IR BR AR M & (R IEIR R BORITTEF3E)
S RAF TR

MR ELARRI AR FIE « B2 /L o THEMRRE |

TSN
WA R SE R R/ N R AR - B

MAEEE

COL4A 1/ COL4AZEFEDRRFIINMETH 5,

rh R A A B L 5 JiE Septo-optic dysplasia (SOD) i, BRI, ARSI, T Ak
REAX MAED 3THH F2IHHE 2 7= THE Th 5, EHFPRKBOIENC, kgD 5 23 245
RO NS5, BUROZWIEMED 24 ME & BB OMWEZH 50T B2, REFEFH I8 GFKS
T2 83F 2 DIKIE AT DREFIN G, B HE S L IXIROEE 24 5 fEF 2 L, HEES L
BARTFRRRRZ A Uiz, RO RFIT3FR T, KIEN 15%, SV HREEE -
JERNB2FE R TH -7, IRREITIZR2HNCHNEZ RS, COLIAIEENFRE SN, EVHIE
KIETIE, SODZEE LR ENDWRAENLEE LV, SRR 2 & 723 SODDJFK & LT

~L AT ED

BRI
TR + BRI S RS - S
IV + BRKSR B S50 R B - S
I -

HHRBT
AL
LT -
FHEE -

BARER R P EFIREAC TR - W
IR E R R PR AR R - %

A. HFREEH

H R AR AR B B 3 JE Septo-optic
dysplasia * RE/L T TREFERE(SOD)IL, FEHH
f KR & AR R, T RIAHEEE IR TAE &
O REF ThH D, LN, M— -2k
HUET <, HHAMIRBE TH D — ., BEIEEIC
FENIR DAL, BRI RIS <RIBS
MESL LT o Tz, ok 26 725 28 FEEEIT)»
T BRI RS AR
FEBURMIIEEZE) OBRZ 21T T SOD DEMN#H
E B OME R 72 STk & 7 > — MR &
OEERIC BT D EERE LT o2, TR
& LT SOD Ozl KM & miiE By FH 2 ERK
L. ZNH O MEAMGEE L, BUE, fEEHW
DOZWIEEIZIEN STV 5, AWFZETid, SOD
DENOZIFFERRZBHGHAE L, BUROZHL
UE & FE Sy BN SEHIER IR IZHIN L T D 7,
SOD DZIREHN AL 72078 & SOD D
PRICET 2EZH LT D, o,
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IR SLR PR E P ERR IR « KRB
* BRI R R IR B 120 - G
* BRI TN R PR B E A e R - %

® SOD IFEEFHEREZALTEY, SOD ¥
X OV SOD MBI I 1) 5B mF AR R 2 K &
B & REORARZH L MNNTT 5,
FTEAZMEEEB OO L S THHEHTRE
RIAIT 28%-60% DIEFNZFRD B AL, fLIZMZER
. BRI e & 0 1F sk i oo B 3 4
BNZRD B D, MEFEEIXINE TEMLZ
1338 ZZ2 D IE AR CTHRIR A DO OF3H 71 5
ROFFHEEH SN LT, AEEIL, Z0—4F
MG 2B Gk S 7= B B W B RSP M2 R 45
7e EOIEHIMAEE RE S L IXIRIRZE O OB
DR AN L, IR R R EE - N E
N TIEERE DI HED 4 M KRBV DIE
EWEAET D Z LA E LT,

B. #FFEIFE

BIRG LI #E NS RE LS TmK (—
M) LSRRG ORER X OEEE MRD) %
IEE U7z, BRPRTE I ZAMIE R o S B T —



A R—=2ZIZ NS LT, ZHE TICER LB
T — 2 X— % (1338 ZZ5% 1375 f41]) (2.
AAEE(2021 4 3 AR FE OWCHT-ICBRE SN
JEBC, PRI AL 7 & IE S B
EREOIEFIEME Lz, ERIRORE 245 E
Bz U, W OB RARER & RN % A
L7 EEFHIEEICOWTIE, ik 5 DNA
i L, Sanger 5% L <137 Y — Ll %
1ToTe, =27 Y — MENTIIR RTINS R FPEE T
WFFERHB R FREIE © L I3 ER KR FEAF
BT T,

