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%, BRMEREBEEIX, RRCEEOHLKEA K LD, MEEX (electroretinogram ;
ERG) CEXIEENIME LIV IHRT D7 &L — UL RBNED X 5 2 EEOH )k
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(RECE, RIZEE) CRMERERE (R2I7vrv7Vy) OFHMIEZITH, B
BRI T REZIT Y, 2N E TICEBEELRH SN T RWESIEIh b
\ﬁﬁ%w&<&%1$c1@ﬁ9_&%ﬁﬁfé (HELERE B) Y,
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kidney disease, [BMEER) DA T —V 58 E1T9, CKD AT — 1 & 2 TIXAEID
LA, A7 =3 TE3» HIZ1IEL A7 =4 TE1» A1 EIOY 0 —NR%ET
b5, EWR T +a—7 v 7R TIIREAE, IE Cr 8, & %Wﬂﬁ (M%) . M
EERA, AKyREl (B R kD) . OREREREN (ORI, Ol E A |
MBD (mineral-bone—disorder)#¥ffi (Ca, P, intact PTH) ZJRiRIZA 2}0"@“(?? 9, AT —
V3 LU LTI N E N E XA EICa L TS OREE LV,

\\iﬁﬁﬁm ,//

[ - B
JSRD @ 30%Z B EED S ZBD VY BEEOTRKIIX 7 L BETHDH, X770
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Z Z T, JSRD O EKZLEMETH 2BREEIZHOWNT, WNZRHIRZW 21T 2, £
DEICEHB 7 0 —T v 7 EIT I MOV THRRZ1T o7,

[fFa - =7 ]

JSRD DEFEE DA H ICOW T 2T 7o B F U A2 AT & I3FEE T,
W DD case series X° case report WIFETHDAHATH D, LnLNDL, FMmT
% + QOL OB D L JSRD OFEFEFHENEE TH S Z EIFHATH D, BEEDE
KTHLRT7 0 U BOREE L FEZW, EFN 7 e —7 » 7FIZ&F T 2
EDBMETHD, BHEEARIIE-THEOREHEBIZ OV T HARER S ER D
[ &7 v 22 HSL CKD BIRAA KT A > 2013 5L [CKD BIEAA R 2012) %
HAbETEEBEIZINN,

O Rt

JSRD OEIER D TRIT R 7 v B TH Y | #1T & HITRRIEIEE 2 Brer
275, RRAECTITRM MR T2k U, R OBEST & LITRESIROREEDIK T
ERODL I, RNESCHEDOREDT-O JRF B2 I 7 a7 a7 U R H NAG
(N-acetyl- B -D-glucosaminidase) 28 E /-4 25 Z & 28 % ., NGAL (Neutrophil
gelantinase—associated lipocal in) XM EZZITEE. JRMENS WS DHEA
T®HY, JSRD IZBWTRPICEF L TR BEREEOREELICAHN TH 72L&
case series LA SN TS Y,
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MR AT R RHNII B L 2B D e 0D AR 20T & FEZ, i Cr B _E5H
HiMOET, REHET > F—2 X @AV U LAMIER EE2BOLH, THUHITBEARARE K
BLTWDHHDTH Y JSRD IFFRAYZRMRAT L ClEA2 W, MyF Cr I LIRS -OF# I X
STERRDIZODFEIC L > TR T D EEELZHIET 52 & eCFR ZHIE L B RERE
EOREZHIET L ENEETH D, RPT M v AEENL MG MY U AED
KFT2ZEbH5, /I Cr lEOILAEMES eGFR OFHE FIEIE, /N CKD #5987 L —7
DOERC LTz [/NRABPER s (VN2 CKD) 2WiRs DR RER I O F51 & ] °/NE eGFR Ff
B G RAR) YEHCCEHMET AN TED, IRLIEFROY—LEHNTE Y
vua—RKT5ZLNTED,
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7w B EZKT DB, b A MNREBRREITEERRE TH 5, BikE SRR
T, BIEOKE SIZEF RN EDTHDH Z ENEV, —RANITRH O T & 3t
(2, BB EEEE IS S, R A O AR, ElROMEL, BoBIME, #E
BRODH IR D, BIMOBHIZCTPMRI AHWVWOREZ L H 5,

P RIS TG A I ARG A LI L 72D, 327 0 VB CEARICE L GATT
BRI &R 2 E RS2, BHNCHERK & 72 B ATREtEIE VY, ERIRIC L > R
TURRABEEATVIKG OFHE AT 5 2 &L DI E R A O B KR A S K D DHERE R
EITHZENMETH D, Ko, NETEA T 0 N OFHBAKEEZ O T, KyFEHM
IR L b AR T, DERCHIK ORIl AT S E N LD,

JSRD D BT A DHE DAL ERE 2 7 M7~ 2 012 99mTeDMSA 2 F 75 7 ¢
—WNHHTH o722 T 5 case series BNdH 5D ¥,

@ BB

T 70 OB MBI BRI ISV TITh o 72, His (BT,
R, BB, BRRER A B2 L) TRTIWEEERORIT ORI SN D, Lo Lk
DIAR TR OHEAIZ X0 JFRES T 23 A E S D 5ES0. RIECEAER, A A
AT X > TR 7 0 BN ZE S5 a1 3B AR BN S 5, B TIEORMAE
RIEBEOFR T (RELRIZ2BESS " HAk) QRMAE OZEMIOIRR, #ISTEIROFE D&M
RIE, BRMELZ 3L 95, SRERINIZITERT 2 FHIRIZIIRRO WA BB ETT 5
LB ERT DI ENH D,
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31.
2) Doherty D. Joubert syndrome: insights into brain development, cilium biology,
and complex disease. 2009; Semin Pediatr Neurol 2009;16(3) :143-54
3) Lacquaniti A, et al. NGAL as an early biomarker of kidney disease in Joubert

syndrome: three brothers compared. Ren Fail 2012;34(4) :495-8.
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[ Rk

a. AAREIEES. =E7 U RCESL CKDBIREATA B 7 A > 2018,
https://www. jsn. or. jp/guideline/ckdevidence2013. php

b. AR, CKD WX A K 2012,
https://www. jsn. or. jp/guideline/ckd2012. php

c. AARBEYS - BHEZHIEEEZES BAERWELT 7 2~ TEABRHED
R~ DFREE) FFLGETAR. B EEF4E 2010.

d. Liapis H, Winyard PJD: Cystic Diseases and Developmental Kidney Defects. In
Jennette JC, Olson JL, Silva FG, D’ Agati VD (eds): Heptinstall’ s
Pathology of the Kidney, 7th ed. Wolters Kluwer, 2015:119-171.

e. SERMERIRIEET 2 F0 & U/ N ER o B S8 5L O figi & R - B Ae

HEATHNH OIRFEDOFESIIE (B AN CKD #9770 —77) /NI PER gps (/182 CKD)
2T OB RERHMI O F o . 2 & IR 2014
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[~V —]
P& OHEDOBEN I EHEZ W, F BT RRENS A TH 5, (S A)

[figsn - =5 2]

MEMRAE CHERZORE FAEOREZRBDOLLELH L0, EF#HETH LY
»H5,

H?‘*ﬁ*?“d)ﬁiﬁﬁd)$ﬂﬁﬁ Z HGEZHNEETHY P CHLEEFERENEHTH D

oJ%DmeéﬁAwﬁfaé%féﬁﬁﬁf®@%ﬂ WREFTRE LT, O
JElg O RE B (FFfi /e 5 MAlEcs K OVERIED LR, IEF F 72 XEK L 7= A2 BENAI,
FME L7 5E) . OFFIROBEE 5. O¥E8E L 724 & NI OMPIRE: D £17. @FY
WRIFETCHE LA 5 [ P IR AR IR O L3RR A T B8 O F 22 D e S 41TV %, JSRD
ELTHEEREXBEAIHEOHEICOEISNH Y | ORI THILER O A
BETHLENAETH D,

ZOENOE G & L CERCTIRA T, FROEEMZ L, 1HE ORI
EBNOFROEITER . FIIRETTHEIZHE D T A BIEFRETH 51, FIMRITIHARIC
MR cholangiopancreatography (MRCP) |Z X » CTHRE OERR 2R A[RETH D . &
%é%%@%%@%@%m&5%%%%?@%?&@@&@%@Eﬁ%w&f%%ﬁ
b5, CTX?MRI (MRCP) 1%, HEEMBRAIZ T2WE OREBIZIZHN D23,
JSRDTDEEED @howf®ﬁﬁi&w
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Radiographics. In “A review publication of the Radiological Society of North
America”. 2005;25:659-70.

5) Shneider BL, et al. Liver disease in autosomal recessive polycystic kidney
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1) Molar Tooth Sign (MTS) I JSRD OZWriz B\ NTH H )

[~V —]
JSRD DRWr D72 HIZ MRI A TMTS 2R T2 Z LIXFAHTH D, (HESEE A)

(A ]
MTS (3R D 3 SDESE, (1) TWWHIFE, (2) K< ERRE7ZR LAV, (3) HHEEE
L0 in

1999 412 Maria & IEZERRAINC JS & 2W LI ERNC ) 2 B MR A 2 Mt L, MTS 28
82UIZFRD HAL. F D H H DL (94%) 1T MTS LIS D B R 703 o 72 L HE LTV 5 2,
—J5. BRIRMIZ JS E22Wr LTZJERID 5 B MTS DN biviesn-7c 8 4 Tlik, KIKD
R (6 4) /PNICEEROEERER (T4) MR LT LS Lz, (JSRD &
DIRBESNDRIOWETHY JS L#li LTV 5D,) ZOHHOHEN S, BRI JSRD
NEEHN T HIEEEERE TR L Z 2 I MTS 238D 722703 7=, MTS DT R A K% JSRD
DZEZBWTHEEZRTITRTHY, AHTOHL B2 OND,

2) MTS LIAMZ R &5 pr /i

[~V —]
/NGBS ODARTERR F T2 T IR 2 1 5 2 L 32, i & /NIMEISMT & TR R R
WHZEBRMBNTND

rnm

(]
Poretti &i%. JSRD 75 4 DEEMATICIBNT, IS & /MK REMSIE R LIS O AT R %
*ﬁ?ﬁb%&% L=, ZOHT, 0FD4 D 4 £ &R 2 JSRD O 71 A28V T, 72 b F
F. IR OV A XD EE (i 17 4. JER 7 4) . /MKEl (folia) D&
(25 ) BIAZBEOYLK (324)., retrocerebellar fluid(present 1444, marked 2
%), BEEEPRKE WAL Dandy-Walker SEGERECEL D, KRAMMIFIC & 2 5 EiK O
LEEREDR UM TH A7 interpeduncular heterotopia” (344). Mg & atretic
cephalocele (8 4) ZGRW 7z, & HIT, /MM HEMEIZAIT, 53% DB TIFTEM T, 412%
TR, ABTRERD T,
T v b ETIE, WEERREE (T4). MROEKER 64, 9 1 AIEXKE)., &
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PR RIR (240, RO & B OIRIERL & IR R A D) . AR OMRE (8 4.

