Late presentation of biotinidase deficiency is described in a previously
healthy 5-year-old girl who developed acute visual loss and optic atrophy, and an
ataxic gait. Classical signs of biotinidase deficiency were absent. (Rahman S,
Standing S, Dalton RN, Pike MG. Dev Med Child Neurol Dec 1997;39:830-831).

Biotin deficiency and chronic anticonvulsant therapy. Nine
adults treated with various anticonvulsants, including phenytoin and
carbamazepine, compared to 17 controls showed a twofold increase in the 24-hour
urinary excretion of bisnorbiotin, biotin sulfoxide, and 3-hydroxyisovaleric acid,
metabolites of biotin, whereas urinary and serum biotin concentrations were
unchanged. Long-term treatment with anticonvulsants may be associated with an
increased biotin catabolism. (Mock DM, Dyken ME. Neurology Nov 1997;49:1444-
1447).

DEGENERATIVE DISEASES

MITOCHONDRIAL DNA MUTATION IN RETT SYNDROME

Analysis of mitochondrial DNA from 15 children with Rett syndrome (RS)
and 14 of their mothers is reported from the Department of Pediatrics, Beijing
Medical University, China. Polymerase chain reaction amplification and single
strand conformation polymorphism analysis showed mutations in region 2650-
3000 encoding 16S rRNA of mtDNA in 13 patients with RS and 11 mothers. DNA
sequence analysis and mismatch PCR results confirmed a point mutation (C --> T)
at position 2835 in 7 patients with RS and in 6 of their mothers, that was absent in
controls. (Tang J, Qi Y, Bao X-H, Wu X-R. Mutational analysis of mitochondrial DNA
of children with Rett syndrome. Pediatr Neurol Nov 1997;17:327-330). (Respond: Dr
Xi-Ru Wu, Department of Pediatrics, The First Teaching Hospital, Beijing Medical University,
Beijing 100034, PR China).

COMMENT. Most cases of Rett syndrome are sporadic, but a few familial
examples are reported. A maternal inheritance pattern suggests that
mitochondrial DNA may be involved. The mutations observed in the mtDNA of
patients with Rett syndrome and their mothers lends support to the hypothesis of
a genetic basis for the disorder in some cases.

Japanese monozygotic female twins with Rett syndrome are
reported from Fukuoka University, Japan. (Ogawa A, Mitsudome A, Yasumoto S,
Matsumoto T. Brain Dev Dec 1997;19:568-570). The two 28-year-old patients had
discordant characteristics regarding seizures, scoliosis, and stereotypic hand
movements in adolescence. The authors cite 7 pairs of monozygotic twins with RS
reported in the literature, and 11 pairs of dizygotic twins, only one twin affected,
always the female.

CSF SUBSTANCE P LEVELS IN RETT SYNDROME

The cerebrospinal fluid (CSF) levels of neuropeptide substance P were
measured in 20 patients with Rett syndrome and controls at Kurume University,
Japan, and other centers. CSF substance P levels are constant in control children
between 2 and 12 years, and show a gradual decrease through adolescence,
reaching a plateau at 20 years. Significant reductions in substance P in patients
with RS compared to controls were present at the early phases of the disease, at
age 2 to 3 years, and were not age dependent. Childhood RS levels were 50% of
controls in the same age group, and adults with RS had 37% of control adult
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