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Fig. 1 The clinical course of the patient.

At the age of 1 year, a rash appeared on the patient’s trunk and limbs, accompanied by hair loss, photosensitivity, and a cold sensation in the
extremities. At the age of 2 years, she was initially diagnosed with systemic lupus erythematosus. At the age of 4 years, uveitis appeared in the
right eye. At the age of 5, arthritis occurred in both knee joints, and she was initially diagnosed with juvenile idiopathic arthritis (JIA). At the
age of 9, pain and swelling of both knee and ankle joints were noted, and JIA relapse was suspected. Skin biopsy revealed cutaneous
sarcoidosis. At the age of 19, genetic testing revealed a mutation in CARD15, 1000C>T (R334W); genetic analysis of both parents showed no
such genetic abnormality in CARD15, leading to a diagnosis of sporadic Blau syndrome.

The patient required assistance in walking due to her visual impairment. In October X—1, she experienced weakness in both lower limbs,
which made it difficult to maintain a standing position. In February X, it became difficult to lift her legs while walking.
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Fig. 2 MRI and endoscopy findings.
T,-weighted images revealed that bilateral ventricles, third ventricle, and upper part of cerebral aqueduct are dilated (A-1-@D, @), and
membrane-like structure is seen (A-1-@), red arrow). Endoscopy showed the aqueduct stenosis (B-1, red arrow). Third ventricle floor (B-2)
and after fenestration of the place (B-3). T,-weighted images three months after surgery (A-2-(D, @, @). Enlargement of lateral ventricle and

the upper part of cerebral aqueduct (A-2-(3), red arrow) are improved.
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A case of hydrocephalus during the course of sporadic Blau syndrome
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Maki Ozaki, M.D.”, Kenta Nakase, M.D.*, Nobuo Kanazawa, M.D., Ph.D.? and Kazuma Sugie, M.D., Ph.D.V
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Blau syndrome (BS) is a rare granulomatous inflammatory disease presenting in early childhood as dermatitis,
arthritis, and uveitis. Here, we describe a case of hydrocephalus in a patient with sporadic BS. A 36-year-old female, with
mutations in the NOD2 gene on chromosome 16, who had been diagnosed with BS at the age of 19 years, had visual
impairment and required support when walking for a long time. She was admitted to our hospital due to deterioration in
her walking ability and an inability to stand by herself. We diagnosed an obstructive hydrocephalus based on head MRIL.
The aqueductal stenosis and obstructive hydrocephalus associated with granulomatous lesions were considered in this
case. After third ventricle fenestration, her standing movement and walking improved immediately.

(Rinsho Shinkeigaku (Clin Neurol) 2021;61:692-695)
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