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JRA BB TR B Bl CHRR IR B BORITEH26)
Sy RAR TR

TR/ N RIR BIER] O BARF IR N 2B~ 2 WP 78

WoEoEE JEHER

(ESZRZAE N ER R P IRFL R - 20%)

FFEEE

T, &7 Y — N 2T -7,

B /NEMIOBRIERMBEEY A h v 7 ¢ (Inherited retinal dystrophy, IRD) (28T 7 V) — Afif
BraqTWRK & e 2B EZFE L, FramRzGo TRET 2,

SEF] « F515) JEB 1 SIEGI2 13, 7Rk E 9B IR Dk, BRIT. 7 s CRRIER R & fafd
SHYUBHIAIZ Lz, L. #R23 IRD &2 Suiciz, 9k CUB 212 Lz, WikE 9 4
MR EIEE U7z, SBkiZxt LT, Fundus autofluorescence imaging (FAF)f& 4L, optical coherence
tomography (OCT)I# A 4 & Les Hfll /R IRBHR A 21T o 7o, BARFHIREIZ DOV T, BRAFTIC
Foa AT, FH ETA Yy 7 — LA Navy hEREEO B, B L mE G %

FEE) IR DR OB IERNITE (02), £ (0.3), WOBEHRINTHEIR (03)TH -7z, bk
&b IS IR ES ISR LA OB L, MR (A3 bR DG 23R T, SRI T T OIR B S22
R L, ASEHERF O G ERNEmIR E & (0.1) TH D, RIS, NEKI i \2EE~T
O EAMEREZBRIH L, 2 S OBRIIFEMERGEES RV ENE I N,

B%22) NEKI Bio B2 XD EEEE 2DV IRD 2 AR TIX Lo THE LT,

A. WHEEREY

IR O EAYEREE S A F 7 ¢ (Inherited
retinal dystrophy, IRD) JEFIZX LT Y Y — A
— 7 ™ A(whole exome sequencing, WES) % Ffii
L. FRE=FERZBRET 2,

B. #MET5ik
(1) ERI

AR ER R P E MR b 2 %72 Liz/hR
HIZEAED IRD Z %5 & Uiz, LLF O SLERBIIZ DU
T, JRREEFEFE L,

JEBI 1 & 203, 7 i & 9 kB IR bk, Bk
133 AR TR T 2 F54 S Auili EId@pe L
TV, 7 sk CIRERE 2 fafii S h 4 FBHC w2
L7co DTS T 6 IR T 2 fafii
AU, BRI B ZE M (retinitis pigmentosa, RP) &
W STtk 9 I CUB IR L, SskE 9
EHRRBIEE Lo, JUaRIZR LT, #7), JE4r,
B A BB . M PR AT AR R BE PR 85 B A& . Fundus
autofluorescence imaging (FAF) & 7 . optical
coherence tomography (OCT)f& A 217> 7=,

BIRFRRAERNC 2723 21T, FHil £ T
AT =L Rarky NERGO B BE L
BNDEIMAZTTYY, DNA 2R L7,

(2) NGS % 72 8=

i ARSI, IR — 2 = > —NextSeq 500
(ANITH) AL, Yo TATAT T —
DOYERSIE. SureSelect Human All Exon V6 kit(7” ¥ L
> hMbEMH L7z, NextSeq500 HD Y —27 =
2T NextSeq 500/550 High Output Kit v2 300

cycle (A VI ) EMEH L7,
Q)VERE oL

NGS LYV HhENZKREOY—7 = AT —
XD A 7T A % TN L T2,
(4) AKX Z R OH|E

JRRIZE B [ E T & iRy v 7 —ik%x 4
WTHERER 21T o 7=, REEHRIEZFIHL T
BIEARAT 2 90 L 7=, D= BRI CTHiZe
B89 FHiT 2 &, @ AFICRE S D
BUMEROHEEZFOT — 2 _XR—=2 &\ T
Pl L7z, AT T A4 RAERIL, AT T A REHNLT
WY 7 NeHWTC RF—/7 71872 —H%A FD
WAL, FHROI A AERIL, in
silico AT 24T\, 7 2/ BRIEHZ X 2 I U & 7T
fili L7z,
(B ~ D BCRE)

