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Abstract A large Chinese pedigree family with primary open angle glaucoma( POAG) was recently found by

our study group in Chongqing city. The inheritance pattern in the members of this family is consistant to Mendel laws of

Objective

inheritance. This study was to map the disease-causative gene of POAG in the families and significant autosomal dominant

inheritance pattern. Methods
before sampling. Linkage analysis was used to screen the candidate loci of POAG (including MYOC, OPTN, WDR36 and

Strict phenotype-defining was made on survival 34 subjects of 4 generations in this pedigree

CYP1B1) by means of short tandem repeat (STR) in a family with 32 subjects including 11 patients and 21 members,and fine
mapping was proceeded within the linked region. This study was approved by the Ethics Committee of Daping Hospital, Third

Results  This spacial family had a total of 7

Military Medical University and all participants gave the written informed consent.
generations with over 50 members. POAG was determined in 16 memers and suspective POAG in 7. The inheritant pattern was
consistant to the autosomal dominant inheritance. When 4 = 0. 00, the LODs of D2S2369, D252352, D2S378 and D2S337 was
equal to 4. 584 ,2. 992 ,6. 238 and 4. 892, respectively, thus the linked region was narrowed down to 2p15 — pl6. 3 and there were
at least 12 genes expression in the eye within the region. This study was the first time to report so narrow range of locus of disease-
causative gene for the POAG pedigree. Conclusion The disease-causative gene of the pedigree is mapped to the interval from
D282369 to D2S337 within 2pl5 - pl6. 3, which is consistent with the study by Suriyapperuma SP in 2007.
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1.1 XREWHXE

WAEEK—KE POAC REFH, EREKEF#1®
BERSMEHEBIF 2 AIXFARAFE, 4 F
HXMERZS 320, B LIEEBEREZPER
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% OMIM ¥ 4 Z ( Online Mendelian Inheritance
in Man, http://www. ncbi. nlm. nih. gov/sites/entrez?
db = OMIM) , ¥r B 3% POAG R ik 2 5 i e R (B
FHERE L # i Map Viewer ¥ 48 /% (http: www.
ncbi. nlm. nih. gov/mapview/map _search. cgi? taxid =
9606 ) Pkt £ 2 By £ T #F STR 451
1.3 B &84 X X N (polymerase chain reaction,
PCR) ¥4 H 9 1 W

F A QlAamp DNA Blood Mini Kit( QIAGEN ) 42
FKE MG AN E L B 4 DNA ( genomic DNA, gDNA) ;
PCR £ %5.0 uL, 4% gDNA 10 ng,dNTP 1. 25 mmol/L,
5|47 ( ABI PRISM Linkage Mapping Set, Version 2. 5) 4%
1 pmol/L,Taq 0.2 U; 7 GeneAmp PCR System 9700
thermocycler(ABI) b 4T 8§ 8, Z ik & 95 C
PS5 min, 75 10 P FEF 95 C 2430 5,55 CiE k.
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= K8 % &% “ Généthon” | “ Marshfield” 2 “ deCODE”
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Fig.1 POAG pedigree map















