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@ OD#El mg — =
A 0D#22 mg -
B ITALFFER TAT7 GRETF|2SWEEHENE (704 FAIRERT OA FEILSO REH \
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L7571 SERARTE ot A R |2 RUOBLETFALO=E—F [FIAFSCENLAVEAICRS) M - DR LT IFEMESE oH£0) HuGE)
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TR Z) & L CHIENS 1 [E& 375 mg/m?2, 2 [A] 3 LAKEE 1 [E1H 500 mg/m? % |
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BAERNREHIE, 7 U vrYb« b/ F— « U o — N—JEfERE
CFRREIEN ., BHE AR BR)
@®
(U 2 RE i M)
WE, RAICIFEYr ) ARE LT 2mg & 1 B 1ERAKRST S, ok, B
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(R MY~ R R 5 M OB YERR S 77 TE)
WE, el AAE LT, BRERES 1.0m? L EOEAT 2mg, 1.0 m2 KD
A img ZBMAHELS L, 1 B 1 RERO&KET 5, DILIE, dh 7 73
REFOREBIZEVEGELZRET L0, 1A 1 4mg BRI &,
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CEEVR PR RS IS K OB MENRE A1 )
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R - A&

LOm> RimOBEA T Img ZBBHESL L, 1 A1 HRAERET S, UEiE, i

T T 7RECEEOKRIEICE Y G EZFHEd 52N, 1 H 1184 mg 2@ 2

RN b

RFRED 0.6 > Rl D%E1E, Hilmllhi U ChtaHES Falo LB &L,
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RIRELZ RS L SARHAOEIRR, BERRIE, UORRBRIRE DM TR TV D08, MR RE Sk > T
SARHIBIERDS INEE R G50, TR BEON VG b H 5,

cAFRIZIBN T, U o NEIR B LS ONRE I K& OWRE 7 T AR Dl)s 2 A4 5 EE TR S h
TR,

(TEREFT - Fri]

- R4S B Mo OMIRAS 27 T D95 RN ARE L 72 > Tvie D b 0 D PIBK/AKT/mTOR &% 00 B & & 12
0 MENEHRL, U SN EO REEA R T 2 ENRERO—2 LB b T
Do

- AIEIE mTOR [HEIKCTH U | PIBK/AKT/mTOR #REE 2 Bl 32 Z 12 Xk 0 | RS HEE K OVIRE &7
A Z R~T B X BILD,

CEE] (A4 (k4]
s ARIRITIBN T, U o NERE LS ONRE IS & OIRE S 4R 2 s 2 A 5 EEMITAR S h
TW7euy,

(4 DB IR
- 2023 4 3 HEE, AN BW T 110 OE Il TEGE SN TV 528, IRE RS &K Ok
BEATNAR D 3 THGR ST 2 B ST sk i 72 v,
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[ S 5 G

th =k 2z 173 50 4 B — A
JININT 4 AT T . " - N
ety | DV M2 me, QR 25 me OO —HAET
53 ke 4 | = bha RS FTI
S R DI R FE M i/ RIS PR SR BE 5
OFFA BMHEE 1M
D12 MR F6 M 1/ R P SR B D 35 &
WE L AN, = hr AR E LTHIEE SR 125mg 2 1 H 1R, BFO
RiTt% 2 R 2300 CZEMEREICRR DB 537 5, Zrds, I/ VRcEL, SERICE U ol B 4
W5, 2. 1| HERRESGEIXS0mg &5,
QOBAERBMEAE MOSE
PR saEE 7 a7 ) o CRIGR OIS A
Pt 7 a7 ) v E ofFRIcE VT, @R, AL 12 5 Eo/hE
Mt - H&E Wi, = by Rm X7 L T75mg a1 H 1R 65%LL b 12 Al O/ NNz
X, = ha RS L C37.5mg & 1 A 1A, BEFEORTE 2 Rl 20 T4
JERFCRR N5 %, Zvds, BEOREIOE U THEERET 5,
BEAARIRE CORAR 0 7258
WEL. RACIE, by RART L LIRS E2S mg & 1 B 1[E, A%
DRiit% 2 REf 28T C2ERICIR 45T 5, 7eds, BE ORREICIE Ul HY
BT 5, £72. 1 BRKREEGEEIZ100mg &35,
(CTFRER B
WKy | ERMERS () BT RERES,
FEAEWMM |641H
FAE R - AKRHGEE (BS54 4 A 26 H)

