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SEARAAND R 30%ET) 2895, i 2 b3 FUT DNA ORF. HEROET 25
B,
() DNABE
HRERB, HENERSINTVS, XA &1 3 K )T DNA OEHRET
hErk B SERSENRNTHERZRE (EXO0%LT) #H52L, R 3 b
I R U TEESTE T PP R T OmMERE D5,
(=) LEROEZMA
LEET. BEIr v, B7R s, WPWERNE, OREE. STTREFK. OF - 0ER
. EEEEEL. &% Q. EREREEDE, LT a—IT, EENLHERTETERS
WECERIER L EHFET RS S, BRAUCHERT 2T 2 BEuESBRTRLE, W

J
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G BERE 2T EREE. CRORRELCERRREER DB, CFV-F 7P AT, MIBL
BHRTORDRARBET LV E LOKE, BMIPP QLY AH i o,

() BEROESHR

BAR GBEET1+ (0mgdl) L), MF (RILETHROIKS HPFLLE), f7 S
JER (ERERELE) 205, LTRFEROLR (QmgdLLIE), 7 VT F=-ED
ER (2 mgfal BLE) B35,

(1) MFFEROEERR

FEOEM (Hb 6 gfdLBIF) b L <20 MEESE (Hh 10 gfdl. Bmdk 4000/4L KT,
mAAE 10 AL BT BRBE,

() FHEROEBHE

BEELL EOFKIEIEE (AST. ALTH 200U/ LLE), BT E-TEER (EHEE
MBELE) BREH D,

(7) ERFHOEEHRR

MAFIE (RS> 126 mefdL, OGTT 2 FHH ™ 200 mg/dL, REFF=200mg/dL OV Fhae) &
Hbale E) =65% (hale IDS{E) =6.1%)

() #sE

EHEFREEO M FEHEHE S U S IERHEEI MR VEL T, 2 mmolL (18 mgfdl) BLET
BETE, REIMR 2 b0 AT E TR BN S R AR — s BB B,

3. LRIV R ITHOBEOE T T —

Defmite (1) D~O03IH1EBHN. 22 (2) D~@% 5 &, 2EHEFTLL (£
TS 3 M A 4)

Probakle (1) @~@@3 L1EESY, &2 (2) O~B0 5%, 1EEEHLTLO G
25 Has )

MERRIRE 12 (NF1)  (J95ERH 84)

A7 = A VSRR RS L. TR, IR R, (BIF. MY 2E0Ew
EREETEBIETEHY . FLAFEELOBEREETHE,

[BR] 415%0,)\##h (Lisch nodule 80%). ERE. fe). BREE
DEF - RIE
[E] mEsgme (5%

[RFEEE] SAEERE > — hitpfwwwaanbyou.oriplentr y/3992
1. EfeEEE
(67 E S N
BETEYD A @ ETH ) RS I — @k b ROIBRICE R E TR T,
BFEAICROREEZFSNIAEY, REEAROCLORE, AZTRITELLRHTIT 2L
0B,
(2 HEREARAERE
BRI BEAL Y SRS ET D, DA RERGIRERER (nodular
plexiform newrofitroma) . UBMEOIREEIHERE (diffuse plexiform newofibroma) HHBNE
ZEbbE,

2. TOMOER
O ERERE-EIEHRRRE. RAOBRE. 08 FEEERNFE AEmeFR
B,

B A OE iR, MASROER - T, Wik - Mslokis £,
BRI AR (Lisch noduls), ARABREARIE: &,

Bhie AR APREATAE. MRS U REIRRR O IRREAR MR 2

Unidentified bright object (UBO)

TR ERYEIERS

ABEFAaRE

B REIEE

FEEE - E8 KiFEhiE

@O0 RQE

3. BEfosT Y —

A7 = A VHEE PR T AR IR R T h B, AR (pretumorous stage)
TEAT T A VHER 6 L E i . FRREE Do L TRT
B, L, FRELICEROGILELF, BAATEA 7= - 4 - VEEGRIII NI D
FloD T, REIREE T TR 5.