WA ZEIC B9 2 8 n 1 K ORI D IR 12
B0 | ERER RO ERF MR B2 KGR
Fl5 14-040)DHAKFRE Z T T\ D, KB MIE, HBE
T IRER X0 Rk AE 2T, BRI AT MBS
BRI L TWAIHBIZ L2 > THFSEIZ S
WTELLIHAL, A1 v T7r—Lb Rarky by
EHTHONTZLODOIHENG L LTz, AR,
Te N7 & - BB TATIF IR B9 2 M BRfE 61
CUHEIFA . BAT@E . BREEES) KO,
TNZXG L 3 5 B RMIRICEE T 5 fmBRfE &)
CUH R BAE) 285 L TTo72,
C. WroEfER
WIRZHEEDSER] 1 (BR) ORBIER DA 0.2). £



0.3), JEFI2 () OFBIERIITMHIR (0.3)THh-
7o JEHTIX. #EIE-3.75-0.50x5 0D & -4.50-0.50%5
0S. JLI%—0.50-1.50 x40 OD £-1.00 0S TH - 7=,
SEROIREIL, MRS ORess, 1AL DM
& BRI ORI AR ERFERA R LS, I
X 12 EOED BRI AFRIL A I Fradd 5 53,
HITBEICE D £ CTOHREILAEZRO R, LKL
HEATYED TR PA2 2 7s U, Bl HIiRE O 56 EAL
MR E H (0.1) THDH, OCT Tidk, HEEHSS
Nz £72 AR D ellipsoid band 238 V) | Z O Wi,
FAF O JEERALIC —E LTz, RRiEa £
O UBRITIRISHET L, %P, OCT. FAF IEFEIERD
B IR %8 & 7= & - 7=, International Society for
Clinical Electrophysiology of Vision (ISCEV) (25D
< MBI CIX, Ik 2 — %R L, BEILRP
Lrange, /NEBEIC X 2BRRETIE, HiK
7 MBI SN ote, 7 EEOKE 9
WD O FFIL, £ 118 em & 125 cm
T, BARANDEFHPFHEZRN L T iRoolz,
RITORHEDNROD, BUEE THROMONTE
X8O b Ty, RIS X 53 7 J ik
BAE T, BE2BORho7z, WERIZIX, NEK]
BERTICEANT B AL R c240G>A;
p.(M80I) & ¢.634 639dup;p.(V212_1213dup). % #&
H L 72 . c240G>Ap(MSOI) (X & #H 1T .
¢.634_639dup;p.(V212_L213dup)iZREEICFRD 72,
American College of Medical Genetics DA K7 A
NZkBE ZooNY T MIFEREYEO FTREME
MDEWE ST,

D. &%

oM OME F W M R OB R JE (axial
spondylometaphyseal dysplasia, axial SMD)IZ, ‘5%
& DB 3L EB OB # i | Z RIE R A2 R 6 2 F R
MRETH D, ERFEEAR, SHRMOFRDOH
i, ARF R, NEESEHOBEWVERELZRL, K
HRGIE ISR T D ENE E D RN S 5,
F7-. Axial SMD |Z IRD & 0FT 2 Z L m b
TW5A,

C210RF2 i&fx¥ (603191, 21q22)i%, axial SMD
DFEKER T & L THEINTWD, C2IORF2
B FIZ X 5 axial IRD (213 IRD B3&0FT 5
Z DA B, IRD MGl OWE S &5, NEKI i
{5F(604588, 4q33) 1%, axial SMD & S RhE %5 IE
(short rib polydactyly, SRPS) D JF[K#E{mT & LT
HHILTWD, SRPS (&, HEDFEKELRI X
O'WHgRERERE 5 & BE L Cds v |, JEPERIBELIZD
RIND Z ENE\, NEKI BRI X % axial
SMD %, HEFED IRD EBE# L TW5 LA SN
TWb, oL, SRR U7ZRER 1 & 2 O bk
%, BN RE 2G0T, NEKI B8 TER

10

ko THlIEEZ&END IRD &0 ) H LR
MERLTWDEEZ D,
E. f&im

EH B DI NEKI BiaTREICED
IRD %8R L7z, BAsM#E 325 LT, RBMD
LRI E LW TH 523, /NEH IRD O
BhAT ) TICBWTHEET & HEE M
MEEZ D,
F. WF7e3sk
1. GmsCF#E
Itai T, Wang Z, Nishimura G, Ohashi H, Guo L,
Wakano Y, Sugiura T, Hayakawa H, Okada M, Saisu T,
Kitta A, Doi H, Kurosawa K, Hotta Y, Hosono K, Sato
M, Shimizu K, Takikawa K, Watanabe S, Ikeda N,
Suzuki M, Fujita A, Uchiyama Y, Tsuchida N,
Miyatake S, Miyake N, Matsumoto N, Ikegawa S. De
novo heterozygous variants in KIF5SB cause
kyphomelic dysplasia. Clin Genet. 2022 Jul;102(1):3-
11. doi: 10.1111/cge.14133.
Hikoya A, Hosono K, Ono K, Arai S, Tachibana N,
Kurata K, Torii K, Sato M, Saitsu H, Ogata T, Hotta Y.
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2022 Nov 7;1-6. doi: 10.1080/13816810.2022.2141788.
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Iwata T. Genetic characterization of 1210
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RIS 4
JEA @R A e E L A CEEVR MR BRBOR ST 3 2E)
SRR SRS