RMP, mifkiEtzid, =pli

F DRI IESE S CERL 28 4E 11 A 24 BAHT SEAFER 1124 8 6 &)

® =

G759

- FAEREMEDL (AA) 13, RMMIZIT 5 PLMERD & BB OIKTERR &2 F i & 5 5 B8R R RE R
D1IOTHY , AT EIIRIHEEINTND, KIMOBREITA T A o TlE, PEHELLTO AA
THIMARE R G AILT 7 7 AR Y & (CsA) 23, 40 A TR 23 B 72355 P EiELL LD AA T
IXE b AEMERGUR (HLA) #AFER R —220 OGBS, 40 sl B0, 40 okl T8 R —20
BFoNWEE%EICII e MR s a7 U (ATG) . CsA KOV /L ha U AR 7 4T3

vO(KE) o3 KIfFRABHERISNTWS (BEREMELZEOSRTA R

B4 FEUETR (8

BRI E A Bh A HEAMER RS BRI e 3 i i = S B 2 SR AR EE) )
- SCEkERE (/D iEEE 2008;22:53-62) KOV H A& a2 o BT A K214 (3

16/33




ARIE MABIREA T2 2018) (ZEEDW T, ENO/NEOFRFIEE 24 75 4 LHEE L1z, S 51T, 1988
2005 I FENE S 7z A AN S AR BMA M Z B S OEFREIC KL D & BIE & K EE
EHDOETEEL EOBEOFEGIERRD 54% ThHh o7 Z L &2 E 2D L. /IO AA OFRHTHLH
FEBOR) 75 4 O EIEEOWNRE . EIELL 3K 41 4, FEEENN 344 L AL b5,

(FERRER - 45
s bR URRET CRFARFEETH Y | B OVE BB A ET D b e AR AR T AR
EORANEM 2 L CTEMER L OV ST IS O 5 K Ok 2Rt S H 5,

[ESE] (AL (i) )
[EAEREMAMIRD DR EA L. R 1EMERE O 3A]
cuIFlL—hF (BIFERAF L GEEHEBEZ) )

AR MR MIRD DR AT D25, TEMERE A 572 % 455
XA —=TN T 432y (YT AKRYY)

sHAEr BT YL (Fie AR YR aE s n T V)

-7 M A A (Fie MEREHIE Y < s s e 7Y )

(st DB sk ]

AT 2023 4F 4 ARERT, KER ORI 2 & T 100 LAEOESUIHEE CHAGR SN TN D, AA ITD
WTC, ISR ISR E O A O BAEF AR BRI (SAA) (TXF L. 2014 4F 8 AKET, 2015 ¢
9 HIZBKIN TENENAGE SN TV D, AL 2 5L BN OERE AA BFE T3 2 g s &
OOFRIZ L 2 —IBFIZ OV TIE, 2018 4F 11 HICKETEREIN TV D,

17/33




L i i

i s R Ry i —HER
TV F T -

4 ARA T ¥ HE 50 mg TR
7 —~ ([A])

o % & | A=z

B RE - 2R | BIEEEEAT S e B U RIE

BE . A, Ml (C5) EAEOMHIZBWT, X=a XL TI1H
i - HE |150mg 2 1 B3 EAEZICRAKEET S, 2B, R +S25E8120%, 1 8
200mg ETHET L ENTE D,

mo XK | ERHEES (1) AR & A ER,

H
HEAMME | 104
=

s B - FKERHEE (BSfMSAESH 19 H)

Eis
pE g i RMP, mMiiREZFAE, SEFRE
Z

DAl | DB R

B E

GIE37T559
- BIEMER I ~E 7 2 B JRIE (PNH) X, phosphatidylinositol glycan class A (PIGA) Bfn 1Dk
REY7RZEINE BT X0 AR ERF i _E O FERAFAFIEIE 7 CD55 Y CD39 28 RIE L. Zi 5 DR
M ERASFHIRTEPE(L O T TR IE GRS L D EEIC L TR 2 R 2 LICi WAL S
BYEDIMENTEMZ EME 2 & MR E TH D, AFTIT, PNHITIETEH (FAk 27 4
1A 1 BfHT BAZEE S5 62) ICHRESNLTWD, BIfE, PNHIZXT 2IaKIEE LT,
x5 Met /7 a—F Ak Cchr=r UV X~v7 (Baff#iz) KT 7Y X~<w7
GRS TR X)) DMER S TND23, C5 IERDES SNIz - MOBH TILC3 2/ L7z
SMEMAERD BN TE Y, PNH OIRFE EOBEL 72> T %, 7038, PNH ICHT LRI L L
T, C3FHETHL T F a7 T 082023 453 HITHGRESN TV D,

