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A Case of gait disorder due to Combined
methylmolonic ocidurio ond Homocystinuria

abstract

- fhts  
t l isordcr  ls  too rarc that  about  l (X)  pat ients havc

becn  r cp t t r l cd  i n  t he  r . l t l r l t l . l n  t h i s  r ' t l nc l t l l t l n  a  l t l c l

enzvme (methvlmalonyl CoA mutase) which should carry

out one of many thousands of chemical processcs thal

turn pr( ) tc in in t t t  cnergy or  body t issues is  dcfec{ ivc

Cl in ica l  presentat ion of  th is  d isordcr  in  l i rs t  monlhs of  l i lc

may be f  a i lurc to thr ive ,  lc tharE.  pt l t r r  fe  cdin l .  mcnta l

retardat ion,  and seizures.  Lalc- t tnsct  mani festa l i t lns inc lude

other neurologic findings eSi dementia, myclopathy and gait

disorder. Increases in levels of plasma methylemaltlnic acicl and

homocystinc confirm thc diagnosis. Unlike patients with classic

homoclst inur ia,  p lasma lcvel  of  mcth ionine is  normal  in  these

pat ients.

The pat ient  was 13.5 years Old g i r l  that  presented t t l  us due t t l

covulsion, loosing the abil itv to walk. loosing appctite, dcvcloping

urinary incontinence and showing intellectual regression. In a number

ol  invcst igal ions,  thcre was severe increasing in  ur inary ancl  p lasma

levels of methylemalonic acid and homocvsitine. The patienl has

commenced on treatment with high doses of vilamine B12, Betaine and

carbamazepine and also physiotherapy. Following the treatment marked

improvement in neurologic antl mental state appeared and also

Methylmalonic acidemia and homocystinuria was controled.Sajedy F. 6ra.o.y
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