FLA NS e R R & & T2 R O RS IR IR OfESLIZ B3 S 0H5E
BLApe « X ORHAM, FriiaRiE, XEEHO2ZER Y NV =7 BAR—EY g a0

WHoeor s (R 7) (RBRR R e A AP RER JERY + FF %)
Wt 18 (h 8 2E5) (BEIS R FREF 7D - 2f%)
W% () (RBRRZER B E TR FER « IRIET R - 2R

MBS« AEFHE CHEHROANROe — Y g U7 T 21T TS LEIED B - 7~ 82 DIE i
FRICKkE LT, PEEMR A D FiE, MBI R OEE, WE /AR, BEKE & o IOV T T
— FNREZEIT o7z, AT gk (57%) D HEENE L, RSO O/NEZ g2 < 2% LT
HHERTIE, BRI U e U 8BRS d, FASEEREG, MiBh R ofFE @y it Tunwie, #HE
BEEE & DEEII AR+ E WO BERNE L, AR —E Y 3 VERBMER LIS TIROME AT =
ENRBENT, fEEHARADIEOREITESE (biometry) [T DWW TIEBBINTHEMIIICHE L, HAAD
AR 2R DT L EERL LT-, RERHEIEIE (ROP) Ti. TR SME TE 2V . 2 OREF I TR
FOEEUAOER NG 2 2 LN THESI N TNWDE N, BEET LVERKTHZ LT, AR
NIZET 5 ROP OEFUL ORI O —Bh L 725 LB 2 Hhvd,

A. BHEEEB (i) Fr=rHE4%, (I)e—tvva 77D
INROBEEMTEEDS S ITERFBRICERN B, (i) a—EYa 772k 5%
T 5, IRIAER 25T HERBF O T  /MEl, (v) 748v—7 v 7&Kl

W, BRSO KANAS OB DI b BRI (2) NEROBE—EY g OBEEREIZOWT
ZRIFU, AED HEAEFICKEE & -7, 1T (1) WA DFik, (1) HERE, (i) @

WEOBRZMEOE =7 13E% 2 »A~2 mTh %23y b7 A2 MUERE, (v) JERERED
0., RHICIREF 2R R L, RARBEREZIME L SUFEY A XOBE, (v) HFEOMENEDFA
THEMe—EYa 77 %2175 2 ERF—IT (vi) 7Z&B DR

2%, v—EVa TR, EEANCKT S R (3) #BEOBEEIZOWNT

FRL, R OEENEETH L, A (i) W5+ DB HofE, (i) MR oy

SRR T, MR Oe—E Vs VoERAIE X HigE

PP OEHEARFNZ B LT, AF0 2 4REE IR (4) EE - BEFOHBEHKIZONT

LR A BN 3 RTINS (1) A~—F¥A bOFRI, (i) FIRSERTFHR

SWTC, T — b NilEZIToT, SEEIL, E (OhHEER &5 Te) DA, (i) BENARER O],

BRO/NEDOo— 2 g 7T ORFNC SN T, (iv) HHEEFIRIZ DO\ T

T hr— MNREETo T, IR EEMlor — (5) HIRREHEEFIRIZONT

BV a T ORRTHDIENBEDTIZRD (6) ZEHEER L DEHEE T &
HARANDIROEFESE  (biometry) IOV TH i 2. Japan eye model YERKIZMIT 7225 ERXMF AR

BINCAERT AR T L, BAR N O RO T T HARANDIROJEITESHE (biometry) IZ-OWT 7 i

N ERC LT, %250 4 (4RI 20—90 7#%) (2% L ARl BINIZ A

WAkt L7z,

B. WF3EHIE

1. HEBEROu—Ya v T ICETAER (fi BR i~ BC )

> EREFIE, 1. HEEEROr—Ya vy 7 IClT 5 E
2020 4FJE 42 [E A CHUSEEERS O ILsh Vo2 & W D FEREF A

Vr—ETa 7T E{To TIN5 ERIEDH - E LR B ER & — ORI 7R B D RLfR
7= 82 DEPEEEIIZ R L CTT7 v — Ml EIT o TliE. A7 U7 — MR EITAMESREHOER
7o HENEIZLLTOEELBY TH S, T2 W98 ICe4 T, B A AT &