(7ERER - Fri]

s AFKIL, A D INFOEENZA L. RS R OHEERRE TH 2 Mk B N+ DORR A it
B 2MAD NFOv Y 7T 7 —BIEMEEE U fH RO R TN C3 77 7 A
> b O WY 5,

] (B4 (—ik4))

PNH 15553 (REORhEE - DR EHT ) |

- VU Y AREEFE300mg (=27 U A~7 (Baf#ez)) (TLvrovdr 7y —~vaRath)
e )L b XY R EEEE 300 mg, b b 2 U A HI AR ERE 300 mg/3 mL, =L k2 U A HI A
FE1100mg/1l mL (77U XA~7 (Bl Ff#az)) (Fvr vt s 7y —~vaRath)

« TARNY ERE 1080 mg (72X 3277 ) (Swedish Orphan Biovitrum Japan #£=231h)
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SRS - HE

B s s st BiHl/ —EEE
7Y = A(KR) VXU 4 H TN 50mg, [ 7L 75 mg HBHLAGR
— W A | ufTurr=T
SR 3 Ny F UV e XN T =R Tu Ve ) THEERELO T ot v I A2 ED
2h B - 2R N e~ e

TuayzuAf R T7I ) NF—

W, v 77y =7t L CRMAR 115mgm2 ((KEHFE) %1 3 28],
koo Y ORFESUIRERICHE ARG L, 4 7 HRISHER R 150 mg/m? (K%

d L

mAE) Z 1 A 2E #YORFPUIRERISRAKRLGT L, ok, BED
RABIIE U CHEEBET 5,

o K

1- (1) # A2 & A S

HEAHME | 104F
o - KERHIEE (BRSAES A 12 H)
G S RMP, MiREZHE, SFFHAE
z D fit | F B RERS (5543 A 27 AT SRS 0327 %5 15 &)
Jsies
(CSE3435Y)|
Ny FU XN T — R Ta v U TERERE (LR, THGPS)) KOV at v v 7 ARaett

n7avzaAR-Z3I78F— (LR, [PL))
HGPS DJFN 1%
DEHETH D,
TR VUL ENT R, A e e T T =Bl 7y ARk S L A E e XS TF R
)Y W
AV TRENELDHZETTLIIV A OT I VBESIFOA XY T aT 7 —EBILL D)
BRI KB L, 7 7 VRNV EERFGLIZERT LI IV A (Tav=) v Xid7my=l
AEZ LRI BNEESH, TuYx ) UREBICERT D 2 LTk VI ORE & OHRE
DR 2 & 127,

Tut o IAEMD PL L, HGPS L[RERICT 7 VRV LSRR T LTI A (Te
VxRS L RIE) OBEA~OEREIC LY REIERE BT 2HEETH Y | BRI R EIX
HGPS L &E#+ 25, 7ty 7 Retho PL & LCid, HGPS & I3¥72 5 5L CTPD LMNA &
B OER, IAZuraTT7T—84%a— N1 25 ZMPSTE24 BinFOEEZFKN E T 5,
HGPS O HA #1355 400 7 A2 1 A (Am J MedGenet A 2006; 140: 2603-24) TH b, AFMIZE
T HGPS OBEFHITL 10 A RRE LG STV D,