4 403 Meckel JEMRREDORIAZHr2) . Z/MNIEE (1 4, BEEZ H D), u%i‘ﬁjﬁ (4
4 BEJE PO RATHEIK BE (2 44) . Z/MRIELE (1 4) | JRETRIZ2 BB AR R (1 4)
DAL ZRD T,

3) DWS & o#RIIX

[~V —]
DWS & JSRD &R & LTIk, MTS, HEDIRIEAL, cleft OIEE. I DIER DT
% MRI CTalii+ 5 Z E 3 #ElE S 5, (HESEET A)

[fizan]

Maria & O LIUT, JSRD D 10% T4 ICRER OIFE 238 0 | Dandy-Walker
JEfERE, Dandy-Walker variant 72 EOBW A %I 52 & bbb Y, KEFED A DIS T
X JS L OERINEHELWEERH D, JS o7, (1) axial TMIS 2R, (2)
sagittal image THUEBMEKIERL & MM DOIER /8, (3) coronal image THHERD
cleft NEET DI L 2HRTDHIENEETHDL E LTS, BIFETIE, 7 Y LH
BHLEHEAS (KIH),

4) g7 v OVIEGIE A

[~V —]
TR IHE A O X AYEBL T > VLI IE. JSRD OZ W HEHTH 5,

(]

JSRD EBBEO¥LET > Y vEiE (Diffusion tensor imaging DTI) Tix. _E/AXRE

(superior cerebellar peduncle, SCP) K EHREMSIZH T A HILHAZENHENT &
EREFICRTZENTERBMICOAERALEEZD 2D Y,

Merlini % 35ERME OMA (Cogan JEMERE) 344 & JSRD 144, 1IEH 8 & DB ZMRFSL .
MTS (% Cogan JEMRHE (3 44) THADLNDAN, SCP DEFED KANE Cogan JEMEHE TI 72
molol@E LTS Y,
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EORFIR ERREOL, HBEOHES EWEROFI%REDE, © 20 /37 A —X% —[X JSRD
FRIECHBEICESZMICARATH D EHEL WD Y, EBEHRAE CIX, M/
MOTCREE T 72T Tl | REAHFEORE | BHE., ZHE. -GS MERkoO-E Y —
R, R ELBEAETH Y B0 D 7,
@M MRT

Saleem &i%, MRI TiX 17 #2> 5 MTS BB AIEETH > 7203, Z ORI TR
B CITIERF R RFT LD A TH S TIEFIZ2 E S MTSIZBI L TIEIMRI DI 5 23 L0 H
W fETH D L MEL 0D Y,

(2% i)

1) Maria BL, et al. ”“Joubert syndrome” revisited: key ocular motor signs with
magnetic resonance imaging correlation. J Child Neurol 1997;12(7) :423-30.

2) Maria BL, et al. Molar tooth sign in Joubert syndrome: clinical, radiologic,
and pathologic significance. J Child Neurol 1999;14(6) : 368-76.
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Hodgkins H1 18 44 H 10 A IR A N FEfE S 41, 5 AICERFE N H o7 L s L
TV Y, LLARRL, TADARHIENTHD B3—5%),
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(TE IR 72 tikse DMENETARNTES 5 )

3) FWETAH—

EHRRET 0 —LU ANE Y T —3 a3 COFE (0Q7 B HR) 13— F 2%
WRHLEAITIINETH D,

EEPREE T, PINCIE B MEKERE L iR EOBN N2 TH D P, H
1T1% 66% THIBE, A XAADIL 22 77 H ~10 5%=° 156 7> H ~9 5% (P oufl 24 72 H) &)
BENTND M2, BATAREFI CTHRBIN T A RR—ZATREERPSITT, £52
BB E H D Z L ITIIREE A RS L S, RSN B AR . B AE O 1
LGN DD OMERIIT) AN Y T — g VRSREIEAR~DOBN L EET
%1,

HIFFEEDORRE IRk 2 TH D0, & OREF] S FEAFEIZ LB L CEIrIRE S b B
HZEPWREINTEY, EEhfEE, REGEEEE, EEEOZOFMENE LV
EEBHHICHEIL 7 AR —FTH5RETHA I,

HIRYFE R R IR L CIE CQ5—4-2, 1TENA R MHE TD 7 + =7 —IZ- D\ T,
CQ5—4 M-,
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Z DfORE \

D4 : Hb, BUN. Cr
QIRIRE : BBE. NAG,
VA VAR-VANVA
QML BTIARA ¢ IR, B
%D, QOMERERICEL,
% CT. MRI, B4 B
@fEEER (ERG) /

R E R R

(MRI %72i% CT)
Molar Tooth Sign (MTS)
b0/ NI E S D T i B

R

JSRD DBUTELEIZHE FEAE T 5

:

\

JSRD D2t




1) IRER (EEE, 2 of—, IRE, IREKEEEITRY)
R k— /B H ZE—ER
CQ5-1-1 REEIHEDRM EBEEIZE DL BV,

[~V —]
JSRD 1%, MAFHE, 2o R—-~, R, IREKEENIAT, MEFEABIE 2 & Ofk 4 72 IRIE
WELES, S DOIREEIR A JSRD BBE D 70~100% TR 5,

[z ]

JSRD 1X, MEFHE, anR—-~, IRIE, IREKIEEIIAT, TEEERE R & Ok~ 22 iRIE
WAELED . TS NOHRAER % JSRD BFH D 70~100% TRDTIH Y 2| IRHRCHREREE)
RATIE, JSRDIZ331) 2 W & /M BRER D FERL R F IR T~ 2 IER E B 2 BT\ g 7,

HENEDE & 13, IRERN ORI RS 25210, AR T 2/ KROMITH S, JSRD O
HEBDEIL, JERAEITT 2HA L. EITLARAVWEE LR D Y, HEEIC SV T,
JSRD @ 235 F i TIT - T2 i TIL 30% MM (retinal dystrophy) ZFR&7= & D
WENDHD Y,

JSRD D H T HEERE A28 5 b DF Y o _— VIEEREHHEEEDO X 4 7L LT,
Joubert syndrome with Ocular defect (JS-0) EFEIXILD, MWEBRIEDJFRIA E L CH B
B TR R 11X, AHII, CEP290, INPPSE, ARL1SB, CCID2A7: ERNdHH, 22 TDH
BH TERBET DR TE TS DT TIEARN Y,

auR—<id, MO —HNREORE CRELIZLOEEKT S, auR—~< I
¥ BERIK, RSO WT 0, ETIFEEOIICE N> TRETLHZ L H D,
F I IRKE IR Tl s 9~ DM O34 b 45H S, SO BN RE 122 256
H 3% ", JSRD BETHEUDMRERD 2 v R—~ TR O EEN SOOI, MRS = = R
—<ThHDHEEONTEY ¥ JSRD O 235 ZEE T - 7= FHA Tl 19%Z78D 7= & D
ELHD Y,

IRIR-CHREKE BN AT 25800 5 Z LN bLN TR Y | BEIREGER) & FHXN D, A L—
RIIBHDRNEE L 72 5 2 &0, BHRSPBHROBRICIRERZN T W ARROEI 2 28D 5 2 &
WEIHTND 25810 2ozt IR TE, v r— K (EEhPEREGES) « 725 %)
LT CTHRER DS < /A A2 Bh < 5EdEh) ofEE (IREGESIAT) . IRIE, #HER
WL LN D,

Lambert &%, MBIENSH Y | IHEPEIRERGEE)S TE 220 7 4D JSRD OBFITHB
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T, BRIk (T4 64), Yy r— ROEEGT 4T 5 4), SMERED LR (T 4 5
4) . BRI ROL (T 4 3 44) | AEBMRBC OHK (T 4 2 4) 238 7= & O
Z{T-7- 'Y, Tusa & Hove 1%, MABYEZFRD 5 13 4 JSRD BE DA Z1TV, SR
RIS T2 K5k (13 4 6 4) TROT- MG L 10, MIES &> JSRD B4 Tk b
RO KD M OSER 2 B L T D AR B D,

I Bl Maria B, 13 4D JSRD BFIZIBW T, BIEBNRSN O L (13 49 13 44) |
T r— R34 Y 12 4)  IBEMEIREKEB OREE (13 4% 12 4) B A3 4 H 11 4
D114 9 LNRME 5 4, SR 6 4) 23 202 b (134 9F 4 4) , IR (13
34 IRFHEIRYE gaze—holding and pendular). fRMHRRIERECER (134 H 34).
periodic alternating gaze deviation (134" 24). MWIEHFE oo R—~ (1341 1
) HRDT- L OREER LT,

oy RAZdH 5 Great Ormond Street Hospital TISFEMO 7+ —7 v S %47-
7229 44 @ JSRD BE TR DO H 5 18 HITBW T, MIEERX (ERG) OEAMK T (18 4 H
14 4) . saccadic initiation failure(18 4 1344). HRIE (18 &4 10 &) (D 10 4
D 9 H 5 AAITEEIRIR, 4 4 IR FRRIRIR, 1 4612 EHIRIR) | JEHIPEAS AP ERR B (18
A3 4) BRRBIE Y,

AA ADH—JEglZH1F D 16 4D JSRD OFENETix, IRIE (16 47 11 £4) . HREKE
BARAT (164 64), MEEEE (1641 84) IR THE (16 47 24), MEEGK
B (16 4T 34) ZRDIZEMEL TS ?, Khan H1E, 8 4D JSRD A IZH VT,
IR (8 44 H 5 4) . IBBMEBYOREE (7T 4 3 4). convergence DIETE (T4 H 24),
M ZENE (8 4 34) ##W, MIEER (ERG) X8 A BBV EFRIE 72, 77 v
v a RUERRFSEAL (EVEP) 12 7 & 6 4 3N OFERTZ o7z L L7z 'Y, Sturm B3,
10 4 @ JSRD fBFH T, 2 LW O FLEED FL—E > (optic disc drusen, Hfh
DILAEW) . 4 RO R %2 9 42/ BBREEC, v 7 — R, RiEEHIR
S OFEERIC T DIEB AR EZRO T2 1Y,

(2% 3CiK]

1) S Makino, et al. Ocular findings in two siblings with Joubert syndrome. Clin
Ophthalmol 2014;8:229-33.

2) Steinlin M, et al. Follow-up in children with Joubert syndrome. Neuropediatrics
1997;28:204-11.

3) Maria BL, et al. “Joubert syndrome” revisited:key ocular motor signs with
magnetic resonance imaging correlation. J Child Neurol 1997;12:423-30.

4) Doherty D. Joubert syndrome: Insights into brain development, cilium biology,
and complex disease. Semin Pediatr Neurol 2009;16:143-54.

5) Romani M, et al. Joubert syndrome: congenital cerebellar ataxia with the molar
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6)

7)

8)
9)

10)

11)
12)

13)

14)

tooth. Lancet Neurol 2013;12:894-905.

Parisi MA, et al. AHI1 mutations cause both retinal dystrophy and renal cystic
disease in Joubert syndrome. J Med Genet 2006;43:334-9.

HAVNEIRFH 2 homepage, 5 & IR (mrR—=)

http://www. japo—web. jp/info_ippan_page. php?id=pagel8

Saraiva JM, et al. Joubert syndrome: a review. Am J Med Genet 1992;43:726-31.
Parisi MA. Clinical and molecular features of Joubert syndrome and related
disorders. Am J Med Genet Part C 2009;151C:326-40.

Tusa RJ, et al. Ocular and oculomotor signs in Joubert syndrome. J Child Neurol
1999;14:621-17.

Lambert SR, et al. Joubert syndrome. Arch Ophthalmol 1989;107:709-13.
Hodgkins PR, et al. Joubert syndrome: long—term follow—up. Dev Med Child Neurol
2004:;46:694-9.

Khan AO, et al. Ophthalmic features of Joubert syndrome. Ophthalmology
2008;115:2286-9.

