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111-206/208 (Data cut-off 07 September 2021)
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8) Savarirayan R, et al. Lancet. 2020; 396(10252): 684-692

S FAES[EIR— MR BEAACHNMEBEI7H0
BHECHTIFMEBTA (FE&HH)

BEH (%) (£S5 I 2% 3 4% 2k

774 REIRHRY/
SU<ERIELHE 000 1(27) 3(81) 6(162) 4(108) 13(35.1)

BEBRTF1-TBEMR 0(0.00 2(54) 2(54) 5(135) 4(10.8) 13(35.1)

K EEFLRUER 4(10.8) 2(5.4) 0(0.0 254 127 70189
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Z Dfth* 7(189) 11(29.7) 14(37.8) 5(135) 6(16.2) 19(51.4)
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WEM RO BEEESE RN, ZAAEBEFREZE (BiPAP) . BREE/EXERE RERE. B
. RBRA/IEE. HRE. EEXE. SHEEN (CHESTIRRIT . SRR

Saitou H, et al. Am J Med Genet A. 2024; 194(8): e63612
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0~4r% HechtJ T, et al. Am J Hum Genet. 1987; 41(3): 454-464
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TeHBERMIERUP I HEILK - KBEDSHU. TSICEER
RICK>THEBDZFINTGE . KEBEADES FERREICRL 1
REENRETDURINELLBD. RREFELICEDIKRRETIEF. B
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1) White K K, et al. Am J Med Genet A. 2016; 170A(1): 42-51

2) Pauli R M, et al. J Pediatr. 1984; 104(3): 342-348

3) Hecht J T, et al. Am J Hum Genet. 1987; 41(3): 454-464

4) REAEW, b IBHERR. 2018; 71: 20-24

5) Cheung MS, et al. Arch Dis Child. 2021; 106(2): 180-184
6) Akinnusotu O, et al. J Neurosurg Pediatr. 2023; 32(5): 597-606
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AFMS 0 | IEEARERTL

RBE RO S ET 2B (& D 5
ARMS 1 | REXNBREEER (CSF) B
BRI e AR IR YR
HRARDCSFEDNAERS
AFMS 2 | KHTEZLIERE Cos B 1., BRI
S0
KGTEILIC BT B BEREBN 5D,
BREOEST(LERH SN
EREBET2EBRICHIFTDEHD
l ARMS 4 | i=cantt

EHOESTLh 55, SHERE?

ESBLLEE TROTEN. BT LDELE FESH)

Cheung MS, et al. Arch Dis Child. 2021;106(2): 180-184

AFMS 3

Y mERO=EE
ACHEETIIHAEMHDERNEAHDOEFRZZELPTL

EAZEME )
BRI TR AR SRR
multifactorial
SERSERORE
BRTHHOERE PPN Ttk

BREDIER

RBEIRE
£ hatal Y
Necker, 15 pt. ACH (tfgs_zozf)ﬁ
80%, HEREE BITIRERE 66
33%, EfERAENE BRI AR EITIR,
ARG EEITOR, AHI>10
AHI>10 4/68l, 67%
93%, LEFil 75 /A K OERIR
Morice A, et al. Orphanet J rare Dis. 2023; 18(1): 88 8/1661, 50%
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REBD WOE PR ETFRER3I~8REICHIRETZH NS
< —RBNEOERFEITFREDCEREE1~4%THDY . —
5. RBELEE (ACH) BECIIERFBIFRENHRLPIL,
MZFDERICHITDHREIFL45%EDMENHD? . i BEEH
REVI—ICHFBH2002F3F~2015F3RDHABDEEREITIE.
IR - ELIRDACHEZA7HID 551061 (21.3%) [CBVWTFF/A
REDERAT - RAkEEM PN URE TH >, FiFOEHITFEHIR1A
BERL 3mKRB/AMOBIRAFI TH o1,

INR - FLERDOACHES D BEFETREZZELPTVEREL
T EEBNG7 T /A RIBX - OFREXICIR . BREIEPE DK
FRPREBEARE. RNILVEY (GH) BERE WDONDE
ENEZXS5ND (H1) . £ENR7 T/ FEXEEEETSHOKR
A EESTRIFENMEETD I ECKY, FAEMEIFRIECPT
L18%o Ffc. KEIRFLIRARE(FIERE - LERFABEDEBEIC KW ohiR {4
FROBHAEGRD, T5(C. —EBDEE TS MBI 18 4 &R
BREDTIEBRBREHICLDREINHET D, INSOEHIE

