
Congenital myotonic dystrophy (CMD) is an 
autosomal dominant genetic disorder caused by
trinucleotide repeat expansion of CTG (cytosine-
thymine-guanine) in the 3’ untranslated region
(UTR) of the DMPK (dystrophia myotonica
protein kinase) gene.
The incidence of CMD is 1 in 47619 live births. It
is a multisystemic disease characterized by
hypotonia, feeding difficulties, and respiratory
distress. In addition, it can cause cataracts, 
cardiac conduction abnormalities, insulin
resistance, and developmental disabilities. 
Disease severity increases, and age of onset
decreases in successive generations, known as 
anticipation.Given the anticipation, diagnosing
the disease and providing genetic counseling to
families is essential. 

INTRODUCTION

CMD, which has similar clinical features with
other neuromuscular diseases, should be 
considered in the differential
diagnosis.Therefore, we reviewed the CMD 
patients diagnosed in our clinic and compiled the
criteria that helped us to diagnose.

OBJECTIVES

Seventeen patients diagnosed with CDM by molecular genetic testing in our
clinic were retrospectively analyzed in prenatal history, family history, mental
development, laboratory findings, neurological, gastrointestinal, and
respiratory system findings.

MATERIALS & METHODS

Seventeen patients were diagnosed with CMD in our clinic, eight were male, 
and nine were female. The age at diagnosis was between 1 month and 16 
years. The most common complaint of patients younger than 1 year of age
was hypotonia and respiratory distress. Children over the age of 10 were
unable to open their hands. In addition, there was consanguinity between the
parents of 4 patients. 11 patients had a family history of similar disease. 
Seven patients were followed up in the neonatal intensive care unit, 5 patients
were hypotonic, and 5 patients had respiratory distress in the neonatal period. 
The mental development of 5 patients was normal. 9 patients had mild, 2 had 
moderate, and 1 had severe mental retardation. The walking age ranged from
14 months to 4 years. Muscle hypertrophy was not observed in any patients. 
12 patients had proximal muscle weakness. Seven patients were hypotonic
on examination. Kyphoscoliosis was not observed in any of the patients. Deep
tendon reflexes were decreased in 2 patients, and they were normal in other
patients. 4 patients had contractures in their joints. A high-arched palate was
observed in 14 patients. 1 patient had dysphagia. Three patients had 
complaints of constipation. Creatine kinase values ranged from 88-269 u/l. 12 
patients had a partial response, 2 had a complete response and 3 had no
response to physical therapy.

RESULTS

CONCLUSIONS
CMD should be considered in the
differential diagnosis of newborns with a 
history of hospitalization in the neonatal
intensive care unit, hypotonia, 
respiratory distress, high-arched palate, 
proximal muscle weakness, and mental
development delay. In addition, 
newborns with a family history should be 
evaluated for CMD, and genetic
counseling should be provided to
families.
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