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A Sibling Case of Sjégren-Larsson Syndrome: Unusual MRI and SSEP Findings

Shigeru YANAGAKI, Hirokazu OGUNI, Kazutoshi NAKANO, Hiroshi MARUYAMA,
‘Makiko OSAWA and Yukio FUKUYAMA
Department of Pediatrics, Tokyo Women’s Medical College

We report here a sibling case of Sjégren-Larsson syndrome with unusual magnetic resonance
image (MRI) and short latency sensory evoked potensial (SSEP) findings, presenting as lesions in the
cerebral white matter.

Case 1: A 4-year-4-month-old male. He could not walk without support until age 2. At age 4, he
had mild spastic diplegia and low density areas in frontal lobe white matter on brain CT. His T2-
weighted MRI showed high intensity areas in the same distribution. SSEP showed a prolonged N 5
interval (Lt. +5.7 SD, Rt.; +7.9 SD).

Case 2: A l-year-4-month-old girl, the sister of case 1. She walked without support at 1 year 5
months. She had ichthyosis on the dorsa of her hands and feet and in axillary regions. Deep tendon
reflexes were exaggerated in all extremities. SSEP showed a normal Ni;., interval (+0.45 SD). Cranial
MRI revealed bilateral periventricular high intensity areas which were more widespread than those of
her elder brother. Findings of particular interest were the early appearance of white matter
abnormalities on CT and MRI, late appearance of spasticity and prolonged latency of SSEP.

These findings suggest that SSEP reflects white matter function more accurately than do
neuroradiological findings.
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i3 # (nmol/ m Xt R
protem/hg)
arylsulfatase A 15.9 30.2:114
a-fucosidase 1.92 3917
a-galactosidase 0.75 2:9£1.9
B-galactosidase 2.98 10.3+5.8
a-glucosidase 0.46 1.6+0.4
B-glucosidase 0.27 0.424+0.34
B-glucuronidase 2.46 8.9+3.8
B-hexosaminidase total 3.36 11.5+4.6
A 61.0% 60~85%
B 39.0% 15~40%
a-mannosidase 4.20 10.6+4.9
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ABR | Wave I-V Lt: 4.8(+2.6 SD) 4.30( 0.19

Rt  #4.8(+2.6 8D) | 4.301 0.19
VEP | Wave IV Lt eye}

WNL
Rt. eye

MCV | Lt. Median N. 50.4(~0.4 8D) | 3.3 | 7.7
Lt. Ulnar N. 59.5(—0.01SD) | 59.4 | 9.1
Lt. Peroneal N. 46.8(—0.7 SD) | 54.8 | 11.6
Lt. Tibial N. 32.3(—5.0 SD) | 49.5 | 8.4
SCV | Lt. Median N. 62.3(—1.0 SD) | 67.4 | 4.9
Lt. Sural N. 52.0(+0.7 SD) | 49.2 | 6.08
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N 9.55 +0.85 8.89+0.78
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Nise20 9.95 +7.9 6.0+0.5
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Nis-20 1275 0.45 11.9+£1.9

HE DERIUR, T,5358 MRIWTEEBE &L LT
EH2zbNBT ENFEENTVS, LL, &
BE#HE LI 57 SSEP 0B HILEFHRE S h
Tusfeus, SSEP 12135 Nys 02 % b SHEE—K
MR EEETOEBEENE L v EDOhDL Z &
i, RO MRIOBBERE ELERT TR
L#E 2 bhte, S-LEER O subclinical stage 1
B o TRICHLNIEEREOZD biieh -7
10Ty, CTRLXOMRI T REHADOR
WA R %R L2, SSEP O Fr Rk IE# & E T
B ot Tl SSEP O ML MR SR
FrRICHERT Z LER D AMREEL L T
H MRI X B IcfT 25 DT, AEDZEIRHK
RERRROHEICERTH S LE 2 bR,
O

1. S-L fERFE O kG2 HE L,

2. CTRIXOMRIFTRCTAMAEDORE,
3. 5> SSEP THE— KBV <L RE R
bbbz,

4, SSEP (IEEHEFEORE & AT % aTREH:
2By, BHORT Y X hEEERICIHET X 5]
BEELD D EE 2 bR,

—E398 —



399

X10 fEH 2 » MRIL TR2000, TE22, proton density &
KB EER D BTEEER 0> HIRIEFIC 2 T o B T ¥ L R RIER A E I & fE
SRR DT,

AHEOEFT XERIEFER/NEFFEEMERICE
WTERE Lk,

D

2

(%

3

(%

Y

X
Sjogren T: Oligophrenia combined with con-
genital ichthyosiform erythrodermia, spastic
syndrome and macular-retinal degeneration.
Acta Genet 6 : 80-91, 1956
Sjogren T, Larsson T: Oligophrenia in com-
bination with congenital ichthyosis and spastic
disorders: A clinical and genetic study. Acta
Psychiatr Neurol Scand 32 © 1112, 1957
Rizzo WB, Dammann AL, Craft D et al:
Sjogren-Larsson syndrome: Deficient fatty
alcohol : NAD* oxidoreductase (FAQ) activity
in mixed leukocytes. (abstract)), Am J Hum
Genet 41 : A16, 1987
Rizzo WB, Dammann AL, Craft DA:
Sjogren-Larsson syndrome :
alcohol oxidation in cultured fibroblasts due to
deficient fatty alcohol: Nicotinamide adenine
dinucleotide oxidoreductase activity. J Clin
Invest 81 : 738-744, 1988

Impaired fatty

5)

6)

p)

8)

9

N\

10D

Rizzo WB, Dammann AL, Craft DA et al:
Sjogren-Larsson syndrome : Inherited defect in
the fatty alcohol cycle. J Pediatr 115 : 228-234,
1989

Lake BD, Smith VV, Judge MR et al:
anol dehydrogenase activity shown by enzyme
allows

Hex-

histochemistry on skin biopsies
differentiation of Sjogren-Larsson syndrome
from other ichthyoses. J Inher Metab Dis 14 :
338-340, 1991

Sylvester PE: findings
Sjogren-Larsson syndrome. ] Ment Defic Res
13 267-275, 1969

HTER NRBEW WREBFE !
Sjogren-Larsson fEEFE 23 G 7z 3 WA HI D
MRI i X %5, FRRM&ESE 300 1118-1122,
1990

Gomori JM, Leibovici V, Zlotogorski A et al:
Computed tomography in Sjogren-Larsson syn-
drome. Neuroradiology 29 : 557-559, 1987
Mulder LJMM, Oranje AP, Loonen MCB:
Cranial CT in the Sjogren-Larsson syndrome.
Neuroradiology 29 : 569, 1987

Pathological in

—E399 —