MRS D2 R IED—DOTHHT I AR a— K15 LMNA &fs+
B, LMNA BT OEERENTEREAD T I VA (VT I A) 1L, 7

ETHREAT I A LD, — T, LMNA B FICEREZHETHEE. 27T
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Wild type LMNA gene Mutant LMNA gene Mutant ZMPSTE24 gene

remn (BB JF={TZp-» s =L |- e remmn (BT =2 »
3swmg U,Spucng ,U,Spncng
e — ] — O —
3’"3\51300\ 37!3‘!&30“! 31’1’3\'&2‘10\
= Abnormal
Prelamin A l " | |CMx Prbamin A l I—lc.ux Prelamin A I || | |CMX
3Famesyvaﬁon 3Fameswanon UFanesytavon
l [T Jonax l [ Joa I [ Jona
L Farnesy Ls.i:"m:. Ls.n eyl
GZWSTE?‘ or RCE1 O,ZWSTEEA or RCE1 OZWSTEL’J or RCE1
l [l l [ I [ I
L‘S»;:"m:. LS‘JV’\C{V LSA:"H*'..
U.camuymenytamn Carboxymethylation U,cmxymemm«w
l [T Jeoou  Progerin | [ Jeoou I [ Jeoon
&ZAPSTEZU L‘s»: mesy Ls=nrw:v Progerin like protein LS Famesy!
Lamin A l I]] @ I Mutation point [l Cleavage site by ZMPSTE24
l% F
Ny Famesyl L
3

-

M1 JIA, 7adzl) o g7aye ) UEX NI E ORELIRRE

(TERE - K]
TIVAZURTEORBBBIZIBNT, LTI A DT 7RI EMIEES 5T 7 v
XN T UAT 2T —RBIZKT HAFEEH LA L, HGPS KU rtE s v 7 Ao PL O
FIEFRK & SNDTr Y ) T 7 v =) URRY N BOARREIRIT 2 2 & T, KR
DT ZMEIT 2 Z E RSN D,

CEEE] (4 (i)
7L

(g5 o B ZE 1 )
2023 -9 AWEACL KE (2020 45 11 A) . BRI (2022 47 H) & &Te 29 OFE XXk T, HGPS
KOTats o Z RO PL OFEE « SR TERE SN TV 5,
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S — o

- - = B — AT
Ultragenyx Japan . . N = =
) T 0% — YRR FENR 345 mg HrRUAR

= 4 | meFs~T GRIEFHBA)

B Re - 2R | RERAERFEEES 2 VAT v— ) VILE

W, e F <7 (BEE#x) & LT I15mgke & 412 18], 60 43 LA
ET CTRIEERET D,

WK 4|1 () FERRS A EERS

H
BEAEMHMME | 104
=

e - FKERHEE (D545 H 31 H)

e
A B & | RMP, HilREZHRAE
-

D fil | FAEERERS CERE 31 4E 3 H 25 AATSRAESRERRE 03256 1 =)

5 2=

GIES/5Y|

- HMG-CoA &2 il H#EHR (LLF, TAZF ) THRATHRE I VAT 1 —)VIEREHES
& (LA, THoFHJ),

*HOFH |[ZBW T, B UI A X F L TH Y | AZ F o 2l K A& £ T L-%I1c.
TRFIT, TuF Ry BEREER T T ) vk 9 B (PCSK9) BEA, mI XY
RAVNBEERBANTHZ S Tnb,

[VERT - Fe]

CRIIT AR TF RS 7 (LR, TANGPTL3 ) 12632 IgGa4 77 7 Ak hE/
7 a—FAPUETH Y . ANGPTL3 (ZfEA L. ANGPTL3 (2L 5 URZ /327 Js3—+¥ (LPL) K&
OMIE N Y /3—8 (BL) PRFEIEMEZ M6 L, KLE D A& o387 2554k (LLT, TLDLR))
FERAFHNC MR E Y A2 o7 a2 F7a—L (BLF. [LDL-C)) (K FIERZ =T &2 5
nTns,

] (A4 (—iks))
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VXV AXE Y KA TR (m X E KA ILVEEE)
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DA WS
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FiEEE a2 L AT v —/VIE, &2 L AT 1 —/VIiE
2L, LFOWTFN =T HAICR S,
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z ERae (58 J s M RS AR 2 SR FH R SRS O B MW CFRk 11 4 2 A 1 B
WEE 4 5« RIS 104 75) (BUF, 1104 5ad@kn)) (25 < AHAES
B =
et e ]

