EE%@ﬂ?ﬁ%%ﬁ%é(%ﬁ%f$ﬁ%ﬁ #3)

ST AR
FLSh A A A R %%t#%f®%$%ﬁ®%i ZBA5 B HH%E
A PEREIER BT I 1 2 BR RIS OHEFE & BB T-HEAT e OVA DHE DR

WHFE A R T ENIREERIIEE o —/ N ESMRSR BT RS AR A -

W23 S  Leber S K BNFRIZ OV TG L7, 56 JEGI 2488 L. sEM 72 isR 8 & Mt LT,
WIS BRI E D 2 VITIE R Z R L, e T E G AR MR 2 Fo & 3 2 s
JEDRE R LTz, T X TOMKBOFEMAR Y A NEER LT, 7/ BRI, #—F v
=7 T NI Z T2 7 Y — Wi 2 Bt L. BRICK PR ORI B s 2 [FE L

B

2o IREDERKG, BlaFERNPL, %2
LAREMEN D D, —TJ7, REIRLHBIZ I

D XD IR RO ZIT O FNTE
56 H 6 iz
TR IR - TR PIREEZIT-> T TR AR TRIBZHRNE T2V, 851

= REE D METRE NGO LT,

AL RE (BOHE) OB R I, RETESIEZHERFT 27290, IRGOHEIC)T
LHEBNREE D,
A. WFFEEMY C. WroersEs
RIS EFIERIERIBRIETNH V| W NORER S, MEIREXIT T~ T O T

f DR *””kl:l:f\f%@@’kﬁ IWRTH L, ;ZYL
X, RSN ARE, I, KR, TR,
fs, ARAEHE,  GRIE, ffﬁ%ﬁziﬁ E@%ﬂ%ﬁfﬂ%%ﬁi
SNTVDINETHD, MPKEETHLT-D
g2 B DIZBIRT — 2 DR D70,

AT, EEMEREEERD 5 HEY)

RN = 2 FERPRB T H S Leber e KB
%Eﬁ@l:&f\ JEFIDORERZITV, THREEDT
Euurd:fj &%%*ﬁ‘é—é bz, Lfﬁ%ﬁ**ﬁ%
1To7z, REBEBENOAIHEIC OV THIR
ARz,

B. Wt HiE

Leber f'ﬁfilj‘ﬂfﬁ@ 56 SEFI A EEFE L, 5 FRIT:
TR L HMEEREE. YT RO
AR JEIE R 1T J: 6#@5%T%L®E¥%Hﬁf£*ﬁﬁ%ﬁo
7o, MEENIIEREERAE# SO e ha—u
ZHEV, SEAR, FRIA, f’%ﬁiﬁﬁi combine, 30Hz 7
U v 71— on-off St~ SEEERPT S AR L=,
X BT, BIBTREBDTZDDT ) AR EIT- 72,
WA — 7 =PIz Lo T, BEFID Leber oK
HARER LOWEaREREHEEORK TH S 74 &
BAAZHONT, =5 Nor— 7 = AT %17
VN, BTy Y — Mg & S LT

(fm BRI ~DELE)

TRTCOMET~N X ESOBRE 28 EH
L. B3 2 a8 285 Lz, BRRMRGHS
L OB B FREIXES KB ER ST ¥ —0
MHEZERICB W KR E ST (5 5 Tk
24 -8 A7KGD) .

19

SRR & D WITTE R B R LT,
%?%%@%fi 2 COJEF| THUMIAL % s
LT AMEIEDOMNE, F EREORENEE SN
7o IRIEEIICEMEN A DITZM, BRI
YO 6 FICH LI, ZIHT X TORFKEG:
DY A MBI EHEET — ¥ &5 O TIERK
L7,

B FEROBRRICHOVWTIL, ZAETIC
47%!\Z pathogenic & il HERA[FIE LT,
FHIROEEIZE T 56 6 61 (11%) (&= —Y K
BROIMAEIREDEDF LTz, HEEETEH T 4 1388
Frb U723, AT 2 B CIIotierE - i IR Fifv
BEREZITOTHLTHRARTER (—) kot
(1), EaFH LR (BOHE) OBTEILR
Hanznoiz,

#

X1

S BT Leber o RENME
P I B R M A X 72 L
BETHRARE o7



D. &%

Leber % RKENEE (Leber congenital amaurosis,
LCA) 1%, AR IV EICHEINEESIND
MR EMEOFRIEEBTH O . KIIZ 722D
EELECERERBETHD (K2) , ZNET
2 25 [HOFNBEFNRIEINTEY, FRES
NEFRKELRAFDOAT ) —= I LV ERCKD
LCA Oy 7 BIOFRERNHATE 5 ESbh T
%, LCA 1% 80,000 AT 1~2 ANDOHHETRD S
. BEREOK 20%% 55 & ST bd, 2017
12 HIZ LCA DJFRKE(SF RPE6S T4 518
RAIRHMN T A U I EHE S R(FDANC X 0 7K
BN, ZOBEREOEINIERTZ &I
H72 % DT, LCA DJRKNE(S T DFRFEN VA & 72
Lo Flo, HORIREGNSETIETHDH720,
% < DY REIRIE AR 2R S - TV 5 aTRENE
WD, Lizhio7T, BREG L FIKE G 70 B85
BEFOETOILNERD D, S HICFHRLNT
BICEERTHHOT, REMHIGOEIE, JRA
BIETORIEZ BICITZ2 L) SMELIED
LRETHD,