AAEARREIRAE LR (NF2) (Rl 94)

FHENEI R T SREIPIEFANE (RIEIPARISNE) * e L. EOMOWERER Bk UariEie
MEHAE. M. FHERIE) THEAE (B TREAORHSEINE SR, RAE FF
AR & 2T 3R aEEtoBEERETHE,
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[BR] FZorit A RIRG0%) . AR, PESEEE (ERI
[E] FARSIIEHeNEic & DRIRE (RR1E, TIRBEILIERE)

[R2EREZE] hitp¥orwwnanbyou.onip/entry/3992

1. BfoLTII—

MRI XX CT TR (f ) D5 RS A ERET S,
Fh B FED - AEMERO O Th A RIREIREIEE 11 B £ & i, A AICD FHafE oRk
AR (RIEATHEHANE) . LI @IRERANE - MIUEAE - WARADAE - FEMAARO S bThn e E
BRI TSR E T B,

Z. WENAR
B MR B, R MEE T, HICEH MRI EROOBEISE 1~ 2 BERE
3 EEN BB,

FEEREH MRI Ti, & CERASEHEERSDET . HERERE. HiZE
FIEREECIRENEE LA 0 NG, Fi, WIEEY MBI T3, FHTE TR L MAE
i (H IR BHLNE. ThbOMEE. AERTEESMECRESTEEERDL
LREMN, BRTEIELE N, BEOTECEERTH S,

BEAME L LT, MEEERE. EIME. RIS EREEEAT S, BAL Ve
JEAPAESEIEOIE M T L LIBEET. ALV N EHEMTEO D SRR IBETEI LY
&5, RFANICIE AARERE L RAIEERAT 5, FFIE AR (posterior subcapsular lenticular
eataract) (ISEITIT 80% & BECBREINT G,

o4 (Cockayne) SERF (HEREN 102)

EE0HigE DNA HIEDEE AT . #FICR7 LA T FIREEEC ST SRFEREE EFHE
) DNA BIEGEERRER) ATERT LI ) BET SRRSO REBE,
FEHIFLITEIC IR LA & & LIS B,

[BR] BAE. RieiEis. BRiE. JHHR. ForkmMEEECeTI) MEERREEMmGETE)
[B] BEMNE (ERILETH)

[BIFEA] httpWwrwwnanbyou.orjp/enty/4436

T R OB

DS B TEIER

2
(1) FHEAEES
C 2RRTHER. WE, BEMS S—RrF A ALTF,
© ZARBARRE S BIC S L A ERE T B, 1. XP &HE TR 1ARITER L. I
BT FHH, NIETERABCRICHRS ZWEFLREN T b hE,
(2) winEEhEERE
- EESHITORERED TR S TR-IOMNE,
(3) BBROHMAEILERTE 1
SRR TERRSE S, IRTERBALEESY,
(4) ByBEER
+ BRI Y S ROFLYE. AR, ERERE,
- BUAEIEETr, BARHLIPHIRRNERL Y

Bl 2 (RLBHICIER CORBILIE IR E B T LB EL)
(5) FlistEmpl, (6) BEMNERE. (7) MEaRetn

EOMORIE (FERE & LICHER, BT S8, C8 o+ E Rk,
(8) AFE (MATEETIRE), (9) RS (IATRAETIENS)
(10} WAPREEEE (MAUTRATRD) . (11) FERE. (12) #e (13) PROBE
(1d) FEARMEAE(ET. (15) MERIEE. (16) SRILEMEE. (17) WHEERE

TRICEE S & OHE
(18) SGHERERRSE, (19) PRRSRENL. (20) 4HE, (21) DOEIRE

<BEFOHTIY —>
BBk ®r T (1) ~ (4) £5 5 2 FHLLECERIRS Bhid 8 THBIES & LTk
B,

A BETEET CS MERETICRNER K 3ERE NS ; OF LiREDE (Definite)
B. EEFHET C8 MESETOMIIER L 3 ERRED 50 BSEFATREROBS
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a FER (1) ~ (4) @55 28 ER Y, DNA FEWMBRH L TORNNA (FEEME
T b 0. EOETAELNO CS BESiET 3 A THalib ) i C8 LRRERETT
% (Definite),

b, E#E (1) ~ (4) #2THEL, DNABESRTORENL (IFEROETEEN
FOMETREEND CS BEs =T EA TEEE T, Ha 0 ieliEseRsin) ilbhl 08
EFREBET S (Definite),

o DNAEEHBRERORS
EITo LHMA . 23R 3) Bbhid DNABEHRERERTh - Th C8 LIRERINT
%% (Definite),
ThE#RE (1) ~ (4) 2T, B8R (5) ~ (7) @552 EACLE,
2V GMGERRER. 03 - Bifgrs ESET —F THESMERFEEE. U7 0 U
EVEE
EEN B,
2IENEH IR G OS ERERE LTS