M2 R O TR ERIC L0 N—F v 9 (LUF, TPD)) XU L v —/MEBRIEREE (BLF,
DLBJ) &b 5B,

(=% Y LB T XA MIBG-1123 1EFHE (BLF, [TRA)) ZHWizLyrF7 7
7 ¢ OFERIHEE AT 32871 4 CH -7~ (RADIOISOTOPES. 2018; 67: 339-87) ,

(ERT - Fr]
PD & Of DLB (Z, WA s FHECHHRROAAN B AR ~O L B —/ MR D FE B 295 L ROy
e L, DIETIR L E—/IMEDFBU Y O AR D ZE M K O 25580 H LD,
3-3— XN T =Ur (18D (LUF, TAE]) 130D AR RN R BRI RS
DHREEA L AEEZAWTZ LY F 7T T 41280 KRIEO LR~ ORI T OFRREE 2 5F il
952 & T, PD X 'DLB ORI w5 T HEENE LD,

] A4 (—i4n))
[PD MO DLB Ozl B9 & U EFRRAICH W 2384 ORI & [FIEROALESHT & 22 0 BEa
B LBESRD) |
By NAFRx UEE (A AT ARy (17])) @
a:PD XONDLB ORZWNCEIT D KNIV b T UVAR—F = U F 7T 7 4 [tk D508 - hRCERRBEHT 5.

[#E4k D B FE R ]
2M3E9Hﬁf KRIEZH Sy &3 D BANE, O AT DN 2 il K OV ki i i oD
ZER D 0RE - SR Tk &2 BT 5 DL R oo E I TR 41T\ 523 PD X TUFDLB
T LR D 2hEE - W TKER STV A B U TR T AR,
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s

B = A Wi/ —EBRE

T AT T AR
(k)

OFurZ77H7E/N05mg, [EA7E/L1mg

@7va 7275 7&/N5mg

@71 /7 7k 0.2 mg, [FFER: 1 mg — RS

W7 I7v7rH—H7E/N05mg, [EH 7 BN mg FAT
T/ 5mg

&7 a AR

- B R

(A lElo REEIZ BT 5 %hhE
D2B®

TRl AR
A, FRAE.

R )

BT DAEAE LS DO
OBHE, MIBAE, EBHE, /NBBAE

(ZEH72 L)

M iE

i
B

(B AL
OBE)
BBIEOLE

BT 2 HEME S O FR D FE - F &% HPr)

=

W 2B SAE : v >
532z i i&ﬁn)AXkLTIEOBmﬂg%IHz@%m&ﬁ
L. A%, IR 5, #ERFEIT 18] 0.06 mg/kg, 1 H 2 AR AO#KYG 21
e L3208, JERICIS U Cll eI 5,

be e

BAEDO A

WE . B2 BRI IEIcIE# 7 n ) A AL LT 0.15~020mgkg & 1 H
1 FEIRE D595, LM, SERICES U ClEEERT 2,
(CFREREIN,  BHHREHIER)

o+

@
)

o K o | ERAEES (6) BN RERR

BHEAHM | L

oA KRR | - KGEHEE (BFISH4H6R)
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®m =

PSE3/35)

BRI, B AL 2D . RS EDIR AN IA

BT 72 Dl O E T K o THERERE

(F4) P TE 25810 EmS ., B %T@L&%®t®®ﬁﬂtﬁﬁi&fﬁé —77
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HFEND L BIEE OKRERECREEICEY | BH DAL
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ERHIFFCE 5,

C BBICB T A HMESOMENCH LT, 7 AR e sul A& (LT, TAREK)]) &0
ANy =a—) VHEEK a7z =g E72FL, BIBKEAT v A REZHEAGDE
DIBFITIED I Sh T b,

- 2020 R\ A 2 S0 L 72 B (EIRRBAE 1,412 B, BREREAE 129 f) (2T, ARIKITAER
BRSO 1,150 i, BREBMEE O 102 FlIC WL TW iz (BAE 2021; 56: 195-216)

(FEABSET - R3]
CSEIHIER 2 AT 5 =a— U VIEARITH B,

CEEE] (4 (i)

R J0 1T 2 MBS D BN R 2 S0RE - D& AT 5 3EA

cFA—=TN, BT 432l (e ARY V)

TV =r ATy (TYFATY V)

cWk Y = a7y (RYxzF Lo a—) VB AggE s a7y )
cH—F 4 Ay (mRE Y AR)

