c i n g  t h e  c h a l l e n g e s  o f  c o n v e n t i o n a l

d i a l y s i s  t o  b e c o m i n g  a  p i o n e e r  i n  n o c t u r n a l  h o m e  h e m o d i a l y s i s  a n d  a  l e a d e r

i n  t h e  a H U S  c o m m u n i t y  i s  t r u l y  i n s p i r i n g .  H i s  e f f o r t s  i n  o r g a n i z i n g  e v e n t s

l i k e  t h e  I n d i a n  D i a l y s i s  O l y m p i a d  a n d  a d v o c a t i n g  f o r  b e t t e r  c a r e  a n d  s u p p o r t

f o r  d i a l y s i s  a n d  a H U S  p a t i e n t s  d e m o n s t r a t e  h i s  d e d i c a t i o n  a n d  r e s i l i e n c e .

K a m a l ' s  i n n o v a t i v e  a p p r o a c h e s  a n d  c o l l a b o r a t i v e  s p i r i t  c o n t i n u e  t o  o f f e r

h o p e  a n d  i m p r o v e  t h e  q u a l i t y  o f  l i f e  f o r  p a t i e n t s  i n  I n d i a  a n d  a r o u n d  t h e

w o r l d .  H i s  l e a d e r s h i p  w i t h i n  A t y p i c a l  H U S  I n d i a  a n d  t h e  g l o b a l  a H U S

A l l i a n c e  u n d e r s c o r e s  h i s  c o m m i t m e n t  t o  m a k i n g  a  s i g n i f i c a n t  i m p a c t  o n  t h e

l i v e s  o f  t h o s e  a f f e c t e d  b y  t h e s e  c o n d i t i o n s .
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W e r e  t h e r e  a n y  i n i t i a l  c h a l l e n g e s  t h a t
y o u  f a c e d  d u r i n g  t r e a t m e n t  o f  a H U S
a n d  n o c t u r n a l  h o m e  d i a l y s i s ?
Y e s ,  q u i t e  a  f e w  c h a l l e n g e s  a r o s e  i n i t i a l l y .
O n e  m a j o r  i s s u e  w a s  f i n d i n g  a  t e c h n i c i a n
w i l l i n g  t o  s t a y  o v e r n i g h t  f i v e  t o  s i x  n i g h t s
a  w e e k  t o  a s s i s t  w i t h  t h e  d i a l y s i s  i n  c a s e
o f  c o m p l i c a t i o n s .  A d d i t i o n a l l y ,  t h e r e  w e r e
s i g n i f i c a n t  c o s t s  i n v o l v e d  i n  p u r c h a s i n g
t h e  d i a l y s i s  m a c h i n e  s e t t i n g  i t  u p  a t  h o m e ,
a n d  e n s u r i n g  a  s t e a d y  s u p p l y  o f
c o n s u m a b l e s ,  w h i c h  r e q u i r e d  c o o r d i n a t i o n
w i t h  s u p p l i e r s .  F o r t u n a t e l y ,  I  r e c e i v e d  h e l p
f r o m  m y  t e c h n i c i a n  a n d  n e p h r o l o g i s t ,  w h o
a s s i s t e d  m e  i n  s e t t i n g  u p  t h e  e q u i p m e n t
a n d  t h e  s u p p l y  c h a i n .



Facioscapulohumeral Muscular
Dystrophy Awareness Day

LIVING WITH FSHD

Living with FSHD poses
unique challenges. The
progressive nature of
the disorder means that
muscle weakness tends
to worsen over time,
often leading to
difficulties with daily
activities such as lifting
objects, reaching
overhead, and even
smiling. For many
individuals, these
physical limitations can
also affect their
emotional and
psychological well-
being, making
comprehensive support
systems and awareness
crucial.

Every year on June 20th, the global community
comes together to raise awareness for
Facioscapulohumeral Muscular Dystrophy (FSHD), a
rare and often misunderstood condition. FSHD is a
genetic muscle disorder that primarily affects the
muscles of the face, shoulder blades, and upper
arms. The condition derives its name from the
specific areas it impacts: "facio" refers to the face,
"scapulo" to the shoulder blades, and "humeral" to
the upper arms. FSHD is characterized by
progressive muscle weakness and atrophy, which
can lead to significant physical limitations and a
reduced quality of life.

This day serves as a crucial reminder of the
importance of understanding, research, and support
for those affected by FSHD. At ORDI, we are
committed to spreading knowledge and fostering a
supportive environment for individuals and families
impacted by this challenging disorder.
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Sturge-Weber Syndrome
Awareness Day - 27th June

Sturge-Weber Syndrome (SWS) is a congenital
disorder that is present at birth. It is
characterized by a distinctive port-wine stain
birthmark on the face, neurological
abnormalities, and eye problems. The condition
arises due to the abnormal development of
blood vessels, specifically affecting the skin,
brain, and eyes. The port-wine stain, a hallmark
of SWS, is caused by an overabundance of
capillaries near the surface of the skin.
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The Challenges of Living with SWS
The impact of SWS extends beyond its physical manifestations. Individuals with SWS
may experience seizures, developmental delays, and glaucoma. The neurological
symptoms are particularly challenging, as they can lead to a range of complications,
including hemiparesis (weakness on one side of the body), migraines, and intellectual
disabilities. The visible nature of the port-wine stain can also lead to social and
psychological challenges. Individuals with SWS often face stigma and
misunderstanding from others, which can affect their self-esteem and mental health.
The journey of living with SWS is one of resilience and courage, as individuals and their
families navigate the complexities of this condition.

At ORDI, we are deeply committed to supporting the SWS community through
education, advocacy, and research. In June and beyond, let us commit to making a
positive impact in the lives of individuals with SWS. Together, we can build a more
inclusive and supportive community for all.
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International Batten Disease Day  

What is Batten Disease? Human Impact

The diagnosis of Batten
disease is a life-altering
event for families. The
progressive nature of
the disorder means that
children gradually lose
their ability to see,
move, and
communicate, placing
immense emotional
and physical burdens
on their families. Despite
these challenges, the
resilience and strength
of these families are
nothing short of
inspiring.
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June 9th marks International Batten Disease Day, a global initiative to raise awareness
and support for those affected by this rare and devastating group of
neurodegenerative disorders. ORDI stands in solidarity with the Batten disease
community, advocating for greater understanding, research, and compassion.

Batten disease, also
known as neuronal
ceroid lipofuscinosis
(NCL), is a group of
inherited disorders that
primarily affect the
nervous system. It is
caused by mutations in
genes responsible for
producing proteins that
help cells break down
and dispose of waste.
Without these proteins,
waste accumulates in
cells, leading to
progressive
neurological damage.
Symptoms typically
begin in childhood and
include vision loss,
seizures, cognitive
decline, and motor
impairment.

Community & Support

One of the most
powerful aspects of
International Batten
Disease Day is the sense
of community it fosters.
Families, healthcare
professionals,
researchers, and
advocates come
together to share their
experiences, support one
another, and work
towards common goals.
This collective effort
creates a network of
care that extends across
borders, providing
much-needed comfort
and solidarity.  Join us in
spreading awareness
and supporting the fight
against Batten disease.
Together, we can make
a difference.
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Do follow us on social media
for updates.

       Facebook

       Instagram

       LinkedIn    

       Twitter

contact :+91-8892-555-000
          +919980133300
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https://www.facebook.com/ordindia/
https://www.instagram.com/ordindia.in/
https://www.linkedin.com/company/ord-india/
https://twitter.com/ORDIndia