S,
(1) /NEOE—EY g UHSROHBRIZONT,
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2. Japan eye model {ERKIZIA]IT 7=t i 5T
KEKXREERMAEEEZEES CORIRES
16523-4

C. WroehtR
1. HEEEROu—EYa v T IETAER
D EREFRE.
47 st (57%) M HEIENE LT,
(1) /NEOBE—EY g U ASkROBIIZOWT,
(i) m—EVa AkoF-rHY3E,
ARBHEA IR 16 sk (34%) . TlREFI -3
K18 gk (38%) .
(ii) v—v¥a 77 ORI,
0 m~2 7k (59%) 3—5% (32%)
(iii) 74 v—7 v 7Kl
89% Dlifik CHw2Ah > TC74+u—7T v 7 LT
A
(2) /NEDr—E Y 3 o ORBERERAEIZ OV T
(1) WHIRAE DL,
FEAR T 40 Jiiek  (98%)
(36%)
(i1) FHEFHEAE (Goldmann fREFEF) 144 Hik
(94%) . FLEFHIERRLAFE 5—6 7% (66%)
(iii) @R - =22 b7 A MEE (CS) M,
5 38 Jiigk (81%) CS 14 figx (30%)
(iv) JERBEZEO LTV A AOREIE,
21 fizk (45%)
(V) RFOLEMEDORHA,
19 fizt (40%)
(vi) ZEH DR
41 gk (87%)
(3) i HOBREIZONT
() AL5 + 43 gk (96%)
(i) VWV HEE « 33 fEa% (70%)
(4) B - BRFOEBEHRIZONT
(i) A=—hr¥A bOFEI
34 g (72%)
(i) PR O L&) ORI
42 fiigx (89%)
(iil) BEPNFERR DR
23 fgg (49%)
HHEEFRIZ OV T
HIITHEHT 2 34 figx (712%)
(5) B {RBEEE FIED H G5
B B A WGET 2 26 gk (55%)
(6) HEMELOEETEHZ  (HHER)
n—Evar s =y 7 TUE L AR,
HE OB TR >TWAHEN, HETHET, W
STV Z LN E Vo - HEBEHY TOEHR
DT 4 — RNy 7B, BEEFMRD HALIEE
Ry BERNRE -T2,

PLE L) 17 Hiax

(iv)

12

2. Japan eye model ERRIZMMI}T-LHERRATEE
HARD 5 SO TD 250 &4 D E (i
20 ~ 90 %, P 46.5 = 18.0 %) ITxF LT,
IR Biometry OFHUZIT - 72, FEHRIL, FH &
LT, AEOMFREE  fjim 7.77 mm 4
6.33 mm. RBIFEZEEE 2.92mm, HOEA R 0. 55
mm, HR#HE 24. 78mm TH-o7-, FILEND/NT
A—FT, M Bl EERH T

D. &%

1. HEEEROn—YYYa vy TICET 3 ER
D FEREFRE.
MNROv—E TV a VEEOZ W TIX, v—
B a AT, EERT & ARBERI T AN EHE LT
IThn T\, a—tva 77 OBEEHY
1. 0~27% (59%) 3—5 % (32%) &SlEFE A
EOREsk TR ENZE ST b RHIZE
HBENTWD EEZ BN,
FRSRERRATICBI LT, Mt oA L O
Goldmann fREFEHZ L DA, ZABHORHmIX
MR TIT AL, BRI OBRED 36%D
fiF% TIThOIV TV, JIERBREO LT A X
DRBIE, STOXLBEHEORAL . KB ONH
TITHOI T, B EOBRE b IFIF LM T
T, %< Oisd TR BTN T
DIV Tz,

kD Xoic, NEDOm—EY g VHBFENRL
faa% CiE, BEAR & ARRERNIBE L2 8 L <. B
5. W S RER AT B L OB BORENTD
NTWD EEZ BN, T21RHEKE L OB
FALTIE, e—t Va7 =y 7 TG L4
BIEN, BEOHRE TR >TWE), #HETS
ET, WMo TWnD Z S E Wo T BEBRY T
DIEFERD T 4 — R I RR+5ThHhoT-, TH
RIS HFED 1 HE LT, H#EFEDOLE KN
LEND,
2. Japan eye model TERRIZMII} 7= hEaRIF5E
HANDIROIEAER) 228 T A — Z I3 ERAINCE
i &, TOMBEL LT 52 LR TE

