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Tab. 1 AWTETHROD o 72BIRT-RE

. . Amino acid Frequency
Case Diagnosis Gene Exon B
change (positive/read)
. 15.63%
1 FCD lla MTOR 30 missense (5/32)
: 41.93%
2 FCD lla MTOR 8 missense (26/62)
. 56.76%
3 FCD lla AKT2 Intron frameshift (21/37)
. 53.51%
4 FCD llIb TSC2 Intron frameshift (122/228)
. 56.67%
5 FCD llb TSC1 20 missense (17/30)
0
6 FCD lla TSC2 34 missense i

(15/51)
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Fig. 1 FCD Ta®JsHARIE & MRkIC & 2 85T R2% OB
(A) JRHEEClddysmorphic neuronS% A 55, (B) 1EH#H Tlddysmorphic neuronld& &7
Vo (C) MTORMBIET-ORE T LVOREEE, E#HF (contro) TIEM1% T, BHIMEMRATHH
1% TH 5%, WHEFTIINI2% T, EHFEIHBTIEH6% TH S,

Wi & 47w, FCD Iad %\ ZFCD IbiZ 433 72, BRI\ IRZ O i b R FUR ORELER) &
WP ROMBBWIEZ OVT NP TH %o RbEGCEIE (EHE) ZakbIL, %% 1Y
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Fig. 2 FCD Ila& FCD IbDJFHLER & IEHERD & ¥ 2% 7 FEIENT
UELLEDORBAEE b o THBLENA LN Y 8 71%, WER (O) LEFEH (@) cxhe

h2lfi & 16f0TH - 72,

T HHGEMARZIUR L, 7 AR, FT VR
70T b= AN, T T d — AR R Z
A7 AR BTN HT 20 77 NIRRT,
PEH S o (5T % & APISK-AKT-MTOR Y 7
FIVREFLE L2248 B FIZONWT Y — 7y
h¥—2x v 2f#N (Ton PGM, Illumina, San
Diego, CA) ZAT\, HEIzTZROE A %N
5% 728 \ZPyroMark ¥ A 7 & (Qiagen, Hilden,
Germany) 2 & % pyrosequencingf##r % 17 -
2o BB, FTF Y AZ YT b — LR
(Genome Analyzer IIx, lllumina), 797 % —
LIENT GEfkZza~ 2757 4 — - HEGH
(LC-MS/MS)) %475 72,
INSOT— % ZfflR B 5\ I3HH T &I
FIHEIERHE 2R L, FREDHLHTH
LV LEW R L7z BEHENT 21TV, R
FOTHRMAE T 2 Z L2 L7,

[#ER]

X G B W o fE R, FCD Ian13f,
FCD IIb7810B1T & - 7z
7 WERTORER, 6B RTEAEED LB

EIETREEZHERLZ (Tab. 1) 209 b,
Case 1095 #%IZdysmorphic neuron% %%
RO DLIFHILE B SN VIEFIRICH S Z &
T&7 (Fig Do TN 5 ORMME & I — EE 1ML
W07 KEN LY, MTORERET Dk
AR ZFE Lz SOLEROEEIL, HE
HRTIER12% TH - 7248, IEFERTIEHRE6% T
-7 (Fig. 1C).
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TrFANEERLY SRS —) VT L%
FFoleds, HERIZIV—TANTE Lh ol

7O T — LENTIE, FETE4ey VN
731768 TH o720 TDIH B, JREE T2
Y LOFBAEDND - 7-5 OH21, EFHHTHHA
ZVRH oD OWNIETH -7z (Fig. 2)o N
5N % { 1ZPIBK-AKT-MTOR Y 7" F )V R I H
B85 07 THotze 612, FCD llak
FCD IIbE O S8 M =0 H 5 4 T = ik L 72
(Tab. 2), FCD IIaTLF LFCD IIb T L5 L
TWI2DDF YN BRHRDN o T2, F 72,
FCD IMak FCD IIbOWFHiZdh EH L TWwiz
R EMETH Y, EHRMENDD - 720D
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Tab. 2 FCD Ha&FCD IIbd ¥ ¥ 78 7 s BT

D FCD lla FCD Iib ontology
x

A 0.65 263 &
Eoaw

B 0.41 246 =z
£z

c 137 1.28 I
v a

D 1.31 1.05 .

E 156 1.82
0

F 145 167 %

G 144 1.2 S
=
5

H 142 157

| 147 113

J 133 1.06

K 0.54 076

L 061 055

HTholze =0, WIFNRHEFLTWZDOH
2 H Do 720
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FCODOJEHEIZ TS HE SN TWBH, £
% < 1ZPISK-AKT-MTORY 7+ VR ICH 53
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Case 1DFEHD S, FHBIZAAGIZH] & A 20 Bwr
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LB B 2 EDbhoTze T, IEHWA
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MrEH#ED B, &5, 1781122 w Tldarray
CGH®R &4/ » ¥y — o v Akt (WGS) 7%

ExRAT-> T, MNBERETEZRLLEDND S,
NIRRT T = AENIZK Y, FCD
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HIChrboLEgshs, 2hik, a7
I — LT OFERICE K EN TV B L EZD
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