FEICNAT, GHEEN 7T/ NIBIEICEET 2O N 1EHE
TNTWVB3Y (KB2) o 7T/4 ROEEBWIRIBRDFUED3ImAT#E
KUGHBEZRIIBTZHINZ Ve, TOREEEEENELESR
BLH, AZEMEFROVURIICEBRL. GHIESHIBAINURSH
BEREBEMNCVWOEPEFREZFHEISIENEETH D,
ERGEIFREZZETS/NE - AP RACHEEDEE

IR - A RACHEE ICKBEILIREN HB15G. #SREPE
B FIEE R EOBRERCI A THREEIZRAEC DTTREED
&Y., HEMDOITZEEZER T D EERD —A. TS UTHBIEIRD
BLBHDDOVWTEZFHO>TVBIELTIE. BIEREZRMEL. BAEM
BIFRZERTINENG D ARG EFRIFEDONDIHEICET
7/ 4 REIERIT - Rk HTOREITZZEER T D, LZL. ACHEEF
SMEFENRVHTTROEFRIZEFETZIEN B, PT/ARD
BIBEPDRERIFR. TRBREDBENMMERICELZHDH
Do PT/ A RYIBRAT - REHITOH TERPUELB VI H S
B HEULBVWEHZBEYCFHET 2 ENEETH S, liBdHVY
EPERBFEHNEFITIHTRE. BEBI 7D 1A, FiEBEEFREE
(CPAP) . EBEFERZE (HOT) DEAZEET .

EID = noroAcHEE N ERERFREES L PTVEE

) EBWRT7 T /4 RIEX - OZRHIEX
J BEETHOERR  EEESIE > BRERE > 0SA
(V) KEERLIRE = fE8E - EEDIRBEMEIE = WIREIK - CSA
) TRERR (WBEMA - 18HMES) = BRSICSIFRES
(V) GHIBE = 77/4 R8I T T8 = OSA

OSA : EAZ M IEIREFMRITIR. CSA : PR IEMRIREFRIFIR

BRSFEFRZEIZIEEDOEEIO—Fv—rER3ITRT,
WOEPRERIFIRICIHA THEBERIMES>TVBRIBESICIFREEILE
[EMTZRE U, #RERP BRVIBSICIXBEERE CEEEZRERD
SA.BE -PEETCOHNIRENEREECHERETD. —H. &
EDBSICIFEEREEEULTT T/ RUIRN - RIkEH Tz
519%. BEREFRECHULCEBREBITZ DIA - CPAPZIRN T 2,

PT/4A REEX - OBERMIERPERFREZZRDHBIVEEICIE, K
UYL/ T ST 4— (PSG) ECHIRMEIFIRZHRIL. KIEEFLIR
- TFTRBEREZERIDCEHEETH D,

HEGEFROIMFIICEUTIE. SEEEIFUECEF NUDLTFIR
RTFR (CNP) HE DRI ICHBAFNBIEND, ACHEEDKS
RICHUCTIREBREERICBLWTHERMZRLTE Y9 CNPRES
BERINT 2 ETGHBEICELD 7T/ A REFEDTIEE It Z @t o
BT ENTES, CNPRASEIC K >THESERROINGIZHRH
BoNZDNCOVTIFSEDRITINNETH S,

E1l::hv4

1) International Classification of Sleep Disorders, 3rd : Diagnostic and coding manual.
American Academy of Sleep Medicine; 2014

2) OnoderaK, et al. Int J Pediatr Otorhinolaryngol. 2005; 69(4): 457-461
3) ERAH, ftb. BAND R F =M. 2015; 91 (suppl): 27-29

4) IWORK, fth. BADORE - WEERL. 2021; 34(1): 53-60

5) Savarirayan R, et al. Genet Med. 2021; 23(12): 2443-2447

6) Savarirayan R, et al. Lancet. 2020; 396(10252): 684-692

REALEY (GH) ARICEY T /1 ROEAT 3aaEN

CBRAH, b REBUAMERECGHIRSUL16.1%IC7 7 /1 ROEEZR D
- BB (BE) 2 : GHIRSEIELRICT T4 - RHE : 10615261 (20.0%)