V Sturm, et al. Ophthalmological findings in Joubert syndrome. Eye (Lond)
2010;24:222-5.
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CQ5-1-2  JSRD |ZHRHEA) 7o D Fly B ArT 2>

[~V —]
JSRD D#y 3 FDBEFITHEBIE 2RO 5, MPEICRIT D58 & LT, AR MEE
(pigmentary retinopathy) 23&% 5,

[z ]

JSRD OFEBEIC I T DR s LT, ARMEMEEYE (pigmentary retinopathy) 73
%o BVEMBYE I T AR A ME & 3R 5, AREMEEEIL, FFICEEOKLRE %L
kL7zb, MEEER (electroretinogram ; ERG) TEAUEEI AT LI VAT 52 L
L L RBNEO L5 REEORNIBELZRBDDL 03B Y,

BRMEREBIEOMIZ S, 23— HIZFELL U 72 faiE o /e RYEMEEZ M (congenital
retinal dystrophy). mEABEIRE (fundus flavimaculatus) . HEEJE FH<CHENE D E 512
X A% (perimacular and retinal blindness) R EZWOHZ b 55 Y, 235 FH
DT TGN A 30% 238D 7= & DWEDR B D 7,

(2% 3CiK]

1) Hodgkins PR, et al. Joubert syndrome: long—term follow—up. Dev Med Child Neurol
2004;46(10) :694-9.

2) Abouammoh MA, et al. Coats—like retinopathy in Joubert syndrome. J AAPOS
2016;20(4) :372-4.

3) Doherty D. Joubert syndrome: Insights into brain development, cilium biology,

and complex disease. Semin Pediatr Neurol 2009;16:143-54.
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CQ5-1-3 MPEIEIT WO BHNLED L 5 kil z 7= &5 D)

[#~VU—]
MESCIE D FAERFI 2 T i 1372 < . TR LR E D D EE O RABYE £ TIEN D 5.

[fizai]

JSRD DOHMAME DFIERFHNZ O T OHREIT R Sz, MBYEIX, A% 1 FLINIC
BELERDL—VVERBNED L O REIEOEREERBDO D O G JEFrFRA 70
JEDMABIED & DFE THENRH 5, MBIEZ K- L7z & LTH, I LT HEBIE 2
R DT TR, RGOS ORI/ NI A T WD AR H 5 P,
JBERE OFREEIE JSRD 1T K 528 O EFEEE LA L TR 29,

(2% i)
1) Steinlin M, et al. Follow—up in children with Joubert syndrome. Neuropediatrics
1997;28:204-11.
2) Khan AO, et al. Ophthalmic features of Joubert syndrome. Ophthalmology
2008;115:2286-9.

3) Doherty D. Joubert syndrome: insights into brain development, cilium biology,

and complex disease. Semin Pediatr Neurol 2009;16:143-54.
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CQ5-1-4 HREKEHEN AT ORI DB D D>

[~V —]
AKAETT 1 D RIRSCAAR 2 1) 1F D 72 D\ ZHHES 2 Bh ) IRERIE BN RAT R TH 5

[z ]

B REKIEE X, IRHR, RHR. IREKGESEI AT, BWEEGME S MO TIH Y, JSRD T
3 —HIRNL (IEAL) CTOIRIRIT LD B D, JSRD D% i, HAERHIZAKE S mOIR
ERHY ., Fhns & bicdET S Y, BlEkE, IRTHROIRIED 725805, 7o,
FE B2 L 2 < IRMEEFE O DRHNGERO b D, AEEORIL, SR - WAL
FHNTROFREMEL H Y, BRICEET 508 L T 2,

IREKIEBENATIZ, BHAIC, £ RICT 25088 LT, oy r—Raeiz
T LR TERNWEDIZ, BREZIT 57282 L 28T 5 ¥, IREE
FRATH, LIXUITHARBIN O TRNEHEVEBD N ESNDHDIF, BEHL Z
DOFROFEHEARRIZE D L DO TH D ATREMENH D V. IREKEEHIATEZ LS /MNEDZ 1T,
BREZRGT 2 ZENTERVOT, KbV ICHEZEEHTEIZZ2ROD Y, £/, Al
F O & R HEIC, [Alls L3 X728 2 R X 5 ISk FIICEEZ A5 5 head
thrust I% JSRD (240 & S b 9, fhicix. “wheel rolling ocular torsion” & >
5 ETFEEIRKES 28052 v HD 70,

(2% i)

1) Parisi MA, et al. Joubert syndrome (and related disorders). Eur J Human Genet
2007;15:511-21.

2) Shinji Makino, et al. Ocular findings in two siblings with Joubert syndrome.
Clin Ophthalmol 2014;8:229-33.

3) Salman MS. Infantile-onset saccade initiation delay (congenital ocular motor
apraxia). Curr Neurol Neurosci Rep 2015;15(5) :24.

4) Steinlin M, et al. Follow-up in children with Joubert syndrome. Neuropediatrics
1997;28:204-11.

5) Hodgkins PR, et al. Joubert syndrome: long—term follow—up. Dev Med Child Neurol
2004:;46:694-9.

6) MAPEE . fl. Joubert JEMERED —B]  —HREKEB)EEIC OV TOREF—
Equilibrium Res 2011;70(1) :23-29.

7) Ling J, et al. An abnormal ocular motor manifestation of Joubert syndrome. J

AAPOS 2017;21(1) :75-77.
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8)

9)

10)

Papanagnu E. Congenital ocular motor apraxia with wheel-rolling ocular torsion—
a neurodiagnostic phenotype of Joubert syndrome. J AAPOS 2014;18(4) :404-7.
Paprocka J, et al. Joubert syndrome and related disorders. Neurol Neurochir
Pol 2012;46:379-83.

Couch SM, et al. Something to sink your teeth into. Surv Ophtahlmol
2011:;56:544-9.
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CQ5-1-5 JSRD OMENESE - ARBRIESEN AT LS D IR B B 5 13 D>

[~V —]
IR T, R 991, BMRMEERRE R EOWMEDNH D,

[fizai]

IR FaE, A, ROV UITIHERD D Z L™ b 5, B ENrRRt (TR R
OFREMEZ R T 2 WME L H D Y, FRIEFEEEL. WY LA LN HREE (HK
oy REREEZHES ZLHV) A, AlH W ITEAINEO IR N EEEI (ER O
BENHDHZENHD) PEMTHD Y, RARLIBEEZ R LT JSRD @ 2 727 RO
EudHD Y,

(&% 3Cik]
1) Hodgkins PR, et al. Joubert syndrome: long—term follow-up. Dev Med Child
Neurol 2004;46:694-9.
2) Matsuzaka T, et al. Cerebro-oculo—hepato-renal syndrome (Arima’ syndrome):
a distinct clinicopathological entity. J Child Neurol 1986;1(4) :338-46.
3) Lee N. A neonate with Joubert syndrome presenting with symptoms of Horner

syndrome. Korean ] Pediatr 2016;59 (Suppl 1) :S32-S36.
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2) BIER (Bra, Booainl)

PR AR RR

CQ5-2-1 JSRD O fEZE D EH X

[~V —]

JSRD OBffEE L L CRER, r 7o RN TW5, 26 IR IERE
RSB B TR < BATHEIC B FEE N HEIT UBHEEE IR RN EEIC R » THIO T2l &
NHHILHVIEEDPLETH D,

CR5—2-2 BEREIZLED X 9 RIEIRD WD B HI
EDOX S pkimzaT-E5 D0

[[%VU*—] R

BRI 4-6 FRE L 0 IRIEMERE S (HEEIEREASR) 22 L, ZIMEREZMIFEER
ET 5, BITT D LAM, BREREELR EBARIH I EREZRD 5, KRPBARICED
Blb 2\, RIEH LD Bz R0 56, LRI 0 BRERIEZEST 06D &
Q?%®%E$%\ﬁﬁﬁ§@%&fﬁw\@&®%%Kﬁbﬁ:@%ﬁ%gfﬁéo//

- BAY]

JSRD OAPHETH 5 BREEIZAEMTHE QL IZKE L BHboTW\Wb, ZOUEEDT
DIZIE, RIS B ORH A B E X 2B A SEHENNETH VD | BRARTER 2 B L,
BEPHEA SRR L LTHEL TB ZENEETH D,

Z 2 TiX, JSRDIZEPET 2 BIEE OB AT 5,

[fF - =7 ]

JSRD IZABFT AEBEEICONWTOZET V2D b HWEIIF(E LR, SEFHER
HEOTEFIFT (case series) 2LV, BEEL L CERB X7 UEBERRE SN
TW5,

@ JSRD IZAPFT BDEEEIZT VDN L BN TWNS ) ?
AT JSRD ICRFIREB M E S Z & 28 L7-Dix, 1984 £ King & OO FEWIF

=t (case series) THDH Y, ZHITLDHE 5 AD JSRD DBEFED H B 3 AT AR
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HHENTWE (2055 2 FNEHRED, ZHLRTOME T, TJSRD) &2 4 IEH
TZWVWH DD, 1971 40 Fried HIZ X DBITEHT D FEM & /M R AR E 2 1
I FIEBIOWMEN D 5 P, BUETIX JSRD ITFE S BERAE L L CTEIBICMA R 7 v %
DHIBITND

@ 37 L R

X7 1 IR BRI O PR LRI DHE QIR @%%@%@%%@ﬁgm
BMERIE, MK bE 3 B ETHHEETH D, %ﬁ% . RCRREE . ST
EERET D, *7nyﬁimﬁ%:%@%mw&<&%ﬁ@%m(ﬁﬁﬁm) I FER
RO DH T LT & LTS A WIRAIC (B ERRESEEBREICL >0 M T
HEDNTIRD T EMND, JSRDITHED 2 FEHOR R, IR & x 7 v U8, IXBIERD
RHIOENTH O W 28 LIEE R LRI 2B 2 Fb b5, HEIZITR 7 v 85
D 10N FER 2R, FERUIE LR & 0T 1~15mm KD & D 5~50 HFED LD
ZEMB, BHEAIER LEFT D80 A R FY RS TV SE T &
EETLHHLMESN TS Y,

@ * 7 v L EOERIER

F 78 L JSRD IZDHGRD B BEBTII R, BIMERZHEY 27 81 U3
X770 EREDO 10%RTHY Y, JSRDIZZFDO—ETH D, —7F7. JSRD O TRIEER %
AP DD 30NRE L S TS Y,

27 1 B ORERAER T 1T 4-6 s X 0 RIBMER S GEEEAEAS) 25
L. ZMEREWIIIER L5 2 ENE, #ITT 5 LAl mEF 7p EEAREITPE
IERERD D, 37 0 VBIIRHBERRICED Z ENE L NERMIB AR OFIKE
B %% 5D &) HESC, 30 MU TORMBEREREFEOFREDOF TRHRrbZ L
WIOBENRH D P, JSRDIZHE D 17 1 8 b AR, SRR I AR I DU R A
BIZEY | BREREEZ BT L0820, EROE VAL, HAERD SRR HER S
NERBFLEZESNDZ ERH D, FHESCHEME, MR, JREEGYEZ EORER %2 &3
D2 L3N BATHEO B ARENEEIZ2 > TUI L H TR O NG RH 0 1E
BENRUETH D,

(&% k]
1) King MD, et al. Joubert’s syndrome with retinal dysplasia: neonatal tachypnoea
as the clue to a genetic brain—eye malformation. Arch Dis Child 1984;43(4) :726-
31.

2) Fried K, et al. Polycystic kidneys associated with malformations of the brain,
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polydactyly, and other birth defects in newborn sibs. A lethal syndrome showing
the autosomal-recessive pattern of inheritance. J Med Genet 1971;8(3) :285-90

3) Gunay-Aygun M, et al. MKS3-related ciliopathy with features of autosomal
recessive polycystic kidney disease, nephronophthisis, and Joubert Syndrome.
J Pediatr 2009;155(3) :386-92.

4) Hildebrandt F, et al. Nephronophthisis: Disease Mechanisms of a Ciliopathy. J
Am Soc Nephrol 2009;20(1) :23-35.

5) Saraiva JM, et al. Joubert syndrome: a review. Am ] Med Genet 1992;43(4) :726-
31.

