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BE

ML T7FRZ GEIEEE(cerebral creatine deficiency syndromes: CCDSs;ICD10 2—K E728)I%. XA
DLTFUORZIZEY  MMES. SEBRZTER. CTADALEERETIEREHTHD. ILTFUESR
BOEEICEDZT T /BB AF IR EBERGAMDRIBERUVZILFZU- TV TIS ) RER
B2 (AGAT) REBFEM T OL 7 FUBIERERIZL DL T F SV XIR—5—(SLC6A8) RIEFED 3 &
ENEEN. FNEFN., GAMT BIEF (19p13.3) . GATM 3BILF (15q21.1) R SLC6A8 EILF (Xq28) D
TEICKYRIET 5. GAMT RIEFE R U AGAT RIEFE T E R BALMEEREH . SLC6A8 KIEJE(T X &
HUELHEGEXTHS, 1512, SLC6A8 RIEBFE(L. BEMMMETERFOP TRVBENBVER
D—DEHESNTILVS, FRIT, EHHEDEREICLD,

2. R&A

GAMT R1BJEIE GAMT 1E{nF(19p13.3), AGAT RIEJEIL GATM E{EF(15921.1), SLC6A8 RIBJE(
SLC6ASBILFXq28) EERNEBILFERIZKYRIET 5, GAMT KIBER U AGAT RIBEITELBARY
T B SLC6A8 RIBJEIL X EEHIMEEETHD, LWIT i, BHMERNDILTFUORZEET-T,

3. fEIK

SLC6A8 RIRFETIL. BE~FEDHMMEE (18 FLULEED 5% EEEMHEETEEY S). 55F
FEEF(10 FLUELEDBETIE 14% 0 HEDERFLEL. 55%AEEDHDFHEE) | [TV A (59%) | &
BEE (KHFHIT 29%. DRALZT 11%) ATHEE CEERMN- SEE 55%. BFEARTESLLE 41%
BE) . ZDMDHIER FHRRET 40%)2RDH5, BEPLEEICHI-EFIREMLELT S, [van
de Kamp JM, et al. Phenotype and genotype in 101 males with X-linked creatine transporter deficiency. J
Med Genet, 2013] GAMT RAEfET (. EEMAIEE (60%) . (T3 A (78%) . BEIEE (30%) . ITENE
HE(17%)&RH D, AGAT RIBETIE, BE~EEMMEE. TLVhA(9%) . ITBIERFE (27%) . B
IRIET (67%) R85, [Mercimek—Mahmutoglu S. GeneReviews, 2015]

4. BEE

GAMT RIBERU AGAT REBEFXBRHODILTFUODHEEEN AN THS. ZLBEEDOFL
SLC6A8 RABJEIZIE., B RABENHAONTULSD, BN AREEDLLLY,

5. F

AGRFRIIEHEDEEIZLD, EEFDERFMMUEELEHEDEREREITKET SEEALND,
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FBHOLTZ7FU/IOBILTFoRIE, MOHICE TAIEZM IRV —OHBERBOEEREL
TEWTWS, VL7 FUAEERPEEDEZFIEINAILT7FORZEE-L. MNES. EEREE
. CADAESIERITE. ZADND, ILT7FUIE. BRNSDERICEKINRAEDEDE, 7ILT
ZOETIOUERBEL TR ZU - J YDV TID / BERBEER (AGAT) RV T 7O JEFEEATF ILE
EBERGAMTIOZDNERICKYELESNDIAREDLDONH S, LT FoIE. MEMMEZFE
FTEILTFUSVRR—E—EN LT, REMNICHBMBLE IC#HEIND, )
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FHEIL (AGAT RABFER U GAMT RIBFETIEVL 7 FUoMFTEEICELY . BRAHEECH N DREERD
%, GAMT RIBFETIL. HBESMHEOB VNI T /BB OBEEZINA 510 A IL=FUo P& EBEFH T
)Y LDER, 7ILEXFZUERFIBRN RSN S, SLC6A8 RIBIEICR L TIE, ARAAEEALLY,)
REIOEE

DEHMEZEDEECSHIEDHEIZLD)
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EEENE

@  modified Rankin Scale (mRS) 3(FRZEENEE) LI EIZHAY
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Definite., Probable Zx{& &9 %,
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(BERR BEERGEDREFENZHDSEITLEENH D, )

a rond = >

B. R&EMR
1. Mik-HEFMREMR R LEF. BERPFOILTFU  ILTF=URVIT T2/ Bk
(A)AGAT XRi8fE MFEHRDIT 7= /EFEEDIET. LLLIERP I 7= /EFBE/ VLT F=ULLDIET
(B) GAMT X8 MAFELLLIHEERDPDI 7S /EFBED LR LLIRP T 7=/ BB/ OL T F=
HDOEHR
(C) SLC6A8 RIBE(BMEB)RPILTFU/OLTFULLDLER
(RAPILTFU/ QLT FoULDBAISERTHEAE, VLTF 1mg/dL=7826u M, IL7
F=2 1mg/dL=884u M), FEICkOTEBITHLEERTH. REDEELFZITOTUV O,
BHEDAE. HHVIHBEORATAWV-AENLETHL, XEBETEEREHETHY. 2
BTIZAAWDZEITHELZ L, BRILICHETEZERIZIE, i HI-MRS LEEGZHBRENVLETHD, )



2% HL A (i (Almeida LS. Mol Genet Metab, 214-219, 2004 [Z& )

