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BAGHENRE IS U e RN 72 D IRk 3 24
BThbHEE R,

F. 3C#R

1) f&FEE—, 1E)> : SF-36 HAGE~==27 /1
(verl.2) X7V I~V AY Y —FF o Z—,

B, 2001.

2)Charlie Bouthors, MD, Outcomes of growing

rods in a series of early—onset scoliosis

patients with neurofibromatosis type 1.

J Neurosurg Spine 33:373-380, 2020.

3) Tauchi R, et al. Long—term Surgical Out-—

comes After Early Definitive Spinal Fusion

for Early—onset Scoliosis With Neurofibroma—

tosis Type 1 at Mean Follow-up of 14 Years.

J Pediatr Orthop 40, 2020.

4) Sean N. N, et al. Management and surgical

outcomes of dystrophic scoliosis in neurofi-

bromatosis type 1: a systematic review.

Neurosurg Focus 52 (5):E7, 2022.

G. BFERE
L

H. ZnHIRFEEMED HEE - BEIRDL

20

A



EAFBHEAREMME (HAMREBRMAEESR)
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W, IR 1E! (Neurofibromatosis 1; NF1) DT EEIERS & LICHE SN, BRKFTR
[CMATH L BGEFRENDERLEBIRBMEINSEZEEL oz, LM LEASAIBTIEINFIOE
BEFREIZODVTOMERSXFEAELL . BIZTEZEROEEEREBEEOMEBEICOVNTIEIRAL
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FfEFICIEEGRERRE EOHEBIZ OV THLREZFIT o1z, TOFER. CNFE T, SPREDL, MLH1
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ZRMEIZEERILH SN NFI & LTIXFERBPYT
& % ##: Pigmented Macule, PM #. NF1 %> Rasopathes
LS DEIEHERIEEREZE T8 : control #) (24
(T1=, RIEMZRE L. 7/ Ls DNA #H#H L. Rt
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FHEERMNRESN., TORERIZKELELEH
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MR B O BFERBEIR T2 v AT DO Of
7% (KEIRFH 1 20120226) DEGKMFFEIATE TlA]
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DIJEE IR OE, WTTI B b A B O E
JEDIAZ BT, 4 T OMRRARHENE 2 524
ML, #RE, BEE2ELEREICHEELTER
Zinb 4 5 DNA ZHiH L, igd ko7
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e UEEEZEDED L BAEOHD THIH,
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JRAT) OEIEE & QoL & OESEE T LT,
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58 OIKT & DOARBENRAR LD BTz, BEIR
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QoL @95 b TaA/APE] Tik NF1 BH D
56%. [ N5 S EiAFr) T 43%ITHREELL |
D QLK TFRR LN (FF2), £, 2L EM
FrickB W, HBRANL Y EIETHILILAECK
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ENRPEEND LITVZR/EL DR MY OMlE
DbV | AR R RE EE LA O EER O TR RE RIS
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EZEDHEE O RBHERILE NF1 OARIZES
RN EREER I D, Fio, EREBIEKGEE O A
DRIGE L7082 LICLDIBRIRANA T ADHE L
ok cE Nz & BIOIERNZ SOV TAIHE
DIERMBP DN T T X % #5% DB
OFNERIZFES RA R TH S,

E. f&im

NF1 A& OMFIERIL QoL &%, BN ITE
IZH R D QoL, KERESKYE - HFETHDH Z
X EIHME O QoL KT EREA R LT,
NF1 2 EEO B HAEICRIETHELBET D
IR T, BEEOFLE & Hic, QoL. #rZ
TR AP | 20 TRE S S EIAIR ] DT EA AL b
DR FEDBRETIILVEETHDLZ N
TR X T,
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WFFEFE R
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Yamauchi T, Suka M. Quality of life in
patients with neurofibromatosis type 1: a
nationwide database study in Japan from
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2023;28:77.
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L 3. =D,
2. EHH L
L

F

i
b
w

%H:

1. HHERHEEE [ HBEOEABUNUEEE(n=1,487)

n (%)

BB OFTRRERHEEIR

2015 261 (18)

2016 267 (18)

2017 295 (20)

2018 359 (24)

2019 305 (21)
145!

St 712 (48)

E*gcd 775 (52)
Fiin

0-19 7% 121 (8)

20-39 % 474 (32)

40-59 % 538 (36)

60 MU E 354 (24)
BRIRE

oo 635 (43)

BU 597 (40)

ENL 187 (13)
KRIERZ

D1 : BB ROMIRIRIERE 146 (10)

D2 : BB LRI LI DOMIRIRIENE 367 (25)

D3 : ZEOTFRIRIENE 654 (44)

D4 : UFAM R IRIERE /B R AR IEIES 320 (22)
FRAEIR

NO : 22U 778 (52)

N1 : FRE- B HRROBRERR 544 (37)

N2 : SE - ETHEOHRIER - REFR 165 (11)
R

BO : &L 894 (60)

Bl : BE - PIEEOBRE 389 (26)

B2 : BENERE 204 (14)
EREEDAE

Stage 1 48 (3)

Stage 2 298 (20)

Stage 3 254 (17)

Stage 4 311 (21)

Stage 5 576 (39)
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R2. FHEHRHIEE I 24BE 0 QOL MK (n=1,487)

n (%)
BBORE
IR 1072 (72)
VX5 ERESRD 357 (24)
EEr) 58 (4)
BoEIDOEE
RIZELL 1142 (77)
LKA RERESDD 267  (18)
1TZR0 78 (5)
RZADIEED
IR 945 (64)
VKBHEZESD 471 (32)
TRRL 71 (5)
Jed | NRIE
BU 647  (44)
iz 717  (48)
DEL 123 (8)
REZ [ HEEAH
RIZERL 841  (57)
PiZE 538  (36)
BORRELIHESSAH 108 (7)
R3. MHEERHIEAE 1 RLEEOIERBIOBAERELQOLEDYOREST(n=1,487)
QOLOER BEORRE BOENOER SEADES
PIREBL UKBHSD/HIZE  TERLY/OEN RIREBL UKBHBD/HIZE  TERLY/OEL RIREBL VKBHBD/HIZE  TERLY/OEL
no (%) no (%) N (%) no (%) no (%) no (%) no (%) no (%) no (%)
RIEIRE
D1 : BRI EROTRIRHENE - - - - - - - - -
D2 : E3RBI LERI S B OMHEIRHENE 275 (75) 77 (21) 15 (4) 283 (77) 63 (17) 21 (6) 241 (66) 109 (30) 17 (5)
D3 : ZEOMERUNE 477 (73) 151 (23) 26 (4) 515 (79) 105 (16) 34 (5) 428 (65) 194 (30) 32 (5)
D4 : UFAMARIRHERE/ BIERASRIRIES 209 (65) 96  (30) 15 (5) 235 (73) 66 (21) 19 (6) 185  (58) 116 (36) 19 (6)
FRERAEIR
NO : U 655  (84) 109 (14) 14 (2) 684  (88) 74 (10) 20 (3) 617 (79) 144 (19) 17 (2)
N1 : fRE -y IEROREFR 350  (64) 181 (33) 13 (2) 398 (73) 131 (24) 15 (3) 294 (54) 231 (42) 19 (3)
N2 : B - ETHOMRIER - REFTR 67  (41) 67  (41) 31 (19) 60  (36) 62 (38) 43 (26) 34 (21) 96  (58) 35 (21)
BIRE
BO : L 690  (77) 174 (19) 30 (3) 728 (81) 124 (14) 42 (5) 620  (69) 237 (27) 37 (4)
Bl : 8- PIZEOBRE 268 (69) 105 (27) 16 (4) 287 (74) 79 (20) 23 (6) 227 (58) 142 (37) 20 (5)
B2 : BEOBRE 114 (56) 78  (38) 12 (6) 127 (62) 64  (31) 13 (6) 98  (48) 92 (45) 14 (7)
3. HHERHIEE 1 RBBOERBIOEEELQOLLOYORESH(n=1,487) (&)
QOLMIEE o/ BRI AR/ HESERH
PIRABL VCKBIBD/HIZE  TERL/VEL RIRBL VKBHBD/HIZE  TERL/OEN
no (%) no (%) no(%) no (%) no(%) no (%)
RISRE
D1 : BRI EBROMRIRMEIE - - - - - -
D2 : BRBILILBRNZ BOMBRUENE 179 (49) 168 (46) 20 (5) 225 (61) 123 (34) 19 (5)
D3 : ZHOMERUNE 270 (41) 338 (52) 46 (7) 353 (54) 252 (39) 49 (7)
D4 : UFAMAHRIRHEE/ B RS THR RIS 110 (34) 161 (50) 49 (15) 167 (52) 120 (38) 33 (10)
FREREIR
NO : U 465  (60) 284 (37) 29 (4) 507  (65) 238 (31) 33 (4)
N1 : FRE - % MIEROREFR 134 (25) 350 (64) 60  (11) 271 (50) 226 (42) 47 (9)
N2 : B - A THEOMBIER - REFTR 48 (29) 83  (50) 34 (21) 63  (38) 74 (45) 28 (17)
BIRE
BO : L 428 (48) 397 (44) 69 (8) 531 (59) 304 (34) 59 (7)
Bl : 8- PIZEOBRE 140 (36) 218 (56) 31 (8) 202 (52) 160 (41) 27 (7)
B2 : BEOBRE 79 (39) 102 (50) 23 (11) 108  (53) 74 (36) 22 (11)
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4. HHEIRHIEE [ IBREOEEREHALQOLEMIOREET(n=1,487)

