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Fig. 1 Genetic testing.
Southern blots of (A) normal control (B) patient. The estimated
number of expanded CTG repeats (red arrow) was about 230-900
repeats. E: EcoR 1, G: Bgl 1, Ps: Pst 1. —: Normal allele, —: Mutant
allele

Fig. 2 Pre-operative brain MRI.
(A) Fluid attenuated inversion recovery-weighted images (FLAIR) show a high-intensity lesion in the right temporal lobe. (B) Gadolinium-

enhanced T,;-weighted images show high intensity lesions in parts of the right temporal lobe and reveal ring enhancement of the tumor-like

area. (C) Gadolinium-enhanced T,-weighted images of monthly progress from left to right, The ring enhancement lesions become irregular in

the wall.
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Fig. 3 Post-operative brain MRI.
(A) At the post-operative, Gadolinium-enhanced T,-weighted images show removed ring enhancement of the tumor-like area. (B) At the post-
operative 4-months, Gadolinium-enhanced T,-weighted images show no recurrent lesions.
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Fig. 4 Histological examinations of the tumor specimen.

(A) Hematoxylin and eosin (H&E) staining, magnification, Bar = 100 um. (B) H&E staining, magnification, Bar = 50 um. (C) Olig2, Bar =
50 pm. (D) glial fibrillary acidic protein (GFAP), Bar = 50 pym. (E) Ki-67, Bar = 100 um. (F) p53, Bar = 50 um. (G) isocitrate dehydrogenage
(IDH1) R132H, Bar = 50 um. (H) o-thalassemia/mental retardation syndrome (ATRX), Bar = 50 pm. (I) O6-methylguanine DNA
methyltransferase (MGMT), Bar = 50 um. (J) epidermal growth factor receptor (EGFR), Bar = 50 um. In H&E, tumor cells were accompanied
by Pseudopalisading necrosis. Immunohistochemistry showed that Olig2 and GFAP were positive, suggesting that it was an astrocytoma. The
Ki-67 labeling index was as high as 30-40%, and the malignancy of the tumor was considered to be high. A mutation was suggested in about
10% of p53, but the IDH1 R132H mutation was negative, and no deletion of ATRX was observed. MGMT, which indicates treatment
responsiveness, are negative. The EGFR found in about 30% of primary glioblastomas was positive.
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Abstract
Dystrophia myotonica Type 1 associated with glioblastoma: a case report

Takashi Katayama, M.D.", Jun-ichiro Kuroda, M.D., Ph.D.?, Kazutaka Ohta, M.D., Ph.D.?,
Yasuteru Inoue, M.D., Ph.D.?, Mitsuharu Ueda, M.D., Ph.D.? and Akitake Mukasa, M.D., Ph.D.?

D Department of Neurosurgery, Kumamoto University Hospital
2 Department of Neurosurgery, Graduate School of Medical Sciences, Kumamoto University
9 Department of Neurology, Graduate School of Medical Sciences, Kumamoto University

This case involved a 65-year-old woman, who had been suffered from weakness in both legs for 10 years. She had
not been diagnosed of dystrophia myotonica type 1 (DM1) despite her son’s diagnosis of DM and her distinct facial
features and gait anomaly. During her son’s recent clinical visit, she was finally suspected of having DM. She was sent to
our institution, where a distinct muscle atrophy and grip myotonia were observed and a genetical examination was
performed. The sequencing data confirmed her diagnosis of DM1 due to the distinct 230-900 CTG repeats found in the
dystrophia myotonica protein kinase gene 3' untranslated region. A brain MRI revealed an abnormal lesion with irregular
ring-enhancement at the right temporal lobe. Because of the steady growth of the lesion during one month observation,
a surgical intervention was performed in our institution. The histopathological examination gave a diagnosis of
glioblastoma multiforme (GBM). The clinical management of the patient required special cares during the perioperative
periods due to the distinct pathological manifestation of DM. The risk of developing cancer in DM patients has been
estimated about twice as much as general population. Since GBM developed in the DM patient is rarely reported, we
present this rare case with a few insights: the difficulties of the clinical management of DM patients under the
perioperative stress; the pathological contribution of DM to the malignant transformation of the glial cells.

(Rinsho Shinkeigaku (Clin Neurol) 2022;62:844-849)
Key words: dystrophia myotonica, glioblastoma, cancer risk.




