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Öz
Konjenital myotonik distrofi (KMD) neonatal dönemde, hipotoni, respiratuar yet-
mezlik ve beslenme problemleri ile bulgu veren klinik spektrumu geniş bir hasta-
lıktır. Aile öyküsü tanıda önemli olmakla birlikte neonatal dönemde bebeğin tanı 
alması annenin ya da nadiren babanın tanı almasını sağlayabilir. Burada neona-
tal dönemde hipotonisite ve solunum yetmezliği ile prezente olan erkek hasta-
da, annenin halsizlik, kas ağrısı ve çok uyuma şikayetlerinden yola çıkılarak gene-
tik analizle KMD tanısına varıldı. Vakamızda olduğu gibi, hipotonik bebeklerde yal-
nızca aile öyküsünün derinleştirilerek KMD tanısının daha erken konabileceği akıl-
da tutulmalıdır.
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Abstract
Congenital myotonic dystrophia (CMD) is a disorder with a wide clinical spectrum, 
characterized by hypotonia, respiratory failure, and nutritional challenges in the 
neonatal period. Although familial history is important in the diagnostic process, 
diagnosing the infant in the neonatal period may, conversely, lead the mother, 
or rarely the father, to be diagnosed. Here, a male infant presenting with hypo-
tonicity and respiratory failure in the neonatal period was diagnosed with CMD 
through genetic testing by looking at the complaints of fatigue, muscle pain, and 
hypersomnia in the mother. As in our case, it should be kept in mind that CMD 
can be diagnosed at an early stage only by focusing on the familial history in 
hypotonic infants.   
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Introduction
Congenital myotonic dysthropia (CMD) is a neuromuscular dis-
order with an autosomal dominant hereditary transmission. 
In CMD, a disorder with a prevalence of 1/100,000 across the 
world, facial dysmorphic signs, such as fishmouthing, long face, 
ptosis, and temporal muscle atrophy are remarkable findings 
seen at the time of delivery. Patients with CMD present with 
severe hypotonia, talipes equinovarus, artrogryposis, weakened 
weeping and sucking, and respiratory failure. Congenital cat-
aracts, thyroid dysfunction, and cardiac involvement are also 
seen among cases with CMD, but more rarely [1,2]. CMD de-
velops as a result of the repetition of the myotonic dystrophy 
protein kinase (DMPK) gene in chromosome 19q13 due to the 
increased cytosine-thymine-guanine (CTG) trinucleoid in the 3’ 
untranslated region. In such patients, the repetition of CTG is 
generally found to be more than 1,000 [2], and the mortality is 
between 30-40% in the neonatal period [3]. Here, we aimed at 
presenting how an infant with the complaints of hypotonicity 
and respiratory failure during the neonatal period was diag-
nosed with CMD by focusing on the infant’s symptomatic, but 
previously undiagnosed, mother. 

Case Report
Our case was born at term to a 23-year-old mother as the sec-
ond living infant after the second pregnancy through cesarean 
section, and the infant’s Apgar scores were 5 and 7 at min-
utes 1 and 5, respectively. Resuscitated in the delivery room, 
the patient was taken to the neonatal department after the 
intubation. The patient’s parents with non-kinship also had a 
2-year-old healthy daughter. The prenatal history of the patient 
revealed polyhydramnios. While the patient’s weight, head cir-
cumference, and height were 2750 gr (25-50 p), 35 cm (90 p), 
and 48 cm (50-75 p) respectively, the physical examination also 
revealed prominent root of nose, antraverted nostrils, higher 
palate, retrognathia and micrognathia, and inverted-V-shaped 
upper lip (Figure 1). The cardiological and gastrointestinal sys-
tems examination of the patient conducted following intuba-
tion and mechanical ventilation were within normal limits. On 
the neurological examination, hypotonicity and hyperlacticity in 
all extremities were present, and no deep tendon reflexes were 
recorded in the lower extremities. Bilateral talipes echinovarus 
deformity was observed, and metabolic tests of the patient 
with syndromic presentation were detected to be normal. In-
vestigated in terms of hypotonicity, the level of creatine kinases 
(CK) (85 U/L) was at normal level. Cranial magnetic resonance 
imaging (MRI) demonstrated subdural hemorrhage on the right 
parietal region. The speech defects in the patient’s mother 
drew attention. Although previously evaluated many times in 
the neurology and psychiatry departments due to the com-
plaints of hypersomnia and fatigue, the mother had not been 
diagnosed with anything. On physical examination, the mother 
displayed myotonic findings such as masklike face and difficulty 
in relaxation after gripping fingers (Figure 2). After perform-
ing electromyography (EMG), myotonic discharges were deter-
mined in the mother, and so the patient was genetically evalu-
ated in terms of CMD. As a result of the genetic testing, at least 
50 CTG repeat size was detected in an allele of the myotonic 
dystrophia protein kinase (DMPK) gene, and the patient was di-

agnosed with CMD. The patient was supported with mechanical 
ventilation for 20 days during the hospital stay. On day 58, the 
patient was discharged with oral feeding and without supple-
mental oxygen.