QOLDIEH BEOIEE SoEDHDEIR SZADEE
FIRERL 5H%D/HPESBU/VEL BIRERL SHeD/HBEERV/OEL BRERL Shéh/FEESRLYUE
n n n n n n n n n
BEENHE
Stage 1 - - - - - - - - -
Stage 2 252 - - 262 - - 232 - -
Stage 3 218 - - 228 - - 208 - -
Stage 4 220 - - 241 - - 189 - -
Stage 5 336 200 40 366 155 55 276 252 48
R4, MHHIERHHEE [ BEOEEREHDIREQOLLNIOREET(n=1,487) (#E)
QOLMIEH B RIRIE AR/ HEEIAH
RIRERL SHHD/ RS/ OEL BIRERL SH&HD/ RS/ VEV
n n n n n n
BEEDME
Stage 1 - - - - - -
Stage 2 159 127 12 192 92 14
Stage 3 148 - - 163 80 11
Stage 4 99 190 22 159 130 22
Stage 5 203 293 80 288 227 61
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x5. ERBIOEEREZHRAZEH. QOLRIABZBENEREVLSIANZ AT EIFDH(n=1,487)

QOLOIEHE a) BEOIZE SoRIDOER AIEADEE

iZERESD BEOBEDD iZERESD BEEOMEHD RIZERIERD

EEORERD

AYZLE (95% CI) AYZLE (95% CI) AYALE (95% CI) AYALE (95% CI) AYALE (95% CI)

#wZXLt (95% CI)

RERZE (B#¥H7TY : D1) 1.1 (0.97-1.3) 1.2 (0.8-1.7) 0.9 (0.8-1.1) 1.0 (0.7-1.4) 1.0 (0.9-1.2)
FEIEIR (BHENTTV 1 NO) 2.9 (2.4-3.5) 9.1 (5.8-14.3)) 3.3 (2.7-4.1) 8.6 (5.7-12.7) 3.6 (3.0-4.4)
BRZE (B¥H73V: BO) 1.6 (1.4-1.9) 1.5 (1.04-2.3) 1.7 (1.4-2.0) 1.3 (0.9-1.9) 1.6 (1.3-1.8)

iy (BT : 195U TF)

20-397% 1.5 (0.9-2.6) 1.6 (0.2-14.4) 1.0 (0.5-1.8) 0.5 (0.1-1.9) 0.9 (0.6-1.5)
40-597% 1.6 (0.9-2.8) 4.1 (0.5-33.0) 1.4 (0.8-2.6) 1.4 (0.4-4.7) 1.1 (0.7-1.8)
60RE £ 4.7 (2.6-8.5) 51.6 (6.6-403.6) 3.3 (1.8-6.1) 12.7 (4.0-40.1) 2.3 (1.4-3.8)
R (BT B 1.0 (0.8-1.3) 1.1 (0.6-2.0) 1.0 (0.7-1.3) 1.0 (0.6-1.7) 1.0 (0.8-1.3)

1.1 (0.8-1.6)
10.1 (6.7-15.4)

1.5 (1.1-2.2)

0.9 (0.2-4.6)
2.3 (0.5-10.6)
22.5 (4.9-102.6

0.9 (0.5-1.4)

a) BT : BIERL

x5. ERBIOEEEZHAZE. QOLEIEBZENEHEUZIAOSATvIEIFDH(n=1,487) (&)

QOLMIEH a) /IR AL/ HSEAy

PIEERESD BEOMEHD PiEERESD BEOMEHD

AYZLE (95% CI) AYZLE (95% CI) AYZLE (95% CI) AYZLE (95% CI)

RERZE (BEEH71Y : D1) 1.4 (1.2-1.6) 2.0 (1.6-2.6) 1.1 (1.01-1.3) 1.4 (1.1-1.8)
AR (BHEENTTY 1 NO) 2.5 (2.1-3.0) 5.0 (3.7-6.8) 1.7 (1.4-2.0) 2.9 (2.2-3.9)
BRE (E#EH77Y: B0) 1.3 (1.1-1.8) 1.3 (0.96-1.7) 1.1 (0.98-1.3) 1.3 (0.97-1.7)

Fif (BENTIY : 19UT)

20-39%% 2.0 (1.3-3.2) 2.7 (0.97-7.6) 1.9 (1.2-3.0) 1.3 (0.5-3.3)
40-59%% 2.0 (1.3-3.2) 3.3 (1.2-9.0) 2.3 (1.4-3.8) 2.0 (0.8-5.0)
60m L 1.5 (0.96-2.5) 3.2 (1.1-9.0) 2.1 (1.3-3.5) 3.3 (1.3-8.5)
R (BT B 1.4 (1.1-1.8) 1.3 (0.8-1.9) 1.4 (1.1-1.8) 1.7 (1.1-2.6)

a) B#H7TY : BERL
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x6. EEENHELHAZE. QOLEEBZENEREULSROSZATvIEIRIM(n=1,487)

QOLMIEH a) BEDIZE SoRDOER

SEADTEE)

IEERESD BEOMEHD iZERESD BEOMEHD

iERESD

BEOMEHD

AYZLE (95% CI) AYZLE (95% CI) AYZLE (95% CI) AYZLE (95% CI)

AYZLE (95% CI)

AYZLE (95% CI)

HEEDM (BEEHTIY : Stage 1)

Stage 2 6.2 (0.8-46.1) 0.3 (0.1-2.9) 2.3 (0.5-10.1) 0.5 (0.1-4.6)
Stage 3 4.0 (0.5-30.7) 0.2 (0.1-1.8) 1.2 (0.3-5.3) 0.5 (0.1-4.7)
Stage 4 11.4 (1.5-85.0) 0.4 (0.1-3.3) 4.2 (0.97-18.0) 0.5 (0.1-4.4)
Stage 5 21.6 (2.9-158.8) 2.0 (0.2-16.1) 8.0 (1.9-33.7) 3.5 (0.2-27.6)

Fip (BEHTIY : 195U TF)

20-39#% 1.4 (0.8-2.4) 1.6 (0.2-14.4) 0.9 (0.5-1.6) 0.6 (0.2-1.9)
40-597% 1.4 (0.8-2.5) 3.9 (0.5-30.9) 1.2 (0.7-2.1) 1.3 (0.4-3.9)
60RELL L 3.6 (2.1-6.4) 35.4 (4.6-271.5) 2.3 (1.3-4.1) 8.0 (2.7-23.7)
R (BEEHTIY : B 1.0 (0.7-1.2) 0.9 (0.5-1.7) 1.0 (0.7-1.2) 0.9 (0.5-1.4)

