EBRBREZMR (R

514 | JOURNAL OF SHANGHAI JIAO TONG UNIVERSITY (MEDICAL SCIENCE)

TR

Vol.43 No.4 Apr. 2023

{3 B 37 4 7= 5 ) & 8 /) Bl 1 2 57 5k 1 28 BY 1 il #fE

TR, IR
LRERDCEN EEMNER AR, BN 234000

[HEZE] BHE/ s 2208 (spinocerebellar ataxias, SCA) J&=—2H 7 ULAYH Ye ok & i 1B 1T, SCA28 il 2
HERMWR, RBOREREE AFGIL2 (WA R7ESIR . IR W BRI ZAS A T S MBI IE T/ . M& g . R
RS TUE . B A P TRER AR B . S T A . MRAURRSE . BRECSPRCGE . A ARSEAAE . WUBK RS SO AT . o0
T 1P SRR SCA28 B iR, ZSLPRKG I & Bl AFG3L2 JERAFAE ¢.2098G>A 5l 7% 5[] i [wl Joi g A3 ST ik,
A2 79 151 SCA28 TR (9] (1 I PRAE R AN SO SE A8 SAB B0, DUIISE I R B X208 AR, 4l Bl R 2 T

(38557 BB/ NSRS AFG3L2 3L 45 L8 m-AAA 25 [T

[DOI] 10.3969/j.issn.1674-8115.2023.04.016  [FESHES] R742  [XEkirEME] B

A case of spinocerebellar ataxia type 28 with orthostatic tremor

WANG Qunfeng, LIU Shihua

Department of Neurology, Suzhou Hospital of Anhui Medical University, Suzhou 234000, China

[Abstract] Spinocerebellar ataxia (SCA) is a rare autosomal neurodegenerative disease. SCA28 is a rare subtype, caused by
heterozygous mutation of the pathogenic gene 4FG3L2. The clinical features usually include slowly progressive gait and limb
ataxia, dysarthria, hyperreflexia of the lower limbs, gaze-evoked nystagmus, ptosis, ophthalmoplegia, decreased ankle reflex,
Parkinsonism, dystonia and cognitive impairment. In this paper, a case of SCA28 with orthostatic tremor is reported. The gene
detection showed that there was a missense mutation of c¢. 2098G>A in the AFG3L2 gene of the patient. The clinical symptoms and
pathogenic gene mutations of 79 cases of SCA28 type in the previous relevant literature are summarized to strengthen the

understanding and clinical diagnosis of the disease.
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Note: A. MRI horizontal section. B. MRI sagittal section. The arrows indicate cerebellar atrophy.
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Note: A. Family diagram of the proband. B. Missense mutation ¢.2098G>A (p.E700K) in the proband. C. Missense mutation ¢.2098G>A (p.E700K) in the

proband’s mother. D. Conservative analysis of different species.
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Fig 2 Pedigree of the proband and AFG3L2 Sanger sequencing diagram
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