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Clinical and genetic analysis of a child with fibrinogen storage disease caused by FGG
gene mutation: a case report

Liu Xi, Peng Xiaokang, Liu Pan, Wei Huijing, Liu Xiaoguai (The Third Department of
Infectious Diseases, Xi’an Children's Hospital, Xi’an 710003, Shaanxi Province, China)
Abstract: Fibrinogen storage disease is a rare autosomal dominant genetic disease. This paper reported
a case of diagnosed fibrinogen storage disease due to abnormal liver function and decreased fibrinogen
level, the data of liver biopsy, liver disease-related gene testing and the follow-up were complete.
Through the analysis of diagnosis, treatment and follow-up process of this case, we hope that clinicians
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could improve the understanding of the disease and achieve early diagnosis and early treatment.
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Yt H R FUE (fibrinogen storage disease,
FSD) & — Mo DL o Je ok W 1t st AL i, 10w
KMEE, FRAKINNDARARELFE (alanine
aminotransferase, ALT) . KIJXRREALER
fif (aspartate aminotransferase, AST) %57} /&1 sk
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1.5.1 BEREENE 7t & 8)LES AR RS
J5 . KM EDTAHURE flt B )L S S BE # bk 1
%3 ml, RHMHERpanel (988NN,
JAGI. SLC254A13. NOTCH2. ATP7B. ATP8BI.

ABCBI1. ABCB4%%) #iAT R:AHADNANF. M
A0 JE & bk O A PR R R ZHDNA, &y Bofh . i
sk, g4t )s, i SeqCap EZ Choice XL
Library (Roche NimbleGen) %<3 4%k 5 195 AH ¢
(1) 5 R A0 2 X R AR N & 7~ X3 (50 bp) , il
RFFIDNAZ P it A g 24k J= A8 ey i &
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American College of Medical Genetics and Genomics,
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Jeto BoR RS RE/NE S A, 2RI 9805 15 3R T B
Ji (=) , Massonet Ryl & X 4F4E 464,
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JNALT 120~312 U/L. AST 73~213 U/L, £ 4:%&
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7 EFSHM 3524A 3544A 4% 4% 54 A 5% 6% 7%
74
ALB (g/L) 39~54 41.4 443 44.6 442 46.3 439 45.6
ALT (U/L) 7~30 229 312 178 167 163 120 29
AST (U/L) 14~44 117 213 126 89 116 73 36
ALP (U/L) 143~406 363 350 310 501 598 497 397
GGT (U/L) 5~19 49.6 77.3 29.8 24.1 24.1 249 14.5
Fedn ) 8
PT (s) 11~15 17.4 15.8 18.1 17.9 132 15.4 13.9
INR 0.8~1.2 1.13 1.26 0.44 1.45 1.0 1.24 1.2
APTT (s) 28~44 30.3 33.7 36.2 38.1 44.6 412 38.2
FIB (g/L) 2~4 0.44 0.6 0.44 0.47 0.59 0.66 1.34

E: ALB NHEH; ALT ANAREERKBH; AST NARIL ALK, ALP ARMRIRRE; GGT: v- RABLikikEs; PT N
RN IE A R) s INR [ PRARHEILLLAE ;s APTT Jif Ak B2 eI B R A 1A) s FIB e 42k 11 5
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