2026 4 25 4 Chin J Diffic and Compl Cas April 2026 Vol.25 No.4 * 487 ¢

[DOI] 10.3969 / j.issn.1671-6450.2026.04.019

I 2

(2021-YF05-01658-SN)
610045 ( N N N N N N ) ( )
E-mail: 408471921@ qq.com

( ] 2 SLC6A8 [ (CCDsI) .
( ] I ;SLC6AS ; ; SLCOAS ;
( 1 R748 [ 1B

Clinical phenotype and genotype analysis of creatine transporter deficiency type I in two families Zhu Hui® Huang
Yu Wang Qiyan Zhu Shuyao Kuai Yu Liu Xingyu Chen Ai  Luo Zemin.” Department of Pediatrics Sichuan Provincial
Maternal and Child Health Hospital Sichuan Chengdu 610045 China
Funding program: The fifth batch of municipal-evel fiscal science and technology projects of Chengdu( 2021-YF05-01658-SN)
Corresponding author: Luo Zemin E-mail: 408471921@ gq.com

[Abstract] This article reports the clinical data of two cases of cerebral creatine deficiency syndrome type 1 (CCDSI)
caused by SLC6A8 gene variants, along with a literature review.
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