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1. BEEE(LIE 325 DS (OBRER - BRENRET S LICRIVELBEERT
H3.

2.75C1, TSC2ELFDOHW/NUT > MHRRTHS.

3. HESE TRWAECIER ZRIBL LT VRN RS Y, aENE2EenEET
%.

f#

s"JI:I

REOBE _|

FEETMERLAE (TSC) (& TSCI, TSC2 EIET- ORI NY) 72 M2 XD, AHEZED L i
WREE R ofds (%, R, Ko, (OBK, B Al COVESH) (CEaRisk CEAER L 2v) Rl
BE (MR %) % B3 5 R IEGEECH A V. 1880 48 12 M HE (K LK) & i 5s
HIE - CADAZAPEL 72 34ER % #45 L 72 Bourneville &, 1890 4 | 12 1] IfiL 7% R HEFE |2
DU THE L 72 Pringle D44 % 5& L C Bourneville-Pringle i & & X 1XN % ?.

TSC Tl & lk#s ORI R RHE B IS O B, SIEF RS R 5. Fra B 7Le
WZHRET AR RRERL, RHIRBIICBWCERTH L. —F, HEICD > THHOR
BT RRIEGDTHE L D 2720, ZWRIIEERIIC CRENLETDH 5.

UI4E, mTOR MIESTH L0 AR, 20 AA(T/85% A ¥ ) O EF RS A
TSC 3 X " TSC G HHEICH L TEMS I, HBlo#EREO MBS K2z 2 2 &A%
BEL o TETWVD,

ZHIZB W TIIERE TSC I > & U ALK5A° 2012 4F, 2021 F IS WidEdE, 4 Mk,
CARVAY MOWREZFERLTBY, BRAEMNEZEOHRER->TWAE Y, $72, EN
HHZ TSC DGR ES L TETH Y, MRICENLBEEZITVRT (ko TET
Wb,
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TSC DM XMW O SCHE TR ATEZE 2% <, 6,000 A2 1 AEShsY. HEDSE
AKX T HCOMBICB W TIE 39T TIZ 7,000 A2 1T ATHY Y, dht & [RFEE L
M Ens,

TSC1/TSC2&izF& mTOR &R J

B RUTH G OEEEERTH 205, BED 23 ~3/4 3% TH L. #EIZF L ha-
martin (TSC1) % = — N3 % TSCI #{x (9q34) & tuberin (TSC2) * T — F§ % TSC2 #{nT
(FEAEFHE 16p13.3) D 2 DD SN TW5E W TSCI #IZF13 23 =7 v >, TSC2 #fz
FlZa1 7V v b b, L UITKE LEIEFTH S, hamartin & tuberin [3H &K (TSC
WA 2R L, 2 OBAEA Rheb 2/ LT mTOR % #1132 . mTOR IZHHIGH,
MR, MO RE S x2HELCTWwab. TSC Tld, TSCI #inT, TSC2 HIimT OV
A ORERETELIN ) 7 > M5 ET 5 2 & T mTOR AEMEAL L T, 3@ 7 & A <o Al
Fadeg, MRS REMRST I ETRESTS ™Y, N Ty roBRE LT, 1 HEENY
TV IPORERREETHY, WYN) T MIETLE Y ARy R DHLNR
AL 2. HARTIE TSC 2B A TSCL BIn T HE D ILESFCRIZHRTE L, HA
[ TSCI 1 TSC2=1:22THHHM", Bk 1:55TH 5 ™", TSCI BIETHRDBEIZ
TSC2 &z 1 HHAZ LA RE IR 2SR . BRIR AU ERS T % L 72 BB 2B W TR
V7Y RBFEESNAENI ELLLHY T, FHEF A 204 b N Ty R Y
DIEFISAFIET 5.