[ Rk

a) HAAERFER =T RACESL< CKD B A KT A 2 2013.
https://www. jsn. or. jp/guideline/ckdevidence2013. php

b) HAEM 2. CKD BT A K 2012.
https://www. jsn. or. jp/guideline/ckd2012. php

c) HAREYS - BINHDWIEE(LEE S BARREY T A~ TEARBREEZY
RHEE~DFREE) JWBEILGETAR. SO ESAL 2010.

d) Liapis H, et al: Cystic Diseases and Developmental Kidney Defects. In
Jennette JC, Olson JL, Silva FG, D’ Agati VD <(eds): Heptinstall s
Pathology of the Kidney, 7th ed. Wolters Kluwer 2015:119-171.
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3) JHEAR

CQ5-3-1 JSRD IZAHA LI AITFEDHEDRR E BT E DL BV d

[~V —]

JSRDTIL, KB DOMEERE O 7= DIZRAD B NS R RHIELZ ST 2 &
NI D FHRHEEORIELLoT WY 7 2 4 703 B0 | JRIKNERT & L THEEDEET
EDEHENH %,

[fgan]

JSRDD—ERD BH CIIHFEENEIT D Z 03B 5D, FRIZCOACHIEMRETIX, /MK
BRI E . RGN 2 CHERPEFFRRMERE 2SRRI & S v, PRSI
JSRDIZEE® BN D HERADHE TH B Y,

JRIRE LT, MEORFIIRAEMONEN (ductal plate) @ VET U > 7 HEIZ
LA EE X7 L, MARIGER O & U CIFRNIAOIRE OHEHE (Caroli
95) HFNPAAROD 2547 B & WEATHEDATRRHEIE DN A U D & STV 55,

e A BHIE 2 K58 S U72 JSRD @ 86 % 100 ADHFE ik — MEM T 41%D 8 F T
T, HEOHEZ R T IIEEER O A FROEEERMRE O BA. #EEERA ToOME
DT IPDBFRO HALTI Y | PR LU OlsREE & L Tl b mHE & miE S
NTWD P, 72440 F5% 532 ADHERF a7k — METIE, FFRRAEIE & 2l S - B E 1T
4% HESH TS Y,

JRK & 72 DB n TR L ORETIE TMENE7 BIG T RE OBEN R L EV., ~OEE
%ﬂ TlEaaR—~OHENEWNZ L6, BRMICIER E LTaaiR—~2nb 5

SAITHFA OHE 5 5 W ATFRRHEIE OB 23 m o 257

(2% 3CiK]
1) Verloes A, et al. Further delineation of a syndrome of cerebellar vermis
hypo/aplasia, oligophrenia, congenital ataxia, coloboma, and hepatic fibrosis.
Am J Med Genet 1989;32:227-32.
2) Vilboux T, et al. Molecular genetic findings and clinical correlations in 100
patients with Joubert syndrome and related disorders prospectively evaluated

at a single center. Genet Med 2017;19:8705-82.
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3)
4)

5)

6)

7)

Desmet VJ. What is congenital hepatic fibrosis? Histopathology 1992;20:465-77.
Gunay—Aygun M. Liver and kidney disease in ciliopathies. Am J Med Genet C
2009;151c:296-306.

Gunay—Aygun M, et al. Congenital Hepatic Fibrosis Overview. In: Pagon RA, et
al., eds. GeneReviews(R). https://www.ncbi.nlm. nih. gov/books/NBK2701/.
Bachmann—Gagescu R, et al. Joubert syndrome: a model for untangling recessive
disorders with extreme genetic heterogeneity. J Med Genet 2015;52:514-22.
Brancati F, et al. MKS3/TMEM67 mutations are a major cause of COACH Syndrome,
a Joubert Syndrome related disorder with liver involvement. Hum Mut

2009;30:E432-42
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CQ5-3-2  JSRD (ZAFEPHEN 2 L% HE DIEIRIE E DR b D)

[~V —]
SERVERFRRHERE OERRGRIL, TEEK D & FIIRE TR 2 2 2 56 & CTRA W ERIR
A& 24575, JSRDITHIT DIERDEEIZOWTIX 72 &R v,

[ﬁéﬁm

JSRD \Z331F 2 e RMENTRRAEIE IS, MIEITEER L5 IR OBIEDL GG, MIRE
JUEEIEC K 2 RIEFFIRRE, s, MRERE LIS X B I/ MR L OV E I ERE D & 55 5
AR D,

JSRDAZ 31T 5 e RMEFFRRHESE (- DUV T OSER DB I DUV TOEBHI 43121720,

SHEITIRHERE LT, JSRD 23 £ R WL RMEFRHEEICBE T 2 v AT ~T 1 v 7
L E=2—I2C, JSRD & RIBRICIHRER T DR & LT b5 YR 2 R Mg
B (autosomal recessive polycystic kidney disease. LLT ARPKD) Zf 5 SERIERT
RHETE DB 788 ZIZHOWTOKIERICOVTHEFI SN TS Y, D 788 £4D H
b, AEEOFHEHNH -7 639 441 286 4 GUalAREH 45%, BEH 36%, LU T[EER)
\CPIIRIETCHESE A, 166 445 62 40 (37%. 8%) ZIHASRETTHE A 7R TWe, RBEFRARIE
X315 4 924 (29%, 12%) IZFRHTEY, D H B 38 4 M MR E RS & s
ENTWD, £/, BEREZAHTHIZENHY ., FEROTLH NS H -7 322 4 58 4

(18%, 7%) TV, HIMEOIERILIT LA 204 (4%, 3% Tholo, FIHERD
FEZOWTIE, 174F 14 (6% 1% Thol,

F 72, ARPKD (2 9 Je RMEAFHHERE OB 73 4 0 2 A — kTl ML 65%I1238D 6
NTEY, MEFERIXIEFEAEORFETEFRTHY EAFITHLREDOE{LTHH- T
P, MIET VT I URT, miEE U L UEREE R @%l%@ixﬁ?ﬂ%%%a“a%%%
WA, DT H D | SERMETFRHERE CIETFEEZ ORI & E TR R E 2R DI2 <o
DRI &R D,

(&% 3Cik]
1) Srinath A, et al. Congenital hepatic fibrosis and autosomal recessive
polycystic kidney disease. J Pediatr Gastroenterol Nutr 2012;54:580-587.
2) Gunay-Aygun M, et al. Characteristics of congenital hepatic fibrosis in a large
cohort of patients with autosomal recessive polycystic kidney disease.

Gastroenterology 2013;144:112-121.

-56-



CQ5-3-3 JSRD IZEIT BIFEOHED T£IT E DI H D

[~V —]
JSRD IZ3651) 2 AT A HHEORRIE & TRICOWVTOBEEHE 4 Icide s,

[z ]

A5 40 4,1 35 I BEARROMER AR 472 EFFIRLSA ORI S S TR |
FFRRHMERE DS RIAR & SNz Dix 2 4 T, EREFICZVEHEIN TS Y,

JSRD % & F W REFRMIEICBET A2 AT ~T 4 v 7 L E 2 —TTlE, RN
HINTWD 411 A H 130 AT LTV D 28, JRIKE LTI 3 450 1 23UiE T,
FFRAIE 4% & ShTnb 2,

(2% i)
1) Dempsey JC, Phelps IG, Bachmann—-Gagescu R, Glass IA, Tully HM, Doherty D.
Mortality in Joubert syndrome. Ame J Med Genet A 2017;173:1237-1242.
2) Srinath A, Shneider BL. Congenital hepatic fibrosis and autosomal recessive

polycystic kidney disease. J Pediatr Gastroenterol Nutr 2012;54:580-587.
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4) FREAER (TAhA, TTEIEE 2R L)

CQ5-4-1 TANIDOEFFRIZE DRRED

[~V —]

JSRDIC T A ZEBPET 2 DIEK 3-5% & D72\, CCIDIAEInFER % L HOBET

X TAMADRIERNBL N ETDHRED D D,

(il

TADADETFRIZONWTIE, 2 DOBEEDIEFIRTIOHRE (case series) 23H D,

Hodgkins & Vi3 18 #1717 1 41 (5. 6%) . Bulgheroni 51354 441 24 (3.7%) L W& LT
B Y ISIZBOTTADARIEILE L 720,

JSRD DT A A DFRHEIZ DN T OIAETL 72 AS, JSRD DOAMIEIZ DWW T Ruiz HIE, A&

EREOTANAFEZFD JS BV B 7 A MR AIZ T, ZERTEEE O TAN AR E
FeXdu, IS OREEBEORZEN RN DIZEO TANARBIENRH TV D EHE L
TUW2 ¥, Bachann H1%., CC2D24 EInFITZE R %2 > JSRD O BH TM=IERE TAM
IDNERIZZ N EHE LT D Y,

E BTN

1)

2)

Hodgkins PR, et al. Joubert syndrome: long—term follow—up. Dev Med Child
Neurol 2004;46(10) :694-9.

Bulgheroni S, et al. Cognitive, adaptive, and behavioral features
in Joubert syndrome. Am J Med Genet A 2016;170(12) :3115-24.

Lopez Ruiz P, et al. Uncrossed epileptic seizures in Joubert syndrome. BM]J
Case Rep May 22;2015. doi: 10.1136/bcr-2014-207719.

Bachmann—Gagescu R, et al. Genotype-phenotype correlation in CC2D2A-
related Joubert syndrome reveals an association with ventriculomegaly and

seizures. ] Med Genet 2012;49(2) :126-37.
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1) R R D B R SORR

Steinlin HIZ & % JSRD DEIRIFEEEIZEET DI OMFZETIL, JSRD ABFEITHEHIC
FELT 5 RHISECTHE, 8 DQ 30 LA N OEELEMHRE, DQ 60-85 DEEREFIZ 0D &
W XNz (DQ 30-60 DB INoT2) VA, Z D% ORFFE CIIAFLIHIZ B 720y
HizdDHZ EnREINTND?,

HIFFEE OFLERLEISICE LT, Ao Tid., EF#HIAICAS b OITELS | 5
FIRDS 6-T%., BRBH DO 93-94% L s Sniz Y, ZOoEFMEE o
JSRD JEBNLBFISI T 5 &5 IR TREFIERE 28 4T /225, Bulgheroni H1% 49
DA A ER L. 2 1Q1% 15-129 (FH 58, SD 26) O#IFHIZH v . Eifilk~5E
R (28%) . MIMIREENR (72%) & L. JS OFBEFREDIET T IRFEFAIZ /340 L,
HE IR ~ B REIHICE SN AEF L UATOHE LV 2V L 2R Lz 229 i 6 130E
e (O, M) M. IREKEZEE . SEEEF OO EMLMAEHE LW &2
LTINS Y,

2) FRHIREST DR

Bulgheroni G, AE TIHARWVA, FRRES ORVESNZ IS TILIES FBAIBEIRE
JIDIE S BWEFBRIEE N LV bEEIICSWE LTS, §HE (FRE) LHEfE (B
FHI 7R MR fE2RL— L) OIERR TH D Z LN FEEMERR DO RE T H1H
M2 & -7, Tavano HiE. cerebellar malformation (NEE. AR CM) & JSRD @
FOENBREE A LblE L. JSRD TIELFEE AR E O 08 O S BAME < . O TIXFHATHE
BERCIEM O RENFEE SN TV AHAIICH D EHEL TS 7,

3) FEE

Hodgkins Hi%, 5iklA LD 15 4 H 11 AITHFENRH Y (73%). 6 41T A XV ZADiE
HRA~NE S TS WS L2 Y, Ll 2064 bEETEM TE 20T
R CERNE VST RREDOFEORMBEN & 5, Bulgheroni &%, 54 4 11 45 4 13 F5E
D (83%). WIREIL 10 A M5 10 5% (h9fifi 24 2vA) | 25 AL F3ECH 15 AN T
W (P36 20A) T, BEEEN B LT A4 EWELTND Y,

Braddock 1% 21 4 D) 10 #% D JSRD (2D T ., 4E#FEYS T 100 (SD15) (ZHEHELY,
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—3a VTRV = AF Y —ZHHTAHENRZ N & ¥ ATF ¥ — DL WEETITELR
FEIITZEMN T2 o T2 3 RS RERE E 2308 < FEEERE /I DMK o 7o 2 &V FEEH 72V O HEE
KNFH 2 U T THETOaAI 2o r—a o RNEN2 b, REZHRELTNS Y,

4) FEWRIC L DR

JSRD DEHF 1L, FAFEH & FEEERMHBELTHEY, o< W THIBHRAETHL
WA X L& ONGET 5 & Bulgheroni BT LCW5, — 5, FERE & MRk E X
— BN Bl AIX, IEFEE &2 S 72 15 44 12 AT e n) s E R O BEE
NHoT=Z &, TRFE LB STV 84 5 ANRRITHESE L2 S h Tz
ZEDNRFEINTERY, JSRD EBFITEIT DK EED EMEIZFHMET 2 72D OF =72 51k
NEENRLTND?,

Zeigler 1X 5 ik £ CIXEE OREENIEE &L FEHEENHOLNThHoTEN, EFaIa=
r—a Uikes BN Ll E RIS 3 5 70 & T AESN CHISNE 72 RTREME 3B & 2T 7R
STBERE L EHEENEE TCH- T aIa=r— g V&R LEEFEELZ A
RNAFTHHETHREEIT) Z IR RETHEHEI AL LTINS Y,
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1) Steinlin M, et al. Followup in children with Joubert syndrome.
Neuropediatrics 1997;28(4) :204-11.

