IRYO Vol. 54 No. 1 (21—26) 2000. 1 )

Fig, 9L A8, FWHILONLE, EEEREERT
EHEH N —F v VIEBEEDO 1 £R

BiEkdE mE (L HE R

EE WHEZOET 2 NCRIE Lo —F vV VERBORRGIEHE Ule. KE RO IIEREE,
TLAHE, EHLHAZEH, BREEL, WHOPRRIEDLBDLIIATE- 2. FEHITHL TR
wearing-off MHFIRT, INOMUETIE, AEAEOEFEIRINL.

TTEERCK & AR TEBRIE S —F vV YRS B VIE, TRl —% vy VIERBHOEFISHE S EH &
NTWV3, FFEREIEF S —F 0y VHREESNEH, FiEM diffuse Lewy body #5, 17HHEMAicd
S84 ZHIOETEMRR, /-, ballooned neuron 224 3 WELREDE - &0 LIV LR S0
REETL 5.

(F—0—F St v—+ v v VREERE, 3 < A2, BNEE), ik, RIZHEEER)

A FAMILIAL PARKINSONISM PRESENTING WITH DEMENTIA, FREEZING
GAIT, MARKED WEARING OFF PHENOMENON, AND FRONTAL ATROPHY

Tatsuhiko YUASA, Jin NISHIMIYA and Hide YOSHINO

In this report we present a family with late onset of parkinsonism, characterized by clinical
features of freezing gait, wearing-off phenomenon, dementia, and frontal lobe atrophy. The father
was said to have the same disease as his sons who showed Parkinson’s symptoms starting at late
60’s, Anti-Parkinson's drugs showed an improvement in their Parkinsonian symptoms, but only to
a slight degree. A marked wearing-off phenomenon followed after the combination therapy of several
anti-Parkinsonian drugs.

In recent years heredofamilial cases of Parkinson’s disease and, or parkinsonisms drew attention
in conjunction with gene mutations, and the Parkinson-related proteins, a-synuclein and the Parkin,
were found to be related to chromosome 4q in one of the autosomal dominant types of parkinsonism,
and to chromosome 6q 25-27 in autosomal recessive juvenile parkinsonism, respectively. Although
most of the cases of familial parkinsonism including familial cases of diffuse Lewy body disease
are unknown eticlogy yet, a peculiar cases with balloned neurons were reported by Mizutani with
17-chromosome linked parkinsonism and frontotemporal dementia,

The cases presented here are such one of familial cases as yet to be determined the etiology, but
from a clinical point of view we suspected this family to have parkinsonism of the type described by
Mizutani,
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Fig. 1 Pedigree of a familial parkinsonism (H-family)
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Fig. 2 X-CT of the brain of patient 1 (1995. 10)
showing bifrontal atrophy and dilatation
of the bilateral Sylvian fissure and lateral
ventricules.
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Table 1 Familial parkinson’s disease and,or parkinsonism
Clinical type AR-JP AD-PD FTDP 17 Fatal PD AD-PD Familial PD-ballooned our cases
/DDPAC DLBD neuron
(Yamamura) (Polymeropoulos) (Lynch) (Perry) (Iasegawa) (Ishikawa) (Mizutani) (Yuasa et al)
Genitics AR AD AD TTTTAD AD ADTTT AD Al B
6g 25-27 4q 21-23 17q 21-22
protein Parkin a-synuclein
anticipation (+) (+) (+)
age at onset 27 yo 46 yo 45yo 61~28 yo 24 yo~59 yo 65 yo~86 yo
symptoms of
parkinsonism T,R,B, typical R.B, T.R.B, typical typical R.B R,B,
tremor typical scare postural
tremor
DTR DTR:hyper
gait freezing freezing gait {reezing gait
dystonia (+) dementia dementia dementia
dementia disinhibition hallucination hallucination
OH constiopation,”OH constipation
ANS
myoclonus myoclonus
others amyotrophy depression
ophtalmoplegia ophtalmoplegia
hypoventilation
anorexin
L-DOPA benefit benefit benefit benefit benefit benefit in early
Neuro-Imaging CT : normal no-atrophy frontal atrophy
Neuropathology no Lewy typical for atrophy of SN cell SN cell SN cell loss F-T cortica atrophy
PD fronto-tempo  loss loss SN cell loss
bodies with Lewy no Lewy no Lewy cortical NFT (15 nm straight)
ral cortex
SN cell loss Lewy ballooned neuron

no Lewy body

atypical Lewy body

AR : autosomal resessive. AD : autosomal dominant. JP : juvenile parkinsonism. PD : Parkinson’s disease

FTDP : frontotemporal dementia and parkinsonism.
T: tremor. R : rigidity, B : bradykinesia. NFT : neurofibrillary tangle,
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Fig. 3 ®"TC-ECD SPECT of the brain of patient 1
(1995. 10) showing decreament of the rCBF
in the cerebral frontal coriex.
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Fig. 4 T1 weighted MRI (1996. 10) showing mod-
erate atrophy in the frontal cortex of the
brain of patient 2.
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