ERPRAEIR J

TSC (34 & DR ZF | Bk / Wit 23T A2 L IC X VELAEETH L. BT
LNEF I b 02N, IR, FE, (O, BhE Hfﬁ CIE, Th b, Ehlybic
b FRE, R, Hrff‘? AR, HURER, JREE, *a% CORIEIZRAY. ) 12DKE
RHEBIE, FEIIIE TS ﬂ%ﬂfsﬁi””’ & DRI ”Pf«lﬂ:#uﬁﬁ‘f%ﬁ%ﬁﬂﬁi&é Z L TH
PR <Y %ﬁiﬁ,ﬁmi«wﬁﬂﬁﬂi FLIBINE CTADP A GFICHIETADPATEA IS A
FEMERE @ IESS) R Wit EHE, LA &S HMNL TAD A (R Jﬁ.‘%ﬁf/wb%), PR T I
MAMERE, EEM O XB M HAREIE, AN EMA M R E (SEGA), A5 1k
VEEH Y > 7S IRE T IE A3 SEE B & OREIC 2 ) 97\, & 72 TSC B 3RS 1 hE
IR(TAND) & U THIEERE, MRE%EEE (HH A7 7 A4E (ASD), a‘z%nklll]%@)bf
(ADHD), MRBMEFEAE), FHEE (D) DML ANLESE) A Y 9 5. MEEFEE XL
WD, FEREE S BRI DI RIS 2 ) 9w,
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1. thiRsiE

FAKRIIREIR E TR & L CTUE, TAD A, SEGA, X T#iHI(SEN), B EAEEIA ST
YO

TADPAIICDNWTIE 2-3, 2-4I2CRRIBLTWA D, SRS,

SEGA (X TSC DEH D 5~20% FEEEIZSE L, DEM» S FEMIR OO0 5 2 0% <,
WRIZ25HETLE SN TS, Monro FLITBEIZHFSS L CRAZEMKBHER R I L) 57290,
INEHIO TSC ZWBICTIFEEL 7+ 0—7 v 72 LEEL$2 V419 TSC D HEF I SEGA
ML EBFBBEOMBEDO/ZDIZ1~3FIC1HILEOMRIO 7 + 0 —AHEE S 1
Y. BB IO ARG ERRETAAH B Y. TNm ) A IR IEIEEH]
TH0, KEHED) 227 HdH 5 EHM SN2 I3EEC %2 Y. TARBERIIIY &
NG A FRRAL CUIEFEIS L2 v, SEN X TSC @ 90% 12388, HIIMER OBk 4 2 57T
I2TE2. KESF10mm LT THY, WRIZLAV. BENERND L5, HOESE
3z L.

BB G E L EARALRE T 0 BRI S8 A L AR IR T ZEBNIX B 5 b oo,
ITENTH S, B S AFEE I T O A2 (loss of heterozygosity : LOH)
AHREE TV BHMBOEEH D7, BEROEAIZZ LW EAVRIBENTHS W, L
FHNIL, TADARMEZ b ORI ERIERD 1 > Th 5, BRFHERZEFRIERO 1Ib Y
(focal cortical dysplasia : FCD IIb) & [F] Ui O B E FVE O &R ESRO S NE. TAD
ADFEIREL hb b, #HE & FOMBS TAPAREORLE 2 5.

2. BB

A EEE L L O b mE 2 0 A RBHEMERETH D, 40~50% O TSC FH 12
BOBN, FEROMRD 1EP %, £ AXEIEIRTH 4%, EBEEIEREE D 05 5 H 412
BUMKT A 9. F72HGmH O #EN 75T b IRZEFLIR P e <o A - S 1 & ke
CLTHIETZREISTZ D5 .

3. & - OFER

TIF AVBEINS BRILDHR T 5 = A VE/NEIRKIBA 1ZIZLBIOBE IR .
B LD HARABRICHEAT S, REFAREVEMEEREEC T I LA H L. Il bEE X
DRZLLTWVEEZ SN TS, EHERES ORI RAET 2 2 0B Y 'Y g
NTOFERIT69% & OWMEH D 5 'O, H# 128 ARG X ATHERE (5 AR H356 4 L
R, BRREI R BE D D BB A MR TR 4TS 1,