1.4 (0.6-3.3)
0.8 (0.3-2.1)
2.9 (1.2-6.7)

5.0 (2.1-11.0)

0.8 (0.5-1.3)
0.9 (0.6-1.4)
1.4 (0.9-2.2)

1.0 (0.8-1.2)

0.4 (0.1-3.9)
0.4 (0.1-3.3)
0.5 (0.1-4.6)

3.0 (0.4-24.0)

1 (0.2-4.9)
2.2 (0.5-10.1)
15.8 (3.6-69.6)

0.7 (0.4-1.2)

a) E2EH7IY : LU

®6. EEEDMACHPEHN. QOLREBZENZBELLZIAISZT1vIEIRAHi(n=1,487) (#i&)

QOLMOIEH a) o/ IR AZ/HEEAH

R RERD BEEOMEDD i RESD BEOMELD

AvZLE (95% CI)  AvZALk (95% CI)  AwXtt (95% CI)  Awkt (95% CI)

BREENME (B%H7I): Stage 1)

Stage 2 2.8 (1.3-5.8) - 1.8 (0.8-3.8) —
Stage 3 2.4 (1.1-5.1) — 1.7 (0.8-3.8) —
Stage 4 6.9 (3.2-14.7) — 2.9 (1.3-6.3) —
Stage 5 5.2 (2.5-10.7) — 2.9 (1.4-6.2) —

i (BEEITDY  195UT)

20-39%% 1.9 (1.2-2.9) 2.6 (0.97-7.1) 1.8 (1.1-2.9) 1.2 (0.5-3.1)
40-59%% 1.9 (1.2-2.9) 3.3 (1.2-8.7) 2.2 (1.4-3.5) 1.9 (0.8-4.7)
60m L 1.3 (0.8-2.1) 3.1 (1.1-8.5) 1.9 (1.2-3.1) 3.0 (1.2-7.6)
R (BT BiE) 1.4 (1.1-1.7) 1.2 (0.8-1.7) 1.4 (1.1-1.7) 1.6 (1.05-2.4)

a) E#H7Y : BERL
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Multicenter Study of the Current Situation
in Japan £ 33 Bl H ARH R FSHRE « FITRREH
DARFEEEEE) SR LT 0 ATy V3 v TR
e & N TINE  2023/11/2

H. B9 EEMED HRE - BRI
(PEEET, )

1. FFariuS

REMEL

2. FERH B

YL

3. =Dl



JEA T B R AT e A B & IR BRI /EF )
=

SRS

PRREHRAEIEIE 2R S DFFRE « RIS a9 D R R OMESLICRE T %
hF5E

WHEEo A R B

BHER KB EEER & — Bz

WFEEE

N

Uy,

PR ARMEREE 2 B OFFBE - KA RIEE 33 2 1R FR S O fEST 2 B 2 HfF
FeEAT o 7o, MIREEIE 2 1R T 2 BRI R 2 IS EN S UL C, MRl TE BT
BNDLIESENIRL, HBTCE-T-, ZNODFEELRIC, &
BAREIEOTRIEIC T AT — 2 _R—2AZIE L, LAY 2R L TWE -

A. BFREE®
TR HEREE 2 TR OB R - KRS IEERE I
R DIGEIESTOMESLZ B L L=,

B. #WFFEHE

KEFIBE. EASIRBE R EW8T v — b &kt
L. T—FDEFEITo1-, TLOEITV., BB
L F ORI IEOIRRE OB D Z T2, 7
r— NEE % FREICELT

1. HFTICRW T, 2 2 £/ (2019 48, 2020 4F)
TRMMREEOBRE I AOZRREIIS Y £
e T/ z)
2. ZRENT-HBESAD 2 FERTORRMRE
FEDOWNFRIZOWTBEIWLET,  (FlkieHE)
PRRRARHERESE 2 B (NF2) oD RN fof o ik /
schwanomatosis DRFEAREEGIE/ PR FE#h
7% H
3. imE 2 AEMITIS T D ARRS IR O 1R S
NHOFEIT? (1T /W)
4. BE 2 FERICERIT D REAPREIED T
ONTEFWLET, BIEGEHE)
PR HERESE 2 H (NF2) o RN #oh % 0 i /
schwanomatosis DRFEAREEGIE/ PR FE
TR i
5. KigMREEOZK 2 LD L HIcLTWET
M, (EEEIER ; MRI/ CT/ HEFHTo—/
AR
6. RIMRREEOIGEFEHIE D LTWE T,
I Fr % G O ARRE IR 23 72 1 AR R BB/ T
72 EDJERN B o T HRRIMBLES /i & & O %
JEIR A & 1 E Tl
7. fEHE (OAEHENR) DA, LLFD YD )iEE
IR LU FE T,

35

AERIR R, AR T DR TR

8. TN (SEHEHE) O HARI R LA # A TS
7280,
TR B AR TS/ A R O
HEMHT 5/ Rt (WIRE) XEHR 72T
fES ORIz & Ed 5
9. I T2 2 b ANbEHBICEE
ELTEEN,
(B ~ D BCRE)
R RMMEEHA~OEE L LT, 2 - imCHEEILB
WIS O MEHFEEZBR TV DILENRD D
& RBEREBE LGS, MEEENRINT
WAHZ EafERTHE LT,

C. kR
7 — NEEZER OB IR, KEFERE EH

INNIIRRBE TR & T E BT, BARRRAEL, BEIEAEL,

FRIERIONE TS o7z,

VAT IR O#E R 2 =T,

1. W3 2 4ER (2019 4E, 2020 4F) THRAGHRRE
D B =2
KETFBEIXE AN/ 72 & & T2 OE|

BN T,

2. ZRENT-BESAD 2 FELTORRMRE
JEDONFRIZDOUWT
POFE PR IE AN EBIAIC S < | AR

JIESE 2 A (NF2) O KRR ¥ IE & schwanomatosis

PZIZFRECThH -T2,

3. 1BE 2 RN I B AR REEIE O IR FHE
RIS H 0 IX, RFEWPET 58. 7%, EASLHH

Bi7p & TiE30. 4% ThH o 72, RKEFEFBRE TIRIESh



LHEENZVERTH -T2, £,
TEANR D e b 2 2o T2,
4. BE 2 FEMITI T DRI HREIED T
KA APFEEEIE O Z 2RI & [T IIVRPE R A 1
FRERIE DS AR B2 2% < | MPRSHRMERESE 2 B (NF2)
DO RFYPFRESE & schwanomatosis PMEIFFIREE
ThHol-,
4. KRIGFREEEIE D Z W

KEIFRBE, EANIRRE /2 ETE HITMRI M b
PZWHZRIH & T, KRB CIEERINIC X
LIREZWI A% < ST,
5. RIYHPRREEIE ORI T &t

I8 A b 7 < FEREIR © 72 1 AU R AT RO IR 3
RENTWAR, FHFICE L T, KFHRPE T
A DI T, MRIER D 72 WIGE T H BN %
BINT DEENET LT,
7. fEHAT OVEHER) OJFE

ERIIAT O R W TR Z1T 5 F#tR %0 -
Too LML, BRI EAT - T2 RRICTMT 2T 5 it
. RFT, 18.8%, EAHPER ETH 16% T
HoT,
8. T (UMEHERE) ©BIRR72 5k
EHEDHERET D A KRG O A T 5 0
B, RPEBET 61.6%., [EANIHEER & Tl
67. 1% Ch -7z, BEMRT LEBERHT 5
EHRFHEGET 6.5%., EAIFLER ET 9.7%
EEIMNZZWEER E o T,

D. B%&

KRR ORI I BETH V. IRKOFH
BEARARAE DRI SR LT BB Th 5,
PR R D AR F5 I ORI I D 58 A Ak U0 BR A
TENR, BEOALERNT 5 E#MEFF>Z &
NTED, Mt LK (epineurium) ZHJBH L,

