MAERNE

(7 Vo F o RZJERF B TR A)

EHBMGHE 2025454 A 1 H

Y S RAEE

1/5

Ver 4



HETBE R

No. BETNA Ver. i B4 B VERL#E ARE
1| FHER 1 2022/4/1 ME— | RS
2 | fEIEGENN 2 2022/11/24 HMIE— | RER
3| UD)MBEEEDTHEROLHE | 3 2023/4/1 HE L | SREN
4 | FROLEF 4 2025/4/1 A TR | RBE%
5
6
7

2/5
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W7 v 7 F o REGEWBRE (cerebral creatine deficiency syndromes: CCDSs) . M
NI LT FURZICED BIETDHREHORHTH D, 7 LT F U AGHRSCHHIE DR
FIIWN 7 VT F U RZE2E 72U, ARREE, SEEREER. TANAEEIEEZT L
EZOLNTWD, JVTFUAERGRORFICL DT T =2 ) Bilg A F VKB HR
(GAMT) KABSE L, T F =2« 7V T 2V EinfEd (AGAT) KABJED 2 FRHA,
I VT FUEEDOREEICL D 7 LT F U HmER (SLC6A8) KIBAED 3 FEEAEN HAL TV
D
ANREE TIL GANT, GATM, SLC6AS TBAG 1D X > /37 B a— Righk— 7 v > & ZOjmd
AT T A AENREIR A AR S — 7 =TT L. BRI ST LAV 1%
LT OR 72— B L VA« REIZOWTHE TS, EEH Y — FRIR AR —»
Y —DT —Z OMENMLERIGEX, VB dF vy TV —v—F o —T
DT 24T 9 RBRBIBRS « FHANFED 2 B —BELRBB R T ) DEEE I B
LTI E COMEAEE Y — FRORMAR S — 7 o —TIIREE R 720 WiExi4:
EL2D, KHEEYA 7oV TIEANY Ty ba—7—TCTHRIETE L0 LTk
WETL0, N T ha—F—THRIETER2oTbDIZE L TTHE LRV, 72
ERESEEICIN . FREOER b AT BN S,

Bin T4 position (hg38) HGVS. ¢
GANT chr19:1399509 c. 391+15G>T (NM_000156. 6)
(1) BREFE

MR HEML L7277 5 DNA D26 | 524 T DA Rl s D7 A< E = — N
Wy vy bz ha U BEREGEANAT I XA B =2 a3 v DWW IIEERAHE
7% (polymerase chain reaction ¥, PCRIEELIE) ICXVEHE L., i —4
P—HDWVNIF ¥ ET Y =2 —7 P —C L DB ESRE 21TV, A S s
T OMELE a— RERICB T 2 v —7 v v 7 TR aTRE 74K HH BB B o g S
FlHN AL DA HAE T 5, SLC6AS (B L CIIARRIECS & £ > a8 5 M MFET D
7o, S ) DG SLC6AS KB 72 primer T long PCR #2175 T Bk AL —
7 TP —DRICEITT D, FAIMIEOADOZ T AN LT D0, L2 0 iEAIE
FHESNTZDNA b2 AND, ZOHEIIEA OFEFICL VHKBT b0 LT 5,
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DOH A HET D,

EREBEICRAEEITO Z L LT aREMEOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

REICETSHK
BRIRDATNC BN B A5 60 52 B LI,

HEZZFET 2HEICH > Tid, EBRTHIEZIT O FERER DA
HEDEFELH Y F A,

/ AENPE AN s
FERHERIIC TRA O HBRPERFUC DWW T HSICitA L, KBEOH LIAZRDOE R
T HERT A,

BAIRDERRA S
R IAT D EA AL 1D Z30# T ~ L3 AE T S -8 msy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

BAEDORRE
I ImL LA b 2R3 5.,

RIE DRI
PRIMAR T, TR E 7 TG R E T 5.

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, ARG ), FEEHOBRICEEST D Z L z2FAlE T 5,
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(12) MRk % ERBEE D D FEAERER MOBHEREFNCHEZEKET 5561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASHENEAND T S DNABFZERT Bl FiAE (O B FRA=)
T292-0818 T AR H M2 e 2 TH 5-23
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