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Abstract: Objective To investigate the clinical and genetic characteristics of a child with Citrin deficiency and pyruvate kinase deficiency. Methods We

summarized the diagnosis, treatment and follow-up of the patient with Citrin deficiency and pyruvate kinase deficiency in Women and
Children's Hospital, School of Medicine, Xiamen University. Results The patient was born with severe hemolytic anemia, hyperbilirubinemia, and
acanthocytosis. Tandem mass analysis of blood sample showed that the concentration of Citrulline (Cit) increased. He was accepted with lactose
free milk feeding and blood transfusion. Severe anemia occurred again after 1 month. Whole exome sequencing results showed that this child
carried c.1418 T>A plus c1248_1269 delinsGCTCCCT compound heterozygous mutation in PKLR and ¢.852_855 delTATG homozygous mutation in
SLC25A13. Consequently, he was diagnosed with Citrin deficiency and pyruvate kinase deficiency. The patient needed to receive blood transfusion
for once about every 45 days. Meanwhile, we found his serum ferritin was increased with hepatosplenomegaly. Oral iron removal treatment was
began at the age of 2. Conclusion It is very rare for an individual to suffer from both Citrin deficiency and pyruvate kinase deficiency. Anemia was

the first manifestation after birth with increased acanthocytosis significantly. Early intervention is very important.
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BILRREFEO2M, FRERTIEEPKLRERC.1418T>AHC.
1248_1269delAGCGGTGAAGATGCAGCATGCGIinsGCTCCCTE &
F#ELTR, SLC25A13EHc.852_855delTATGAHIE LR (K1),
ACMGIFE R (WKR2), —HNFRIEER(LE2), &K ZE
LIS AHBRMRERG A RERABREMERD, FReA
7o AARHER. BEANHERS, ZREEMBEKRIECHES,
TAEMmINEE. MmAs. BEAERE, EHRETRNMER, 2L
mmEA1LRRABLINPERRM, KT ERTEBLA
AT (B3), Ay iR EE A, MIUEHRERE1IRRT
RBARE S, RIBMIUTENENME, 25 FiBNMR250mg/B/R
EITHRETT, EREET(LE4).

(E—1EE] TEE, &, FREM, TEBHARAR : ) EEERER. Email: 1577134852@qg.com
FreR, B, BIBARE, TEARAERA . FE) UERHEN S FI28. Email: wangxudong0524@163.com
GaifreE] b %%, &, BIFEEEIN, TEBARAM: ) LEEERENK. Email: Im800529@xmu.edu.cn -5



FERFE 2023538 $£30% £ 3 # 251645

&1l KEELHBFHANFLER
2R REE BEBRE(aERTK) SNEF HERER RFE/EF
PKLR chrl:155262986 ¢.1418T>A (p.Val473Glu) EX9 *a R¥E: Re® SF FER
PKLR chrl:155263228 ¢.1248_1269delAGCGGTGAAGATGCAGCATG
CGinsGCTCCCT(p.Ala417_Ala423delinsLeuPro)  EX8 et RE: HER 8% a8
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R2 REEPKLREEER L ETACMGIEEBURYE ST
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insGCTCCCT(p.Ala417_Ala423delinsLeuPro)
o ®
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(NM_000298. 5) c. 1418T>AZ &7 5%; 4 3F % £ EPKLRIE [ (NM_000298. 5) c. 1248_1269de 1ACCGCTGAAGATGCAGCATGCG insGCTCCCT e &7
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ATP), HARERR MEE BB RI X BELES, LB



JOURNAL OF RARE AND UNCOMMON DISEASES, MAR. 2023 Vol.30, No.3, Total No.164

HEE AR RBHETEATP, ATPX T MMEH
MEENERERSEEEEXEEER, ARRNHERS2SHYE
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58, SIRERERE MBS AL AR R R A SRR A Y,

B8, BXEMIRENPKLRERZRTA25058H, AIEHX
RENRE, FEMARRE. NMEN. HESMASBRHE,
AAERTRSHARATERENANERN", BianchiZ™
BIFSIRE T 2572 PKDEE N AR RS FAHE, w127
MERTE, HHg4FhRENET, 43F2IEENET(20/ME
BTE. 11MEETE, SHASBRHRATR, 4MERRLDT
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—FhE ) SR EAMERR, AARME)L1IANEEHS
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