S BT B (perineurium) 2 GIBH L CHEEE O
AT UL, ZOIMANZ RN B E s
AHE - FEREIRRERAE, REBME IR | ARRR
ELTHIZIEZLDEEDRELZEHOZ LN TE
LT, MIREEREN BRSNS, EBENKEL
72 o TWAEEA, FRWEEIZ X AR E R
TTITHERE L T W afiErE b E < . i
L AR EOEAITEZ LI WEEZ LR
5

AR C I

TSR S35 5 C Hneurofibroma &
Plexiform neurofibromalXpl D#sf% 7= & %,
L HITEE Dfasciclell T2 > CTHET A7-
W, MEEAL L7-fasciclel3AERE L TR UVATRE
PENEWN, —EDFfasciclelIEREL T2 b
DD DI, T_XTHEY &5 2 & TH&IZ
MRIERZEZLCLE Dl H 5,
SR RN S | PRRERIE I BV T, B
FRANCITMRRIEIR &2 X 729 2 & Ze < fEIE A
THZENFREE B bND N, I E TIcHA

36

DOFMEIHERRE STV D,

Fir 14 DAFRENR DAL SCRRIC L 0 Bk~
T, B MRREE T 1. 5% 5H80% & I
BEAS AV, FEBOFRAMR Z L fHT U, T
WR ICHRIEE A2 X 72T OIS ROZ L TH
%, RRBE, P, s, MEER LT, EE
DFH T 2 PINEEHERE L CE 2R, Zh
TH, PMEZITD < L HOWFEE D7z 7ath
PIERZRIET D EE XTIV, TOFRKNE L
TiX, P EAEIC X 2 BRSO AR O
REMAEDOIVTND A, JoA B X AH58VVIE
TR OEBENH D=8, HERIEROIBERRIC
L DMREEOHEZELHY 9D EEX D, itk
WD LOUMEIR LT, R AEE o) TIE
WREET 2 2 &L 2RI 523, FR7iEeR
TFEEDIFIEZ R L TWD DG LI,
ERREED TREIZFIRNZITINTWDGA,
FMAOHEIL, HREIET 19%L 2> TR, ¥
Bl T D 4% L _RTAIMIERNEHL 25,
Neurofibroma TlX 23%Tdh 1V . FIEIFIHIL 7% TH
ST EHE LTS, MRREEEOLA I, g
P LZRICEB TN TE D Z b, MRER A
B DEEIIXERT EITDT, RO M T
ZHRTR&ETHDLEEZD,

E. f&#

7 — MRATT, RFWPE & FRR. EAST
Pi7p & TH, NF2 ORMEHRRIEE 2 > T\ 5 i
RICBWTE, BHEZ 2SRV LRB S
TWhHEEZ BN, 7217 L. KFEFFEDOFTNF
WHERICB W TIEERREWEEZE X BT, K
FIRGED SRR TR Z VS, EHANIRRE R
ETHLRZMTHERMZIT> TV AR RH 5, 45
%, ERINT AT O sk & 1T b7\ W ik TOAOHE
DIEERI EOREEIT > TVETZL,

F7-. A b RRY AR AR IS IE 0O FAR K 72 46
HIFIZOW T ORRZEZED TV A, B ITxT L
TEBIZHLEE 2D X 9 NF2, schwannomatosis,
I ARG IR D LY A MU RS LT,
TRRANRECIRFRRE 2 EOEFRERE T — & X
— 2L, REREREZEfRELTVEWEE X
TW5,

F. BEaREHR
B

G. WK

1. R«

BN, FILEE, UAE. KRR EO T
oy, MrRRoRE 47:1223-29, 2019

BN, FILERE, filg /. RN RRE
. FHEEBEY v —F L 366 : 337-43, 2023

i
D



2. FERE

55 27 [F1 73 R BN RSt

i 5 2 BRAE U 7= AR O Tl L EENER & LT o
BOFMH 2023.1.14 (BR)

ETRBHAN AL T—0 gy
IR 1R Y B S & R RY A RR oD R Y I
2023.7.16 (%)

JPSTSS. Resection of intradural

extramedullary tumors—Schwannoma resection

without neurological deficits— 2023.9.3
()

(LA BT « H » BITHEELELAN)

H. 5O RERE D HEE « BE&IRDL
(TPEEET, )
1. FFarEUS
L
2. R
L
3. Z D
L

37



JEA T B R AT e A B & IR BRI /e 3E)

SRR
A EVERACIE LS 0F O B I AR IENIIE 23T A N7 A 2 20234F FEARIC
EA Y S
BRIeoMng  WAE Fd BEEKR WIRHEH

WEE S

1 5 A T R

H AW RSB a3 KOV A ARREEIPERLAE 2 &8s U REEPERILRE (A © B
WA BT A L 2023F Rz AR, R 52 &,

A. BEEER
FEEPERELAE (TSC) REFEIRZ O HBLUZIZ4F i
KR H Y . N TE 2 OEF Z L ITHREOM
HEDEIEROEIEE I RE S B D, - T
TSC FBF DL X FMfEIZHB T, ZORRT
FEHLL TV D IERSCIF RIS U THEE D =%
BB IOEEOREREZZZ LT ER G2
WV, DT BE TR REE DR 725G Y+
MR SN2 WEE, AEY. IERICHREE
T, R — XA T U ARTHIL TR,

ZOX D RBURAE A B ARSI CE S
BLOHARWIRERR R EHHE L, TSC IZfEH &
MmAEFREE (AML) BT A K74 VSGTR%
R %,

B. WA

TSC\ZRE D BB A AEIE (AML) Z23E T A R
A PRI 2016 AEICHFETFI SN2, E Dk 6 Fift
MWL, TSC-AML ORI A8~ F v A
DEBEINTT=O, SRZETA K7 A4 VBGETR
DOYER & A E 7=,
KA RTA 0% Minds (2T A KT A4 ERK
DOFFIZ ] (2020 FhR) IHEIL L CTHERR S Lz,
WERITRmAEA, Xy 7T NI AF 3
4B, V=NV AF a2 3HHE, 7—F
¥ —J/ T AF a3 3HATHEKINTWDS, 7
=N ITZAF g il onTiEn T o RINE
ATV, kL B2 —2 X 59~V Z{Ek L7=,

(f R ~DHELIE)
AMFIEILBIR T A K7 A > OIERIZ T 5 HF
RThHDH, AFFEILE N EXG L D EEKMZE T
TN, MERERICHE D MLED RS T
H5,

C. MR

ol ERPEREALAE (0 O B G IE 2 HR A

38

A RTA4 2 2023 HFRRAEIERR L. AT 4L e
2 —f BT L=,

D. B8

KA RTA4 2 O¥T % H ARG 2B
X OVA AR L IE AR — A= V(B
L. AEEPEEGEZRICHE D D2 2 T OEERMERE
WIS D, SHICARTA RTA DAL —
DI D DI D K 5 EFRIEE 21T > T
<o

E. f&i

AEEIPERE(LAE (2 RE O B AE A IR IE 2N
A KT A 2 2023 FRRAAERR L, FFI LI, &
A RTALDERIZEY  TSC-AML (2% 2%
VLD ECD R TE D,

F. BEfaRIER
ML

G. WFERE
AROCFEE

Osawa T, Mizuguchi M, Hatano T et al. Clinical

20
RZ AL

Practice Guidelines for tuberous sclerosis
complex - associated renal angiomyolipoma. Int
J Urol. 45: 1322-1333, 2023.
2. FRREE

2L

H. MR EEOHRE - BRI (FEEX ST, )
1. FFTFEUS
A
2. RS
L
3. ZOfth
L



B B S B B e (R M BB B 2 )
ANl T
[FEEMEBLIE DM REER BB T A BT A L —20238%ET R
VERRIZ B4 B BF5E

WrFe A

4 HIER

7K [HE?