2) Bulgheroni S, et al. Cognitive, adaptive, and behavioral features
in Joubert syndrome. Am J Med Genet A 2016;170(12) :3115-24.

3) Gitten J, et al. Neurobehavioral development in Joubert syndrome. J Child
Neurol 1998;13(8) :391-7.

4) Fennell EB, et al. Cognition, behavior, and development in Joubert syndrome.
J Child Neurol 1999;14(9) :592-6.

5) Ziegler AL, et al. Hidden intelligence of a multiply handicapped child
with Joubert syndrome. Dev Med Child Neurol 1990;32(3) :261-6.

6) Poretti A, et al. Normal cognitive functions 1in joubert syndrome.
Neuropediatrics 2009;40(6) :287-90.

7) Tavano A, et al. Evidence for a link among cognition, language and emotion
in cerebellar malformations. Cortex 2010;46(7) :907-18.

8) Hodgkins PR, et al. Joubert syndrome: long—term follow-up. Dev Med Child
Neurol 2004;46(10) :694-9.

9) Braddock BA, et al. Oromotor and communication findings in joubert

syndrome: further evidence of multisystem apraxia. J Child Neurol
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WEVENE, BIENRLE R EOIEEI R MESS, 28, REE, 9l 280 X
TRATEN 2 EORBEITEIN STV 5,

(]

Fennnel %%, JSRD OB ME T 2178 LOREE LT, ZRkA % GHE., 28,
WERLAN SN, RTFED @ BB E W, 22T D Y, Hodgkins &13 156 41 8
BIZEEDNA Lo DD LHiE L, Bfif L SEERE ) OTEFEO 72O Tidlanand LT
W5 2, Ozonoff HIX 11 4 94 (HBEE W SN2 T4% 64 T) &FEE
BRHDHEME LTS Y, Poretti Hid, AFEOBESD B AHABND Z LR
LNEHE LTS Y, KEOBESY I, SHz FREE TO-EBE L, 5~10° BREDOD
THRAETHY , BHnb 1 FRBREFRS SOETELRH D, KFEOESD 278D 5
FERIEE A L LT, spasmus nutans (9 723X 9 (E£9¢p). rhombencephalosynapsis.
Bobble—headdoll’ syndrome, & RKPEARIE. Shuddering attacks (B EWIE{E). STXBP1
encephalopathy ZZF Hv 5,

Bulgheroni &%, 54 £4H 31 A4 TT, BIEDORLZE, BIEZ b0, REE. A 74 7.
NHRIATE)., 72 ENB L2, DSM (Diagnostic and Statistical Manual of Mental
Disorders, FEHRIEEDZMr &Gt~ =27 /L) TORMHERZEN R THo72b D
AR E EEoTe QADKPIHRRMIEE . 2 423 WM E) & #&E L. JSRD W8
MRETEN 2 FFOFIE X, BAFEIR LD 037 0 @y, JlEE 71— 7o B iEE
TN—TLHRDE@EmIRNEBRELTND Y,
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1) Fennell EB, et al. Cognition, behavior, and development in Joubert
syndrome. J Child Neurol 1999;14(9) :592-6.

2) Hodgkins PR, et al. Joubert syndrome: long—term follow-up. Dev Med Child
Neurol 2004;46(10) :694-9.

3) Ozonoff S, et al. Autism and autistic behavior in Joubert syndrome. J
Child Neurol 1999;14(10) :636-41.

4) Poretti A, et al. Horizontal head titubation in infants with Joubert
syndrome: a new finding. Dev Med Child Neurol 2014;56(10) :1016-20.

5) Bulgheroni S, et al. Cognitive, adaptive, and behavioral features in

Joubert syndrome. Am J Med Genet A 2016;170(12) :3115-24.
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Ozonoff Hi%, JSRD HBE 11 4% 34 (27%) 23 DSM-1V o H PAVEREE | 1 & 0V EAR
RED MM RS L T & 5 L L, — BRI X 0 IZEWEIS Th 2 03 mifEE
DHLREL T 5 LRRETH LD T, JSRD THREELEZE L THHAMA~RZ |k
T LIENZ\INE I INEIARHATH D Lk LT 5 Y, Takahashi ©OAFFETIE, FE
DIERF =7 U A NERE L, 3240 JSRD BE CTHM AN N T LEOH v b A7
FBZEZLOIRBLT, BEAZRTHOL 44 &AL ABEENRNI L E2H
HELTWD Y, 72 JSRD OFIEIC K D& b4 M L, JSRD OZ KR CTIEH M A
R NTAERFOFHELY &, BARANT 8T AE, Tba— UKIFE, RBEREE,
SrafEE, OREPMEN o722 &R, JSRD OILBFIEHRIT 32%. BAARY F T LJE
X 4% ERES BRI ENDAMARY T AEL JSRD TBEMIZE 572 < B
BThHDH LML TS,

Bulgheroni %, HFARY kT AEOBKEMELWT-TH DX 7. 4%, B GO
HOLFBEDTEH 11% Tholz bHE L, 8 L JSRD BF CTIIRFBEOREENH L3 =
RV a VENTHER SN TWD I EREZ N LR LY, JSRD BFE T Y
REMAANRY T AEDIEREZ RSV ERGR L TV T ZRvnneE LTns Y,

(2% 3CiK]
1) Ozonoff S, et al. Autism and autistic behavior in Joubert syndrome. J
Child Neurol 1999;14(10) :636-41.
2) Takahashi TN, et al. Joubert syndrome is not a cause of classical autism.
Am J Med Genet A 2005;132A(4) :347-51.
3) Bulgheroni S, et al. Cognitive, adaptive, and behavioral features in

Joubert syndrome. Am J Med Genet A 2016;170(12) :3115-24.
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N5,

[z ]

e T E DA ORI B 3 A g 1 Y | FLIR N AR ER SR 0 RREIC &L 0 Pl
HEELZ ZTEEARD VR Ry T 2B ETIHANRDH D EVoTcary b Ve,
FEC L7254 1 AIEREHerEifizk & OWELH Y Y i FIREBICOVWTERRILETH
A9,

M PERERBRE IR L CIE, Braddock ST ECHEEZLELAR EHICEINTZ &0
A RTRE 70 FRE O LLag iy L oD M iR Eh BRI 2 5 0F L, 2 CROBIAIEE CTh - 7=
WNERED TR L ZETLHE 4%\ E@miE LTS Y,

(2% 3CiK]
1) Brancati F, et al. Joubert Syndrome and related disorders. Orphanet J
Rare Dis 2010;5:20.
2) Hodgkins PR, et al. Joubert syndrome: long—term follow-up. Dev Med Child
Neurol 2004;46(10) :694-9.
3) Braddock BA, et al. Oromotor and communication findings in joubert
syndrome: further evidence of multisystem apraxia. J Child Neurol

2006;21(2) : 160-3.
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JSRD (JRREREE A IR AMIIE O & 2 FEANC & 0 - 2 A U ol 03 1) | 3541
BRI IER 2 H T 5,
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JSRD D FRFEIC BT 5 = B F o 2 D@ W2 T TR,

JSRD CIIFE AR ER H Y | BT R E N2 WIEAIT S FERHIER O
B DIEFNBETH D 2 & 2T DIEFIHREP N D0 D, A A REfEH%D
BIET 5 MR DS VO LI, A B A REBEHT D Z & TRERAOHER < BRI ]
BETHoTE VI NEORENEEDH S 7,

Sriganesh 5%, JSRD % 10 4 D WMRI R RO FFHC T 2 8MEELZ L TWE Y, &
OHEE L THEHE Y e R 7 4+ — V&2 HEH Lz 2 4% 1 412 AN TR 2 B9 5
MWHhoT2, BAIZ a2 7 =2 (7a="_ dexmedetomidine) % ~— & |Z L 7=k
ZEh LR o7, 5AIICIFY T A (0.5-2mg, BLE 0. Img/kg) % FITE AR
WAL LRIEZR Do T2, 5 B IR~ DBV a2 7T A= FOEHZHEE L T
W5,
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1) Habre W, et al. Anaesthetic management of children with Joubert syndrome.
Paediatr Anaesth 1997;7(3) :251-3.

2) Matthews NC, et al. Anaesthesia in an infant with Joubert’ s syndrome.
Anaesthesia 1989 Nov;44(11) :920-1.

3) Vodopich DJ, et al. Anesthetic management in Joubert syndrome. Paediatr
Anaesth 2004;14(10) :871-3.

4) Platis CM, et al. Postoperative respiratory complications in Joubert
syndrome. Paediatr Anaesth 2006;16(7) : 799-800.

5) Galante D, et al. Regional caudal blockade in a pediatric patient
affected by the Joubert syndrome. Acta Anaesthesiol Scand 2009;53(5) :693—
4.

6) Matsuura K, et al. General anesthesia for a girl with Joubert syndrome.
Masui 2010;59(3) :383-5.

7) Buntenbroich S, et al. Total intravenous anesthesia in a patient with

Joubert-Boltshauser syndrome. Paediatr Anaesth 2013;23(2) :204-5.
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8) Sriganesh K, et al. Anesthetic management of patients with Joubert
syndrome: a retrospective analysis of a single-institutional case series.

