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Tab. 2
EB () MBI OMET 1
1 27 M ALDH7AT  ¢192+3A>T ¢.328C>T, (p.Arg110Ter)
2 26 F ALDH7AT  c241C>T (pArg81Ter), c.1061A>G (p.Tyr354Cys)
3 M ALDH7AT  ¢1292C>T(p.Pro431leu), ¢.1292C>T(p.Pro431Leu)
4 M ALDH7AT  ¢.1196G>T(p.Gly399Val), c.1200+1G>A
5 F ALDH7AT  ¢1292C>T(p.Pro431leu), ITVYV5-TOXR%
6 M ALDH7AT  c192+3A>T, ¢.208T>C (p.Cys70Arg)
7 10 M ALDH7AT  c192+3A>T, c.974C>T (p.Thr325lle)
8 11 F ALDH7AT  c1016A>G (p.His339Arg), <¢.1016A>G (p.His339Arg)
9 10 F (ALDH7AT)  exonfBIERO/IUP YL
10 17 F PLPBP ¢.122G>A (p.Arg41GlIn), c.122G>A (p.Arg41GIn)
11 13 M PLPBP ¢.122G>A (p.Arg41GlIn), c.122G>A (p.Arg41GIn)
12 13 F PLPBP ¢.275A>G (p. His92Arg), ¢.319G>A (p.Ala107Thr)

Tholze Tz, FEL EHRIREALREIZFHEIED
WA 20 5 2 & (breakthrough seizure) %,
Yy 3 UBOHEOHWIC L) BIEISBEST S
IV — RO LNz, BEIZFENZH O3
Ry & LTk, ER3#EFoNTaiZsto
2R (E QB () B2 Rg) &
RDD T ENLELEEZ bz,

ZWHCLHOHE 2 L, Bk L DT
DEHITEDTz (Tab. 1)o 1AFERINIEIH
AR~ TH L, 2.8 5 I VY B6EAD
BGTHRIEOHZE LB 723K ERD 5,
L2 &7 Ep &2 Bnple L, L~ —7—
DR F I EEE T OERZ RO THER %
MEFEBIE LTz kR 7 7 ¥ —¥E, B7an
VILGE2R, JERMGPIXKIEIE D E Y I Y B6
AEE 2 B9 5%, R, /NRIEERE R
WTIRENOERE L THbR T2 ELDH
0, SEOBREIIEED RD o 72,

2) E2IVBKFEHTAPADLERE
ZIN VR AR R P I 6 R — R A S % 5k
L. WEFEB - BeBIOAMEZ ML L 720 FEBIA
H Y YA T RE R AT, WESER], KE
WBIDBRIRFEE, HEFIC OV THERIUEZ 175
7o BRRARM - WHHICOWVCOMETHE X, %

FEAENG, FOERRIER, SIERDE X ORETh o
M K, MRIFrR R, (G#RGED], #&5&,
R oM, breakthrough seizure DA i,
B IEREOZ L, MW, L L7

3) EIEF T - NEHERAE

WIETIATE LTE 5 3 Y BOREECTAD
ADIENEAE T CH DALDH7AL - PLPBP -
PNPO %% ¥ T =TT 2 Wiz, $72,
R~ —A =g LT, T/, MIIRFERE
BEFEE RN B AR S TRk 7 o~ 7
774 =12 X 2R~ — A —DUEZAT ) A
BHER Tz EEPA TR S NIZBEA I L
T, HEOGEEMHRL, HEPD LA,
BT EfT) 2L & L7

4) BRERFEE - BEADRET

SEEFIA TR O NEEAB X O oFHRiIzE
DWW, BIITEEAE, WA, SRR,
BEORIRE, M T RICOWTEN L. 72,
Yy IV B6KGENETADADENEETIC X
B FRRFEIRDE N IO WT HME 21T - 720

[#ER]
ANV B P 1203 4411 481 442 B — AR



TADPARITFEIRB R F7E4E8 5534 48 2023 429 1

30
Tab. 3
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1 ALDH7AT  ¥4%'BHA (18) 0 0 hEE
2 ALDH7AT  #4%R# (0H) 0 0 BRE
3 ALDH7AT  #4£RE (1H) 0 0 hEE
4 ALDH7AT  ¥4'RHA (0B) 1 1 B
5 ALDH7A1  2h'B 4 2 BE
6 ALDH7AT ¥4 1RHR (158) 4 3 PEE
7 ALDH7AT #4288 (1H) 9 9 BEE
8 ALDH7AT 3% 118 80 o
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10  PLPBP 4nB 25 21 L
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12 PLPBP 7hB 125 110 A<H8

