28

(GANT)
(AGAT)
(SLC6A8) 3 (SLC6A8)
100 6
(VRS)
(SLC6A8)
/
(HPLC)-WV
A.
2011
(HPLC)-UV
(GANT)
(AGAT)
(SLC6A8) [4]
[1-3] 7 SLC6A8 -6
GAMT -1 [5-8]
(VRS) SLC6A8



GAMT

HPLC (Thermo Scientific
Dionex UltiMate 3000)
10

MRS

B.

1. HPLC (Thermo Scientific
Dionex UltiMate 3000) (Shodex
YS-50)

CR 0.01%,
GA 0.05%,
CN 0.01%

10~100

10 CR, GA, CN
0.075%

¢ D
SLC6AB

(CR) (CN)
SLC6A8
CR/CN ( 2.0

)

1504

mAU CR:OLTF/0.01%
CN GA: 7 L EFES 0.05%
CN: DL PF = 001%

Eluent: 0.05% formic acid

1509 . CN

Eluent: 0.075% formic acid

el

oo 25 50 75 180 25 130 175 200
Column: Shodex YS-50 2.0mml.D.* 150mm
Flow rate: 0.3ml/min Detector: UV (210nm) Column temp. ambient

0.05%( )

0.075%( )

mAU

-9.0340)

g5 ¥R
1509 T

= LALTF

T oN CR:OLFFL0.01%

GA: S 7= BRER 0.05 %
cN: LT F=20.01%

@ 2
=] 3 8
I L
o
x
@
>

Jba—Ib

1-4.208

4:;_:.—2 8035

CR/CN=0.4

fa]
z

SLCGAS K 1BfE

CR/CN=4.0

T T T
00 25 50 75 100 125 150 115 200

5578 [min
Column: Shodex Y5-50 2.0mml.D. X 150mm Eluent: 0.075% formic acid
Flow rate: 0.3ml/min Detector: UV (210nm) Column temp. ambient

2.
SLC6A8

HPLC



References

[1] S. Stockler et al.
Guanidinoacetate methyltransferase
deficiency: the first inborn error of
creatine metabolism in man Am J Hum
Genet 58 (1996) 914-922.

[2] C.B. Itemetal. Arginine:glycine
amidinotransferase deficiency: the
third inborn error of creatine
metabolism in humans Am J Hum Genet
69 (2001) 1127-1133.

[3] G.S. Salomons et al. X-linked
creatine-transporter gene (SLC6A8)
defect: a new creatine-deficiency
syndrome Am J Hum Genet 68 (2001)
1497-1500.

[4] T. Wada et al. A simple screening
method using ion chromatography for
the diagnosis of cerebral creatine
deficiency syndromes Amino Acids 43
(2012) 993-997.

[5] H. Osaka et al. Contiguous
deletion of SLC6A8 and BAP3l in a
patient with severe dystonia and
sensorineural deafness Mol Genet
Metab 106 (2012) 43-47.

[6] H- Kato et al. Urine screening for
patients with developmental
disabilities detected a patient with
creatine transporter deficiency due
to a novel missense mutation 1in
SLC6A8 Brain Dev (2013).

[7] T- Akiyama et al. A Japanese adult

case of guanidinoacetate
methyltransferase deficiency JIMD
Rep 12 (2013) 65-69.

[8] F. Nozaki et al. A family with
creatine

transporter deficiency

diagnosed with urinary creatine /
creatinine ratio and the family history:
the third Japanese familial case. No To

Hattatsu 47 (2015) 49-52.

1 Akiyama T, Osaka H, Shimbo H, Kuhara
T, Shibata T, Kobayashi K, Kurosawa K,
Yoshinaga H. SSADH deficiency possibly
associated with enzyme
activity-reducing SNPs.

Brain Dev. 2016 38(9):871-4.

1  H.Shimbo, K_Kurosawa, N.Okamoto, T.
Wada.Molecular genetic study of 80
patients with ATR-X syndrome in Japan.
The 13th International Congress of Human

Genetics in 2016. 4 3-7

2  H.Shimbo, T.Yokoi, S. Mizuno, H.
Ida, Y.
Kurosawa.

Suzumura, N. Aida, J. Nagai, K.
Enomoto, C. Hatano, K.
abnormalities
2pl6.1

International

Structural brain

associated with chromosome
deletions. The 13th
Congress of Human Genetics in 2016. 4

3-7

3 H. Shimbo, S. Ninomiya, K. Kurosawa,



T. Wada. Two brothers with ATR-X syndrome A patient with the deletion of 7p21.1
due to low frequency of maternal in Saethre-Chotzen syndrome. 58

somatic mosaicism with adeletion of 27 6 3-5
exons 2-5 in the ATRX. 58
27 6 3-5 H.

4 H. Shimbo, T. Ohoshi, K. Kurosawa.



