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A Case of Congenital Myotonic Dystrophy

Taek Jin Lee, M.D., Kyung Sik Kim, M.D., Ran Namgung, M.D.
Kook In Park, M.D., Chul Lee, M.D., Young-Mock Lee, M.D."

Jin-Sung Lee, M.D.”

and Tae Seung Kim, M.D."

Departments of Pediatrics, Clinical Genetics™ and Pa[hologyT
Yonsei University College of Medicine, Seoul, Korea

Congenital myotonic dystrophy is an almost always maternally-inherited autosomal

dominant multisystem disorder of variable clinical expressions characterized by hypotonia

and frequent respiratory distress at birth. The muscle weakness may be so severe, it

may lead to death in the newborn period. We report a

case of congenital myotonic dys-

trophy in a 34 weeks of gestational age premature infant born to a mother with poly-

hydramnios, presenting with hypotonia, respiratory insufficiency, feeding difficulties and
arthrogryposis. A brief review of literature is given. (J Korean Soc Neonatol 2002;9:

204-210)

Key Words : Congenital myotonic dystrophy,
Newborn
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F A2 AEEHY F3E 42 62/35 (46) mmHg, H9s5+ 1483]/%, A
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Mez BuEder Apgar Z4E 189 1H, 58 1A), & AEE Avtxog AstE e Moro HF
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JEEE @ 3ot WU E 5 A 7] 49 d4R WESIHL Autse FHRAoI e AFES EF
AeAdE 337 2¥, FAAFT 1530 gme] HolE & A gkt B sRtoluk HIAAAR FHE FAH
st o ol AEA ATl 5F 2HT 5o A ok AR A FIWkAbS] &M 45 BkA| 9
2 B 3 Aol JF AT A5 2duke] A} o] Bd whrFo]l AUThFig. 1B)
ek, 2d A AR FEFow AHAR 205 AL 2 EA A METE 5050/mm’, A%
el ARbgh WEo] o, dnrely udEY T 203 g/dL, ¥2=3 172,000/mm’°1 %13 F creatine
7El g2 dgEe] By 9 oy B8 52 gldth kinase (CK)+ 178 U/L, lactate dehydrogenase
e 2 AFEH A S50 AT ALAA (LDH) 1,510 U/Leldtt. FF WA AAll A=
ZFol glo] AAFE BHow HAA HFAo] T A Ay v B5 AR AAbelA g
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T T AT IEHJoY, o]Fo] FIF UH 259 HANA 25 HAde] g o] HEEHY

Fig. 1. The Patient shows bilateral ptosis, facial diplegia with tent-shaped
upper lip (A), and arthrogryposis at both ankles (B), which are charac-
teristic features of congenital myotonic dystrophy.
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Fig. 2. Light microscopic finding of gastrocnemius
muscle shows small, round, and loosely arranged
fibers (H & E stain, X100) (A), and contains sin-
gle large internal nucleus or a central pale space
inside (H & E stain, xX400) (B).
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Fig. 3. Electron microscopy shows dilated trans-
verse tubules that are aligned longitudinally, as in
fetal myotubes (X1,650) (A), as well as poorly
formed Z-bands, simple mitochondria, peripheral halo
of absent mitochondria, and many satellite cells (X
6,610) (B).
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Table 1. Clinical Features of Congenital Myotonic

«

Dystrophy

Cases Exhibiting

Clinical Feature
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=)

Feature (%)
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% F(myotubular

63
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52
100

Reduced fetal movements

Polyhydramnios

Premature birth (<36 weeks)

Facial diplegia

triphospha-

Z~(adenosine

tase; ATPase)

92
100
100

Feeding difficulties

Hypotonia
Atrophy
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87
88
82

Hyporeflexia or areflexia
Respiratory distress

Arthrogryposis
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Mental retardation in survivors

“This table is quoted from reference no. 20; Volpe

il
_Eu

JJ. Neurology of the Newborn 4th ed. Philadelphia :

WB Saunders Co; 2001. p.671-6.
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