Bify R (n=140) Mm% (n=60) BEi& (n=25)
TJT7 =) Bk UM 0-15 &% 9-1142 0-15 &% 0.35-1.8 =3 0.02-0. 56
15 ®mLUE 20-577 15FLlE 1.0-3.5

S7Z0) BB/ IVTFZY  mol/ml L7

0-15 /% 4-220
i FZU
15 mUL 3-78
173 (n=140) & (n=60) ek (n=25)
QLTF7FY uM 4 BRI 5-6725 10 R 17-109 2 FH 17-87
4-12 % 36-4964 10U E 6-50
12®UL 31-2588
GUTFUILTF=UR 4 BRI 0.006-1.2

4-12 % 0.017-0.72
12@UE 0.011-0. 24

2. ERBREMRGHEABIZHE) KD 'H-MR ARIFARIE—(MRS)IZHEITBILTFUE—IDET,

(ZEmR Ik MRI/CT DN EIEFL - ERANZHDSEITREENH D, )

MIKBIHEELXEETHE, FICEMEETIE SLC6AS RIBEDEANMNEETHY. RPILTFL/ILT
FoULDRAEEREELETRETH D RIZ'H-MR ARIFARIE—(MRS)IZETHILTFE—
DETEHRT 5, BLFHREICEYZHITHETET 5, =L TR B ICHLTIE, BEEFEHRED
HDFEEZMEED, (RPILTF/ILTF=L MRS Tl&, BT TERLY)

C. #RIZhr
55 X SEIR B MR X EREREGE . MAMEFTEEEIRET HEE,

D. BEEFHRE

GAMT XRi8JE GAMT&{LF(19p13.3)

AGAT RBE GATM3&E{LF(15921.1)

SLC6A8 RiBJE SLC6A8EILF(Xq28)

(570 3 FRARBINE SN TS, GAMT, GATM R SLC6ASEBIZFDIRE (X, HT S DNA AL~
BREKBEINARETH D)



<EEohTI)—>
Definite: A-1 Ziiiif=L . B-1X & B-2%imf-L. COEA T REEREERIIL. DERE-TTLD
Probable: A-1 Zjif=L. B-1 R UB-2%iif-L. COE AT NESEBEZRNLI-LD
Possible: ADSH1IEB %=L, B-1%i&E-L. COE AT ASEEBEZRNLI-LD

<EEEDE>
modified Rankin Scale (mRS) . BF k&, FRDENENDFHER7—ILZRANT. WTFhAABLULEE
WHRET S,
A A kimodified Rankin Scale (mRS) H|EH#EZE
modified Rankin Scale BSEIZTRES
0 | Eol=IEEMILZLY BEERSICMEBIERNEDICHEUVRET
Hb
1 | EIRIEH->THHASHEEE (XA BEERSLICMEBIRILHDH ., FHAELL
HED#HOOFELITAS BT SIT o TV == RFEE I ZHIR (XA L VK
BETHD
2 | BEOEE: FAE LRI DT T EAOFENZHIR
FRIELAIOFIANT R TITADDITTIEA | EHHN. BELEFIZEILTLSRETH
WA, BEOEORYDZEIFNMBILELIZIT | 5
Z5
3 | HEEDEE: BU\OA R E#EEF AL EHGEC
ASHhDNBIELEETEN, HTENBE | INBZRELETIN. BEST.BE. B
LIZfTA% LA, FMLUEEIZIENMBE R EE
LELMRETHS
4 | REEISEEOEE: BEST.BE. BELEHOM#EF. MLE
HITOBRUERIZIEINIILETHD EIZIINBIZERELTHH., FELENE
WHELLELVVREETH D
5 | EEDEE: BIZENDNMBZEVLELTHIRETHD
B2V, 2R BICNHELERSFYELE
&%
6 | JETC
BE-XB (N)
0. fEIRAEL .
1. BICOE5. BEFELELLWVEEDEERNH I, L F - BEEFICKELL,
2. BYMEDI RO, BEROBEENDIXFNELT S,
3. BE-RBERALHADNEZET S,
4. @M IEROMNEEENMBERE. DLFHRERBLE)ZVELT S,
5. @EMICIEROMNEFEERIKFLTNS,
FEIR (R)

0. fEMX%L .
1. fEEDETLREDREH AN, HEEE- BEEEICKELL,




MFIREZED=OICEEDBRUINGE DIERLH D,

FFIRAEIR D EEER D5 (FIC2 5. HAWIEBALGED BELEEFHETREUINNELD,
IREDRKS|HEHN IR ROTR[HBREFERAISBE,

JEVHH AV ERENCRIHEEERANDE,

a s 0N

KEWMBEERVEERESEOENICEITIBESEE

1. REDHICAVSERKER. RERRFICHALT, SHAZ LIZRBROBRENGZVZEICE. WTho
FHDLDZERANTLELI AL (2L, HRAROBEBZE T ERKERFTHO T, HEAIRELELD
2R, )

2. ARFMRRICBITIEERESBIIOVTE., BYLEFHEED T THERNMTHNATOSRETH
T. BN AR TRLEVVREEZEMNHIE T H52LET D,

3. BEERDEENLEOEEESEEFT-EULICZALGVWETHLL ., BEELERZHRET S
ENBEGHDIZDONTIE, EREMBOMRET S,



	３．　なお、症状の程度が上記の重症度分類等で一定以上に該当しない者であるが、高額な医療を継続することが必要なものについては、医療費助成の対象とする。