#1 CEATIREE, BOBROANR E-REMICAZ DHER

w2 BHMRICBELT. (5) ~ (6) GBATE 2B E CIn3 TR TR B A, (7)
BERICE S THIRTEZ & HEN,

#3  CSBEBET L3 (54(5 12.1). CSB(10 g 11.93) . XPR(2q14.3) XRD(19q15.32)
XPG (13¢433.1)

TaEABIRENS +1RFEL L7z DNA S RBIE, B4

TR, SEMRIRATE RNA SRS &

100

HWR DN R SRR

IMEOHEOFR

BRELRLD, BENLTORL & AORBIEREET, 1EAT) &L LBRATHERA,
IR B “FER ET T, MBICH T aRE AR < BRICE b ST oo T T, (BT
L, P IV E g MOV ATIEE T RVRAATRT, ANEORES, $HR. BEER
R ERTHMR) WEHE (i) A3EEL b icEs ) E, BECERTH
23 AT T T, MECERMEEE (6388 HBEE LFMENTRAIEE L4
nE,

(1) |AOKZE

FrERORMTIBIBEE 0.01~0.02, &i€ 2 » AEL LR, BRRME (L) 2
PRGBS AEICEELEY, 2METINR. AR 0n BAVRARERTE S BIRR
preferential looking (PL) #€ 0.3 HlE, 3886 » A, 70 K FRERO-AESZR
FHEEMTE S LT O BLEGRAELYVET, SOICRBEEMNML TRALFALL
IS B O 8- BT

APREARATRER \CHGET BT, 1) EECREMSEES T, 2) ERZIRM (BHR
M < EIROARRA S E L T ZEE) LB GREGTOLEIC L FES S T B ik
FLTWEZ &, 3 IREEMZNIE. 4 ARERSFRCRERZNI & 04 0NSHRME
Y, BROERIC L - TEEESREIEERE Y £, el cllot i e Wt Gl
Liznd, BEERT TLRARRE LETA,

(2) AR GHORETRERT BRHIC

BREEE CHAEEAERTHE LREL LEL TR, AORKICLANE, EERIITT
Fae, s RoEERESCHRE REICERT B b, HOREER) ¥ cHER
RAE ) DBHRICKFTT,

1) SRR EHE (R1)

FANBHNALT B ETFFE BT EFIE. g S B & & HEE
I FAR 1~8 AL T, ERARERELE L LI AGTELTREES Y,
TEBREFRLAOTBSERLYET, TELORTANLESRCSRTE L. BRETIHE
EFHLABIERTEET, REOKES, FRLOMEESIEEERAE REFE>T
e, FOPEE KA ERLRBETERGR EREERTORATE T Eldion, 0
FTHOEREARERS ¥ T, BOTFEEL RATLERAARERCET, BOREE
o (BB, BORKEE GER) = LRS00k b. REEFEINIE CIREE A T E o SICE

101

ARETY, 7Py aBEERoLEECRMAEMHCRE SRRV ET, BRLOEA
Sl BEMIT CREBLT SN,

2) BH¥A vERME T (R2)

B ER ECobRODN. BTEILCE) B VHBINBEI KRB0
£ 2 s AEBLTTR, RESA0HEERLY, RRAGLRY, RESRESZ LG ED
JkiEntibig, EIROBREELROET, 2% 3 s AURCEBE. ABEENZE L, BHORE
v (RE). BOBZORE. FROREATH TG (BR), BT TRE FEIER) 2
EOREFI I E D LT ETO T RERE S LR TRACRHERB LTS 0,

& ML RBORRBMORETT, ROFOATRA TS EDRR ERRERETX
FRA, FETOFTRLTST, BHBE LICER. SBIRMRITHE 5 MHER 3
TV, AEORERLEE & ETHNE L S GRERE) MEahBeEia. LIRF50H
4 - THHY 2T BEARESE

