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A case of interstitial lung and liver disease caused by MARS gene mutation

PENG Wen-Jing, ZHU Yan, WANG Lai-Shuan, LU Wei, YANG Lin, ZHU Li. National Children's Medical Center/
Department of Neonatology, Children's Hospital of Fudan University, Shanghai 201102, China (Zhu L, Email: zlzrzI82(@
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Abstract: The patient is a female infant, 4 months and 9 days old, who was admitted to the hospital due to recurrent
fever, cough, and hepatomegaly for over a month. The patient was a healthy full-term infant with a normal birth history.
At 2 months and 22 days after birth, she developed recurrent fever, cough, and respiratory distress. Chest imaging
revealed diffuse bilateral lung lesions, and fiberoptic bronchoscopy showed interstitial changes in both lungs. These
suggested the presence of interstitial lung disease. The patient also presented with hepatomegaly, anemia,
hyperlipidemia, hypothyroidism, and malnutrition. Genetic testing indicated compound heterozygous variations in the
MARS]I gene. This mutation can cause interstitial lung and liver disease, which is a severe rare disorder that typically
manifests in infancy or early childhood. It is inherited in an autosomal recessive manner and characterized by early-onset
respiratory insufficiency and liver disease in infants or young children. Since its first reported case in 2013, as of June
2023, only 38 related cases have been reported worldwide. This article reports the multidisciplinary diagnosis and
treatment of interstitial lung and liver disease in an infant caused by MARSI gene mutation.
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