
Late-onset lower motor neuronopathy: A new autosomal
dominant disorder

Patients from 2 families underwent detailed
neurologic, electrophysiologic, muscle
biopsy, and laboratory investigations. MRI
of lower limbs was performed in selected
patients. Muscular atrophy, both proximal

and distal, occurred at very late stages and disease progression
was slow. Molecular genetic studies ruled out known motor neuron
disease loci, indicating this disease represents a new entity.
See p. 334; Editorial, p. 312

Patient outcomes from symptomatic intracerebral
hemorrhage after stroke thrombolysis

The authors describe the contribution of postthrombolytic
symptomatic intracerebral hemorrhage (sICH) to outcome, and
access commonly used sICH criteria in 985 ischemic stroke
patients treated with IV thrombolysis. Patients with sICH have
increased risk of poor and fatal outcome. Compared with
recognized stroke prognosticators, the contribution of sICH is
smaller.
See p. 341

From Andrew M. Southerland, Shaneela Malik, and Karen C.
Johnston: “If we could reassure patients and caregivers of a
substantial net benefit in individual cases (as opposed to
population estimates), then perhaps the collective comfort
with rtPA in our physician community might follow.”
See p. 315

Cost-effectiveness of disease-modifying therapy for
multiple sclerosis: A population-based study

The costs of health care, and disease-modifying therapies (DMTs)
in particular, has become a focus of national attention. This study is
an illustration of how a cost-effectiveness framework could be
used to suggest solutions for reducing cost of care, rather than
simply helping insurance companies decide whether “to pay or not.”
See p. 355; Editorial, p. 317

Current and past Epstein-Barr virus infection in risk of
initial CNS demyelination

In this case-control study, higher Epstein Barr virus (EBV)
DNA load was associated with increased first clinical
diagnosis of CNS demyelination risk, only in conjunction with
higher vitamin D levels. The findings are consistent with
several pathogenic mechanisms, including dysfunctional
cytotoxic T cell control of EBV infection in participants.
See p. 371

De novo SCN1A mutations in migrating partial seizures of
infancy

Fifteen unrelated children with malignant migrating partial
seizures of infancy (MPSI) were screened for mutations in genes
associated with infantile epileptic encephalopathies. Microarray
studies identified copy number variations. While not a common
cause of MPSI, SCN1A screening should now be considered in
patients with this devastating epileptic encephalopathy.
See p. 380

Brain perfusion patterns in familial frontotemporal lobar
degeneration

Of 29 patients with familial frontotemporal lobar degeneration,
19 had familial FTLD-TDP and 10 had MAPT mutations. Familial
FTLD-TDP showed relatively more posterior hypoperfusion,
possibly related to significant memory impairment. MAPT
patients were characterized by impaired perfusion of the
temporal regions and naming deficits.
See p. 384

Trajectories of brain and hippocampal atrophy in FTD with
mutations in MAPT or GRN

The authors found progranulin mutations were associated
with faster rates of whole brain atrophy than tau mutations in
frontotemporal dementia using multiple MRIs. These findings
may aid diagnosis and be important for treatment trials that
use rates of brain atrophy as outcome measures.
See p. 393

NB: Patient Page titled “Multiple sclerosis and disease-modifying therapies,” see p. e26. To check out other Patient
Pages, point your browser to http://www.neurology.org.
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