EZwENICH

[T EFHRRRTAERT & TICRBNEE b 0 BE 103, FHRIR
EXHNET

3) FRED T HEIRR~

ERGFETLBEORNMREETEI LN BN, £H L » I TH 5%, £HE s AT
b os%ll AR IR (ER) #RET2 L ke Ed, Lal, ARHMTE-Th, #HR
7 BEEITE. STIRM TINERE AR T TREELE S, ‘Fhe @BV EIRBIE
R BOTH LETERE ST EBATVE L, BERERESEATVWERS KRFRNICLD
ET. ETEES p ARETHET B ERARRMIEIHLT B O L &% 24 » AETT, AL
PR, 2~3 # AERETZ &, FIRRME (ZHR) BBRTEF v v AREOTo 220 E
T

—%. BARADILRD, REAEEOTELICAMORE () AENT, RnTEORH
B URIEPEHR) #2T2C MBI EY, AP MEb TS EEARE b ICELOF SR
SEPHSmINE D & (BEEATE). RIET oML 2 bR b ItE OUEXS N TE
WA BT & (ERTEAR) ARERLT X NI GRIRAL ) 2RI TR ET (B1), FHRERI LD
BEI, BOMBRHE? v aSHEEFS LT, —ERHICRBTELICLELES,

4) VAZ 0B BIRNEE R~

ERAAME. EFREAN. RSB, MIHIRE. BERRL £ BRETEEFOROE
BTT, IRETEEY THEEREOSBEITE, ERELICRM
FRBLTREERIELE S, &< RICHLC BARPIRIRIRE" &R & B BURIEE
TERSF MARREEE. FL0ISE0 AT L CRREIRECE B e MR B ). REAEN R ET
Aug

i EAEBRIE EMBA TG £
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FEREEE L) 2HEECT I, RERN A EREB D, STRDICRHIRE
FETTREELESD,

AR ORRRMS

AR BAREHRTNT, —AR ISR L IRIBET D REEIC £ B HIET BRAZETT,
HelgEl & b EREFEAC S EA R D T 3BRRB T T BB R E ST I E
wOET,

(1) AsERs

FR OBEWETE -4 x AR T TREICE T 50 £ARHEOBSEIMThET,
EEIRREE RECRER L TIMET S DICIRE. FiRs LB T, HORERARORE
5 FAIREA S AITER R T AL,

(2) 3aRlEmEe

HATBEORTRY (ST MEEL L EBROGE (X, 3RERFHEBTERE L
FUE, EEREGOHA & BIRIIRIC L - TEIEATEET, THLOBRD
FRETH 2%, DRPEFEEORAEBEOERE & L THEEORORET T, R
% L& B — AR ied, 3 RILET TR RR L R0 4

—UAEE B ISR T — & FEICRT SRANE. THieEa iR TR
FE L B, NEHEOBESEN L G Y ET, ERIR TR TR 0.5 SRERTE 0
2B, IR B E SRR TORBREARE S W E T, BORER. 25m ORE
FRET 0.5 ICIBSTE T o [V MRSIE R o THIRT T E T (BRSNS RS —
S e TSR,

FERECoTHRERELEEORBNMASE L., LELEERRAMER T ER
B FET, —HORGETIIETRE CEIRMMEEEE T AL TREY LI 58a B T LT
wET, SRRRMERESTRIIZIL. ERRARERTERC BRI IEETREN
OREEERIBI L, HERETRE SNBSICIN TN ~SBTE D ERKETT,

PP

(3) HLORBRS V—= i
A AR R A A Vs AT B £ J R L TR D EFE,
B HREA 7 ) s SRBARRE S L TVET, £0 3 B Spot Vision Screener (H2) fX.
LT bAag ) —F—EEL LT 201559 ARLRATLRETI 1, BEOETLEHI
bDREKEE>TYET,

BT 6 5 A OFLENCEATE T, WL Im THIRFEFCET. BRAL. MEILIE.
METLAIEREL WETHET, WATWE - L TEER AL, BROBKET & L2 RINER (5
AR EAR. EHR. TR SHRETEECHETEET, PHEOSRBTEOMBLIRL S L

