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One middle—aged female with progressive walking difficulties for more than 35 years a case of HLD7
due to compound heterozygous mutation of POLR3A gene. LI Ling, ZHU Zeyu, CAO Li, TIAN Wotu. Department of
Neurology, Shanghai Jiao Tong University Affiliated Sixth People's Hospital, shanghai 200233, China. Tel: 021-24056187.

[Abstract] This study reported the clinical data of a case of hypomyelinating leukodystrophy type 7 (HLD7) caused
by novel mutations in the POLR3A gene. The patient was a 53—year—old female with adult-onset progressive spastic gait,
dysarthria and partial sensory dysfunction, in combination with delayed motor milestones and abnormal tooth development.
MRI showed white matter abnormalities and cerebellar atrophy. Genetic testing identified compound heterozygous
mutations ¢.928T>A(p.W310R)and ¢.3295C>T(p.R1099C)in POLR3A in the patient, which were not previously reported.
The main therapy is symptomatic treatment. We aim to improve the awareness and clinical diagnosis of HLD7 and POLR3~-
HLD spectrum among physicians by case report and literature review.
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