Leber £ R ERA[E

145 %R 47D 20cmbm

2 Leber 7t K ENFED AL AT H,
IRE, SeTulrEet. MBEEX

WSSAERE DAFZE T, LCA DIRE A 25/ ET L.
FINBI b < MHTE -, b E2ED T,
ARBOFDHEITET D L L b, kOB
BEOHME LT HTETH D,

FEHRH COIREGOME (REEELERZE) O
HELDSK) 11%ICH BT, B8 L BT R
SITWARWA, TS5 & 2R UNME T 24
XIBIRTHRARRE RS-0, BHICEELXEET S
EEZLND,

E. #m

Leberst K B NFEIZ SN TEEHR 72 BR IR 18 % 3t
L7z, 77 LaBIRL, Bl T zED 7,
IREOHEIZ DWW T HRFT AN Z 7=, AOHEDH
B L 2 R IR T2 < 720, RS R

20

ICHEBEZEST L2 RS,
F. e

L. SR
1. Tanaka S, Yokoi T, Katagiri S, Yoshida-Uemura T,
Nishina S, Azuma N. Structure of the Retinal Margin
and Presumed Mechanism of Retinal Detachment in
Choroidal Coloboma. Ophthalmol Retina. 2021
Jul;5(7):702-710.
2. Nishina S, Hosono K, Ishitani S, Kosaki K, Yokoi
T, Yoshida T, Tomita K, Fukami M, Saitsu H, Ogata T,
Ishitani T, Hotta Y, Azuma N. Biallelic CDK9 variants
as a cause of a new multiple-malformation syndrome
with retinal dystrophy mimicking the CHARGE
syndrome. J Hum Genet. 2021 Oct;66(10):1021-
1027.
3. Haque MN, Ohtsubo M, Nishina S, Nakao S,
Yoshida K, Hosono K, Kurata K, Ohishi K, Fukami
M, Sato M, Hotta Y, Azuma N, Minoshima S.
Analysis of IKBKG/NEMO gene in five Japanese
cases of incontinentia pigmenti with retinopathy: fine
genomic assay of a rare male case with mosaicism. J
Hum Genet. 2021 Feb;66(2):205-214.
4. Tachibana N, Hosono K, Nomura S, Arai S, Torii K,
Kurata K, Sato M, Shimakawa S, Azuma N, Ogata T,
Wada Y, Okamoto N, Saitsu H, Nishina S, Hotta Y.
Maternal Uniparental Isodisomy of Chromosome 4
and 8 in Patients with Retinal Dystrophy: SRD5A3-
Congenital Disorders of Glycosylation and RP1-
Related Retinitis Pigmentosa. Genes 2022;13: 359.
5. PAECR, SRR =HETE. RHEF
T EHEH, AREE . MR, AT
B E], B AT, 6 WAL T OIANICHT 5
Spot™ Vision Screener O FH#HR. HR Efifd
2022;15: 42-46.

2. FRREER

1. CREsE 1, FRE . SR ER . R, K
HE, E #T. R CEE R EEL X7
TR O 2FEAE. 5 75 B A ARRERIBR S, 18
[, 2021.10.28

2 MFEAR, (CFE T, ZHETER, BRHFET

o I BOEE, O & AR, R #AT

6 22H LA T OFLIRIZ%F % Spot Vision Screener
i HRRER. 25 77 [B] H AR5 A =k 2, 2021.7.2
3. AT, /NERORENEE EAF5E. 5 43 BT
=R R ZIRBGARIBERES S R GEHS.
2021.8.20.

4 BIEA ., CR=ET, HHAM, BERFE, K
B, BOEE, EHE. B AT, RSB m
X LA AERO B, F 75 (8 HARRRE
IREMR2. 2021.10.29.

5.3 #T. RRAaREE NRERE OB &g
—iEENLRK~—. F 62 BHREB LS.
2021 11.20.


https://pubmed.ncbi.nlm.nih.gov/33127526/
https://pubmed.ncbi.nlm.nih.gov/33127526/
https://pubmed.ncbi.nlm.nih.gov/33127526/
https://pubmed.ncbi.nlm.nih.gov/33640901/
https://pubmed.ncbi.nlm.nih.gov/33640901/
https://pubmed.ncbi.nlm.nih.gov/33640901/
https://pubmed.ncbi.nlm.nih.gov/33640901/
https://pubmed.ncbi.nlm.nih.gov/32908217/
https://pubmed.ncbi.nlm.nih.gov/32908217/
https://pubmed.ncbi.nlm.nih.gov/32908217/

6. . #AT. %659 [ B AMRRRIRE
7. H %?.//f)?Alfﬁwﬁwﬁij
iPS/ES i 1 sk o MafErp it fikiAa. 2021 12.17.

8% O #ifT. W oERIC X 5EIME
(abusive head trauma: AHT) @ JAE A IRJEHRZIZ X
LIRIERT R, & 60 81 B AHE A 71K =
2021.12.5.

9. HIRETR, T BRIIEH ., BERE, 5
I, AR BOHFE, K #iiT. SFRER. P
BT, FAAZEF. 832 0 PN FE RIS e e

PEOELTZ—H. % 47 B AARNRIRE %S
2022319
10. 3 #4T7. FeRlGEE NEOWIR TN, 547

21

o] B A/ NRIRBLS 2 2022.3.19.
G. SNHIPENE D HIFE - B ERIRTL

(TEZET, )

1. RS
L

2. FEHBrEE G
L

3. F D

L





