cJ

8 X P VIS N

E25 82758 http:/ /www.baishideng.com/wcjd/ch/index.aspx

DOI: 10.11569/wcjd.v25.i112.1128

HFRL N BILZYE 2017F48285; 25(12): 1128-1134

ISSN 1009-3079 (print) ISSN 2219-2859 (online)

Bl IRE CASE REPORT

LI B RE 95 7 £ 2 Il IR 53R B RY 215 1B BRE A ik ges 1 461 &%
MEE ]

BFAE, SR, 1 1R

mE £ %4

& 1] BROME ek
g A vhakgm R
TR EM, W
e &, % JR LR B
M B AR BT B
ZRREERR
AE=ZKEZ%: B
ARG, WA
%, WP R
&b 1] BROME ek
97 W9 B B R TR AL
¥R EAEFE,
T ik 2 5 B IR
EACECHE DR
H -y BR X BR A v
Re g BT A R 8
HAERA %.

W& FHERE

WA, S EMEE
Ui, TR H T
AR ERIEA
# FRX, 24
B, FREFR
W B E x4 gh
#; HAP, 8 24
B, ST AR
E IR AL A

J3aishideng®

WCJD | www.wjgnet.com

EFEE, KA, PhRXFRE_EREL SR Adh
¥ 410011

Mg, PaXEhE_EREFEEN HAaE KD T
410011

ENE, ML, TEMS-—EFNERERRZENE
BIEHER.

e Stk BRSSO EUE DT, BIEFBSHA;
SR SHERREBR.

WIRER: SR, 208, THEEID, 410011, HEBEIDHA
ROOEE1398, PEAS I _EREERi.
guoyonghong@sina.cn

E815: 0731-85295277

INFBEEE: 2017-02-09
BOBER: 2017-03-05
BZHEE: 2017-03-20
FLHPIRBER: 2017-04-28

Recurrent abdominal

pain as principal clinical
manifestation of acute
intermittent porphyria: A case
report and literature review

Li-Jing Lei, Yong-Hong Guo, Yuan Yang

Li-Jing Lei, Yong-Hong Guo, Department of Geriatrics,
the Second Xiangya Hospital, Central South University,
Changsha 410011, Hu’nan Province, China

Yuan Yang, Department of Genetic Medicine, the Second
Xiangya Hospital, Central South University, Changsha
410011, Hu’nan Province, China

Correspondence to: Yong-Hong Guo, Professor, Chief
Physician, Department of Geriatrics, the Second Xiangya
Hospital, Central South University, 139 Renmin Middle
Road, Changsha 410011, Hu’nan Province,

1128

China. guoyonghong@sina.cn

Received: 2017-02-09
Revised: 2017-03-05
Accepted: 2017-03-20
Published online: 2017-04-28

Abstract

Acute intermittent porphyria (AIP), an
autosomal dominant disorder, is caused
by a partial deficiency of porphobilinogen
deaminase (PBGD), which is also named
hydroxymethylbilane synthase (HMBS), the
third enzyme in the heme biosynthetic pathway.
In October 2015, a women presented with
recurrent abdominal pain for 2 years. Using
direct sequencing, we identified a hererozygous
nonsense mutation, C to T, in exon 3 of HMBS
at position 3782, resulting in a change of
glutamine codon to termination codon (Q34*)
in this patient. This mutation can lead to a
decrease in the activity of heme biosynthetic
enzyme PBGD, which is related to AIP.
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Publishing Group Inc. All rights reserved.
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