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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-(3), 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.

DER SN RN~ 7 07 7 — Y OWFEEALA IR
FHEOTEHNZ D205 7.

AR 1 R O KB FEE OB 1, BAA TR 212 & %
B OWIPUE T R R ORI H 12 L 2 IR AP
RHAVEY BRI L BB O HEEPA 2212 X % FAZEMEA
HH Y. HFNag F— AOKEREEHHIA 9% T, IEHIZE
T %N, MEOEHFALEROND.

FIEBNL, 2L MRT, SRR O W S il =R Hr kK
S O B E A & @ PAZEMEKEE & Bk - 7247 910,
FEMERE D 728D, WA BEHERR BBR & R AT L, iTal %
R 7z MOBRAHZEMKEERE & k3 RBIITEMNT, K
PN & B ASFIE A 1 2 BB AVRBIESSRE |12 5 L 72
EERTz REBNZ, B3 WERMEMBRIBITRED AL S
3, BuEfEbdeE L, KEUEICL 2NT Y ARERZRLT
Wik E Rz B, WHEHIEIZIZW < D@ TNFa FLEH
WERE SNW, 75 A THRARMEORSEFELT
Wi,

HE  AREB OB G727 & E LB RER TR > 5 —
EB AR ISR Z S, AR RIRSZBEAR S N IRRL A filE S50, B
R B2 G RE AR R S SERE R L BT E T

XEBERICARRIITHE L, BRI NE COLIREIZH 5 3,
Ak, HERVFRIEY A

X &

1) Matsuda T, Kambe N, Ueki Y, et al. Clinical characteristics and
treatment of 50 cases of Blau syndrome in Japan confirmed by
genetic analysis of the NOD2 mutation. Ann Rheum Dis
2020;9:annrheumdis-2020-217320.

2) Chiu B, Chan ], Das S, et al. Pediatric sarcoidosis: a review with
emphasis on early onset and high-risk sarcoidosis and
diagnostic challenges. Diagnostics 2019;9:160.

3) Emaminia A, Nabavi M, Mousavi Nasab M, et al. Central
nervous system involvement in Blau syndrome: a new feature
of the syndrome? ] Rheumatol 2007;34:2504-2505.

4) Ravdin LD, Katzen HL, Jackson AE, et al. Features of gait most



5)

JKBEE % §138 L 72 Blau JEEHRE

responsive to tap test in normal pressure hydrocephalus. Clin
Neurol Neurosurg 2008;110:455-461.

Bovonsunthonchai S, Witthiwej T, Ngamsombat C, et al. Effect
of spinal tap test on the performance of sit-to-stand, walking,
and turning in patients with idiopathic normal pressure
hydrocephalus. Nagoya ] Med Sci 2018;80:53-60.

6) Jindal AK, Pilania RK, Suri D, et al. A young female with early

7)

8)

onset arthritis, uveitis, hepatic, and renal granulomas: a clinical
tryst with Blau syndrome over 20 years and case-based review.
Rheumatol Int 2021;41:173-181.

Kanazawa N. Clinical features of Blau syndrome and early-
onset sarcoidosis and associating CARD15NOD2 gene
mutations. Jpn J Clin Immunol 2007;30:123-132.

van Rooijen JM, Minhout GS, Aalders TTA, et al

9)

10)

11)

Abstract

61 : 695

Hydrocephalus, a rare manifestation of sarcoidosis. Clin Pract
2011;1:e66.

McKeever A, Cox A, Garnett M, et al. Hydrocephalus as the
first presenting symptom of neurosarcoidosis in two patients: a
diagnosis more forthcoming in the context of systemic disease.
BM] Case Rep 2019;12:€229903.

Nakayasu H, Shirai T, Tanaka Y, et al. Neurosarcoidosis
presenting with obstructive hydrocephalus successfully treated
with endoscopic third ventriculostomy. Intern Med 2019;58:
105-108.

Kisaarslan Ap, SOzerl B, Sahin N, et al. Blau syndrome and
early-onset sarcoidosis: a six case series and review of the
literature. Arch Rheumatol 2020;35:117-127.

A case of hydrocephalus during the course of sporadic Blau syndrome
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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 MRI.
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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