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obesity, blindness due to congenital retinal dystrophy, 
and sensorineural hearing loss. Associated endocrinologic 
features include hyperinsulinemia, early-onset Type 2 
Diabetes, and hypertriglyceridemia. Thus, AS shares 
several features with the common metabolic syndrome, 
namely obesity, hyperinsulinemia, and hypertriglyceridemia. 
Mutations in the ALMS1 gene have been found to be 
causative for AS, with a total of  79 disease-causing 
mutations having been described.[2]

Diagnosis of  AS can be diffi cult because some features 
begin at birth and others emerge as the child develops. 
Marshall et al. have provided a comprehensive guidance 
for diagnostic criteria in their 2007 publication.[3] For 
children above 15 years, the diagnosis requires two major 
and two minor criteria or one major and four minor 
criteria. The major criteria are: 1) ALMS1 mutation 
in one allele and/or family history of  AS and 2) 
vision pathology (history of  nystagmus in infancy/
childhood, legal blindness, cone and rod dystrophy by 
ERG). The minor criteria are: 1) obesity and/or insulin 
resistance and/or Type 2 Diabetes; 2) history of  dilated 
cardiomyopathy with congestive heart failure; 3) hearing 
loss; 4) hepatic dysfunction; 5) renal failure; 6) short 
stature; and 7) males: Hypogonadism, females: Irregular 
menses and/or hyperandrogenism. Other supportive 
features include recurrent pulmonary infections, normal 
digits, history of  developmental delay, hyperlipidemia, 
scoliosis, fl at wide feet, hypothyroidism, hypertension, 
recurrent urinary tract infections/urinary dysfunction, 
growth hormone defi ciency, and alopecia.

The similarity to other syndromes and delay in 
onset of  some of  the clinical features often results 
in misdiagnosis.[4] Clinical features such as the early 
age of  onset of  cone dystrophy, hearing loss, and 
obesity in childhood, dilated cardiomyopathy DCM), 
T2DM, normal intelligence (but delay of  developmental 
milestones), absence of  digital anomalies, and advanced 
bone age with reduced fi nal adult height can be helpful 
in distinguishing this syndrome from closely related 
disorders.[5]

There is, thus far, no treatment that can cure AS or 
prevent or reverse the medical complications. Children 
with AS require a detailed history and thorough initial 
assessment, along with intensive medical management and 
multidisciplinary follow-up to anticipate and detect the 
complications that can be treated. Careful monitoring of  
the systemic manifestations and prompt intervention can 
generally improve the overall outcome.
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Endocrine and 
diabetes research 
from SAARC (South 
Asian Association for 
Regional Cooperation) 
countries
Sir,
The South Asian region comprises eight member countries, 
which includes Afghanistan, Bangladesh, Bhutan, India, 
Maldives, Nepal, Pakistan, and Sri Lanka. These nations work 
together under an organization, South Asian Association 
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for Regional Cooperation (SAARC), to promote the welfare 
of  the people. The region is also known as the Indian 
subcontinent and accounts for approximately 25% of  
the world’s population. The people residing in SAARC 
countries comprise of  diverse ethnic, cultural and religious 
backgrounds, but share a common disease burden.

SAARC countries have a unique burden of  infectious 
diseases coupled with noncommunicable diseases. Diabetes 
mellitus has reached epidemic proportions and India 
has the second highest number of  patients with known 
diabetes. Diabetes among the South Asians is distinct in its 
etiopathogenesis, clinical presentation, and complications. 
Endocrine morbidity is increasing rapidly in SAARC 
nations and includes obesity, metabolic syndrome, and 
thyroid disorders. Metabolic bone disease due to vitamin D 
defi ciency, Sheehan’s syndrome due to poor obstetric care, 
and symptomatic hyperparathyroidism and are the unique 
diseases of  the SAARC nations. Health-related research 
activities relevant to this region and close cooperation are 
essential to identify the disease burden of  South Asia.

India has the greatest total disease burden than any country in 
the world due to its high population and rising life expectancy. 
India produced 90.5% of  total biomedical publications 
generated by the SAARC countries.[1] The medical journals 
where maximum research output was published include 
Journal of  Association of  Physicians of  India (JAPI), Journal of  
Indian Medical Association (JIMA), National Medical Journal of  
India (NMJI), Indian Journal of  Medical Research (IJMR), and 
Indian Journal of  Medical Sciences (IJMS).[2] The journals which 
published the maximum articles in the fi eld of  diabetes include 
JAPI, Journal of  Diabetes Association of  India, and JIMA.[3] 
Bibliometric analysis of  publications in the JAPI suggests 
increasing contributions from our neighboring countries.[4]

The Indian Journal of  Endocrinology and Metabolism (IJEM), 
the offi cial journal of  the Endocrine Society of  India, is 
growing at a rapid pace as the global face of  the Indian 
endocrinology. The journal receives a lot of  research 
papers from authors residing in SAARC countries. 
The papers published in this journal also highlight the 
common diffi culties faced by the researchers in these 

resource-constrained countries. Regional cooperation is 
evident with the contribution of  the authors from the 
SAARC countries in the recently published guidelines on 
diabetes management in Ramadan and geriatric people.[5] 
Collaborative multicentric studies are also on the rise 
with researchers located in the Nepal, Pakistan, Sri Lanka, 
and Bangladesh. The contributions from the researchers 
include in the form of  original research, reviews, and 
case reports. The researchers from Bhutan, Maldives, 
and Afghanistan have not yet contributed to the medical 
literature from India and collaboration with local doctors 
is the need of  the hour.
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