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Development of Gene Therapy for Pediatric Neurological Diseases Using
Adeno-Associated Virus Vectors

Kojima, Karin

3,300,000

AADC AAV2
2015

MRI1 AADC

Rett
MECP2 AAV

AAV
AADC AADC
Rett MECP2

We have been conducting a clinical study since 2015 on gene therapy for AADC
deficiency, in which AAV2 vector was injected into both sides of the putamen via stereotactic
brain surgery. All patients who received the gene therapy showed improvement in motor function. The
long-term effects of the treatment were analyzed using MRI imaging, motor function assessments, and
cognitive function evaluations. Early diagnosis and treatment are crucial, and we conducted a pilot
study to establish a screening test for AADC deficiency.
Many pediatric neurological disorders are caused by genetic variants. Alongside molecular genetic
analysis of undiagnosed cases, we have been developing gene therapy using AAV for Rett syndrome and
MECP2 duplication syndrome.
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Gene therapy for aromatic L-amino acid decarboxylase deficiency in Japan improved the motor and mental function of patients
with various phenotypes.

12th International Collaborative Forum of Human Gene Therapy for Genetic Diseases
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Improvement of Motor and Cognitive Function by Gene Therapy for Patients with AADC Deficiency
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Karin Kojima, Takanori Yamagata.

Gene therapy for child neurological diseases: Effective for AADC deficiency, new challenges for Glutl-deficiency syndrome
and potential for other diseases.

The 24th Annual Meeting of the American Society of gene and cell therapy (JSGCT2018): Symposium.
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AADC Gene therapy for AADC deficiency
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