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Clinical characteristics of congenital myotonic dystrophy
diagnosed by molecular genetic method

Sook Hyun Nam, M.D., Young Bae Son, M.D., Bo Lyun Lee, M.D., Jeehun Lee, M.D.,
Chang-seok Ki, M.D." and Munhyang Lee, M.D.

Department of Pediatrics and Laboratory medicine’, Samsung Medical Center,
Sungkyunkwan University school of Medicine, Seoul, Korea

Purpose : We performed this study to investigate the perinatal and developmental features of the
patients with congenital myotonic dystrophy (CDM) confirmed by the molecular genetic method and
the clinical characteristics of their mother, and to identify the relation between the number of CTG
repeats and the clinical severity.

Methods : A retrospective review of the medical records and the results of the dystrophia myotonica
protein kinase (DMPK) gene test was done for the patients who were confirmed as CDM through
gene analysis from January 2001 to September 2006.

Results : All of the eight patients (male 2, female 6) showed moderate to severe degree of perinatal
distress and feeding difficulty associated with profound hypotonia. Three patients had the history of
polyhydramnios and two patients had equinovarus deformity. The developmental milestones were
delayed in all patients, which improved gradually with age. All of their mothers demonstrated myo-
tonic symptoms and typical myopathic face. The number of CTG repeats in DMPK gene analysis
ranged 1,000-2,083, and there was no significant correlation between the number of CTG repeats and
the time of walking alone.

Conclusion : All patients with CDM presented with severe hypotonia in perinatal period, and de-
velopmental delay thereafter, which were improved with age. All of their mothers manifested myotonic
symptoms with typical myopathic face, and the identification of such features greatly contributed to
the diagnosis of the patients. The number of CTG repeats had no significant influence on the motor
development. (Korean J Pediatr 2007;50:868-874)

Key Words : Congenital myotonic dystrophy, Polyhydramnios, Equinovarus, Hypotonia, Myotonic
dystrophy protein kinase, Trinucleotide repeats
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Table 1. Age and Chief Complaints of the Patients

Patient Sex dAge at FolloW*up Chief complaint
iagnosis duration

1 F 7d 24 m Poor sucking power

2 F 2 m 25 m  Hypotonia, poor oral feeding

3 F 45 m 48 m Hypotonia

4 M 30 m 46 m Poor head control

5 M 38 m 52 m Poor head control

6 F 12 m m Poor head control

7 F 10 m 1m Unable to sit alone

8 F 29 m 19 m Unable to walk alone

Abbreviations : F, female; M, male; d, days; m, months

Table 2. Perinatal History of the Patients
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Fig. 1. Representative results of PCR and Southern blot anal-
ysis in patient 1. (A) PCR amplification of the CTG trinucleotide
repeats in the 3-UTR of the DMPK gene shows only one allele
in the patient 1 (11 repeats) and the patient’s mother (16 re-
peats), respectively. (B) Southern blot analysis demonstrates
abnormally expanded alleles in the patient (filled arrowhead;
-1,267 repeats) and the patient’s mother (open arrowhead; —400
repeats). Normal 9 and 10 Kb bands are observed in a normal
control.

Duration of NICU care

Duration of tube feeding

Patient GA Perinatal problem (days) 02/Ventilator ~ Feeding difficulty (days)
1 Term 14 Yes Present 15
2 Term 30 Yes Present -
3 Term MAS 14 Yes Present 7
4 36 wk 60 Yes Present 60
5 Term PHA 18 Yes Present 30
6 Term PHA, MAS 40 Yes Present 60
7 Term 49 Yes Present -
8 36 wk PHA 60 Yes Present -

Abbreviations : GA, gestational age; wk, weeks; MAS, meconium aspiration syndrome; PHA, polyhydramnios
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Table 3. Motor Development and the Number of CTG Repeats of the Patients

Number of CTG
repeats

Age of walking alone
(months)

Age of head control
(months)

Hypotonia on neonatal
period

Current age
(months)

Patient

1,267
1,400
1,667
1,300
1,667
2,083
1,000
1,714

19
Not yet

24
28
64
53
56
30
35
49

15

18

36

20
FL'

12

FL'
39

75

12

Follow—up until the age of 16 months, "Follow-up until the age of 11 months. Abbreviation : FL, follow-up loss
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