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[Abstract] Glaucoma is a group of progressive optic neuropathies featuring retinal ganglion cell and
axonal degeneration, which typically manifest as sunken atrophy of optic papilla and characteristic visual
field defect. Genetic factors play an important role in the pathogenesis of glaucoma. This guideline mainly
focuses on single gene mutation-related glaucoma by summarizing the pathogenic genes, disease diagnosis

and clinical consultation of primary congenital glaucoma (PCG) and primary open-angle glaucoma (POAG),
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with an aim to regulate their molecular diagnosis, genetic counseling and treatment.
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FOGIR R A BRI R T BOE MR . A )
WA TR R FE R RN,
WRIERT 55 FAIE A R IR KRR IR SF R R WK
JER 2 A LATR 3 Fh B (D JF A M e RMFH LR
(primary congenital glaucoma,PCG) ; (2) J& k& P 6
E ( primary glaucoma), £ % i & ¥ JF M ) & 6 R
(primary open-angle glaucoma, POAG) il Jit /& 1 4] ffi
®IF Y6 R (primary angle-closure glaucoma, PACG) ;
(3) 4k % 175 G IR (secondary glaucoma) , 15/& I Z 1E
OGR4 & 9% h #r  E 9 M A, THE POAG #I
PCG W fig o 83K 1 28 5 (%) . POAG A W] 8 i R
TR AR L SOV R E A FRES . 22—
KA A B, B 00— E R R KR 220,
X RREAA R 2. 3% . &2 BAEM —ZoR 8 K e il
1 POAG kR N T 3~9 £5° ™, PCG & JL
MR WA ECIRER, A HEHEM 25%, HENK

MRS 14~5%, wifEEELE PCG M &7 1 i 3
HEMMAE, KEM PCG B E kK A 7l — F M 85 5% I
BCHI R FR, EBRI N B A W A5 8 30 % P ik i
PEBAETY L ARHE B BT X B3 R A5 M R AR T B
POAG #1 PCG #1741,

1.1 #fEHX POAG 5 PCG DLk & B 0 £ 0L .
Kk POAG & R B H . 5 5> POAG #l PCG
o B TR B A% 0 5 4 i) 2 e e A R O R A B
Mg e,

1.2 IKRRIM  POAG & feH Uiy —Ffh & L IR, BR
10~35 % K& B9 F W R & M5 20 4F POAG (juvenile
open-angle glaucoma, JOAG) #p, POAG 7] -4 A &
ik K7 6 AR Chigh tension glaucoma, HTG; & X =
22 mmhg) 1 1E % R & & % 5% IR (normal tension
glaucoma,NTG)!™ . 2 () MU IK; B 3 4 45 4 % L IR &
Fh o CZEE s R AR B b S KGR I TR OB IR % A
LA . POAG R 30 A 18 1 k47 4 0 00 5 4o 22 % 40 Jig
FIAH 7% (5l 2 R 1k (T2 28 45, T TE B4 A B9 R
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T OGIR A B 2375 DR Cln s I8 1 25 5 £ 3 ORI 25
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1.3 %ifi¥ POAG ELHRMEHBEA N
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S 4.20% Bk R 2. 51%, 463K 3.29% . i T E WM A
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10 0008 FE R A Eh 2 R R K. EEHH AN
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2.1 FUsEHR HEE%%E 722 94 POAG 89k
¥ H. MYOC, OPTN, WDR36, ASBI0, NTF4,
EFEMPI1,TBK1,RAMP2, H. 45 5 K24 Gl B 5% ~
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FES A IOP F+ 7 1 POAGH# 7, MYOC 3
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il X

PCG/POAG 231300 CYPIBI 2p22. 2 601771 AR
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