-BMATEN 5GHIES TBHINB LN,

P74 ROERRNICIE K2 0o EIFER
-GHIESDHH 7T /A FIBIEDREICTZ>TWNS EIFRS 0
112, GHIRED' 7 57/ RighE. BIRFEFIRE(LIC

BELTVWSTEE 52

) GHIESFtERIICERIEIROSFT
VI GHIESHBEDERNICVLWUE, FEFROFE

1) BRAH, fit. BARDMWF R4S, 2015; 91 (suppl): 27-29
2) WORK, fit. BADOE - BE&F. 2021; 34(1): 53-60

ERERFREST SRARUAEROARIO—F v—r

| BRERD SERBRIFRAIEONS [~ BEEREH TS |
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BREREHESTLEL
T | REEAAEAER
| EERE BREERETH)
[é@%ﬁ%ﬁ@i] [Eiﬁﬁ%@:]
RENAR+EHD BRAEXR - ARBRE |
*GHE%B#[-.SEEE&QE& T
55— PF/ARBA— BL)
OERHEX
77 RiEERE RRRE
3L
BRI7ZYIA PSGE THITHDEA
PCPAPEIRS | | AKEANE THEREORR

1) WORK, ft. BAOE - WER. 2021; 34(1): 53-60
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% (K1) - EADACHEZE 18461 (10~67mR) ZXREUTHRERR
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BiRENMEQOLDERFTH DT ENREINTVDY, Fic, KED
ACHEE1,3740 (F1315.4+13.95%) ZREEMULARTIE
S50MF CICHMS0RNBHFMZZIT TV FERICHUTIEH
ERMINBITINSDD, SHECEENEL. BRGIELE. B4, &
iR, RRESBEOFFNEZE, ADL- QOLET. DENA L
LA HE (BR) NOFERENHN, BEOAENKEVEET
53, fMIIERMICHE>TEUZHREEZE. BHENDEFHEH
BCETHROEEREDETINUESHIFORHAENELCDZ &
NERESN. KEEBETREBZEALERULICBEICE. BEDRK
REWVBH4AcmIFEORTDEDHRENH Y. HFE. BRHREZEDT
RERABBEICSVWT EEBEBIANSLU—b (ORTHOFIXH) &
RAWT. BIRRZSBoNICHIHURRE EBICER ZRLICHIET S
guided growthiEN BTSN T VS, RIEACHEETH. 6/%A1%
DRHICEMEIDETENTHDZENTRESINY,

Ffleo ACHEETREVEBPLERRGEDERNBE >TER
BEIETIT D, FICHEBHBITHEORENMELCPIL. IREICT
EOZEENHNIFETEHENICKEREZDRNIRNETHS. i
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Drug Information

BRI GRS

MY IRV I K TF:ER0.4mg
MY IRV I K TiEA0.56mg
Ny IRV I ETF:ERA1.2mg

Voxzogo® for Subcutaneous Injection
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BR5E FTERO0.4 mg | BZTERA0.56 mg | RTER1.2 mg
NAT7ILeh) (INAT7)ueh) (1INA 7))
BMEHE gﬁg’%{;l‘(iﬁﬁ?%ﬁ 0.4 mg 0.56 mg 1.2mg
~oN\O—2KFY 29.01 mg 40.61 mg 34.81 mg
D-¥>YZh—=)U 7.50 mg 10.50 mg 9.00 mg
TLVEEFNID L
e 0.54 mg 0.76 mg 0.65 mg
LAFFZY 0.36 mg 0.51 mg 0.44 mg
D TVEBIKIY 0.14 mg 0.20 mg 0.17 mg
RUVILR—K80 0.025 mg 0.035mg 0.030 mg
1) 134 PILDSZEN0.24 mg. 0.4 MgI$0.8 MghRAICE B3, FHIN TS,
E2) ARISKBEEAVNTRESNS.
HEER | BRERAK 05 mL 0.7 mL o6ml |
3.2 SFIOHIR
Ry IRV I FER0.4 mg
AR5ER RyI 2V TR TFEA0.56 mg
RyI2Y I NEM1.2 mg
R BHE~REEDOME (RISHED)
PH 5.0~6.0
BB 0.8~1.1 (EBRIERICHNT L)