103
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AL T L, RS L e o @ CREICE) b hE
F. MR AT R ST LEER PR, EREA S-S avE S I
it

gk, 3R R, el e bR B o R Lt
G kT R, SELT Aot LIhER
d Ll PR T AR TR T oA X 0 —= R T L ddE, AHEndE RS
ARG, EEERA A LTSRN D, PR I E R SR AR 0
£t

L =5

L {ZP 4 med a7 GG - 3BIIGED EAHE Ty KR 18 4030
EIT, 2016

|l A (e = o 7l R A | U i S R e (amE
AT I ot .. S

AMAFHERIT St Vision Sereenir R == o 7k Werd . BASMBAHBYSS - B NE
OB OEH L mma e T M) it e Gaowsh jponpe g ASD L

B

F

s

‘Dbl e G ot i el
12 F . A EGT L R o U —= o — i R R A — B
HHEFE JATIE) 1 1ES, 2015

1 BEBTHEOSREMA

wam
L - EmTMRE EESSEEE MENE T
CEr

EW-AE-ER AXHAN. FERNETE, MOSE. EAR
LLEL EERNE. FRWAG BEFLESF. MEENE
&

[ LR LHET Es m w LR REETS
[ ERRAES. MR R
SEmED, PENMETE BANER
ANBnHY

RS RRNET =L TR
Rz HUROBICEYT IME

(mmAm] =Rz~axAETEAR

LTI TR i ]

B BRiERE (B0
1, RS FTHMEMEHE (Ninchborpsk)

O @0 @O

LT MR ETER
2. ARTOHA=F2 b (EAER S THREERE
Qo D O

L

WEER W TS A TR E

2 Spot vision screener

|
(1] FEFEELh LTS i

EFE L FRITRELCFHECD, Dot BRI Dy 2RELY RIT O,
AR AR T ChEAE BT EIES - TrRE - FEIREHEN £ Dl L
TLEE L2 D ERAE el 3 Ly AEATY, MR WTOAREL, BRI,
BE LT -3AGED £ St &I EATTSRROM R, [EEE0 L
Lot e, Bk ) BRI ER e T RERL TR TS E L Y=
—LEEL TR {0 by by, ENOEEHERER LT e
fe el ABEER 3 E F L Sudinia R L e i it h £ 28 B
FAELTHEELs D & 2d V4 KNS, E0EL ) RE O R L O o B ST
b Rl LY S &, TS 2 W B -G E -
o - AU L ) WAy — SEEE WS - FR I eFrCoEMRS Bk
LHAROE Gk i £ & 0 £,

#100 o T LA R L & T SR VIR & R et T R .
ALRINL OPE CLE AL IR, € 0D, Usher SERRRR S CRCERFEEA A G hs 12 02 rs T
ALSERERn'E & et bodheetn, (Rt iR n o PRt @ v, S ad
I (R AL LI £ Ok 1D 6 ORI R ISR 5t L Eed £,
OO, R G HE A LRSS AAEE Lkt R it
SR g, LR MY £ SRS IR ST ¥ =T —2L—a
£ T3 2 AR A L i et

(2] fEmiEd L LTty

B O T - SRR ONCTE - et - mETHS o) 10 STETRE L ) Ol
ERFHENI LA (TR AL TR | RIS HEIRD R (= —Tiia e T)
RN L A 9 E O, WMET R - TN T bR (TR
W TEARREART T 1, FRE S S - iAW T b et

=z
() B rhams
1 Reif - WeTHRE
CHABCE SEARF, 7' SATHaRE, Tisher SRS, SLodler SERSCE, Dandy Walur
SRR, =uLs ) T SRR, SRR ERR
e
Fom R, T b F e o LR R, Ik
3 TEriRE

=3
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Bge - BEEer - SEEDAME (5TE - f5fH - ERBHTOM) 2 E

(2) HEEORESHE
CHARGE fERE (Z%4T : CHARCE ERE OB RELBREOBH. AR
FFRESE  F— RS 27 8-16p 2012)

WL - IRAEIERIE, RAFRERIE (FRF—<)
& owplel (REERET 4§ 612-3p ZCEE 2004)

BAk. BFEF. FHR, RE
Usher FEREE (RE11% 2 SHFFILE 8 htty: fwwrw.nanby owor fp/entry/918

