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A Man with Adult-onset Progressive Spastic Paraparesis:
Genetically Confirmed as Novel Mutation of ABCD1 Gene

Byeol A Yoon, MD, Jisun Kim, MD, Geum Bong Lee, MD, Jae Woo Kim, MD, Sang-Myung Cheon, MD

Department of Neurology, Dong-A University College of Medicine, Busan, Korea

Spastic paraparesis is caused by various etiologies such as autoimmune, infection, genetic and metabolic disorder.

Adrenomyeloneuropathy (AMN) is very rare but one of important causes in spastic paraparesis. We experienced a patient

presenting with adult-onset progressive spastic paraparesis, who was diagnosed as AMN with hemizygous c.431C>T

(p.A144V), a novel mutation in exonl. The level of very long chain fatty acid should be included in diagnostic work-up for

patients presenting with adult-onset progressive spastic paraparesis.
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Figure. Physical examination and magnetic resonance image (MRI) of the patient. (A) Discoloration of lips of the patient. (B, C) T2 weighted

fluid-attenuated inversion recovery image showed multifocal white matter changes in bilateral frontal area without cerebellar and brainstem
atrophy. (D, E) Diffuse spinal cord atrophy was shown in cervical MRI in T2WI and contrast-enhanced T1WI.
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(very long chain fatty acid, VLCFA) FAo|A] C26:0 4.01 wmol/L
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Table. Clinical characteristics and mutational analysis of 22 Korean patients

No. Sex/ FH Onset Spastic- Senso.ry Urinar?/ Adrengl Cerebejllar -Cogpitive Other signs Mutation site Reference
age, yr age, yr paraparesis deficit dysfunction dysfunction ataxia impairment
1 M/25 No 23 Yes Yes No N/A No No Exonl, c.479T>C Park et al.’
2 M/57 No 55 Yes Yes Yes No No No Exon3, c.1166G>A Park et al’
3 M/38 No 32 Yes Yes Yes Yes No No Exon9, Park et al.’
¢.1970_72del
4 M/30 No 23 Yes Yes Yes N/A No No Exonl, c.421G>A Park et al’
5 M/55 No 48 Yes Yes Yes N/A No No N/A Park et al.’
6 M/19 No 18 Yes Yes No N/A No No Exon7, ¢.1679C>T Park et al.’
7 M/28 No 25 Yes Yes Yes Yes No No N/A Park et al.”
8 M/38 No 30 Yes Yes Yes Yes No No Personality  Exon7, ¢.1679C>T Park et al’
changes
9 M/20  No 18 Yes Yes Yes N/A No No Visual Exonl, Park et al.’
disturbance  ¢.225_242del
10 M/37 Yes 35 Yes Yes No No Yes Yes Exonl, Park et al.’
¢277_296dup20
11 M/24 No 23 Yes Yes No Yes Yes No Exon7, c1661G>A Park et al’
12 M/38 Yes 36 Yes Yes Yes Yes Yes No IVS1, ¢.901-1G>A Park et al’
13 M/30’s No 30 Yes Yes Yes Yes No No Visual c.1679C>T Hyun et al’
disturbance
14 M/20 No 20 Yes Yes Yes No No No Visual Exonl, Lee et al.’
disturbance  ¢.225 242del
15 M/33 No 20 Yes Yes Yes Yes No No Swallowing N/A Park et a],8
difficulty
16 M/37 Yes 35 Yes No Yes Yes Yes Yes Exonl, Kang et al’
¢277_296dup20
17 M20 No 20 Yes N/A N/A N/A Yes N/A  Nystagmus N/A Kim et al."

FH; family history, N/A; not available.
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