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Fig. 1 Clinical syndromes associated with focal brain atrophy.
Clinical syndromes related to frontotemporal lobar degeneration pathology are written in bold letter.
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Table 1 Genes associated with CBS.

Pathology Cause of monogenic diseases Genetic polymorphisms/variants related to sporadic diseases
FTLD-tau MAPT mutations MAPT H1 haplotype, MAPT (p.Alal52Thr), STX6, EIF2AK3 and MOBP
FTLD-TDP GRN, Corf72, VCP, HNRNA2B1, HNRNPA1 GRN (rs5848), TMEM106B

and TARDBP mutaitons
FTLD-UPS CHMP2B and UBQLN2 mutations ?
FTLD-FUS FUS mutations ?
FTLD-ni ? ?
AD APP, PSENI and PSEN2 mutations APOE etc.
PD/DLB LRRK?2 mutations etc. GBA etc.
CJD PRPN mutations PRPN
Others CSFIR mutations ?

Genes which are reported to have relation to CBS, are written in bold letters.
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Abstract

The genetic background of corticobasal syndrome

Hiroshi Doi, M.D., Ph.D.” and Fumiaki Tanaka, M.D., Ph.D.”

UDepartment of Clinical Neurology and Stroke Medicine, Yokohama City University, Graduate School of Medicine

Corticobasal syndrome (CBS) is associated with different pathologies including FTLD-tau (corticobasal degeneration;
CBD, progressive supranuclear palsy, and Pick disease), FTLD-TDP, Alzheimer disease, Creutzfeldt-Jakob disease, and
Parkinson disease/dementia with Lewy bodies. Genetic causes of CBS are also various reflecting diverse pathology. In
familial and sporadic FTLD, MAPT, GRN and C9ORF72 mutations are three major causes of the disease. A part of
patients harboring these mutations could exhibit CBS. In addition, the patients with TARDBP, FUS, LRRK2 or CSFIR
mutations also have potential to exhibit CBS. In sporadic cases, H1 haplotype of MAPT is known to be associated with
FTLD-tau, including CBS/CBD. Despite major advances in recent years, the majority of familial and sporadic CBS cases
are genetically unsolved. In particular, little is known about both familial and sporadic cases of CBS in Japanese. Further
studies are needed to unveil the genetic background of CBS.

(Clin Neurol 2013;53:1026-1028)
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