e

RIRRFRAGEEARUIER,  RAEAHEI phifE B REGRIE OTRRRIE DB SE LR RBARHT A Fr MR
FORRFPRFBEE L RIIER, S E R
FORBEREMNRT  WREGH

WFEEF

FRRRIESCB WA OHEHX LR ARFROFERIMERLIE ORI UER L ONRIETA KT A
VEWET U TREEITERE LIE O Z WL ER L ONRIEAT A R T A »—2023cGThi) &2 1ERk L7o, R
A R I A ANTEAIIHE OB, AAREEMERWESRSE X OAARERFE O 3 %42 4:H
TOMERTH Y, EEER A KT A U aEFT 5 LRI, RFROSF TR S - A5
MLIEDOTA RT7A4 2 LD HIT T, ZNOEFKIERICKT 2557 T4 K74 LT,
EEEOZIFIZBWTIIBEIC L WIS X9 Lz,

A. FEEH

AFNCIT 5 TREHIMERE AR O R W LR &
R A RT A ) 1T 2008 AR B G iE
ERERA MR EE & B R SR O ILF T,
1998 M 1 [A] D Tuberous Sclerosis
Complex (TSC) Clinical Consensus Conference
THMES L=, Wb D Roach (fE1E Gomez) @
PWrERE 2 2 LB S Vs, EOREBR T2
W7 D K R° MR, PET 72 &Ml O AR
U EBRAYICIE 2012 AL B ARFRICR W TR
2018 AR, AR OBZWELIERL LN AT A BT
A VHWET DB I b, ZOBAIZHBN
TITEH N R Y DK S 4, mTOTCL FHEAI D
1DOTHDT 7 4= b—ILRAIED
Subependymal giant cell astrocytoma (SEGA)<°
B Angiomyolipoma (AML) 721} CT72< TSC =D %
DI U CENER S 4L, va U A2 DS HIHF
HIKFR X 1. EEE7: mTORCL PREAIM A L fFdi
LRI TE, EHITRT NEREHFSCL
J w7 A« TR —REGERE & R TSC D#ER
PETADPAMIZH L TH I T E YA —/1 (CBD)
/ TET 4 ALy 7 ACOIREBRAET A & Fi
BEEOEMbEA TS, LA TIEHD
S F/ D ERRTER BT LTI AE OB 1M T
b TEY ., RKZWEESEREE ZFIIAED
MBIDO FFFEREDHIENIC B SN TEY . A
IZBIT DB T A KT A v OWEN RS
Lilpolo, 22T, milElEFEERIC, BAETEE
DU, A AR HIEELIE Pt L OVH KR

39

RER D 3R T, AR OAIIZEBY
% TSC B4 A MY 2 HIC 2023 4,
AARDBMTIENERS LUH A FTA 22T h
FREET & 1770 o -

B. WEFE

SRR LIE O W e X ONRIE T A R
T A ] 1 2018 FOUGETIR ° LIOKIEA F7 {4 D
ik, AARREMEELESSE KO AL E
BEED 32N R TERIZH 12> T 72,
% 2T, SBRIOBEBRIERIZHT= > THARMIC
B DESE CNEARREL, IR, MEERN
B, RFER, M) OFMZED G2 D5 E I L
JEDBMIRUES X OVEET A K74 VSGTER
BEER Uz, A R4 v EERBIIH KD
FR O RIRIOERZ B Z T L O IRV, 2021 4
DEBEH A RTA 2 &I, KIOHIRE A
ADIE T, ETEOBHOHEMAENRFNLFILOH
P EFICE L CREZITV., TNHEHRAELT
BEROUETIR (%) ZEk L., ELZBSTH
L TREEIERELAE OB W R UERS KL ORI A
KT A4 2—2023 FELGTH (%) | ZEmsd
Tro D L TARMETIODAGEH 3 2 4 #2210 X
o>, BFFENOLDOEIZESHWTEIED 9 2
KRB F LN OEEER RN DT
7 aRxy M LT, BfEmICRB AR LT
ETHE 5% B AR R JERF P28 Ic il o T T
D, RFIZEWTEEFE T TSC OS5



JERIZOWTEFE e T A BT A VDMER ST
W5, £ IZC, 2023 FFUGTHUIZRB W TCIE, 2012
FOEBETA RT A 251 2018 FOARFRDOAEH
P LIE OB L ONEET A R4 %
BT, BFRORBERECTA N7 A4 OB+
BRLAGA LTS, AR BT D REEPERE AL IE O B
HOBZWEEERS TONRIRTA R T A4 Dk E
ATz, BGETRIOTA RTA 0, HFRITE
F DIGEIEEH° A K7 A 1% medical
information network distribution service (Minds)
DBFAA KT A ANER~ =2 7 WZHEL THE
RENTEY, &2, SRIOUETTIEIRER
BHEIRIRPpoT2D T, ARIOUETHRIERIZ I
Tl Minds DA R 7 A ANEf o~ == 7 /VIZiE
HE L TIIWAR W,

(i L i ~ O AL )

M EPERELIE DRSS s L ONBIR T A K
T A 2028 FUGETHR 13, BERFAEN BN
T Uy arybriio, —RKOREZRT

C. HFEER

AFNZ BN TIEA P T TSC DK gigs DAELR
[ZOWTEEZ: TSC D H A KT A »idMER S
TW5, AlElo 2023 FREELETIRIZIS T 5 R
X, AAA FT4 % TSC BIROEIRE 2 A
RZ A& UTOLERMT, FSERIxH 3 2 58 7
A RTA LT, HEFETERSNZTA R
TA &LV BT T, EEODEITBNTITEN
LB L TWEEETFHL91C LT,

E N

1. SEGA72 PIZBE L Cid, H ARIESE %2 (k)
ERN TGl AN R (e Y B P c SR 1) oL
fafE RIS T A R Z A /N XA 5
20224Eh @R HIAR RO 2022 ppl13-43

2. M AE R ABRAIEIZ 6 U Cik, FEEIMERELIE IS £
D B AE R ARIAIERS RS A KT A > 2023 4ERRE
RZE B BIREHE: AEEMERE LRI © B
FNENEIERS N A KT A > 2023 4ERK : H AWLIR
RS, AARREIEECE RS AT
4 J1V LB —4t 2023

B.LAM TR L Tid, U v 8 RE AR IESE (LAM)

IO F5| & 2022
https://www.jrs.or.jp/activities/guidelines/file/LAM_G
L%202022.3 L TF,

Gupta N, Finlay GA, Kotloff RM, et al:
Lymphangioleiomyomatosis Diagnosis and

40

Management: High-Resolution Chest Computed
Tomography, Transbronchial Lung Biopsy, and
Pleural Disease Management.  An Official
American Thoracic Society/Japanese Respiratory
Society Clinical Practice Guideline. Am J Respir Crit
Care Med. 2017; 196: 1337-1348.

4. ODEERUIES BT L Cld, TSC OBRA IE—
F A= F=Frart oY 2EREFES
(ZEEHHBE)IC LD TREEMEEEICS T D
BrAERORBRIEICL D =~ —Y v —Txt
FTHxTNa Y AZRJEF xR A= A =S
Ak Rl AARREMEEGEYS W F
15 2019.12.4
http://jstsc.kenkyuukai.jp/information/informat
ion detail.asp?id=98767

EBEL L ThITT,
TADADITA KT A ATBIEERT Th -7z
foolz, AENIHEHE L Thign, S HB5ERINEC
A RITA U ZELLTGERL LT TETH
2o

D. &%

RS E PR CIE O R MES L ONRE AT A N
T A —2023 FLLEThR) IXEBER 222 i el
WOIHA RTA 2 ThHDERFHT, AFITHT
HEZLEZDHA RTA U E2fHAE L, ARIROHIR
ICRD L 7= 2l it s KT ONBIBEN A KT A4 » DfE
EDILIEZHLDTHD, EFOERIZE LA
W, HTBLOTERIE DT TOILTEB Y . 4%
5| & & HERIGET OV IR LA L B
nb

