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Abstract

We report a case of adult-onset autosomal recessive complex hereditary spastic paraplegia (HSP),
characterized by a combination of ataxia, generalized tremor, ophthalmoplegia, and spastic para-
plegia. Genetic analysis through whole-exome sequencing identified a homozygous mutation in the
DDHD2 gene (c.335G>A, p-R112Q), which is likely responsible for the observed clinical manifesta-
tions. This case report provides new insights into the genetic basis of complex HSP and highlights
the importance of genetic testing in the diagnosis of such rare diseases.
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TR PR ZE PR R — LB A AR AL 3 PR, AR AE R B PR BEAUZ AR k. H AT HSP HIBUR
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H 5 [3].
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I SCERAR, HINHZ AR o URIAE R . 5T 2019-07 17 SCA AHICIERIAGIN, 45 5 A4 WS35 . 2022-
12 ATFN MR P25 SRR W R 5 . 8 B R ARSI 2] HSP AH 1) 2748, {HL PRI % 57 35005 14 A B
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AT PRI IR I A AT, R AR R RS e R 0

4. BRERE

ASCHRIE T 10 R 7 DL PR DR 12 ) A B0 S8 1K HSPS4 B9, 5 B AR SCRRARE AN, AL
B R, ISR R R EAIRNURRECRE, BRI SCRAME. 5y DDHD2 JE A
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