4. 0ig

TSC DK A D 20%, FLIZD 90% (2 LHERGHFE % 38 5 V. FL CLMRUTHE % 720 72
B D 96% DRI TSC OBWi % %72 L O H 2 . IR % &0, BEEHRET
RSN EIB MR S 20, TSC ORMZM D) A THRICEETHL 7,
JRIEHIEINCH AL, HAERIEHENL T ZENB W, 1ZEALILUEEEICRET 5K
EETIE WD, REVEAIDOIRAER TR, MABOKERE L 2 ) AL RS
L9 %. TSC &Bt D LR O % | 0AREZ A0 2", 32602 —Tid 11



F2E RBEOWIEET K& 21

B1(3%) DN EBHE TIRIE L Tz . IS IATEIRE 12 & b8 CIRHA R 2 U I 554
AT bN D, T AT AADER L 22 HEATEMK T W2 2 i KI5
BT HEARBREZR T E0H 0 7Y, OERRE G HES S EMIT) Y.

5. [Flkes

WP 28 DREBMIRZE & LCid, B E 2) ¥ /S IRE MR (LAM) 284 6 T 1212 0 2
HbO, OEECTH D, WD TSC HEH D 80% (H AR DG Tld 40%) HMHEAE B D LAM
BIEL, 5~10% TRMEAEIZORDBIEEY EST S . BUETIE10% LT TH
52 R OVE VD LAM ORERFTH B DT, “RUEMBICHET 5 Z EANEEA
ETH D, MALED TSC EH TIIMEE 2 ) g\ 202

AR AR (X B RR A 2 e X 2 S7 VRGP K B, BE0k, &M, =) v X okEE
L BAOMIK, TH) YR ED D D, AT T ISR EELAME T LT <. LAM Alfig
FIMATYE, U TSRS 5. LAMAIBOMERIC L) TRIICER TR L, 54
PN BAE~ O F AME - AR IR A2 2

FRAS L B C I R, PR RE R A 2S EARICAT DN S, W{ETIE 1 ~2mm A
I A4 AEDOESREE CT(HRCT) 28R ST b, HERHBED 1em LA OZERL A
SRR SN D, R CIERRAEE D/ Sy — L ZIRT 2 ENS
<, —EiEER R AR EE 2y M,

BHE mTOR HEHETH 20 AR (F5v 4 ¥ . WIR) ASEN CRBEE & 72 -
TW5, 2O, PAZEMIRGRE SRS IREL ). SWIEERIRO O/ L
R 2 S BN S IR TR S TR B4 T R b R M S B T 2558 B /i
HitROIRZE T 5. TSCIZITIIHFFRIY R IHE TH 5 A5, LAM IZIER L THEAT 348D THE <
WIEETHLEDIFEAETHS Y,

6. B

TSC HH D 70% [ ZBIRZEARD SN 5 V. b FIEIZ 2 ) R0 AR ZE 008 5 Mg i
(angiomyolipoma : AML) T % 7%%, 132212 b £ 5280 (PKD) & BHIfaA b D 9
% V. AML O3 13 Wataya-Kaneda S D5 TIZ HA AN TSC HE D 61% 124221,
9L T TIE 12%, 10 TIX65% TH o722, LRI L2V, 2EUTFTY
16% 123805 L OHE L H 5 . AML IWHNZIFEEIRTH ), BHE~NOBBIIE KR
b2 FCidRE R\, Lo LIEEROBERCH BN O ME A HE L CHmEY 2 v 2
WL DRTETE2HE0HY), TSCHAEDR2TY, JFICEELR 7 + U= NELE Sh
BLIRETH L VY. BEHDBICHA LT, FIcakTid LAM AR, Zirre s
PELETTH Y, MRS THEA - IR XLV,

FEARIER & L Cld AMLKZD L DIZOWTIEEH, Wb, JEHEm, L, MR
RENDHY, BMIEHIEREE > 3 v ZER, R L 288 MR R & 5 102520,

fAs & L CTld TSC #ZWiig 12 MRI A T —EEFIROFMi 2 17\, 1~3FTLD 7+ 10—
Ty FEREETS Y. WK 5 AML REMH D AT E UG U TREZ T
T 7 WIS EEE 1212 CT 2 MRI DY L\, EAH 05 E R 2 & o WG] T3l
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WA TRET 5. BEAEEFEIZ4E 1 M oMiE 2 L 7 F = > % eGFR D& 2179 V.
M A2 F> CHEHTHL., MEDWEIIHETLHLDT, TEHLETT7+0—
5. BATREMESANEL ) 5720, BERPLEILLH560H5 .