E. f&#

G MR LIE D2 B e L ONER T A K
T A 2023 FEWEThR) ZER L 7o, AREThR
DOFFIE, KA RT A % TSC 2RO RN
IRHA KT A& UTLERMT, &% TER
SN TSCOHA RTA4 2L 0 HIF T, A
WZBITEZHA RTA DO — %X ->7-2 & THh
o

27 30k

1. AEEIMEREAIE OB W EE R R A N T A
MERER S RER, HHEE -, ACH
H 1IN R EI MR AE D R2 I SR 1E K ONR
WA BT A4, AARBEFHRHES,
2008; 118: 1667—1676

2. Roach ES, Gomez MR, Northrup H: Tuberous
sclerosis complex consensus conference: revised
clinical diagnostic criteria, Journal of child
neurology, 1998; 13: 624—628

3. Northrup H, Krueger DA, International Tuberous
Sclerosis Complex Consensus Group: Tuberous
sclerosis complex diagnostic criteria update:


https://www.jstage.jst.go.jp/article/jtwmu/88/Extra1/88_E27/_pdf/-char/ja#:~:text=Minds%20%E3%81%8C%E7%A4%BA%E3%81%99%E8%A8%BA%E7%99%82%E3%82%AC%E3%82%A4%E3%83%89%E3%83%A9%E3%82%A4%E3%83%B3,%E6%96%87%E6%9B%B8%E3%80%8D%E3%81%A8%E3%81%AA%E3%81%A3%E3%81%A6%E3%81%84%E3%82%8B%EF%BC%8E
https://www.jstage.jst.go.jp/article/jtwmu/88/Extra1/88_E27/_pdf/-char/ja#:~:text=Minds%20%E3%81%8C%E7%A4%BA%E3%81%99%E8%A8%BA%E7%99%82%E3%82%AC%E3%82%A4%E3%83%89%E3%83%A9%E3%82%A4%E3%83%B3,%E6%96%87%E6%9B%B8%E3%80%8D%E3%81%A8%E3%81%AA%E3%81%A3%E3%81%A6%E3%81%84%E3%82%8B%EF%BC%8E
https://www.jrs.or.jp/activities/guidelines/file/LAM_GL%202022
https://www.jrs.or.jp/activities/guidelines/file/LAM_GL%202022
http://jstsc.kenkyuukai.jp/information/information_detail.asp?id=98767
http://jstsc.kenkyuukai.jp/information/information_detail.asp?id=98767

recommendation of the 2012 international
Tuberous Sclerosis Complex Consensus
Conference, Pediatr Neurol, 2013; 49: 243—254.

4. Krueger DA, Northrup H: Tuberous sclerosis
complex surveillance and management:
recommendation of the 2012 international
tuberous sclerosis complex consensus conference,
Pediatr Neurology, 2013; 48: 255—265.

5. AEEIMEREGIE DR EEMER ORI AT A K7 A
UERIE RS AWER, KOKE, HEEE
st : G ERPERE A LIE O F2 KT B M OB AT A
FI A —8GETH—, RARBERH RS,
2018; 128: 1—16

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

7.

F. REERER

(G AT e ITITREAE IS, AR el s
FIZE O TREAN)

G. FFEREK

L. wsC¥EsR

(O Wataya-Kaneda M*, Watanabe Y, Nakamura A,
Yamamoto K, Okada K, Maeda S, Nimura K, Saga K,
Katayama I.

Pilot Study for the Treatment of Cutaneous
Neurofibromas in Neurofibromatosis Type 1 Patients

Using Topical Sirolimus Gel
J Am Acad Dermatol. 2023 Apr;88(4):877-880

@ Mari Wataya-Kaneda*, Shinichirou Maeda, Ayumi
Nakamura, Misa Hayashi, Manabu Fujimoto
Verification of the efficacy of topical sirolimus gel for

systemic rare vascular malformations: a pilot study
The Journal of Dermatology.2023 Dec:50(12)1619-
1624

(® Mari Wataya-Kaneda*
Tuberous Sclerosis Complex
The Keio Journal of Medicine.2023/8;1-10

@ Wei-Ning Wang, Hanako Koguchi-Yoshioka,
Keisuke Nimura, Rei Watanabe, Atsushi Tanemura,
Manabu Fujimoto, Mari Wataya-Kaneda*

Distinct transcriptional profilesin the different
phenotypes of neurofibroma from the same
neurofibromatosis 1 subject.

The Journal of investigative dermatology.2024
Jan:144(1) 133-141

® Aya Takahashi, Satoshi Hattori, Ena Sakai, Lingli
Yang, Ichiro Katayama, Manabu Fujimoto, Mari
Wataya-Kaneda*

Distribution of Shagreen Patches and Fibrous

41

Cephalic  Plaques in Patients with Tuberous
Sclerosis Complex: A Retrospective Cohort Study
The Journal of Dermatology.2024 144(1) 133-141

(® Hamada I, Yukutake Y, Morita Y, M, Ishikawa N, ,
Shimizu K, Wataya-Kaneda M.

Validation of the Index for Facial Angiofibromas:
Analysis of a randomized controlled trial of sirolimus

gel treatment in patients with tuberous sclerosis

complex
The Journal of Dermatology

2. TRk

@ Wei-Ning Wangl, H.Koguchi-Yoshiokal R.
Watanabe, M.Fujimotol, and M. Wataya-Kaneda
Distinct transcriptional profiles in the different
phenotypes of neurofibroma from the same

neurofibromatosis 1 subject
13t ISID. Tokyo Japan 2023.5.9-13.

(2) M.Koike-Kumagai, M. Wataya-Kaneda

The microglial decreased phagocytosis in olfactory
bulb is responsible for neuropsychiatric disorders in
tuberous sclerosis complex model mice

Ist. International Conference of Neuroscience and
Neurology.

Hybrid event in Dubai, UAE. 2023.5

(3) E..Kaeda, M.Koike-Kumagai, M. Wataya-Kaneda
Epilepsy and TAND in the tuberous sclerosis complex
are caused by an alteration in microglial polarity to
M1 and sirolimus cures them by returning microglial
polarity to M2.

Washington DC. USA.2023.9

H. B EED B - &R
(FPEEET, )
1. FFrEUs

L. CANAIBER SUTABRIEARY T AkEE
TR ASMVHAl BHA 2019/10/16

2. TAMABRRXIIBEAE AR T LREE
1B 4 A WIPO PCT/JP2020/037986
2020/10/7

3. WRE BARE SNV WiPo
PCT/JP2020/005252
2. FEHHTEEGK

3. ZOfth



JEA T B R AT e A B & IR BRI /e 3E)

S RbF TR TS

il i MEREAVAE O 2B B} I 1 2 B9~ D AF5E

WHoEr
INE= gl

KB R IR REEBRESSRUMER AFER
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DA NIRIEROBIRNL L 72 0155,

il EPEAEALE O 43 IR BB ICED L 72789 & L CmTORBAEFEIC X 500 FIERVEIEDR & 5,
mTORPL T FED WIS IFITAE, FEETERE LRI 9 5721 T < TAdpA e EFRIIEIEO 7
28 JERICBILR LT &E 72, FAT HITREEIPERAGIE LA 5 A RIIER OAEFNIZ & L TmTORFE
oo AR KL DB A B R inif 21572, ARSI EERI I3RS TRwnas, [
IREQN IR A7 AT IR ORI 2 5, FIF GROUIER) ORI LT LT R TH 5,
AR DOZAL K O EHHAR AR RF IS L 0 . A RIAER O —# TIZmTORBLEHIZ & o (b52hkik

A. HEEHEB

AEEMEAE (L IE (TSC) TUiE 2 AR+ CTH 5
TSC1/TSC2 & AR DHEEEIL FIZ L Y mTORZD
IEMEDTLET 5, Two hit mechanism (2 L U it
Jil & I3 2 S & idas LI A Lo, Ziuh
;D% < 1% mTOR FHEHKIC LIV IGKTE 5,

JrIiE K (hemihypertrophy) (X TSC O’z &
PHETH Y, Z<ITETEORE AL S, T
PINCIXEDEE TR S OO BERINITNEE &
FPLORMEZ AT 5,