Paediatr Anaesth 2014;24(11) :1180-4.
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JSRD IZHRAE 72 B (RWVARJE . IRV | mas, WIRAE K, IRk TE, &
ZeH. =MDV O, BALTEWESN, REA, AIREZEH 72 &) 130V < D0 OHF9E Tl
HENTEY JSRD DZWr 2~ e+ 5,

[fgan]

JSRD EEHLE LT, 1997 4|2 Steilin X, @mWVROJE, AWV, BEDONIRA
B, Emxo&il, T LEZA0WE O, B CTEVWEN DB L LTS5
D, Maria 513 1999 4RI LZSGTRoWi YO R ¢, RIEROBEF % JSRD ICHET 5
B LTHIF DY, Zoftic, K&7REE, 2B LR E LR E L. 2R b
Flnl L BICEV T leo TN E LTS,

Braddock (% 2007 4FZ 34 £ @ JSRD & Wi S 7= B3 OBEICEE T 5 TR RE R & OFHHI
Biio72 Y, ZORE, Maria HOBWIREER S L —H L CEHEEICADNTZON, N
IRAER (41%) . 28 L= & (38%), & L C2Ex & B IIE 35%I2, JHORE & 41%
\ZERD 72, Maria BHOWETZMIEHEEICTEE OB - - BMEALIE 18%, &7z &fLix
M TH O BT V7ol EHE LT 5, E72REEZEH (53%) | 224 2BV AITEE (38%) |
B (56%) . AR T IE (41%) . PUAIE (32%) . JEVWNE AT (35%) . 22H U 7= sakliEe: (47%)
IR VVER & TRAZE M (38%) . ek (12%) . Bif S OARTE Rk & B 5P (24%)
DAL EHRE LTS, EEOFHUMETIZFR TOZERH VD | Maria b & [FAEZ
DY LI ORI END Z LR D Lk TV 5,

(&% 3Cik]
1) Steinlin M, et al. Follow-up in children with Joubert syndrome.
Neuropediatrics 1997;28(4) :204-11.
2) Maria BL, et al. Clinical features and revised diagnostic criteria in
Joubert syndrome. J Child Neurol 1999;14(9) :583-90. discussion 590-1.
3) Braddock SR, et al. The face of Joubert syndrome: a study of
dysmorphology and anthropometry. Am J Med Genet A 2007;143A(24) :3235-42.
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g 70 ERHE S TW5D, EEOR SNz T, 248 (B JE. DB S5 OF
EIX O-ZA-45 JEMERE (OFD) Z/RIB3 5,
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1992 4F Saraiva HIX LR L Ea—nbD 124 LHiT-72 294 0T —X L 3H5Dh
IR/ BRI RL . @F8 RN . @ FRRIK TIZ, @FF - IREKEH) D &5 67
DRFEZRTHEO LT LW ENEZ IR L, AU SN T 944 DY =2 N— VIEGERE (B
TIS) ZEEL., 944D JSDHH 16%I%HE (B) ERLLN-EHREL TS Y,
Fx OfETHZE () (X 15%2HA biiz, F72 2004 4F1213 Gleeson H A3, MER
(AHBROE R L) . B/ (DBRA, /N3, mRTREEEZ2 &) fRarE (24
fE. GHRIER ) A ET 2045 EME VIRITH NS #2752 LN EL< AR,
Joubert JEMEREBIHIE B (LLF JSRD) (28 £ D L #ish L7- ©, 2007 4 Braddock 5 %,
FERESEIN e FFE 21T\ 248 (BE) 2% 12%CH B, FEOJEHID 23 38%IC A DTz & #
BLTWD Y, [UL Parisi B 2007 4EICHREET ORI, Z/MKEl, %48 (B, 8
JEZEME, FERE . R 7w B, IFRRHEEDIEIRIT JS O 7 2 A4 7 2R T LD L HE L
TW5 9, —J5, Poretti HIX 20124, 16 4 DEEEHSHT L, OMTS+H72L EH 1o
DOAWEDFT A28 (B, QONTS+2 SEEOAREOFT R & WS | N-E-f5 JEGERE VI
ROBWRMELZFRE Lz, OFERG & L L, TO@EEENRHEZ <, BEO T/,
N - NHEA, ERNEMSHAA L, 248 () 1TF, 2eblzhabonc @i L Tn
%7, ZOXHIZ JSRD TIXBEFALSNOIEEER & LT, &8 (b)) fE, 1EEEEO 25
REDEHRH DL Z ENRESI N TN,

(&% 3Cik]
1) Steinlin M, et al. Follow-up in children with Joubert syndrome.
Neuropediatrics 1997;28(4) :204-11.
2) Maria BL, et al. Clinical features and revised diagnostic criteria in
Joubert syndrome. J Child Neurol 1999;14(9) :583-90. discussion 590-1.
3) Braddock SR, et al. The face of Joubert syndrome: a study of
dysmorphology and anthropometry. Am J Med Genet A 2007;143A(24) :3235-42.
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1992;43(4) :726-31.

Gleeson JG, et al. Molar Tooth Sign of the Midbrain-Hindbrain Junction:
Occurrence in Multiple Distinct Syndromes. Am J Med Genet 2004;12bA:125-
34.

Parisi MA, et al. Joubert syndrome (and related disorders) (OMIM 213300).
Eur J Hum Genet 2007;15(5) :511-21.

Poretti A, et al. Delineation and diagnostic criteria of Oral-Facial-

Digital Syndrome type VI. Orphanet J Rare Dis 2012 Jan 11;7:4.

-69-



CQ5-5-3  JSRD IZ& B4 2 ZHEIE DRI

[%79%]

JSRD (28T 2 ZFRIEDBEE 135 < 72V s, B2 480E CNMBAIZRIE) 3%, H
SWJ%??EJ“ X JSRD OREEREZEO—IZTHENRH D, ZD H Bb DL X H-HAFIEFERE VI
M (oral-facial-digital syndrome type6, OFD6) DFTR.ZH 9 5,

P EE@]

JSRD \ZE 1 BIEREFM /2 BE D—> L L TEIEEIX Gustavason, Egger, Haumount
and Pelc, Houdou. Edwards. Kendall 512 X > THE XL TUWD V923 ZF ORISR
BRI OV TOHRE T 220,
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JSRD IZB T B ZIEIEDHE T E < 72\, Saraiva H1L 944D JSRD BED H H 154
(1B ICSRIEEZ RO L MELTVD P, DO H 3AEFROKR, 2 IR,
10 £ X FHE R BT ICZIBIE 2RO T2, SADFHROLDLIFED 2 H 34 & & itk
ThHY . 10 HOFHEREMT A DOLIEED 5B 1 AN AMETH Y . 520 9 AL
Thote, 15LDZIRIERE DS B 11 LITEEESIRIE CMESIZIEIE) TH Y 4 41
JEREOEhETEZFRIE (RHESIZHRIE) TH o712, F7-. Pellegrino 5% JSRD HH 50 4
D55 4% B ICEIEE RO EMEL TS Y,

OFD IXEFRAINC 13 DY T X A 7HH Y . JSRD 2Tl A - FREMERE VI Y (oral-
facial-digital syndrome type6, OFD6) DFTRZHATHZ ENEL ., W DD H 7
HATHJSRD EEHELTND

OFD6 DfttiZ, JSRD (Z Té%%f&bfﬂﬁﬁ%fﬁﬁwm®m®®ﬁiﬂ%5
Veronique Darmency-Stamboul HI1X OFD4 FBE 6 4D H B 4 L DLIRIEA DT L %{i
LTHEY Y, Andrea Poretti H1% 164 D OFD4 HE 16 4D 95 H 15 LI HIEIELZ R
%@5%2%i$%ﬂ%hf?%otaﬁibfwé

PLEX D JSRD IZEDFT A ZIEDRHEE LTUTO X 512725, Filld 50 i
RNZERD B, %%é%%fﬂ%w# HHATESRIE bME N H D, £ P RFIZFEIE
1% JSRD DREBEHEO—EIZHERH Y . £DH HDZE L 0FD6 DFF .2 HT 5,
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1) Gustavson KH, et al. Syndrome characterized by lingual malformation,
polydactyly, tachypnea, and psychomotor retardation (Mohr syndrome). Clin
Genet 1971;2:261-66.
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Neurol 1988;3:247-9.
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1992;43:726-31.
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syndrome. Am J Med Genet 1997;72(1) :59-62.

Darmency—Stamboul V, et al. Detailed clinical, genetic and neuroimaging

characterization of OFD VI syndrome. Eur J Med Genet 2013;56(6) :301-8.
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1) Steinlin M, et al. Followup in Children with Joubert syndrome.

Neuropediatrics 1997;28:204-11.
2) M54, . Joubert SEGEHEDR Y 7T 71T K D MaET. BRI 1999:41(1) 161-7.
3) MAmEE . fl. Joubert JEMEEED—F] —HREREH)EEIZ OV TOMRE—
Equilibrium Res 2011;70(1) :23-39.
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PR AR RR

CQ6-2-1 JSRD OB AR xf LIEEhHIFRIZ LT

[~V —]
SEEEHIFRIT/NNE CKD B OBBRAERE T DO AT 2 19~ 2 2001 5 2> TIH AR 72 O i B
HBRITIFRN & LT T2, (HESEEE B)

CQ6-2-2 JSRD DB AR AT KT LA S [RIZLE )

(41 A
NFRREBERICSH D Z & o A ERIRNBHEREEITMRIR 282 & &
D, JRANE L THIRZATHRW, JSRDICHE D BAROEE, —MOEITHZERE | Rk
MK T 0 BARRZ IR & 72> TR Y | KHIIRCHE S HIBRIZBK Z 8k LAE L0155
\=iThryvy, (HEREE B) /

CQ6—2-3 JSRD DB ALK 2 WEHTEE TITAHELE X LD D>

(9~v-) A
JSRD DBAPHETH 53 7 v VST D KRB A I IR FRIEIIAAE L7V, TR
O HENIRPE RS L 2SS GOHEDRIE - R A2 MK 525 2L Th b, mIEE
PO S AIFRBRERE, SILE - EAREZROLEHAIT R RERR SR END, T
Qm&cmwm\%m\ﬁﬁﬁ%mﬁféﬁﬁ%ﬁﬁoCﬁﬁﬁm .

CQ6-2-4 JSRD DRMIE RT3 L TIToN 5 B AREBFEIEI LM A3 B )7

(1~ v—] )
ITAE, JSRD OARMIB ATk U CBAERE (&, BIRENT. BB 2317H
NHRERIRE NI Z TWD, TOFRTEDFIEEZRIRT 5008 9 NIBEBEOAETFEA X A
LEBRDETEZD, KD AT —Y 3 Elcho=2b NEBEEEMEIC 3L kL,
\?%~%ﬁ&iﬂﬁ%@%ﬁ%ﬁ%%?@éﬁ@%%~V%iﬁf50G%@Em Y,

HE - HHY]
JSRD DEEOIHETH %R 7 1 BT DR RAVRIBIRIEAAE L0, BT
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“"EHET D 1 DOGOHED CKD TH D, RO HANIREE A2 L T OEIHED I
iE - HERRZMHT 52 & TH D,

FEPEE)FE BT & 18 9 BB I 2 BARREORATIE, EEBUADME, R~
DR, EEOEMS , #EE OW e EORENH DN, EITHE L R TRICE D
RBENBERICEA SN LW EFHEPHRESND L ICRoTETWD Y,

Z 2 TIE JSRD OB A PHEIZKTT DIRRIZ OV TREAVIRIE & & OET 21T o 1o,

[fign - —& 7 2]

JSRD I BT 2 BIEEDIRFEIZOVWTDOZEF v AD b A ITEEE T Case
report X° case series NEHIT/e D, WHFIFEFEFTIEDR LI X BHECEN T2 8O
RAREIEDNTOND L) oo E WY HERD D,

MM AN EOIRIFEIZ DWW T AR S SER O [ v 7 o 2255 < CKD @297 A
KZ 42 2013] X [CKD A A K 2012] Z2HbETSHB IR,

O EB)HIR

JSRD OB A OHESCR 7 1 U BIZ L - T CKD 22 L7=2BEIZ, E#hA CKD OHEHE|CZH 5
LCWDEDE D D ERE LI SUIFIE LW, ZTORETH LTI, [=
BT A EES L CKD BT A KT A 2 2013] CTIEEH|IRITHEHA R b L 2 E2E 0
BILD QUL XTI 576, M OEIH RITERRBIERZ &7 b3 /RN H
v, EENRIRZITS 2 & 2 HELREL Tueny,

7272 LI UDERTEENC K 2 R HIA 2B ~ DR 8T 57 Tl e <l & DR % /72
DORD TN ENRH D, ETEEOFRERL 2 b — /L STV EIE, K
IZEDLAREER L TWAELAR ERBN R LEERGAILEINGIRT 52 N EEN
Do