4, ZhEEX FFNR
BIRSERNE DR\ BB B RE
5. SEER IFFNRICEET ZFR
BRI KB DT DR N SRR 1
6. FBiERUAE
EERVUFR GEETARIRR) U T, 268 EDBE(TIF 5 pg/kgk, 280 BMEE(CI330 ig/kg
E1810. E 9 5. 1220, | DR 5EE1 mgaBRBaNTe,
7. BERUHARICEET 3R
7.1 28U EDEEICE, TRESEIRSEEREL B5T5TE, [14.1.1858]

SO ABIDRSZERIET DL,

Ryo 2T Ry 2T Ryo 2
ENEMO0.4 mg | RTFEMO56 mg | TEMT.2 mg
BRRRE 0.5 mL 0.7 mL 0.6 mL
BEGEE 0.8 mg/mL 0.8 mg/mL 2.0 mg/mL
FENOJRER 0.3 mL 0.5 mL 0.4 mL
FEDOHE kg &58 (ML)

8-9 0.15

10-11 0.20

12-14 0.25

15-17 0.30

18-19 0.35

20-22 0.40

23-25 0.45

26-27 0.50

28-29 0.20

30-36 0.25

37-43 0.30

44-49 0.35

50-56 0.40

57-63 0.452

264 0.502

a) 2N\ PV EFERU TR S BRI 3.

*

| ErmtmanBES 873999
0.4 mg 0.56 mg 1.2 mg
#ES | 30400AMX00212000 | 30400AMX00213000 | 30400AMX00214000
AGRER 2022468 20224568 2022468
SEAMUNE, 2022488 2022488 2022488
BRocRAE 2022481 2022481 202248H
B REERDT. 2~8CRE

B 26

7.2 2EARBDEEICF. FPRESB(ICREEBEREL RS THIE [14.1.181]

RyI R 3® Ry Iy J®
K TEMA0.4 mg TAER0.56 mg
BRERRE 0.5 mL 0.7 mL
BIRRIRE 0.8 mg/mL 0.8 mg/mL
FETJREE 0.3 mL 0.5 mL
BEDRE Kkg) K58 (mL)
3 0.12
4 0.15
5 0.20
6-7 0.25
8 0.30
9 0.35
10-11 0.40
12 0.45
13 0.50

7.3 FEIFB1ORS59 BEEITH Y. TR R E—ISEHEICRE5 I DL,

7.4 FB DR EESNICBEE RORSETOBMEN 25- U L TH N[ OVHR TR S
U ZO®EHSD D EDIBFHICIR ST DL ROIRSE TORBN 1 285-FKE TH NS
BEE T IRODBSDUHEDIHREFICR ST DI E.

8. ERBEAKIR

8.1 —BMOMER M PIERE FCHESER (hFEL. TR ES  KEBH) B HSHNEIEN'HS
DT ARG SHCIBENRKDHIEEIT IR OBBICIEE T ST,
8.2 —BHDMER THHESHNBZIENGHDDT. BT CDIEE. BENEDEGEBRZMH SIS

[CIEEITRHBICFERTIEDTE,

8.3 AFDESEHICHIOTF UTDRICBRI DL,
REECOVTTDRBABIRZEREL-DE . BEEOHRICIRS TEDLZMRLIC LT,

EROEEEGD FTEMT DT,
R TOBEOREBERETE OV CTETEHET DT,
SERTEDSHPEBELTFOLIEEI BT,
9. BENEREZAIBIBREICHIT IR
9.1 BHHE-BEESOHDEE
9.1.1 ERBIRENSHZEE
BRARHBR CEBRATNTNS,
9.5 i@
FHRSSIEIRL C LD TR DS LTI AR LOBREN BRIEZE L3 CHicN35E
[COHBRET BT &,
9.6 IR

BEEOEHEROSAREOEHEZEZRL. RADHE X FPIEERE T L,

10. HHE{EA
10.2 HAER (HAICERT3TL)

A%

BRERAEIR HEEB A

- EREF

[ [TA

(RIVYDLBERETVIF
TUVURBHERE. T VY
AT VY VEIRBERIAESR. 7]