AR (FRERREMIERE T K2 BERSRE 1207 846-861, 2016)
4} Stickler SERS (RIER(E : Stickler FEREICHIE L RILEIRBEHRES 17, RIR2
F 114:454-58p 2010)

iREERIRE. BITRN
TVEVT F I AERBCNEBEEEREER TS — 7 hupsr

houman ils/13 01 007/

AR REREEAE - i, Al IRiE. BITRE
S ERE (REAEE ETFILETR by, or: 4436)

MRS AE, AAE. RARAEIEE - IR, AMIREE
Fod—mBE (IR Do THERVESEEHER BT SERE ASLEE
FHS LD F—F—JERE ENTONI 138: 35-41, 2012)

B IRETE. BHR. B MR
8 FrFa—- Tax—A—ERE (MRBESRESEREF— 9 hipsl

wwrw.shouman,jpidisease/details/11_03 D09/)

IR FIER E T8 TR RN £ 5 RKREES

8B

&

513

2

2

9) SERBESERE (RMRELF 606 THE 2004)
BAkE

10} RIS 4 b AT r oL ARYE (REBETA ¥ 60T K 2004)
AR

11) RBIE (RMPES 7V ddd-dp XCHRE 3004)
AP - AMRERIRE. FHR. BITRF

108

(3) SERFEBOTEM
1) MREGRIE (EERRRIMEERE T K7 AERERE 1201 846-861, 2016)
Usher SERBES =1 VIERBTH D EM. BETFHOCES I Kb 00ET, MBLRR
AEO—BRICEHD . EPRTBOT SRR TAECETT, BREEON S T bR
B IR A VRSB, TYF ARRTROHS A FCEEEBREFICE RS RS
HUFT, MBEIAROETREEREFICEL, FHIRMBCE > Thi~ELbninE RE
ZERTEROTT, MEEREEECRECRR T e TEREE, ETEORRTT, HE
it fofile GRERA ISR B3O L 5 e b)) b Y. BT AWAE E LT E+ 28,
PESE THL 2 O OARBIR & 5 HET, R 2R . kD
TR (A TD) fBlRE ol B LD B TORAFPREOLE £ ECERLET, WED
EOTHEE (TN AR E W, TIVERBE RGN (RS NIET) AL, 7
AFBREEI - TWET, FERRERETARIFEES & W B 0is & 25 TR RIC
<L el (EE) . REIIE ol LET, WEMETTIGESERS (EmaRgy
AFIREOARAT) BETLET,
EEERLEET CRE L BET Lol
b @TE, FEL PEERTENICAS OEEELY, TNELOEETRRICH
ROBPEHY £, FERLSETRH Ch> THWREGETAR L EERY A,

T SRS TOF T o0
L

@ EEGRIF
FLI23 : ERAER 20 TR ICE R E O BN B, E B MRS
Bha BRI =&,
ISH  TROBKADRIC TR 2 MEVEEETBRE,
DML  BOEETEERIC 0, FROFE R ETRBNELE EF—ABRIZC
£H

LB, BENLBEGHEFTIATLTLEI SE, EFEASRELERHEY
AR
@ BB BT COREBEREORN
FERENTHE~105< 510 THE VBT LANORIICR LRV (68,
TEY, Tk CHEAZEDAR LI BT, BF
B TRESIR AEITERO LRRX RO E S ISk DET (ROIHREE
%), THRDEHFTHCEETREL LTEELED., EPEEERECNEZET
EHONEN 0D G EORREHFNET, FERETANERS 5 £ LT, BFOHE
FLTLEI ZE LB VET, FEALCEFARNCELGBLEIELRIET (B
B (Lo b)) ) o REFTEAFORIFIF S nAERFIL LoTh, FhmRo
AT B QBB Lo THESRE Y. BFEYTEFECETETTE AL, B
FfoTh BRARBICS I FEBEBC E0ALOET,
QB FOBRRI K RERE

109

@iEEBROIRE (b) HIEEE (5ih328) (O aRRRERDLYET, @ik
FRIRDETAN, () IRPRETESHIETE. NIPRTRTET,
@ wE
RIFARFR R e EF I A 2 EORBRS. FERICE DR IE IR
B Y -T2 R) | BBEOEARBEVET (R—EValF ) ETEECD
THAOCBRETEET, #ITLTLHABESY 7 b (FFY) KhoTHRBEE A
VE—Fy b AVORIBIRTETT, HHEORIIIZ BISEETS L BbA

