526 54 T SR A& Vol.26 No.4
2024 4F 4 A Chin J Contemp Pediatr Apr. 2024
doi: 10.7499/).issn.1008-8830.2311058

T BT

W20 L 0 2 % I 2

=

Wl K
(f

(1. % B E 25 ik s ETR

=R) P

EFHFRARFZAL) /S arFERELLET/BR0RAZLER

A R EFHR TS/ AR ETEERE, RE 300020; 2. REZFEFEEARE, KiEZ 301600)

(W] BIL1, Z, 102, HAemanEm b g S, AR EFNGE-RGL s, A R RIS, /)N

AT, DA % B DNA 358 TV (ligase 1V, LIG4) FEHFHEE GEZER,

LW LIGAZEA . L2

o, 6%, WIM/MIB 24E RS, AR/ BIREIMR . TmHEAE, G Rl 20016 A 45 RO BT,

pin}

o

WA JER ML B AN A
HABUZ M, 7B e R G HAIIN .

2 PIEILIGRFRBARML, 2 W P, S i 4 il b PREHE i) UL

[hELAILRIZRE, 2024, 26 (4): 410-413]

[R82R ] mAnius s wit; wnlediim; LIGAZREaTE; JLE

Two cases of cytopenia associated with multiple malformations
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Abstract: The first patient, a 10-year-old girl, presented with pancytopenia and recurrent epistaxis, along with a
history of repeated upper respiratory infections, café-au-lait spots, and microcephaly. Genetic testing revealed compound
heterozygous mutations in the DNA ligase IV (L/G4) gene, leading to a diagnosis of LIG4 syndrome. The second patient,
a 6-year-old girl, was seen for persistent thrombocytopenia lasting over two years and was noted to have short stature,
hyperpigmented skin, and hand malformations. She had a positive result from chromosome breakage test. She was
diagnosed with Fanconi anemia complementation group A. Despite similar clinical presentations, the two children were
diagnosed with different disorders, suggesting that children with hemocytopenia and malformations should not only be
evaluated for hematological diseases but also be screened for other potential underlying conditions such as immune
[Chinese Journal of Contemporary Pediatrics, 2024, 26(4): 410-413]
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system disorders.
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