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No. BETNA Ver. i BA A A VERLE ARE
1| HHERK 1 2022/4/1 ME— | RS
2 | fEIEGENN 2 2022/11/24 HMIE— | RER
3| ) BAEEEDTHERDOLEE | 3 2023/4/1 FEEFICHE | SRER
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MAIRE - EEMEEEALEE )

WREL  EEEEGER G FRE]
1BERE

FEENMEREILAE (tuberous sclerosis complex : TSC) 1%, JRRE(sF 7SCI, TSC2 DJE
LR ThHNTNTF L Fax) rOEEEROBIARIZEY . T nTORCL O
MR ENDTDIT, TAMASCREMIS R, BHPFEZR EOITEREC, LT EM
et S AR AE (SEGA) . BB AE AR GRE, U o N RE b iESE (1ymphangioleiomyomatosis :
LAM) . B O MAERMENEZ: & Ol 2 25 2 C2EETH D,

AR TIL ISCL TSC2ARF DB X7 H a— RilR> 7 V) o L 2 DWbD A7 T A
AL A R S — 7 = =TT L, BB S 2T LABHE 0. 1%L T D
FiZe—HEEEHL & FLOFRA « RRIZOWTIET 5, B#H Y — MR — 7 % —
DT —Z DFENBERGET, P H—ECL 2% ©T ) —o—5 o —TOMHT
AT 9o MBMBREUERE - FFANFED 2 B — B REME 2 7 DHEERBIZEE L T
FEAEEE COMHNEHY — RO S — 7 o — TR 70, HbEg s L
W, FHIIEE A 2120 TEANT 7Ty ha—F7—TRIBETE 72 OB L Tixss
HNR, N T ha—F —THRHTERPSTZHOIZE L TS Levy, 7= L5
BOZINA ., FREOME S ST BN S,

B4 position (hg38) HGVS. ¢
7sC1 chr9:132921451 c. 664-15A>G (NM_000368. 5)
7sC1 chr9:132924838 c. 363+749delG (NM_000368. 5)
7sC1 chr9:132924919 c. 363+668G>T (NM_000368. 5)
7sC1 chr9:132928954 c. —80-2A>G (NM_000368. 5)
7sC1 chr9:132944536 c. —=144+7A>T (N\M_000368. 5)
75¢2 chr16:2048066 c. =30+1G>C (NM_000548. 5)
75¢2 chr16:2056051 c. 600-145C>T (NM_000548. 5)
75¢2 chr16:2056072 c. 600-124G>A (NM_000548. 5)
75¢2 chr16:2057459 c. 848+281C>T (NM_000548. 5)
75¢2 chr16:2060655 c. 976-15G>A (NM_000548. 5)
75¢2 chr16:2060942 c. 1119+129G>T (N\M_000548. 5)
75¢c2 chr16:2070426 c. 1717-30G6>A (N\M_000548. 5)
7sc2 chr16:2077476 c. 2838-122G>A (NM_000548. 5)
7sc2 chr16:2079207-2079224 c. 3131+11_3131+28de1CACTACAGGGCTGGGCGG
(NM_000548. 5)
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7sc2

chr16:2088030 c. 5069-18A>G (NM_000548. 5)
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P EYE (polymerase chain reaction #£, PCRIEEME) 2L ViEHE L. wiEALS—4
Y =HDHNEF YT Y == L K DBIEFESNREZTV. AT
BAR T O AMESE 2 — REIKICK T 52— v v v 7 TRt Rl e AR HH BUSE BE
HWRFHNE DG EZ RIS 2,

FEVEME R OV B
ERERICHW SN TWD e RF 2 AU 77 Lo ARSI E O G | AR B B
DOHF A HET D,

EREEICRAREEITIZ L LT IREFEOHEHE
Ko 7e L, AREITRANZ BT 550 TIEH Y THA,

REICET S HEK
AR ARFTIC RV 2 B 25 60 & 2 H DL,

HEZRFETIHEICH - Tid, ERICHEZIT > WEREFT DL
WEDOZFETH Y £ A

R DERER A
PEAEEBAIC TRA D B AIRRIRFUC DOV THMCHB L, AREOH LIAL ORI
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RIEDLRRA
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9) BMIEDORESRMA
BRIMARIE, S0 7 ORI T %

(10) BiIEDREHEAE
FE (7). (8). (9) % HKIZOWT, FIZ AN CEREIC TARTICHET S
(WEITE LT, RAKIORMS ), FBEBOBHICEET S Z L5 FAE T 5,

(11) MEEKEEROBRED T~V OFEREH
BRIRAEST Z ~ I EA AL 1D 72 5 NSRS EEH 1D 2 53 5,
MRAKEEIL, YAREREREORREFERT 5, E20EEE 2 FICrRd,
- [EA4{E 1D
- METOREHE (BREA, BAio— FES. BRI
- PRI RO TE
« HA KT A BEFORER
- FHRE AT e E

(12) Bz ERBE D CEAERERN OB EREFNICHEZKET 2HEIC
HTc> Tk, HRFEERERNS) £ TRE T 2 DICET HHH
FEAOF ARG LFAIE T 5,

LR F AT AR DT, EREBEICIT TR 2T,

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BinTHA=E (O SEEFHRE=S)
T292-0818 T AR A2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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