L
FRICETT, BT JRSEAE, ATIREEL: EORRMTRATOET,
) anE
KBEORBETERET, ERMEIIIBBERBEPX UV ETREDD, BT T 5 REROHE

BACRLEY, Usher FREG EORBERREREOBTRBTRETZLLEVET, B
WESRAICHRE R . BERETETTHOSBERAFSNE L L D ETR, BT
TRACHETIUEF BT,
3) EAE
BRRROME (RE) AERTEHEAT, R TR ARPRMEFAEATZIEERVET
(FBR). BREOCEHES 21 mmHe ¥ T TF, BIREIC L 5 RBERS LA EFU, #1T
TEOREPELPRABET AR D ET, BEICIREL TS AW, AR, FEEH0ET, &
ATEIREFEHSAET b 0 2 SRAREORIERS TR THOREE Y T (ERIREE
PR, BT ARSI R IR AME T AT B LT 5 Z S MERITE 1, R ORGIRTLRE
TEEETEI LETEER A,
4 HR
EROCENERES ETE MR —RLTARR VRETT, RAOEERETONE (§
) S OBEFMISETT, BRTRE RS THETLERIRTE L 2585000
T, EMECLSBINEETT,
B) 4% - MREEEERE. RiRERE (sed-<)
RREOFARL L EER (34 TORRRFTY, BEEEIED ETA, KIBOFIYEEC
&0 RMERESE GBS ORESESETHL T,
6) BRIE
—RRIC T AR IR,
B fasRiE b D ER A,
7 EFRAER
MR, R, ARE O ET, BETHE LRAOEENEE shiET (BiR). BRESSTER
HETT,
8) RALRIARE

FESHENLRENBESREETHEYET, RE

110

BEEHERE 1800 g BT O RIS ZohE T, BiEEGRTE
LT BRBEENOTTHE, EECBRSISERSETT, [BECOEREERREERT (—F
ATEET, EELT S MERRER RS LRI o= DT, KR
BHRIFIMET S BB Y ETH, FEIBLIIE L BA, FEOEOERET ¥
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phenotype-genotype correlation DOA-
Plus
OPAl
Autosomal
dominant optic atrophy
80% OPA1
OPA1l
Auditory neuropathy
DPA-plus
Simple DOA

20% 48
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OCT

OPAl

DNA

OPAl
phenotype-genotype correlation

DOA-plus
Case Age of Chief complaint Best corr_ected VA OPA1 gene variants
onset (decimal )

1 24M 14 Decreased VA (0.3)/(0.5) CASSAGHA, D RAISH,
eterozygous

2 33, M 10 Decreased VA (0.2)/(0.09) €.1334G>A, p.R445H,
heterozygous

3 3LF 3 Decreased VA (0.03)/(0.03)  C1618A>C.p.T540P,
heterozygous

4 31F 6 Decreased VA (0.04)(0.03)  ©-892A>C.p.S298R,

heterozygous

DOA-Plus
100
Simple DOA 48
8.3
Nonsense Splice site
Insertion/deletion

Age (Years)

o 10 20 30 40
Case 1
)
Case 2
Case 3
Case 4

» Visual disturbance I::> Auditory disturbance

|:> Vestibular dysfunction 2

Ataxia/Myopathy/Neuropathy

DAO-Plus
Simple DOA

OPAl

DOA-Plus

OPAl

57



OPAl

OPAl

1.

Xu X, Fang Y, Yokoi T, Shinohara K, Hirakata
A, lwata T, Tsunoda K, Jonas JB, Ohno-
Matsui K.POSTERIOR

STAPHYLOMAS IN EYES WITH
RETINITIS PIGMENTOSA WITHOUT
HIGH MYOPIA.Retina.2018 Apr;26. [Epub
ahead of print]

Kominami A, Ueno S, Kominami T,
Nakanishi A, Ito Y, Fujinami K, Tsunoda K,
Hayashi T, Kikuchi S, Kameya S, Iwata T,
Terasaki H.

Case of cone dystrophy with normal fundus
appearance associated with biallelic POC1B
variants.Ophthalmic Genet. 2018
Apr;39(2):255-262.