AML DJE# 121X mTOR FHEIETH L5 201 A ADMEH S 4. Yamakado 5 OHFZE
TIE, BB 4em L EAOBEIIREE DS Smm DL TH BEG THEN S o728 Enp
FEIFE TSC I > & > 4 A &3 TILRGH B MG AL 1 2 KBUBRER R 5U5% (EXTIST-2 #lBR) D R A
SIEFERTD 3em ML OEEENH 2546 LTwa 7. ANRICBIF 2Ty 23
7o BT FIREOHIWTIC X V479 RIS B 5 . FER B BHIRZERAN (TAE) 127 7 —
TV R RN EBIIRICHA L CERT 2 FE TS Mo FH & LThiTbh
%. AML OE5GIBk (HIfL7B) %> B bk (R R B RESB1) & @IS 7% 5.

TSC |2fF 5 PKD W OE NI L0 ZER A3 E T 2 IWAET, RREIYICHERIEN %
TSC \Z&HE3 2 ¥ 413 TSC2 & B9 5 PKDI (L% PKD O B K #ZT) ORI X 5B
BBETEERE LCRETS . PKD IOV TIRAMICIEIERTH 2 2 L% <,
FER 2 3 D13 30 fRLLE DS . 70 £ TIEES KRB AL 4 2 2. BEIFINEE
PKD (1Z#E UC, BIESES NN T L Y vV, SEBEDEE (BRI OB - BT o #H)
AHVENS Y,

7. KEER

B FEIERIZEATOD DN T\ 720 TSC OBWIEE T 4. FHIH IME HRHERE 1345 G4
B MBERD 5 %5 BBEETH Y, SHLUETIZ80% IZHD S Y. MZ/AE R
PHZMEEA ST ), WAEES 2 -0BE FRERMEIZR L. v a) A ADE
SE(BRBEFH B 0 )AMER SN D, #EATL2REICIE L =Y, ¥—1 v 7, Sk
B, ARHIREANERE T EE LTHITHN, RIS U CRIRS D 9,

Wit HHE () 12 98% D TSC EH 2R 4. AR D S WL O, B, DUk
FERFRICHBLS A Y A IREROTEETH ), HIKEREE B Smm DL T O H v
LOWVEEL-S D EIFT. WHHHHENE R (fibrous cephalic plaque) \ZFHFZ I IR LI <,
PR K L Cw . RS HERRRY (shagreen patch) 1E S LR ICHIE L, BEMMUZIT X R
05 AR, BEERLTEICHBE LR, BREIZERIK - APADRIRE &L EHR
END. TEMEIEIL 15~29 BORICHBI LR35 . RoFERS, PR L&, 54E L 5
EVERCH L. MO TICHIHT 2 &, AL EELNLT V.

8. TSC EoiEdEAE#AEIR (TAND)

HIRFEEAE 1L 40~ 50% (2385, 30% DSEETH B "1 mEOFHIFLIE 2 5 %
EORENDBDO SNL, FFROREBHFIZRVGA, TAD A FFIZIESS) DA K
RAFEELZRIL) 57207, TADADIY PO—VIZEETHS . ASD DL
PEERIZ 20~ 40% FREETH B . BLEAS1:1THY, —fFKD ASD D4 1 IZH~_THE
M7, TSC DIFREDFAEIZIH B L T\ b, ADHD O FIEZ 1 20 ~50% T
% V10303 ASD & ADHD EHIEHILEICHR S NS 2 EA%w. BEMZBESL LR
LHE (28 ~33%), KUNREE (26 ~30%) % A BET 5 M0 5 oiFld 6% 1B B . »
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FTHOFEIR S IE TSC BF RO L N6 L H LEE - FER AL EDHEAITH 5.

