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Neonatal X-linked myotubular myopathy with a de novo
mutation: A case report and literature review

HU Yong"’, HUANG Xi**

[1. Department of Pediatrics, West China Second University Hospital, Sichuan University, Chengdu 610041
2. Key Laboratory of Birth Defects and Related Diseases of Women and Children (Sichuan University), Ministry of
Education, Chengdu 610041; 3. Department of Neonatology Nursing, West China Second University Hospital,
Sichuan University, Chengdu 610041, China]

ABSTRACT X-linked myotubular myopathy (XLMTM) is a rare congenital myopathy. In February
2021, a male neonate was admitted to the West China Second University Hospital, Sichuan
University, with clinical manifestations of hypotonia, accompanied by distinctive facial

features, and requiring continuous ventilatory support. He was born prematurely at 36"
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weeks gestation and developed respiratory distress postnatally, followed by difficulty in
weaning from mechanical ventilation. Additional clinical features included hypotonia of the
limbs, swallowing dysfunction, and specific facial characteristics (elongated limbs, narrow
face, high-arched palate, wrist drop, empty scrotum, elongated fingers/toes). Genetic
testing confirmed the diagnosis of XLMTM. Whole-exome sequencing analysis of the
family revealed no mutations in the father, paternal grandfather, or paternal grandmother,
while the mother had a heterozygous mutation. The pathogenic mutation was identified as
MTM]I gene (OMIM: 300415), chromosome position chrX-150649714, with a nucleotide
change of c. 868-2A>C. The patient exhibited typical facial features. Genetic testing is
crucial for accurate diagnosis of XLMTM in infants presenting with abnormal muscle tone

and distinctive facial features.

X-linked myotubular myopathy; MTM1 gene; gene mutation; neonate
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Figure 1 Hand and foot features of the patient
A: Slender limbs, B: Wrist drop, C: Slender toes.
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Figure 2 Pedigree gene sequencing map of the proband and his parents and brother

The red box area represents the mutation site. We can infer from the gene sequencing map that the patient inherited an X-linked

pathogenic mutation from the mother.
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Table 1 DNA mutations detected in the proband and his family members
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