Discussion
The clinical features of CMD were first described by Hans Stein-
ert et al. at the beginning of the 1900s [4]. There are two differ-
ent forms of the disease, both characterized by muscle weak-
nesses, myotonia, and cataracts. Various genetic differences are 
observed between type 1 myotonic dystrophy (MD), the most 
severe form seen at birth or in childhood, and type 2 MD seen 
during adulthood.  While the repetition of CTG is observed in the 
DMPK gene in type 1 MD, the repetition of cytosine-cytosine-

Figure 1. Floppy infant with bilateral talipes echinovarus deformity

Figure 2. Patient’s mother showing masklike face and infant with antraverted 
nostrils, retrognathia and micrognathia, and inverted-V-shaped upper lip
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thymine-guanine (CCTG) repeat expansion occurs in zinc finger 
protein 9 (ZNF9) gene in type 2 MD. Our case was a type 1 MD 
patient with a 50 repeat expansion of CTG in the DMPK gene. 
In patients affected by the condition in the neonatal period, re-
spiratory failure stemming from the weakness of respiratory 
muscles is one of the most significant challenges. The existence 
and severity of respiratory failure define the prognosis. While 
the mortality rate due to respiratory failure is almost 25% in 
patients needing mechanical ventilation for more than 30 days, 
the rate increases up to 40% in infants seriously affected by 
CMD [5]. In our patient, the need for ventilation ceased at the 
26th day after birth.
Whilest the congenital form is generally seen in the infants of 
symptomatic mothers with multisystemic involvement, serious 
complaints can also be observed in the neonatal period in the 
infants of mothers with mild symptoms who are not yet diag-
nosed. Consistent with the literature, the mother of our patient 
diagnosed with type 1 MD and needing long-term ventilation 
had yet to be diagnosed. The most commonly encountered 
cardiac defects in type 1 MD patients are conducting abnor-
malities, with the rate of 40%. Minor conducting defects can be 
detected via electrocardiography (ECG) alone. Because CMD is 
a disorder with a progressive course, the use of an implantable 
cardioverter defibrillator or pacemaker is proposed in order to 
prevent sudden cardiac death often seen in such patients [6]. 
Even though the ECG performed on our patient did not reveal 
any conducting defect, the patient was followed up by the pe-
diatric cardiology department. In addition, studies have illumi-
nated the association between the width of CTG repetition size 
in type 1 MD patients and the prevalence and progression of 
cardiomyopathy. For this reason, the detection of CMD cases at 
an early stage is important to prevent disease progression by 
properly following up these patients through ECG.
Even if it is not observed in the neonatal period, myotonia is 
detected in all cases prior to 11 years of age [5]. The earlier 
the symptoms of CMD began in the mothers, the more CMD 
risk increases in the infants. In our patient’s mother, myoto-
nia symptoms had been present since her infancy. In a study, 
Esplin et al. assumed MD as an important cause in idiopathic 
polyhydramnios. In cases with idiopathic polyhydramnios and 
fetal swallowing dysfunction, myopathy due to X linked myopa-
thy, congenital myotonic dystrophy, and congenital myopathy 
are three neuromuscular disorders to be ruled out [7]. In our 
patient, the history of polyhydramnios also drew attention to 
such an association, and such signs as the dysarthria detected 
in the mother, masklike face, marked muscle weakness increas-
ing with pregnancy, and fatigue were the guiding lights for the 
diagnostic approach to the infant. As with our patient, the fact 
that while a mild form of the disease is present in the mother, 
a severe form of CMD is observed in the infant and this dem-
onstrates that tissue mosaicism and other genetic factors are 
also effective in determining the severity of disease phenotype. 
In the study performed by Cobo et al., it was shown that the 
risk of developing CMD is higher during the neonatal period in 
cases where the number of maternal alleles is more than 300 
repetitions [8]. While the congenital form of CMD is observed 
in only 10% of the infants with less than 300 CTG repetitions, 
60% of the infants of mothers with more than 300 repetitions 

were congenitally affected by the condition [8]. However, more 
than half of the affected mothers are not diagnosed with myo-
tonic dystrophy or have no other complaints. As in our patient, 
diagnosing the infant with CMD is generally a factor leading to 
the diagnosis of the mother.
In infants whose mothers present with the clinical signs of a 
muscle disorder, the diagnosis can be achieved in a shorter pe-
riod through genetic testing with no need for detailed tests. 
Genetic tests lead to certain diagnosis and are more cost-effec-
tive. The techniques such as electromyography (EMG) and mus-
cle biopsy used to diagnose muscle disorders are insufficient in 
the diagnosis of CMD during the neonatal period. Although ef-
fective to demonstrate myopathic potentials, EMG is not useful 
because myotonic discharges are not observed during the neo-
natal period [2]. The assessment of muscle biopsy with different 
stainings is important in the diagnosis of CMD; however, these 
unconventional procedures are uncommon in most laboratories 
[9]. If muscle biopsy is evaluated properly, then the increase 
in the number of central nucleus, atrophy of type 1 bindings, 
clusters of pyknotic cells, and angular fibers can be observed.
Among the problems anticipated in the follow-up period of the 
patients with CMD,  retardation in psychomotor development, 
growth retardation, nutritional deficiencies, and constipation 
are frequently observed [10]. Therefore, patients with CMD 
should be followed up by other training departments.
In conclusion, CMD can be diagnosed at an early stage in in-
fants with the help of detailed familial histories. Investigating 
the mother with reference to the diagnosis of the infant can 
give clues as to the prognosis of the condition. With this report, 
we aimed to emphasize the importance of observation and his-
tory as a cost-effective diagnostic procedure; more-recently de-
veloped techniques or technologies are not necessarily required 
or effective. 
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