BRI - BEICLIEZRER

PubMed #2355 : 2021 47 H 14 H

"Tuberous Sclerosis" [majr] AND "Signs and Symptoms" [mesh] AND review [pt] AND (english [la] OR japanese [la])
AND 1983 : 2021/05/31 [dp]

=50

Rk 12021 4E7 H 14 H

(GEEIPERILRE / TH or #&EIETEILAE, AL) and (B & FEk~ TH or 845 & #iEdk~ AL)) and (DT=1983: 2021 and
PT= &kl <)

=157 1

PubMed (2B VTN Y FH—F12 X 5 LHHBER L F7- 72

Sk

1)
2)
3)
4)
5)
6)
7)
8)
9)

10)
11)

12)

14)
15)
16)
17)

18)
19)

20)

21)

Henske EP, J6zwiak S, Kingswood JC, Sampson JR, Thiele EA. Tuberous sclerosis complex. Nat Rev Dis Primers
2016 ;26 : 16035.

Gomez MR. History. In : Gomez MR (ed.), Tuberous Sclerosis. 2" ed., New York : Raven Press, 1988 : 1-8.

Northrup H, Aronow ME, Bebin EM, et al. ; International Tuberous Sclerosis Complex Consensus Group. Updated
International Tuberous Sclerosis Complex Diagnostic Criteria and Surveillance and Management Recommendations. Pediatr
Neurol 2021 ; 123 : 50-66.

Krueger DA, Northrup H ; International Tuberous Sclerosis Complex Consensus Group. Tuberous sclerosis complex
surveillance and management : recommendations of the 2012 International Tuberous Sclerosis Complex Consensus Conference.
Pediatr Neurol 2013 ; 49 : 255-65.

Osborne JP, Fryer A, Webb D. Epidemiology of tuberous sclerosis. Ann N Y Acad Sci 1991 ; 615 : 125-7.

Ohno K, Takeshita K, Arima M. Frequency of tuberous sclerosis in San-in district (Japan) and birth weight of patients with
tuberous sclerosis. Brain Dev 1981 ; 3 : 57-64.

Niida Y, Wakisaka A, Tsuji T, et al. Mutational analysis of TSCI and TSC2 in Japanese patients with tuberous sclerosis
complex revealed higher incidence of TSC1 patients than previously reported. J Hum Genet 2013 ; 58 : 216-25.

van Slegtenhorst M, de Hoogt R, Hermans C, et al. Identification of the tuberous sclerosis gene TSC1 on chromosome 9q34.
Science 1997 ; 8 ;277 : 805-8.

European Chromosome 16 Tuberous Sclerosis Consortium. Identification and characterization of the tuberous sclerosis gene on
chromosome 16. Cell 1993 ;75 : 1305-15.

Curatolo P, Bombardieri R, Jozwiak S. Tuberous Sclerosis. Lancet 2008 ; 372 : 657-68.
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disease : when should we operate? Neurosurgery 2007 ; 60 : 83-9.
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Fryer AE, Chalmers A, Connor JM, et al. Evidence that the gene for tuberous sclerosis is on chromosome 9. Lancet
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1. EHSELFNZIEE S ERNZHEEO VL ITNAZHICT CHREZK 5 5.
2. ERRIVEZHIIC(E, 11 BOXIER, 7 @BOIERD 513 22MEEMRIBSN TN D.