(fff B2 1T~ D ficl &)
AWFIEVIRITERRRE [T R 55 D Ji R figg B &
TRIRIERITE ) O—H L LT, MR E
DA (H27-220) TRR SN TN 5D,

C. roektR

AAEE X, 835 R DIMIE IR B H 03 7= 12 B gk
=iz,

ZERTRROEFIT3F AT, K\ 1FEER,
B TEIE « ~ L HWEDYERDN2EZ TH -1,
EA R O1FRIL, i DA BT,
FLR R DR 2 2 L, 10/ H THEW;
WAL TS T A AERSENE) 2 OR%E L T2,
3% CEENT A MEMR LT- D % v — 7 |2 BEWI DL
Bl-x0 &R0 IR RREEMAR D72 926
ik CHEBENIER S Ve, BITE I mpd e
T, BHEMLOESFBEEEZBRY KT, BEHMRIT
VL 3 I R SR 2 | AN 2B D s BB K
KIKEE R WS ORERE 23807,
REMAE ., NOWREIII TR TWehosTz,
SEAE Ok G H A T HAREE L g &
2L, SO TANAVEFR LT, 48D
HAE— 27T U, WO & i 3R A
ZRL, EEREENA 1 RFREHET S, E5
E{R R, IR, NOWREIXARTT CTh
ST BAE, =7 Y — MMENTEIT o TV 5,

BT RREE « AL TR Z B L1225 R1T
G C, Wi & b R NSE C 145 C LIS
DF v AERERE L, mWBICERITR
D LR T, b D WNE, A BHEE R L,
LISTZTRHZABITFRD b o7z,

IRIR A IX1Z RPN AN 2780 7, FLAMIE
PR L. COL4ATER N Sebiviz, 79 ED
N AWFERT CEI T 23 T4, COL4A1Z:
BAERE L,

D. &£

SOD D@2 FEHEIL, FHEERARIEIR & LU THRE
W (IRIE - HAOFEE - 5 - #HE - /MRER) &
THEEAMEREIS TIE (R ARV VA2 MER
B, HMERIRIREEEIR TAE, IR IMERIR R
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ERERER TE, (K29 K b e v o ME IR Re K
TRE, FAXMEIREAAE) &, EEARRAEATRE L
THARARIZ AR & EH ki E o B (B IR
KA. R, R URTERL) %2817 T\ b,
AR FE B G S AT IR RAB OSEBII, Fsk AP
HCIR MR A SO 0 WMR A DM T TRz
B, SOD OHWHITE o7z, SOD D2
(3538 D B 70 B ZFIKOBRAIER S L < I3k
FrRAMLETH D SOD O REMEN BB S i
WE L SO EMEISRI SR — AN
FET Do RFERZTIHASEKE HIBITL TS0,
HHAME T A AFIEORIERIZIRITL TERY |
SOD O AJHEMEIZAE TX 72\, B REKED
SEGITIE, FEmAIZARBHET SN I B = D
TN EE L,

COL4A 1/ COL4A2 7= ¥ 3G O Rs i i (2
KD ABGEDOMIT, FEEEFERE 2 7K & LT,
SIIE, FLA RN 5 (Walker-Warburg JiE
BRHE) 72 E OB BREECHES, R
RE., B> TRy X779, BFFDH
1% 56 1> COL4A1/ COL4A2 75 5:45(5
COL4A1 ZE 50N 48 ) DFG ARG WA fihT L. IR
DIEHFF B AT 48 il 23 BTl & > DR
AR - (Itai T, et al. J Med Genet: 2020),
ZD5H 16 FIC AR, 6 B/ NRER, 5 Bl
MRS H ML 278 6D 72, A MART RAZ DU TGS
INTWieWed, 1%, COL4A1 COL4A2 %
BAHT H/IREROOFRFNZ VT, NOUW
A 2B L, SOD OB LML= E D
DR RMETH D,

E. #&i#
BRI TiX, SOD &5 LIR & Nk
FRANE E LW, s 2 & 723 SOD D
K & LT COL4A1 COL4A2 75 B D Kt S o
TH D,
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