Kawamura 'Y, Suga A, Fujimaki T, Yoshitake
K, Tsunoda K, Murakami A, lwata T.
LRRTM4-C538Y novel gene mutation is
associated with hereditary macular
degeneration with novel dysfunction of ON-
type bipolar cells.J Hum Genet 2018
Aug;63(8):893-900

kiyama K, Fujinami K, Watanabe K, Noda T,
Miyake Y, Tsunoda K.

Macular dysfunction in patients with macula-
on rhegmatogenous retinal detachments.

Br J Ophthalmol. 2019 Mar;103(3):404-409.

Akiyama K, Fujinami K, Watanabe K, Fukui
M, Tsunoda K, Noda T.

VALIDITY AND EFFICACY OF INTERNAL
LIMITING MEMBRANE PEELING
DURING INITIAL VITRECTOMY FOR
RHEGMATOGENOUS RETINAL
DETACHMENT: VISUAL OUTCOMES IN
MACULA-SPARING CASES.Retin Cases
Brief Rep. 2018 Jun;25. [Epub ahead of print]

Kai Suzuki, Kiyoko Gocho,Keiichiro Akeo,
Sachiko Kikuchi, Daiki Kubota, Kei
Mizobuchi, Satoshi Katagiri, Kaoru Fujinami,
Kazushige Tsunoda, Takeshi Iwata, Kunihiko

58

Yamaki, Tsutomu lgarashi, Hiroshi
Takahashi, Takaaki Hayashi, Shuhei
Kameya.

High-resolution retinal imaging revealed
preserved cone photoreceptor density and
choroidal thickness in female carriers of
choroideremia.Ophthalmic Surgery, Lasers
and Imaging Retina, 2019 Feb 1;50(2):76-85

Hiroyuki Kondo,1 Kazuma Oku,1 Satoshi
Katagiri,2 Takaaki Hayashi,2 Tadashi
Nakano,2 Akiko Iwata,3 Kazuki Kuniyoshi,3
Shunji Kusaka,3 Atsushi Hiyoshi,4 Eiichi
Uchio4, Mineo Kondo,5 Noriko Oishi,6
Shuhei Kameya,6 Atsushi Mizota,7 Nobuhisa
Naoi,8 Shinji Ueno,9 Hiroko Terasaki,9
Takeshi Morimoto,10 Masayoshi Iwaki,11
Kaoru Fujinami,12 Kazushige Tsunoda,12
Kei Shinoda,13 and Takeshi lwatal?2

Novel mutations in RS1 gene in Japanese
patients with X-linked congenital
retinoschisis Human Genome Variation
(2019), 2019 Jan 8;6:3.

Kei Mizobuchia, Satoshi Katagiri , Takaaki
Hayashi a, b, Kazutoshi Yoshitakec, Kaoru
Fujinamid, Kazuki Kuniyoshie, Reimi
Mishima , Kazushige Tsunodad, Takeshi
Iwatac, Tadashi Nakanoa

Clinical findings of end-stage retinitis
pigmentosa with a homozygous PDEGA
variant (p.R653X) American Journal of

Ophthalmology Case Reports (2018) 2018
19;13:110-115

Yu Fujinami-Yokokawa, Nikolas Pontikos,
Lizhu Yang, Kazushige Tsunoda, Kazutoshi
Yoshitake, Takeshi lwata, Hiroaki Miyata,
Kaoru Fujinami and Japan Eye Genetics
Consortium

Prediction of Causative Genes in Inherited
Retinal Disorders from Spectral-domain
Optical Coherent Tomography Utilizing Deep
Learning Techniques.Journal of
Ophthalmology, in press

2.

Kwangsic Jool*, Lizuh Yang2,3,5%,
Kazushige Tsunoda2, Mineo Kondo7, Yu
(Yokokawa) Fujinami2, Gavin Arno2,4,
Toshihide Kurihara3, Kazuo Tsubota3,
Takeshi Iwata6, Xuan Zou5, Hui Li5, Yozo
Miyake2,7, Kyu Hyung Parkl, Kaoru
Fujinami3, 47, Ruifang Sui2t and Se Joon
Woolt, EAIRD (East Asia Inherited Retinal)
Study Groups



Multimodal imaging of East Asian Patients
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Meeting 2018, Hawaii Convention Center,
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