AR 300639 WK A=) NS 2023-101

R AR BB E R A
KT AT RTATRREAR T RKAEHBCENBHAE

FAT REFEERARERE BWENABTRSE. #H. T8, BEER
L. RPEHERE BB

EH, TR EMRIE A AR~ 7] (BN fRiRR “Am 7 8B EY)” )
PAR A58 1wl ML A A PR AR CBUORNTRIAR “PLrtess” O o T8l
HERARBARAT (LUR AR “BLEEZ” ) MR T2 " RIIUIBEE %
LI (LURERR YGRS =" ) | Bl R R s =G R A
a] (LA AR R gl A I s i =7 O W8 E SR BUR N R (T R
LRBCEFA) . BRI

F . X X EH | ERHBE
R EAAE AR HiF 5/ £HS EZiON
= E =i H
— o FH T[] B A0 -
. JLEAY . P
RS R 1 2. K | 2022 4F 12
1 202211608026. 5 L P EZ . WY
ITa #4A0 TIb AU % LR | H14H

‘ LIS 56 S =
#H qPCR 7] &

‘ \ YL YL
— ARSI 2 P A AL KU | 2023 4F 4 N
2 ‘ 202310378161. 3 25 . B YR G S
3 35 PR SR AR ) LR | H11H

=

A — TR B & TR EE AR U, AT T T R A 5 4
Peamise T8, ITa B0 I1Tb B L HE oPCR WA . TRAEWHEL M5l kS
RACIALEAR (T MUFEPRAN B R R EL) FOXUEE DNA 55, ¥ RN 6~16 K, @i
MR AR AE NS N Z 5% . T RGN SRR 85 0 Wi a5 1 2
(RS 30) AR i TF 11 24 (PRS0 WAl Horr, i ss 11 2 L& mA
WA, SRR TTa BORT TTb B, S0emas T RUAHEL, MRfemds 11 7Y
RIS TG, SR e A 5 28 o R s 7 ) RO AL B 7 =R T ) o e o 2
ITb B EARD SRS Gy, (B0 % REHES, AL, DAL T IR

1



BRI LA SR R UG, JRYY S W RE A & R B BT o DR, S AN [E) 28l e A
SR BT X A, G BT BB HERR FRYR YT, A2 BELAS e A 16 1 g

A AFTIAZ B gPCR &S A H T BNl I F S bmpiss 1T 4, 11a &Y
A TTb B2 5 gPCR SIAEREF LG, Pl iam) & i ken oy S PR . RBURE &,
RrAEAR R EEA 200copies/mL K LA BB (ks tH 20 100%. FRATIAZ 8 qPCR
SIFREF B A, a0 &S R I8 B bR R er il 5 | 0 AR, T Lok
RARREAI T i Sz PCR 41 B 3 EAT PG o A I AR AEAT o B st AR 45
R INAER, EEVENE, XTI R R G I IR R YT A S s A

58 T ITUR WY T T ARG DU AR S0, A 17— TR 00 425 7 A A A RE o P R A
BRI 51 P ALRE 2 — Fh i W &2 e IR ER -G AIE, 2 — i G (o i 4
WAE SR, HiE LR RN 1/6000~1/10000, FALIN 1/8000, 455 HEmE L
RE ARG A A A%, JLF R PR S B MRS, JCRA . Bk B IR
ORI, PR AR . TSCL B TSC2 A2 5] 465 1 1tk A A ) 79 > B
TR . 2 2/3 WSS PEREAGRE RECK M TSC BERIAR S Arsit, Horp TSC2 JE AR
ARFEL) Y TSCL FEDH 3 fFs 2 1/3 BT HEREALE B0 e ek L, KR
HH DL TSCT P RARE o W, o FEDSRIN AT LS B 5 4519 1A A0RE 1) S50 B2 1]
RV, A7 BT RO 2K R AT AL G WA F 2 W, X BRI AR SR e HAT B
AR O B R e L ] 5 A AR S e A e DR 9 AR 7 ORI I 4 T 6 151 11
PRE B FEDRRS e AR IC I F T4 G B R R AR AL s 5140 TSCL JE DR i SR AR A
ALHE c. 1960C>T. c. 1907_1908del. c. 1888 1891del. c. 1680 1702del. c. 1579C
>T. c. 1525C>T F1 c. 1498C>T; TSC2 K[ 15828 fiALHE c. 4174C>T,
c. 4258 4261del F c. 4375C>T. ZFGERIETIME, DHerm HELE ML, W
[FIRTAS Hy TSCL. TSC2 BRI RARNL pU I RAL, BORHR mker MRe S, BRI ROAS

EIR BRI A AT & 7R s B, A 20t w] H AT E ARG
PAAEE ORI, (HA TP g E AR AR BUR R, 7870 K% A F R
BB, FEAFMIER, RIPAFRZLTES T,

DN EPRE TR AR B B B T ERIE R R A A B S T AR, AR
FELJE, EZRRBURRAE I3 LB GoE, MUK L ARIESS, I+ LU
FiCMAS, TRRAASZHEAER A8 E 5 HE =14,

2



Rtk

>
it

o

I HRIVEERE BB ERARESES
—O==%+—H=H



