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1. urine serum Cerebrospinal fluid
deficiency  |GAA/CN CRICN| GAA CR CN GAA CR CN
AGAT 1l 1l l no data no data -
GAMT T 1l Tt i Lo T1T 1l
male N T o
SLC6AS8 N no data
female N a~T

(GAA: guanidinoacetic acid, CR: creatine, CN: creatinine)

2. 'H magnetic resonance spectroscopy ('H-MRS)

Patient with CTD control

decreased peak of creatine at basal ganglia

SLC6ASKRISE ERERIFER (R¥%E)
-III

X4

Family E

-1 w2 m-3 13 m-3 -6 1-7 1-3 II-1 -2 12
Fip 6Yr 4Yr 2Yr 29Yr 17Yr 19Yr 9Yr 10Yr 5Yr 1Yr8 Mo 6 Yr
% M M M F M M M F M M F M F M
5&(@S.D.) 07 -1.7 -34 -22 04 -21 -0.1 -2.2 -3.2 -4.4
No Head
% 24m 22m24m 18m NA 4.7Y 24m 30m 25m control
AEE 24m 20m21m 16m - - 24m 36m - -
[FLsnA F(+),
F: 8%, Ep:CADA F F Ep Ep Ep Ep F/A F No F Ep
Seve
Intellectual Disabilit moder seve seve mild D Severe re ID, Seve mild moderate mode healt Moderate healt Severe ID
Y ate ID reID re ID ID autisrelD ID ID rate hy ID hy

m D

c.321_323del CTT, ¢.514 T>C,
p-Phet 07del in exon p.Cys172Arg in 13:,',’0@*
exon 3

c.1681 G>C, ¢.1661C>T, p.Pro554Leu

SLC6ASZR | Giys61Arg in exon 12 in exon 12



° SLC6AS8 5

Family A Family B

- 40 ‘THO . OO 040
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L (K L} 00 7‘@ Om 7*

” /

Family C Family D Family E

_2@ 1
I 1r1 . N
/

X6
BETHRESNE-ZEEDMNE

| Family D; Cys1724rg Family B; Pro554Leu

Type of mutation

881 €D Nonsense
—~ D¢ €D 1-2aadel
™~ 839 :
Extracellular \ 390 B . E 3 Missense
space . \ .9!‘9‘1 - —~ } f/ \
es - 1 1 t
9 - e @« 62
Lipid Bilayer | (a of \
a2d b1
{ 829 Bz
~— .3k h‘/ |
Cytoplasm ~—_ N < )
c -
TM1B TM6A

™2 T™M3 TMIA TMeB T™M8 TM7 TM9 TM10/TM11 TMI12

Family C; Phe107del [ Family A; Glys614rg |

The large deletion of Family E was excluded.

[From Van de Kamp, et al. J Med Genet, 2013]
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