=, SRR HEBYE 72 & o/ EEE
DHR D biometry (Z-DVNT, Z D Japan eye
model & Lb#:, #E4 5 TETH D,

E. #&im

BRFER WO/ A R 2 < 2 L TV 5 i
FTIE, BRI U Y ARG S L. kG
AT, B R OEE L EYIITORL TS & B
ZONTm, HEKEEOEBEIIAR TS LV E
R EEFROIEM e &3t Z LN
EF N
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« Takushi Kawamorita,Hiroshi Uozato,Tetsuro Oshi
ka,Kazuno Negishi,Takashi Fujikado,Akira Muraka
mi,Kazutaka Kamiya,Naoyuki Maeda,Yuta Ueno,Ka
zuhiro Onuma,Masakazu Hirota,Rie Hoshikawa,Sac
hikoMasui,Masahiro Yamaguchi,Toshifumi Mihashi
Evaluation of ocular biometry in the Japanese pop
ulation using a multicenter approach: Prospective o
bservational study
PLoS One 2022 Jul 27;17(7):¢0271814.

+ Shigeru Sato,Takeshi Morimoto,Takashi Fujikado,
Sayaka Tanaka,Motokazu Tsujikawa,Kohji Nishida
Extensive Macular Atrophy with Pseudodrusen in a
Japanese Patient Evaluated by Wide-Field OCT
Case Rep Ophthalmol 2022 Nov 16;13(3):847-
854.

+ Kentaro Nishida,Takeshi Morimoto,Yasuo Terasawa,

Hirokazu Sakaguchi,Motohiro Kame,Tomomitsu Miyo
shi,Takashi Fujikado,Kohji Nishida

The influence of stimulating electrode conditions
on electrically evoked potentials and resistance in
suprachoroidal transretinal stimulation

Jpn J Ophthalmol 2023 Mar;67(2):182-188.

2. FRHEF

s AT EEINFEOY BT
F126[n H RIRRH it T RABEE
2023.4. 17 KWK

« AR B OBERE I Z Bk A FF > T35
Halal H RIS R
2023.5. 14 Kk

« R ACRbET ORKRRIE dEpRE
PRV FLEh I k32 EEAE & . RS
PR+ MiEx OO EEE D FEREFH AT
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WA Ie)  REE R X v 7 HEEE  2022. 10.
29 KX
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%IIE]HZK%?E?%%%%@E 2023 115 HOH

AR NRIRE IR IR, RIERLR
~OXIE)
19 NRIRFRS R X T — Rl R

c R A Z = AR O AR RE D
z2 7 ERFEIRBIAITEE SRR
2022.11.19 &L
c RTWE T U H LTS AR O/ NE ORI
%gfﬁ THRIREE SRR 2023, 3. 114
AR R 2 RIS - S LT
HREEIIFLATEST 7 1 77 L 2022.9. 18 Web
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RIS 4

JRA BB TR B Bl CHRR IR B BORITEH26)
Sy RAR TR

LA VI S A T R A & 723 BN O RS IR IR O gL B3 S MR

PHEMH~ =2 7 I)VOIER & RE

WHFE s OFE ENCREERICE o 2 —RE R - SRR
WHoE 1 EEERE ESLREERMIEE X —REa R - BEMERRE
FFEEE

LI S AN & & =S R ORIIRBIOWe L& B H L, FEERER O 5 & A5
FOXGIRBON T, S, IRIVAR S, MBI, PR
=DV T OPFHYETRD Sk, VT~ & APHEIC OV TE &b, HEIEIBOBIR, FHO
B LD LD IERHY = a T LR LT, % IR ORI & SR,
SRS L & 7o, AU B 2 BIIED f— A~— ITH L. W IE AT 7 o 72,

AL WFERT

AR EERAREEZ X2 9EBEOHIC
1, ARIRZE LIS DG OHE 2 2K 72 3 NEHE BEAS 4
ERFEER G LV, ORI 2N, 2R
DOIE T3 TIEAR W, AR CTITFRREHEHR D 5
HDOWL DPDOTEBRIZHONWTORE~=27T )L
DIERRZ B E LTz, FI-HREER ORED R
. Bl - SHARICOWTHEWRBEEZITO>IZ LD
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