AL TIEL TSC (2P D A IIER D% 25k
BFHZ L DTERIC D& | JEFI ORI ISV TR
L7z,

B. #FEFE

Rt B2 Hi% TSC IZAPF L7z e R @ 1 %E
Bl &5 L=, Bin BRAIZ LY second hit I
TSC1 Binfzate 9 FYAMKERD isodisomy
1285 LOH SHIBH L7,

B E L TCHIDIETINE 3 BT 72h3, 22—
FE 72 - 72, WRIZ mTOR PHEHK T 1 U AR |2 K
HACFRE R AT o T2 & 2 ARRITIEE T, BIVEA
TR TE o T,

ARFEBNL 5> F IR AR EALFRIED 2 T LW
BRb s, BixdE s, CMMEELNA T,
(i B~ DAL E)
AMFFENTHOL KPR PR R R
D ERR A TP 22 T T2, PR~ SNz DN
TIIREEP O XFIC LD AEEG T,

C. BFEfE
JEGIDEGERFSBIZL T D L 59 Th 5.,
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BUE 15 1D 11, TSC OFIERE L, ha i,
A AR A LB 2 F5 4 < 41, TSC A3 Eebi
oo HAEBERZRNG/NERI T +rr—&8hi, #Hik

VRH Ao R - S - R OBRFEAE RS HHEL L 72,
FLIRHA, HEES MRI C_ B4 FREEI R 50, TSC
DZWIBHETE Uiz, TADAITEL, FHIAER,N
R \THEFT L7z, BRI, JEETIER 2723
MIRERS S HICHIE L, JHE & i/ asid (4
~T7 7)) ZfEolz, 4 5%, £ FRROIEKRMBERT
BFILE L ETFOWANEEND 7=, E¥FD
FEXIRD T OABATIARELE, LEf D i il RS &
ST, MNEBHZ X A7 07T ) a— W iEE TR
7Eolz, 4~T7 5%, /INEAVE & R ERHER O Tl
(ER5 U & A S D L — Y —BE1) % 3 [A]
2T, 4% 9 HRFIIAEIEE, 6% 1 I b, 7
ik 2 HIRHZSEE O/ 2 BIBR L7z, fiBmA Ik
KIND Y o308 - MG DAL BB o> 7o 3,
S A I 4E < | vascular malformation & i2HKF
Sitz, SNP 7 LA % AW BEFIRA T,
MEMIAET TSCI %5 ie 9934.13 fEikIZ 200kb
DN R K NFR O B I, first hit (germline
mutation) & & x HiLz, JEREHER CIXZ iz
Mz TSCI % &Tr 9921.23-qter @ isodisomy (Z
KO ~TFeEEMHO®ER (LOH) 2 &7 LTkY
Z 27" second hit (somatic mutation) & B L 7=
REAE—HII0O TR EFEFA 7 LEZ BN,
Fifilc £ % volume reduction DOZhFIE—HFAY
T, AT OEA L, 7ie R
IZIER L, EFE~HicaRtENH o7, £
FIERFRIC X A EREEEE (N7 22T
VY B2 SEERITEEILZRVY) | AE I

FRIZ & 2 A EEfEE (EFRFIZONRN) .,
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FRZ I X 2 EEREE SN (BB DBV 5T &I
Kie) Wb -7z, BE T/, MioRE
AEJE, Bl 1R T AL b7z,

7T A, MRENEtO L M EIT T B
T, /MERT mTOR FLEHK 2 U AR 0.5~
1.0mg/m2/ H DR Z LG L7, #rH#%ICiE E
FUREIEIR N T LT, IRERE (L & LT T~
fuDRERA U E L, BRILELHES 2o, 8 %
9 HIf® MR volumetry TIIER L 7= A% - likas
(BT, mif, Epa, FFhs. s 131 420
B 6~27%#E/N LT =28, JER LT i
o (AR 13 24%0E LTz, BERERIZ
fb& LT, END, FHEICEND, EFENEIC
2L, 3 METKRETICHEEZES AL LI
7potz, 1L 65.4%0 5 70.5%~, /ML
1L 4~T7 T35 10 HIZ EF Uiz, BIERIZ DMK
EraA NICEEY ., Rk RIEECTH -7, 15
B E CTom U A AR & AT Mkl L T
Do

D. &%

FrIAE K (hemihypertrophy) 1% TSC OFiZs &
HETH D, BEDOK 3%IZEL D, ZDHTIH
REIZBH 572 T2\, Second hit @FERIZNER, 1
JEB LR S Cunzeuy, AR R I E T
JERT 5, WEFIIITEDOEE TRWNEDD,
BRI IR S B OREEZ £ U 5, BRI
LV, Pz X 5 UFR(volume reduction)iX. fif
BOFIEROIZD, 2RI —RFTH %5, TSCIZ
AOF L7z AR R OREk DA T, mTOR BHE
FNARIZ L D IRIEORAN STEFIH 505, Wi
HLERITZ Lo Tz (),

ARIFGED KRG & 7 o T2 JEF TIIIR A AR T
second hit (fifuZE ) & LT 9 FGaKER
?® isodisomy (Z & % LOH #i8®7-, ALK
17 % second hit (ZHF T2 H, LOH 1T
TThbd,

L= HOFER T mTOR FHEFK S 1 U A AN
Fh LTe, ZHUTRWITH Y | BERE O 3JEH]
TIHHIREL~DT N THoT=D LB TH
%o ZOEWOHBEE L T2 OOFEENS L
N5, 5H 1 IEEF 7B H T, second hit 2 first
hit tRICL TSC1 LT & ThHD, hDiE
T (PIK3CA, KRAS, PTEN, MAP2K3, GNAG,
TBC1D4 ,TEK 72 £) |24 U7-Z 85> epigenetic
7RAIZ K D A IIER & T, ik TSC1 @
FEBERERIZ L B B KD 5 A mTOR FHEZKD
NERLT N ENRTREIND, B2 ITWELFII7R
HETH D, AREFTIIAERARE D E R EF
MM (Slow flow) I « U R TH D |
Klippel-Trenaunay JEGHE W2 A 7 Th o 72,
Ky (fast flow) ILEEN.D ¥ A 7' (Parks-Weber

SEBERESCNENT - B RN Z N A T TRhE T
W EBRTRSND,

E. #&5&

TSC (ZfF 5 A RIE R DIER & 139 L=, A RIE
KITHARINCAEE 0 | 7 THEEITIEICEL L,
TRIPRICEERS L=, 772> 5 mTOR LEHRK T v U A
AN KM FRE AR T o7 2 A, HEHLT,

F. BFgesE

L. I

2P E A, KB, /K 0. Canadian
Occupational Performance Measure % H\ 7=
FUNE YT — a o AEOFH. The Japanese
Journal of Rehabilitation Medicine 2023; 60(2):
152-158.

Osawa T, Oya M, Okanishi T, Kuwatsuru R,
Kawano H, Tomita Y, Niida Y, Nonomura N,
Hatano T, Fujii Y, Mizuguchi M, Shinohara N.
Clinical practice guidelines for tuberous
sclerosis complex-associated renal
angiomyolipoma by the Japanese Urological
Association: Summary of the wupdate.
International Journal of Urology 2023; 30(10):
808-817.

KA. [Ppig A AR REERVERE(LAE. TN

NSV WREZRES (W) , =% A/3— b
B2 D/NROFEY R, FORESAL, O, 2023,
pp. 589-593.