D& & 1572 (FIXNER40.0%) 0 2 D 9 BAER]
HH WA I TRETH - 72 D 1% 38 i
ROBEMET, FEBI406), FEFER 1161535
e & N7zo BWIRIIZALDH A 1 #8157 61,
PLPBP# 1z F30, R#~—7 —0RE
(ALDH7A1 R ZRE) 1B TH - 720 F72,
BWBID S L 20 CRIZ T OME L H ), &
(RN 2 AT o720 T ORER, 1BITALDH7AIL
BETICEREZRDIz. HEENIAFN2HERD,
NS DIEBIDERIRIEIR DIFNT 2 1T - 720 #AZ
TIRHTIC CE B2 D7 AERNI 4B, W7 LIV
WY TV M eARED, FRAAREE (S i@
e FIG L7 -7z (Tab. 2)o

Tl S50 O FEE E I i 0~ 3 7% (PP geqil H i
8) T, FIEMF DIV IIESRIAFEIETHI, A%
Z L1, BIEAHOZE T WNAMITH > 72,
FEE T O FEAE L BRI FEDS 106 & % T,
FEVERER L EEY - IEBOW )7 % 52 L 7EFI 2
561d > 72, ZOfh, EEMATEE 26,
REME, I+ 7 v=—%E KRA%EEL 16T
A7zo FRBELEFIE WS 5E TR
Mol

FE e IRg D FEAE [ RS D 13 2 FE ROVl - i
Dk 51, B CAEnBHEE) Bk 160, SEHA

2B TdH o 72%%, Bk 2580 5 WhEs] b 4141
B ol TDOHOFEM T OFAE R KB L,
2 fE R 6 B & G o SR RSV 289 B,
Ty avN—=A MNHP1IBIT, WHEPRINY
RKUTIEBID 26D - 720 FIERS - Flh 2 &
bEd L, EHTHTNOREIIA S H O
WEHE Z RO Tz, ## ko MR,
B SR PEK - R ZEAE 2S5 B0, BESRALIEAE 23 1 1,
B L6, & PEoONERTIE R 2 B
iR %R 72,

B BIIRAERIZ 0~ 100% (hJLfi6.57H) T,
TANARIENPSE Y I VB6HMHIEE TO
WIENZ02 H~94 (R flie H) Th o 72
(Tab. 3)o ALDH7A I i fz 128 2011358 4 Ve
~FRW B OFIEDNL C ¥ ¥ I ¥ B6HHERH
HETHE (02 H~T4HE, hRfE2rH) —
75 C, PLPBP#ZFZRHIIZ NI iETH
DB E Y I VB6HEMGE COMBIE
W (1~94E) @ m2sH - 720

FEPOTALAERFIZ6FITRDON, F
72, breakthrough seizure # 7] Tl 720 4
BITE ¥ I VB6IEHE (XY FFH— 1) VER9
B, €V FFT 2360 Mrbhi, €3I
B6 11k 36 THA 5 N7 26 TIEFAED B



TADPARITFEIRB R F7E4E8 5534 48 2023 429 1

31

Tab. 4

break-
P @EF  veekw | BFE HSE qup mm through
1 ALDH7AT EURFY-LUVEE 100  1.25 HY (Em) @) O
2 ALDH7AT PURE%-IUVEE 80 <2 HY (Em) @) ®
3 ALDH7AT EURFYY 120 89 ®
4 ALDH7AT EUR%YY 90 5.8 O
5 ALDH7AT PURFH-UVEE  7RER @)
6  ALDH7AT EURFYY 60 6 HY (flufMiE) @)
7 ALDH7A7T PURXH-WIYEE 420 284 O
8  ALDH7AT EUR¥H-ILUYEE 300 10
9 (ALDH7AT)EURXH-WUVEE 40 1.4
10  PLPBP  PURXY-)LUVEE 240 49 O
11 PLPBP  PURXY-ILUVEE 420 @)
12 PLPBP  PURXY-LUVEE 160 2.5 O o)
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G (I8 G- (S HESE S B 4 - (FLIR
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