© MR

i N CKD Tz AE < EHIBRIZ & 2 B RE R FF 2R DN AER] S 41T 2 23 /N CKD ©
IXED XL I B BT RIFE L2, Lo LATZ X S EHIBRAN/ N CKD O HELT % il
TENENI2NT & ZFEAT 5 T & ML EEGAER (randomized controlled trial,
RCT) MEBAFEL TN D, L7z o TNE CKD TR E & W H G SEICE X, 72
A ERIRZFERIE LT b, 272 LEmh U U AMIERE YV & IiE 2 K T355 1%
BREZRFATOMLERNDH D,

IKRRHSTHIRIT R 7 0 VS L D CKD DA SR AMEN 2~ 20 f %
7D D DD THEENMLETH D, WENET LIR/KE R 27560, milEx 29
L5, REREOFHN & & HITKy - HAHIREZITO 2 & bmitsiLd,
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@ WERITRRE

AT 0 BT DARRBY IR FEI I T I8 O B AV CKD o 2 14 5
ZEEKDDAEHEEZ b= LT B ETHD,

ML CKD 38 L ONCVD (LB E) OHEITICE b - TR Y | EmIICEERE %
1792 LT 5, [T v AEE S CKDBIEV A KT A 2 2013] CTrIke ekt
L TIERASRPHESE (ACE PHEFE, ARB) 288 —iR & L THERRE STV 5, RA RIAEHE
HAITIZay ha— L TEXRWEAII ALY T LMEFEEOGH 2+ 5, £7-RA R
PRAEFEIIRE R TZ T T2 < CKD OEITIHIRNRZ A3 5 Z L3 CKD TIZBI 69
& 72T D, /N CKD T %9 2 EEATHIHIZNRIZ OV TIIB B 2> TR W, Bl A CKD
WCHEL CREF+ 2 2 L 2 HE5E4 5, 7272 L ACE BHESR & ARB 2R+ 5 = & 1% CKD it
BRI RZ R LTSN E I DB LTI < HERE L2V, RA SRFIEEIKITZ < 238
P TH D Z &, BRED —RRICET 228 @AV VLAMIENEZ D&MD D
Z &, BOKRRHCBMBIERARE KT LAENSH D Z & HRF O ERE ~OK 5135
JRESIEE TR THDH b, e EHFEARERSNRD 5, /NS O RK e
X TEIMERFET A RT7 A4 2 2014] #5FIcESniz0,

@ BRIEE

JSRD DBFITKRT 2 BRERIEICOVWTOTET » AD H 5 MG IIFIEE T, case
report 23 HUA LT\ 5,

R rE B FE R I A 1 O B T 2 B AURRIE I R A R LRICK Y \EFITEAS
b XD oTETWD, BRERIEIIZMEENT ., IEIOENT, BBhE (R, )
WD, TEITENHHEZRTICEBMHZAT O LATH BB (Preemptive kidney
transplantation, PEKT) 470415 X 927> TW5, FHEIUTHIR & R & D7
T 570, BEDTA T7AZANRCNEBUCAEDOE T FIEEZEIRT DL ERH D, £
ZTCCKD AT —V3 &L, NEFREEMEICa v L, BEFEE CKD D2
WF — L TNEDFRERBIZOWTEHE LAV ZEHRIEA L TN ZEREE LYY,

(2% 3Cik]
D WEER, . KEREEREE BT 2ERERE. 40 OBH,
2010;23(2) :234-38

[ Rk

a) HAAERFS =T RACES< CKD B A K71 2 2013.
https://www. jsn. or. jp/guideline/ckdevidence2013. php

b) HAEI . CKD BT A K 2012.
https://www. jsn. or. jp/guideline/ckd2012. php
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c) HAREMERE. SERETA K7 A 2014,
http://www. jpnsh. jp/data/jsh2014/jsh2014v1_1. pdf
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3) Tk

CQ6-3 ATAPHIEIC KR B 1REIEI T )

[~V —]
BRF LTI, ¥ 2 N— VIERREIC B0 5 2 L 03D 2 SERVERTRRMEIE S &3 % JRUATG
BT <L RMERIE AT 5. (HESREE A)

(e - = &7 2]

BT, Se RPEFFRRMESE T ORI OBME(LIZ RT3~ D IR IR RV Y,
SHERE & LT, REFHIREIC K 5 i 42380 72358 I IENREIRIER 417 . il
DEEER® %A1, WHRERIC X 2 PRGOS & 0 . NWEHOIEHIC T Hif
ORI UWGAITIIMIREEER > v > b &Rt 2, 80, BEGE LA, 1
HERYYE, TBAE, BULED FTREME 25 2 T, REZITWIAERIC L 218FEZ1TH., 1R
TRIEH L LTI X » TR FRETH 208, OHF T 2 BHEREREEIC L 5 U A7
&b Y HEIHEIS A RETT D,

E BTN

1) Wehrman A, et al. Diagnosis and Management of Hepatobiliary Complications

in Autosomal Recessive Polycystic Kidney Disease. Front Pediatr 2017;5:124.
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4) PR R OREE

LR k—
CQ6-4-1  MiIEoBEREE O R FAIIT T OB ITA H )

[~V —]

AR SOBENFIE DARBEN BAKZET 2 U 27 BN D510, BEIFMHIC L v iR &
HRENER 22 TR CE D B D U 27 N L /KEIED Y A7 13H D720 7 1 —)
VETH D, (HELEEE A)

[fiin « =5 =]

R OB I L » THHEBICKENE L O % " pHE L O\, J OFEEXR
D HIHENE O TR AESN M LA TER LTz b O 2 ik & FE5, i L7z
WA & E TN D S O Z BN (meningoencephalocle) | i L 72 N4
W AR AN & F T RSO O A T HAULIBERSEE (cranial meningocele) & /y%H
Enb Y,

JSRD FR3E O— IS MIECBEIR 2 fE D Z E 3B D, . BERRIZPASH T 2 L E
ETDHENHY | MR RA~ORBI L, FENTAT O T ENEE LW, KRS, S0
BERE OMRREN SR T 2 U A7 b 56121, BT L 0 fiiRIC L 2 BER
ZYBTE D720, BETHMHERARI A~ T 20BN D D, 2 IXHARICER I
W5,

F 7o, RO ZRFAPH OPER ORI Y O JEAR % {4 5 KEIE O B L RAIIIT 5 LB D D,
IKEEIE 2 fE D 72 WA BAER E O FEM L RITRIE, WA Z VB L35 Z L3 CTh 5, /KR
JiE D 72 ORI 0 R 1 AR IE R b L < X E O AN 2 A 3 HIRE T
DL, KBUEEZ AT HEFETIE, R FNRRBEIZI I VEB LD 2 R H D, KIH
JEZ A OFTIURREIR > v v D ETEITT D720, MR~ T R&ETH D,

FIROEEF L OH A X 2 T 1T RINEL O & 72 2 A3 KEFRE O FHIR2 Wk LY
BHFHRITROLBICHEHATH D,

PR PG DHEZ L U DK & LT, KEFE & IR T 23 8 2 o I NI RN SEE
NEENTVDEE, PR EERAEC D RN H D Y, I O EALITA R 2I0 A
OHE & ORI R STV,

JSRD CAKBHIEZ X 72T A =X LT 5 TliE7Zevy, Ruxandra Hid, MTS Z§8&H 5
BED IS CC2D24 EFRO B 2 BE TR & e U CTRIMSEIEROBENE < K
SHIE DFRIE DBE S BV EHE LT\ 5 Y, E£72. Michael &% 0FDI 28R DKIHIE & D
B A A L7- Y, JSRD (236() B /KEESEDIIE Y A 7 138 n TR L Bh#E LT\ 5 ]
HEMEDNVRIZ S LD,
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JSRD CIE&FERIGE 10%FREIZFRO DL Y, KEIEXEhE SN TWD 9 —iZ,
M@%w®5$%@5W4%_mﬁf%AﬁT51m oI & 78 B BEFICRB W, &
DOIEEHIZE DX I A B = XATK&W%EL%@#i+A L 6T 72> T
W, PLEMNS | JSRD CHMIE & 3R 7 5 A I 1T /K EENE O A G EE S BENN9- 2 AT REME A &
D, HERZ7 e —BULELEZD,

[ 3R]

1) Martinez-Lage JF, et al. The child with a cephalocele: etiology,
neuroimaging, and outcome. Childs Nerv Syst 1996;Sep;12(9) :540-50.

2) Lo BWY, Kulkarni AV, et al. Clinical predictors of developmental outcome
in patients with cephaloceles. Clinical article. J Neurosurg Pediatr
2008;2:254-7.

3) Bachmann-Gagescu R, et al. Genotype—phenotype correlation in CC2D2A-
related Joubert syndrome reveals an association with ventriculomegaly and
seizures. J Med Genet 2012;49:126-37.

4) Michael F, et al. Expanding molecular basis and phenotypic spectrum of X-
linked Joubert syndrome associated with OFD 1 mutations. Eur J Hurn Genet
2012;20:806-9.

5) Poretti A, et al. :Joubert syndrome and related disorders: spectrum of
neuroimaging findings in 75 patients. AJNR Am J Neuroradiol 2011;32:1459-
63.

6) Parisi MA. Clinical and molecular features of Joubert syndrome and
related disorders. Am J Med Genet C Semin Med Genet 2009;15:326-40.

7) Alexiou GA, et al. Diagnosis and management of cephaloceles. ] Craniofac
Surg 2010;21:1581-2.

8) Bui CJ, et al. :Institutional experience with cranial vault

encephaloceles. J Neurosurg 2007;107:22-5.
[ & HH

a) /NRIEBVERRERIF G & —HP. BN
https://www. shouman. jp/details/11_1_1. html
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CQ6-4-2 JSRD IZRITF B TAMAIZAHZNRIBERILH 5 D>

[~V —]
[Bm%ﬁﬂ%@%&fﬁ#h@ﬂ%hf%%f\%Kﬁ%&éhé%ﬁ%@&ﬂl

[fgsn - e 7 2]

JSRD BEFIZB T D= T U A0 H 5 HEITRO T, HEOIEFIMRFTOHRE (case
series) Z@HLDHTH D, JSRD BHIZTADADEIHIZ RV, —EROREH
ICRBO TS M2 L L h, IEMZ2EEITRHATHD Y,

JSRD BFIZH T DR TADAITH LN TE LT, BHAMETANADOHRE LR
D TVZR, TADATKES DA DR R ZRIGREICE T 2 S I X0, TAD
Am\ﬁ%®%éE%®%&fﬁﬁéhrﬁﬁ%&#fﬁ#&%?%%éhéN%T%
%o TADABIRICET 228 & LI TTADAIREN A K742 2018] &M
vy,

(2% 3CiK]

1) Lopez Ruiz P et al. Uncrossed epileptic seizures in Joubert syndrome. BMJ
Case Rep. 2015. doi:10.1136/bcr-2014-207719.

2) Bachmann-Gagescu R, et al. Genotype—phenotype correlation in CC2D2A-
related Joubert syndrome reveals an association with ventriculomegaly and
seizures. ] Med Genet 2012;49(2) :126-37.

3) Saraiva JM, et al. Joubert syndrome: a review. Am J Med Genet
1992;43(4) :726-31.