MERIHHSHNBTTEEMED
53

AAG MEIRRIFAIC K BREE
YERZB I 31 HAIC KB
EERNE®RT 2T aEMEN 5
BN

11. BIfEA

RDEWERN HSNNBTENGHDD T, HEZTHITITV BENRHSN

LS BB EBURLEZTIT L,

11.2 ZOfthDENER

SOlCldRSZED

10%L £ 10%K SERENER

RRES P

KATRIDIRAE

FEIEHEWN
MmEmsE KME
BhES 20t (26%) B
RO MRS %EAE
2EEENORSEMIOREE |JEFEBAIRIE (85%) B’
BRERIRE mh 7 )LAURR D79 — 180

14. BRALOER
14.1 ZRIFRBOER

14.1.1 BBOURERUFERICEDNT R SICUHERNA PIVBERET 5T [7.1.7.288]
14.1.2 NA 7 VR UBNBRRZ AEE CRFL TV 25 S BREIICERICRLTHIE,




Drug Information

14.1.3 ENA 7 VST SNTBBRUSNSERLB N & NA P IVISHRI DBERREE8Z X
et BNCAZIE<KSICALTERET 2L (MUIRELGWI L) JRSAYUY I TRESE
REWMD &

14.1.4 AIBERL. BREREESICERT L. BLICERATERVESG TH. AR, 2R T30
BLAICERT 2.

14.1.5 BEEHICERICTNA 7 VN ZHEEL. Y OEE N BHSNBBEFEALBENT & B
#BBRGEE~BEDRELELED,

14.1.6 ENA7)VIF @RV DEAELIHRIFFERT 5T L.

14.2 FRURSROER
BMR SIS RBRED. B ER. BERSId ERRERICITS T Lo B—ERUNEIRUES T BT &I38ET 48
SBICIHBUEER ST .

15. ZOfthDER

15.1 BRARBEFRICE < ER
ERPRHBRICH VT Sl EDBBRILAUERE D37.8% (59/15681) (CHIRY U F RFUADESE
HERE TN 1.9% (3/15641) [CPFFADEENRE NI,

SEAmDRERBILMIEESE TIE. 18.6% (8/434) [CHIMYUF MABEENRE SN ARV
FRUFRZERE D SFPAFUF I FIRE S NUa o Tz.

20. BBV EDEER
BRERTBT S ARE(2~80) CRETERVESE. BECRETHTEHTESH . 30
DIRICERT 2 Fo. BRTREURIISBEICRSI RV &,

21. REBR

21.1 EERURIEHSEEEED L GBICERET 3T &,

21.2 BN TOBBREANES TIRENTNDTENS, BB %, —EYDERICHRDF -9
ERINZFTOHIE. SEHENRICERRERTEEMT 2T &ICk ARIDERBEDE
SERFLRY 3EEBIC ABDREMRUEMEICET 37— 9 #BHICNEL. AFIDEE
ERICAEREBERLDT S,

22. @
(RyI 2V I TER0.4 mg)
1NA 70 (BEFEFRK0.5 ML/ FUIAIURYUD 1IUVIRA)
(RyI 2V IR TER0.56 mg)
1NA 7L (BEFSRK0.7 ML/ FUIA LRV U 1V VIRA)
(RyI 2V I TEM.2 mg)
1NA 7L (BEEFEFRK0.6 ML/ FUIAILRYUZI 1IUVIFM)

24. XHFERFERUEVEDESE
BioMarin Pharmaceutical Japantkziatt
ATARIA Y TFA—=23Y
T160-0022 RREHBEXHBEUT B1E6S
JRIIESSA4 90—

TEL:03-4578-0638
https://www.bmrn.co.jp/

*25. {REgISM EDER
FHAOMEER FHRICEET BFRICHV T, [BHHROBHICLIRROTREMED BTN
BERSNIBE ARDRSEPIET HTLE, | ESNTVBDO T ERICH o TIR+HBET BT
& (REF08175545:070458R178),

26. BUSHRFTRES

26.1 REERTTEE
BioMarin Pharmaceutical Japantkzt&tt
RREHBEXIEOT BE1856S

26.2 BHEEE
BioMarin International Limited, Ireland

QI OEXLCIFHEDEF RN ZEIE TS,
BFAXDMEICTBRETE L,
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