- VAL F (N XU (BB THERZ))

BB N M (a7 =R BT =T )L)

TV T = (XYY EY)

[#E4k D BEZE R ]

*2023 8 ABIfE, 0 I 7T BN EGOARED I SR ARIT 4 IE, T u s T Tk A G
e AREDFERIANL 30 HE, VT T Z—h T EGieAREDRME D 72 AL 80 HIET
BRGE SALTWV D8, KER ORMNIZIW T, BT OAEDOF G IR T 2 HE X720,
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‘yi/Fﬂfﬂ

EIREH

s

B = A B —HAE

77 A= (k)

OY =/ hut'r TC EA 53 mg, @F TC M 12 mg, @

. o . - — IR
[Fl=—27 A > 7FEM53mg, @RT—7 A v 7 {EH 12 mg

Ry

Vv bhubvy (Bafiaz)

o R

BB FED 72 OB RS L L R AR B
SRREASH A FED 72 WK DI I 5 (5 R

1) & —F il

2) ABPEERAS

c T 72 U 4 VIEBREIZ BT D ISR E K OVE itk PASH 2 fE o 2 RS

* N ARV AR AE (BAEICIR D)
(FHREEEIN, AR )

e

V)
c 772 U4 VIEGREIZ BT D ISR K OVE itk PASH 2 fE o 7 RS

1B
Fa AR UC 1 RIS RE kg 24720 0.084mg £ THET S, b, &5
R ERARIE R G QMg A~ AV RRERGR R -1 (IGF-1) R EESE DR AT RIS
U CGHEHEKT 2, 2720, 1HELLTleomg 2BV &,

BB, HHOY < he rEAaZ BRI - T 20, JUIRHHAOR

iz O TR, 9%,

WEL. ARSI, BBHEL LT, 1 EMICRE ke 4720, Y bhaE Y
(oA z) & LC0.042mg & 6~7 BN/ TR FICiERT 2, BFOD
Fa AR UC 1 AMICRE kg 24720 0.084mg £ THET S, b, &5
R ARSER S ONLIE A~ RV U ARAR R -1 (IGF-D) RS O AR RIZIS
U CGHEHEET 2, 2720, 1HELLTleomg 2B\ &,
CFHRREBIEIN, HAEAE D)

1+ (4) AN, (6) P RLE S,

D B OLE, HBLE (755 —0 0 V—fEERE 2D (755 — v ¢ VIEERE) ICFE
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BEAMME | L
=

A SR e - AKGEHEE (D S5S4E4 H 25 H)
i S L
= 2 n - FD IR IESR S CFRk 12 4F 6 A 16 B EFRIEE 633 75)
- RIGRIK - B/ FER TS B R R b
Pt
[ x5 ]

- I H— v VIEGERE (BAT. TPWS) ) 1&, Yk 15q11-q13 fEI O X MR BUER 123 EH
LBRWZ ETRIET D24 TV T4V 7HREBTHY | BN, FERF, (KR, HEREER 2%
DORNGUWFRIRE . R OFEEER, HRERIET, THREEOMRFHRE L2 5, —KIZ,
FLAVRINC TR i & BRI 21 O i BaRIR T 2 £ L 3205, 3~4 5RtED) b [ 23
B LA LD, SR IER, K ESBEIE(L L (Genet Med 2012; 14:10-26) | A LAKE
V. HEPR ISR O M & OHE &2 B3R I3 IET D (Lancet Diabetes Endocrinol 2021; 9: 235-46) . F7-.
PWS B TITAIHN D B REH B O HEIMN K Ol WS O 03580 H AL, BB LT D R0 5
KRR DO HEE % 279 % (Diabetes Metab Syndr Obes 2018; 11: 579-93)

* PWS BE DU OGN K OVE PRI, AR R gofih, EBRIE KON GH IR RN
BRE%  (Obes Rev 20205 21: €12992)  AFDTA KT A BN TH, PWS BH O
FEIIR LT, RERE, EIRIE L O GH IGRNTE RO P LICALES T b TR Y . GH 16
(2 & D KA RIS R IILARE O B TR S L. HFRICEAD ST 7o AT O VT HAT
IRE L LTHERS LTS0S (http:/jspe.umin.jp/medical/files/guide20221223.pdf, Fci&erd A -
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