3 BCFIRER, RS ORBEIERLEREDR R PIER D I REE Bio S8 0
BEP, BEOREKEDEZEMCHENVTHERRTHD.

4. [BARNZIEEZ Ec THBE TOELINRE TRV 7> MRDODS BV
ENBHB. FHRESTIIDFALHDIENS, BLAVI L) VT ERAIIRE
EITDONETHD.

fREH

1908 4E 7 Vogt D CIEAEEIMERLIE (TSC) % TAM A, MIAIFSIEAE, 5 ML FHE
JE (2 BRIRFE) AW D720 D= S, ZoEZEZHLPETLIECEEL TV,
Z D%, Gomez NEDMDIEIOMMBED £ L5 L THIWHEEASM L Y, TSC K4
A D ESEEAT 7> & AZ T DFRSEIZ D % D55 72 Y. Gomez DILHEZIEIE L2 2021 4E DH
B TSC O > & U ALl AeR L AR E CUIER 11 THE, /NMER7IHED»S %5
BRI IES R ST W B (R 1)* 7,

BRIRELHE F 7212 TSCI, TSC2 BIRTFITNDOFFHYNY) T ¥ bABHIUL, b ) F %
72E R EDBWIIHEET B Y. WL OHhD TSC DRI RLASH 1) 2 H 5 BRI 4k
RS RVWEETY, OBLIERPSHI L THEL 25 2 L EINS. EHIZFW
FZWX, TSCEEOFT RS - 72 EICFDBREICBIT LM 2R L, EFREICD
BF5 ) A TEETHA.

TSCI, TSC2 BIZTIZB VT, TSC & FHiE S DM/ 7 » MIEARMIZ TSC1 &H
(hamartin), TSC2 #&H (tuberin) DFEA X WiF 5, FI3EADOKEEE NIHLT 58 7~
MFrEyR, TFL=AT T IN)T YN, RERRERLY), F3EAKEICL 2D
BELEDI AL AN T b THHY., TNETIZHOH - TV 5 TSCI, TSC2 DN
7 ¥ MZ2W T OIEHIZ Leiden Open Variation Database (LOVD) @ 7k — 2 X — 3 (https://da-
tabases.lovd.nl/shared/genes/TSC1, https:/databases.lovd.nl/shared/genes/TSC2) |2 & & & &
TWb. FIEHEDOTRIN) T v DHEEL T B8, MFEEOBWIEL TS 2 L
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T&%. —F, TSCTIEA » ha )7y M WERE, EFA 7)) 7 2 FOFN
HVY, TSC DEEZW % T 72BEIZBVTH, 10~ 15% 13HER O BEIRF A D T
TR 72 PORENTE LW EITEETRETH S Y. EIEFHRE TR
V7V MW Il Lo TREBOZBZHRET A LIETERW., EFA 7N 7V b
ald, TSC DIERSCHT AV wiadbd s, ZORETYH, IMIZEE Y 7
YIEPEENTV L EREATIIMMBAERE L CREOEEE TRET 2R H
Y
O L) ICEIEFHREOKROMHRIIEMETH ), BEIZFHREITEE T Y o) &~
THRAEIEE LTIT)RETH 5.

x1 PUHEE

A. BILFRECTOZHEAE

TSC1, TSC2 ELFDWIT NACHEEETRR/N 7 > "Avd NI, TSC DHEEZHMICTED THD. 22U,
SN (CHEERANTRE CETDEETHINE, CORY TEEV. Fio, BLTHRECRREGRTN
BON5B<ED, TSCTRVEFE TSR,

BRPREZHA DS HAE%E

kﬂk

1. 3 A EOERE 5Smm M EDIEERK (hypomelanotic macules)

2. 3L O BEE O MmERHE (angiofioromas) F 7= (BB O #R 414 O BE (fibrous cephalic
plaques)
2 AR DT ER#RHERE (Ungual fibromas)
> w7 >y F (shagreen patch)
LFMEDMRBEERAE (multiple retinal hamartomas)
ARMRZE D EEM (cortical dysplasias) (REMZE#EE (cortical tube) - MEHRANE B M2
R iR (cerebral white matter radial migration lines) == 3)

7. BiE _EIR &S (subependymal nodules)

8. M= FIR FEXHMAZM42INHHAZAE (subependymal giant cell astrocytoma)

9. JLVERARRE (cardiac rhabdomyoma)
10. U >/ SiREESIE (lymphangioleiomyomatosis LAM) *
11. 2 @ _EoMmERRRERLHE (angiomyolipomas) *
IVEEAR

1. BfEME/)\B3E (confetti skin lesions)
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