Shimoda K, Iwasaki H, Mizuno Y, Seki M,
Mimaki M, Kato M, Shinozaki-Ushiku A, Mori
H, Ogawa S, Mizuguchi M. Case Report:
Tuberous sclerosis complex-associated
hemihypertrophy successfully treated with
mTOR inhibitor sirolimus. Frontiers in
Pediatrics 2024; 12: 1333064.
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#& R EIEBRGEICAE 5 A RIIER O BESRE 51 & AAERS]

No | ik M| Rl | BB 9 i%ﬁi‘”: WwERLE | Bk | T, U | mTOR M
1 arg;’;)t etal. | 4 | e ETFE | AVMRTW |+ | @feieL | 2L
S g
p |Oomneetal |y | gy | g e | RO g | L
Reddy et al E TR
3 | (ogsy | B | W | AW (i | 72 L + | REaL | EisL
)
Assefa and
4 Alemie (2010) | A H s KTW + L L
Navarre and - H Mg Y o8 N &R D
5 | Poitras 2014) | ' | 75C2 | ™ R ey ik L
gmits | &
Hﬁ*‘?'}jyﬁ i, W |
6 & | 751 | AW N TR + | wis, v— | Bverolimus
EREmI N e DIESAAD
AVM
Jenkins et al. BT OB g Von=y L.
7 | (2016) 75C2 H] (B FHEMG | 72 L e P— §1rohm1fs
ﬁ‘ﬂ?"f&) L Jﬁ Qﬁ%bﬂ—ﬁ‘
8 TSC2 N e R 2L - Rk e L FLAl 7R L
TSC2- . ous L7 | JEd. AT | Sirolimus
<H 1 Ny .
9 k| g | FW AR | Vo | Forss | gt
T bt 7sc2 (<« | 5 ER.
10 afséj‘)r;g) © | TSC2 | VA A% | Wik, W | PIRIEE + | @Rl | mdeL
’ ) fik
e R .
ENT k| aser | ROV P | e, - W5 B rolimus
z i fiti, BT AVM E2)
LOH) Hik, R

AVM, arteriovenous malformation®hER&7HE; KTW, Klippel-Trenaunay-WeberfiEfERE; LOH, loss of heterozygosity.
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CFEMFSE (XP) Wit v & —HEFF LBGTR2IR AT A R 7 A4 VREITHET S0

W RE A H— RIREFEERIR 2%

Wt E s

WFFE o358 25 4L B2 72 0 #ERF L TS 7B MVERLEE (XP) Wit v & —13, XP
B - FHEO QOL M)k, XP ARFEFECER - B A EE O BURR 25 53 2 72 D BUR
M ELEETHD, SEED 10 Hl XP W BEICHOWTHRERE, BEmikz v
THI L~V s F L~V TOMNT 2 Fhi Uiz, 5 BlEH o X— 507 XP 86\, 5 fill
BFEFTXP SN Th o7, AIE T LHIA XP-A, 2 623 XP-D (2 FliEfEsT ) . %H&E T
1% 2 BN IEH OB (LU | 1L XP-V QBTN F) Thot-, XP ZWikHE - &
JEE S Z ST XP 2R ATA R4 (GL) OUE FATHIE 2015 42587E) 1ICR L CIIEifE
FEAE L 70 5 TS Minds TR TOXIEDR XP D X 9 A DEBTHRENE I R EE2 5
TH GL ZEICTHRA 21507, XP BIFRE S AT L OFMAME (53 & DNA BFFEAT TORMR
EHD IOV TUIWE I E ITRFTEME TH 5, XP OB ~O8H% B & LIS
(FEFEMP—RTHERIZH L T) (oW TEEH~ 2 2 2 025870, 5 ik TH

Do

A. BFEE®

W HE D 25 AL B2 72 O HERF L T
X O FEMRLEIE (XP) Mk & —I%, XP &
B« GO QOL [f] 1, XP ASHR A BB R -
AR B O BUIRER IC % 59 2 72 D BURHF
ZELEETHD,

B. #FFEAE

WFZE G (XA 2 S T falt D) 20 4R,
XP. XP HEBZIE B OB v & — 2R L, 2E)
HFRIT AT E 72 500 FILL LD XP Beu B A

JAAEZERY, 3 FIBARSFA TR BREE L TR L,

ZHE T 160 BILL E o XP HBE (F] B AR NJEE])
I ERZIWT LT, 2023 ARG . RE ZEH
SRIGFBRHETE M, D WITERE K E VT,
DNA fE48 Z $8FE(Z U 7= MR 00N, AP B (5112
DN T DB F RN 21T > 1=,

(B ~DHELFE)

AWFFED 5B (XP BV ESE O T DNA (E1E i
iy B XP BBE OB\AR TfifdT, 7 — X HER7R L)
LRI CIL AR S N2 LB 7 A
DEDE LTHERDOLNTWD, £ - BERMITE K
VL KPR R SR RSP FE fm B B4 (KPR EE
PR E) ICBWTT TITAREINTWAS, B b
N E WD IEEILE DO S O FEUE A ST
L BEDDLWVEIFEDO LEC L DRBEEST-%
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DS ~DHME AR & USSR (5T EA
LRI LT) oW TEFHE~ZaI D
W EGLRNOkGET CTH D, #RT7 v 7
—LIZED XPIEFOL A RN — AT ATES
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S HITITFFRDIBEIEDRBIZHEGTH2HD
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ZIVE TITEERIER 72 5 N EBRE IR Z W ZDNMEE T A N TIEERENMETF LTI &b
XPZ 58 < Bt D IEFNIZ BN T H BB FR2B CRIR & 72 5B BN ONE W2 EnboT-, £i
B OIEFNZDWTIRIAR S — 7 = AT K BB RN 2 520 L XPJRIAE R T Ddeep intron
DEBIZLSTATTA ABFE NG ZHZ SN TWD Z ERHEN S D IEFIN R oh-o 7,
MGSOA A RTHDOTH Y | SBIEFIE AL LT, HlREED L L LI, ED XD RE
FITZDE I RFEEZHNDIORENNEED THRET 5,

A. BFERE®
IHETIREENSHBN SN D AHFMERE
(xeroderma pigmentosum: XP) &&VMEBNIZ- DUV T, i
R RSO 2 25 2, T A R b ONCHla %
W= DNA BT A N L BB A Z A S DE T
P AT TWDA, BRRAIIZ S XP Z &V, DNA
BEELIERVER T, &7 Y Uiffr TRRE R
MIRUMER & 20N, R6-RT £EFE (/T T, XP Dk
TARTA L OREEEETEL TODH, Z DR,
ITFERGRICHRE L CE B T FEE XP ©
BETFRZRICED LIS LTV 2 EREHT 5,

B. M HE

2003-2020 (A KIZFAIT SN2 BEOH T, K
TEH DNA A B HE T 7= DNA IETEHEAS 50%LL T C XP 2%
R EEDLNDITH D 5T, XP OFIKEE 1O 5
N H O TWVDRVMEFIZOWT, ity — 2
TR K BB REAT A ED T,

(fi BRI~ D B &)

ARWFFETH T R DR ML RS OKR %
B 2T, BEPLLFARZZEBSG LTS
MIETH 2O T, fEmE~OBEEIT R STV D,

C. MimR
RZWrE 2o T NGS i L 7255 5, ERCC4 (12
deep intron OB HT HIEFINH -7,

D. Z£
ASBIOERCTIIATTIA AR 232 L
DREINTToD, TNDNHERE R EREEZ D,
Ltk ZOBIGFEROBEEN B ARANREN T
WE 9 THIUX, DNA B 7 A M IFONTERIRIEIR
Mo XP PR O AGEITIL, ZOERED A
7)==V T EFERT LI EbREIEND,

ob2A
E. &
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WHoeo g bE e A RIERPEE AR R R RS B

WFEEF

CP) DERZIT 9,

FSERIXP-ADBEIZBWTC, UFDOZ EZHLMNE L, AT DHID15~205% CTHESCKE
OIBAN MBI B0, ZHUC X D AFHIRIERE 5, BiE L EYIBNITIT R =2 KD
N TITh b, NTIEEEOEENERIND Z 13DV AlRE N H 5, FIY OBFIILE
EH%<, PHILRWKHTCEZZIT ANLILERNSH D, ACPOTEIRE L COIERRE LY HIEHR
WHIZ D, SBITEEZES T HEMREDIER 2D, 7 RN RA T T 77 =7 (A

A. BFERE®
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