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Hepatic glycogenosis: a diagnostic challenge 
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Dear Editor, 

Recently, several cases of hepatic glycogenosis (HG) have 
been reported (1,2). García-Suárez et al. (1) described a young 
female patient with poorly controlled type 1 diabetes, right upper 
quadrant pain and elevated serum transaminases and GGT. After 
other causes of liver disease were excluded and a liver biopsy 
was performed, the patient was diagnosed with HG. 

HG is rare and can be misdiagnosed as steatohepatitis. To 
date, less than 20 cases have been reported in adults.

Case report

A 39-year-old female was admitted with right hypochondriac 
pain. She had type I diabetes treated with insulin with a poor 
metabolic control (HbA1c 10.6%).

Physical examination showed hepatomegaly and short stat-
ure. Blood tests revealed AST 7,500 U/l and ALT 2,150 U/l. 
Abdominal ultrasound identified a “bright” liver without lesions 
or abnormal vessels. Magnetic resonance (MR) cholangiography 
showed a normal biliary tract without lithiasis and abdominal 
computed tomography (CT) showed hepatomegaly. The workup 
for hepatitis was negative.

A liver biopsy was performed due to the suspicion of gly-
cogenic liver disease. The histological study (Fig. 1) revealed 

minimal non-specific chronic inflammatory infiltrates in the por-
tal tracts, mild micro/macro-vacuolar steatosis and hepatocytes 
with glycogenated nuclei without giant mitochondria. The find-
ings were compatible with HG.

Optimizing insulin treatment resulted in clinical improvement and 
normalization of liver enzymes. Outpatient follow-up was unremark-
able with a good glycemic control and normal liver enzyme levels. 

Discussion

HG is rare in adults but should be suspected in patients with 
poorly controlled type 1 diabetes, right hypochondriac pain and 
elevated transaminases. Moreover, as seen in the case report by 
García-Suárez et al., GGT can also be elevated. Diagnosing HG 

Fig. 1. Core biopsy liver specimen (hematoxylin and eosin stain) with 
eight portal spaces with a conserved lobular architecture and portal 
spaces with mild chronic inflammatory infiltrates but no evidence of 
troxis necrosis. The lobule shows mild necroinflammatory activity, mild 
micro/macro-vacuolar steatosis and hepatocytes with a pale cytoplasm. 
Glycogenated nuclei were present.
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requires a high clinical suspicion, with other causes of liver dis-
ease ruled out and a liver biopsy. The treatment and prognosis 
differ from non-alcoholic steatohepatitis. The treatment consists 
of optimizing the treatment of diabetes.
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