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NEUROGENETICA (chapter pag. 59) 

La%e-onset Huntington's disease : 

desc~iptlon o ~  a large ~amily. 

~~h!,A-Chetdi,B~.Bordo,G.Castel 
lani, D.passerini. 

Department of Neuro!ogy,Desio H. ,Milan 

HuntinE~on's disease (HD) is hlnerlted 

as an autosomal dominant t~ai£; begin 

usually between 35 and 50y;patients 

die I0 to 20 y after onset. The Eenetic 

mutation has been identified as an ex- 

pansion Of CAG repeat sequence in IT15 

~ene on ~p 16.3. 

We describe a large family (i~3 persons) 

with ~ members affected by late-onset 

HD (positive DNA analysis)and, respect ! 

v~ly: 58, ~4,7~,73 year~; othor 4 cases 

of probable la~e-onset HD died aEed over 

75y old or latar. ~n this family wade 

also presents yuvenile cases and typi- 

cal onset cases. The p~esent observa- 

tion indicates that senile chorea dla- 

Enosis might be done only afZer an acc~ 

rate Eenealocic investigation and The 

systematic use of DNA analysis, consi- 

dering the HD phenoty~Ic variability. 

NEUROF!S!OLOGIA (chapter pag. 97) 

NEUROPHYSIOLOGICAL STUDY OF A EREDOATAXIA 
PATIENT WITH INCREASED REFLEXFS 

O. Castellani*,Y. Oalimberli*, E. Bianchi*, A. 
Cheldi*, D. Passerird* 

Depacmlent of Neurology, De~io Hospital, Milan 

A patient, 64 yeus old, came ~) our observation for 
a progressive lower limb weakness ,cerebellar 
a~xia, upper limb paresthesias and deep sensory 
loss. 
His father and one of his brothers had gait 
disorders but they died when they were young. 
When he was 55 years old, had a ischemic heart 
disease so an aorta-coronaries by pass vas made. 
The neurologic examination showed 
incoordinetion for all the limbs, .increased of 
reflexes w~th heel bilateral cionus, right BabinskL 
sign, deep sensory loss and a pyramidal ataxic gait. 
Contrast-enhanced CT demonst ra ted  a small 
ischemic area in left external capsule but not  
cerebella~ atrophy, l~ql could not be made for the 
presence of metallic clips. Neurophysiologycal 
studies became very important in the diagnosis. 
Central and peripheral conduction times ~ere 
imreased during magnetic stimulation, as well as 
all sensory evoked potentials latencies. A sensory 
and motor neuropathy was demonstxated wi th  
elec~omyography. Genetic tests for SCA i and 2 
were negative.The patient was affected by 
eredoataxla with increased tendon reflexes. 

EPILESSIA (chapter pag. 123) 

lpsilateral cortico-cortical inhib i t ion  in p a t i c n s  with 
ct~'ptogenic partial epilepsy. 

R C~attcllo. C Civardi, A Cavalli, C Vane,si, I' Naldi, M ~ibctti, R 
Mutani. Department of Neurology. University or" Turin ~ o o l  of 
Mt.xli¢ine, Novara. Italy. 

An altered balance between cx,.'itsti~x ~u~d inhibition has boon 
postulated as the neural basis of c'pil,:pti¢ phenomena. Trmscmmal 
rnaznctit; stimulation (TM.q) can give information ot~ such ~lance in 
the humun motor cm'tex. We studied with TMS a group of eight 
patients sft'c~t*$ by crypmgenic partial cpih.'I~Jy (CPE) (med;n. age 30, 
SD. +_ ll .$),  whose epileptic focus was lu~attcd hi the right 
hernispher¢, and nine normal controls (mean age 2g.7 S D  + ;.7). TMS 
was delivered thrvttgh a round coil centered at the ver~,x; motor 
evoked potentials (MEPs) v.zre recorded from the right an!i [eft first 
dorsal intcmascous m u l l *  (I:DI). We determined the followh~g 
variables: (i) the threshold for uvoking MEPs ill the resting :rod active 
FD! ; (ii) the cortical silent period; (iii) the ipsilatera! corti:o.cortical 
inhibition and facilitation curve (conditioning shock = 0.g< ond test 
t~t~k = 1.2X fast|ng thrcsi'to'~d), l~idxcr henlisph~re was :t~nulatcd 
so,tritely, attd lIw results ~zre subject to intcr-sid, compar~oIx, Theft 
~s also a ¢ompariso, between homologous hcmi>~ph~te~ i~f patients 
and ~;ontrols. I, the patient group, the var[abl~ measured i bowed no 
dillL-rcnce between the right hemisphere. ,moral,log the epileptic 
tbcus, and the contralateral oat:. Comparin 8 C}'E patt~,nts with 
controls, we found that: (i) the rc~ting motor threshold was i~,x.x'ased in 
both the patient ltt:misphcr¢.% (il) the active motor thru'.hold w~L~ 
increased only in the hemi.qphere containing the focus. (iii) {:itt cotxical 
silunt period was prolonged in the h,.xnisphcr¢ cxmtralaU:~ to the 
focus; (iv) the ipsi[at,~'al ¢ortico-conical inhibition (lbr inteptals 1 told 
.3 m~c) was reduced in the patients, more evidently to Ibr the 
hemisphere site of the focus. 
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