[ — k& k]

a) HAARHRZEES [TTADABRIETA RT74 0] {EREES. TADAEBETA KT
A 22018, W [ESERE, 2018.
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CQ6-4-3 ATENEEICOVWTED L 5 RIGEIENDH D)

[~V —]
ERCOWEB MR . FRETR E OBREEFE 2TV, U T —a b Ead bl ae B
LTV ZENEETHDH, (HELEE A)

[fgsn - e 7 2]

JSRD (ZF1F 2 RIBEATEN X9~ 2 A e RN BTV, £ ZhOfTE)fES
IZxE LT, PRSI B AR . FHETR EOREREEZITV., UNEY T —va b amwni
REERFT L T BERD B,

JSRD DEFICE T 2TEEEF L LT, SERIT. BHHANZ 7 A%E (Autism
Spectrum Disorder, ASD), FEEATEN 2 ENHIF HLDH, 3. JSRD BEOBHEE X
ZHETH Y . BEOREMER O EFHRAICKATWD, SMmAMERE (Full 1Q)
X156 205 129 L TERH VD . FIE 58 T, EHERAIT 26 L OWMERH D, FibkAT
FELSAONDGRTHY | SHEDOIfE L SEERE/IORMICEE O b D FHEDIRK & 72 5
LY AR N T AJEIL, JSRD BE OISR D WER H o7 PV, BES T
AR HAANRY N T MES IR D LT HHELH D Y, @EIESCHA LS Lo
RIEATENL. —EoBEICRDLNS 9,

JSRD DATEREEIZ R B A2 DR BRI IRIBFIEIT 2V, TR OITEIREE IS
KL CTHEROME R . FHER EOBREREHEZITV. VBT —2 a9 U ORFEIT O
ZEDBEFE LY,

(2% i)

1) Hodgkins PR, et al. Joubert syndrome: long—term follow-up. Dev Med Child
Neurol 2004;46:694-9.

2) Braddock BA, et al. Oromotor and communication findings in joubert
syndrome: further evidence of multisystem apraxia. J Child Neurol
2006;21:160-3.

3) Holroyd S, et al. Autistic features in Joubert syndrome: a genetic
disorder with agenesis of the cerebellar vermis. Biol Psychiatry
1991,29:287-94.

4) Ozonoff S, et al. Autism and autistic behavior in Joubert syndrome. J
Child Neurol 1999;14:636-41.

5) Takahashi TN, et al. Joubert syndrome is not a cause of classical autism.

Am J Med Genet A 2005;132A:347-51.
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6) Farmer JE, et al. Parenting stress and its relationship to the behavior

of children with Joubert syndrome. J Child Neurol 2006;21:163-7.
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CQ6-4-4 FEAWETEEICIZED X 5 RIBEERH L0

[~V —]
BRI T RS 2RO A, ARz L UV X b 21T RFEESLE
O, g -WeT U ) T—a BT LERD D,

(]

JSRD DBFIZINT, EAME FEELLUELIERZIT 5, KLIEAZROITEETH
D BYSOMERR e E OGN RIEIZIA LT LEW, MiREE 3, BHlEaphE, %
B LRIERT D7D T O & 5 5t iSB B L 72 5,

£7. BEOERWETORNIZEDE T, AFHESLRAOTE LT D, LEN
HITRKOFHMD 7= DI EZ BET D, HE - Wl NEHZBIET 72012, &
R O, BET 35812 X THEHRT D, BF7 AWk T &ERMAE (videofluoroscopic
examination of swallowing, VF) 23& %, #xiT CldME FPNEE (videoendoscopy, VE)
HIFMER 2R L 720 DO b D, FEERA ORI, W THEREZ @0 Dk 2 7251, 5
DEBDOFHEESRATT, BYIVEOE T 72 E2i#3 5, S oI, wFHER, R
AricksnfE -HET U B U T —Ta v EbR, SRR, HiEM, FHERE LR
EEMFHEEED T THR R NV T — 3 VR EIT O LERH D VY,

L L7 B kR 0B 21T > CTH LR RIS DB T 27, B3l 2 05 1T 72 W iGA
6 ORI & 5 B8 2 O TORBAIOTEAZAT 5 2 &R0, BN b OREAIRL~—Z b
BEEIEATLZZL0H D, BEOHEIGNE, BERAKROCIFE L OBRGET 2B £ 2 TRE
Ihbd, —MpyeEs s LT,
- BT RAR A HRAYICEIRTE 720
- IEWRIHGERREEZ A L TWD
<4 ERBILL EO A THED RIAEN DA KOV
EWVH) R ET L ORI TS Y,

JSRODBHEIZEN T HBOBEISICE L T2 e T A0 H 55 RITH/ L TH2RN,

(&35 3Cik]

1) EAEL EBE T AU TF—a BT 5 EEHEM, WREE oS
ErRE S 2. 2011;26(6) 11379-83.

2) EF. . AAEREET U NE U T g VERERRNEES. B0 E L
W (2014 hK)  HIBERWET U &35 2014;18(1) 155-89.

3) EEFICHE. M. AARMGRNESETEFRABTERS REANRENE A O b
(PEG) A K74 v (%) HARWMLEINESEF2MEEE 199638 (2) :504-8.
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5) FRULpETE
MR RRE

CQ6-5-1 MEREE DIBEIZ DWW T, 1BEINAD HZZ 130 H

[~V —]

IRARZ A O JERFIR 2580 72 & & BRE RIS MUE 2580 7 & & @RI A MUiE
D L& BN E < KRR Z MR TS 0 & SRR AZRETT &
ThoH, (HEEEA)

CQ6-5-2 HEFEE DIRIEIZED L 572 b DN H HH>

[~V —]

N AR 72 & O 35, B h-, FERBEMIGE#LRIE (non—invasive
positive pressure ventilation, NiPPV). &EUIEH « N LIEIEERIERS 70 K OIRE D3
WL B 205, JEROFRESIEFNC L > THEUIZREIRZ T H5LERH H, (HELEE A)

CQ6-5-3  NiPPV I L VKB WIBRE A D1 i~ 1%

Mo~ —1] ~
O NiPPV A D&
NiPPV X, FEMRIESCIHmER G Cliay e — A RROEEIZITI,
@ REYIF O
\_ NIPPVASEISIREEZR G b L NPV Tl b — ARy TRV S, )

CQ6-5-4 ZRERITIGIRDRIGR & 72D )

[~V —]
RIRIR AT A MIEZ RV, EHIRBICEER DTV u = 2 8 BT 25612
IR EBES D, (HELEE A)
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CQ6-5-5  JFRIF I HENFIR AL DIRIA & 72 2 70
(1~ —] )

Opioid Z HWZ BRI Tl B &SRR B4 36 JIE T, Alpha—2 adrenergic
agonist & HWTZ BRI ClE, FPRERFE Z I 5 Z L1300, FERTa A NEhT
IE (Non-Steroidal Anti-Inflammatory Drugs, NSAIDs) D#% 5%, FTHEHECBHLRE
\@® WEALEBEELTUTORETH D, HERE A J

GBS =1:0)

JSRD (X AR L 0 LW & SRR 2 TR & 3 2 RGBT B S FE D — > Th
%o Z DWW EEIZIINNER I & D E DR R D E #%5LTV5&%K%M5

D, BRI AR CTH D, Flo. 2 OB TERER 0O WL ET R 5 X4 T ORER]
WCRLNDRTIEAR L, MEICE > TEIZDH DM 40% 05 5% LMESTEV Y FF
FEIRE TR EREOHSNEHIC L LT LN, lEE EBICHET LI EINT
W5, LML, BRATE ZORE 22T HEFNPTFEL TND I ERMBLILTND
4,5)

IR R S 5 L L R E R D SRR S B NS s Sz 07, F 0%, REM IEARRF I L0
WA = B 2 L AHAE X, X 512 non REM IEARERZ H380 HL5 LG S,
MR EHRIZ LAY 77 7RE T, ZMFFRITRERICR DBEENE L, RNT
REM FEEAR + non REM BEAR DINEIZAEEE 230D 92 EHE STV D Y, ZIERICHE 5 (KR
BT AMIEICBI LTI, EERLONLIEBMTHL LD ETEHETH D 1V, MIFHIT
SRR T D b DT, FARMEEIFE A LR TH D, LnLans, HERIED
RN G AR AR OND Z L H D MY, BT HRICEET S H 0N
LR, RRZIIRIRSCT 7 /) —EB 29 b 2 bbb, BREORELRDOLNTE
., HEIZEHETOIMLENRD D,

Bm*iﬁ&ﬁ%%ﬂ“%&ﬁzkﬁ%@ ABFIROMEIS 72D b7l
VY, PERFRENC BT 22 HRERNC, BRI A EiET S Z Lk b TWD

[fai s =5 2]

1. ERER DOIEHE &I AD A%

FA TR 6 DAICE D £ T, AR MERIER IIRO 5 TW5, 1o
T, EIER GRS HDH 72T CIIREOEISIZIE e HF, WIFR 2RO 54513, B
FEMEE=F R 2O TERMARBIEZ L, TAZHBT 208 R B 5, STAD
BIEE LT, 77/ —8b LATRIRE M O B FR0 b D56, £, F7/
— B2 N & bR EE AR E DK T 2RO 55 61E. EREDFERE 1L
) IO AE T HRLERDH D, £, MEIREFEMER OEEN GG < . EIUTFE
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D IS DI U e H IR IR DS HERF CE WSRO N AR T OMLERH D, Zi
IXFAERY 2R BEIR 23 HERF TE 720 2 & T RA DRI ECRE IR R A KT T O
BT, NTHEEOHRRAEDNERT 206 TH D,

BrE VI ORI ARSI E R 238 B V- F 8K (7 7=y arve, 7T7x%
By he, BT xAeipl) %535, RHEME LT, Sk, MEEEA, me, B
FEMERG . @B, FWRAREBIRRH SN T AN, EEEIBIE L 2N ORET
FUSRTENR B Z 5 Z Lixd i, 724 v OBREREH ThoTz Lt DHELH Y
WOBICTEDLNAEL LCHERR SN D, £, MM AE O B FE DS C & 5 e/
BEOMBFE LR 595, PO2 A @EICHROZ & CRERMELLEL, ZhEM LT
ZRJEARE & AR5 AR PCO2 (%7 5 s ML Z BT 5 2 & TR AN Z
ESNDEEZEXLNTND, BREMEZVLEL LERWEAIE, TEEBAT D %
UAS 2

WPERCIE RIS\ X DIRREPRAT 256, IHMREAIGER KA
(NiPPV) DL & 72 %, NiPPVIZIZFHGeA R EH#LE (Continuous Positive Airway
Pressure, CPAP) & —EDZEMGEIZW R —~EDBEZHE L, WRIFFIZ DA E
JE % BN 2 WA IR (bilevel PAP) . & DIZIZFHGRLEIC B FEFFRIZ
JIEJts L C pressure support %Mz 2 NEiE B BhifillfEi#i5 (Adaptive Servo
Ventilation, ASV) E— R3® D, CPAP IIFHGMINCIHIE A HMNT D Z & T, WRFEDE
JEIZ X ARGEMZEA M IET 5, PAZEMEMERENLIZE L7 E— R TH Y | JSRD OERIZ 4K
PESEREL O BRIC 1T RA TR T2 & OWENRH D P, bilevel PAP 1% H ML
KL THNRNy 7T v THEHEEN S D720, PHOEREMER OEFNII RN TH S &
EZHLNAHNFEIE—E L TWARW W, ASV IZRERANTH 58, HIEMERIZED
HTCRKENEET D, O, ZIER-CHEMER . S O IR 7o & 24878
PR 2 2T DRERNCITHE LTS EBEX DL, ASVIETF = — 2 A h—27 AFERIZ
MG TBRETH D20, ANRIBIR TR ST ETHRERRLNATND P,
NiPPVIZ~ A7 3BT 220 THY | #MEILL 237 F TR WIS TH
HINBIEEBITICHE LTS, LarL, v R ZEEOWIINGE DIV EFIR F50E
W TR Lo W EBRE 72 IIERI DR = LN H D RENRH D,

NiPPV D@7 MU TV A IEFIRS, NiPPY TIXFMIC a2 b e — LR TEX RNGE
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