intellectual disability;I1D

(cerebral creatine deficiency syndromes: CCDSs)

ID
146 78 68 ID
(SLCBA8) 1

/ (
ID 1 3 ID



26 4

CCDSs

lon PGM

CCDSs

SLC6AE GAMT GATM

452
29 ID 46
25 21
10
1) 28
CNVs
(14.3%) CCDSs
CMVs 18
6 (33.3%)

1D

de novo SLC6A8



69.4(mg/dL)/74.4(mg/dL)=0.93 2.0

26 4

146

CCDSs

0.7

0.3-3.5

146

30 3 ID

78 68

78 68

2018

lon PGM SLC6A8

GC rich

87

MRS

Bruun et al. Metab Brain Dis.



146

78

MRS

68



