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Glycosylphosphatidylinositol biosynthesis deficiency 15 caused by GPAAI gene
mutation: a rare disease study

CHEN Qiu-Rong, ZHANG Zhen-Jie, LU Yi-Xiu, YUAN Sun-Bi-Xin, LI Ji. Department of Pediatrics, Peking Union
Medical College Hospital, Peking Union Medical College, Chinese Academy of Medical Sciences, Beijing 100730,
China (Li J, Email: 42115165@gqq.com)

Abstract: A boy, aged 6 years, attended the hospital due to global developmental delay for 6 years and recurrent
fever and convulsions for 5 years. The boy was found to have delayed mental and motor development at the age of 3
months and experienced recurrent fever and convulsions since the age of 1 year, with intermittent canker sores and
purulent tonsillitis. During the fever period, blood tests showed elevated white blood cell count, C-reactive protein, and
erythrocyte sedimentation rate, which returned to normal after the fever subsides. Electroencephalography showed
epilepsy, and genetic testing showed compound heterozygous mutations in the GP4AI gene. The boy was finally
diagnosed with glycosylphosphatidylinositol biosynthesis deficiency 15 (GPIBD15) and periodic fever. The patient did
not respond well to antiepileptic treatment, but showed successful fever control with glucocorticoid therapy. This article
reports the first case of GPIBD15 caused by GPAA41 gene mutation in China and summarizes the genetic features, clinical
features, diagnosis, and treatment of this disease, which provides a reference for the early diagnosis and treatment of
GPIBD15. [Chinese Journal of Contemporary Pediatrics, 2023, 25(12): 1276-1281]
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ZMAIR, AT & PR R & e Rl AT
BEY KT GPIBDI15 I R 2 03

R®1 XHEI 131Kk (BEAEH]) GPAAIEFATZMBRERIARBRETS
- R DNAZES EOME At miokm oA

1 chr8: g.145139374 ¢.872T>C p.Leu291Pro g4 AR 28

chr8: £.145139483_145139495del ¢.981_993del p.Gln327Hisfs*102  Z4+4+ IR -

2 chr8: £.145138104 ¢.152C>T p-SerS1Leu g6 LR 32
chr8: £.145139783 ¢.1164+5C>T By ZAE P AR 21.8

3 chr8: g.145139422del ¢.920delG p.Gly307Alafs*11  H& AR -
chr8: ¢.145139946 c.1165G>C p.Ala389Pro R=E B 21.8

chr8: g.145138854 ¢.527G>C p.Trp176Ser alify Ak 32

chr8: g.145138112_ 145138113delinsAA c.160_161delinsAA p.-Ala54Asn 84 FER -

chr8: ¢.145139371 ¢.869T>C p.Leu290Pro e AR 28

6 chr8: £.145139333 c.831G>A p.Trp277% g6 R 40
chr8: g.145140382 c.1451G>T p.-Argd84Leu RE AL 28.7

7 chr8: ¢.145138116 ¢.164T>C p.Met55Thr gy Ak 24
8 chr8: ¢.145139663 c.1049T>G p-Leu350Arg ais LB 27
9 chr8: ¢.145139419 c917A>G p.His306Arg g2a IR 23.3
chr8: g.145140583 .1559T>G p.Leu520Arg E ALY 27.3
10 chr8: g.145139449 ¢.947C>T p.Ala316Val gy Ak 28.3
11 chr8: 2145139449 ¢.947T>C p-Ala316Val 824 o 28.3

chr8: ¢.145140014_145140020del ¢.1233_1239del pPro412Tyrfs*19  Z&4y HEJ5 -

12 chr8: .145140501_145140502del . 1477_1478del pArgd93Glyfs*152 B EEJ5 =
chr8: g.145140993 c.1831T>C p.Trp611Arg S AR 32

13 chr8: g.145139039del .619delA p-Met207Cysfs*21  HH AR -
chr8: g.145138101 c.149T>A p-Met50Lys S LR 246
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