<414+ e R F 2 2018 4FE 5 A5 395455 Chin J Hematol, May 2018, Vol. 39, No. 5

I R ] — AN P12 W 5812
S I M 46 1)

FE ZUH REW FFE P FEF kR REE BF
A REF BHXAE AR AR FmFE RKRAE KA

(FE] B PP ACEET (NGS) e R izl i i, FiE wihE 217
ASSE TR AR S0 3 H B NGS B 45 ——BDHAP-2014, %F 2014 4E 8 A 2017 4E 7 A #4iitie
B R PR SE IS S0 P E LAY £8 38 0E 1 T NGS R FISEAR IR IE . Z5R LA A 46 B3, IR IR EE 12 5)
R 5 R JE BRI (FA) 11481 S R 20 40 M 2F 185 5 PR 3T 1 (CDA) 8 {51 | 56 KPR BIRE 4 21 4 4 22 1l
(CSA)6 1l 5 R I %% 1l (CHA) 12 4], 56 KM AL AS R (DC) 18] 8k 550 3 e 14 Sl 42k 1 %% i
(IR-IDA )4 151 B % W JE R ) IfiL 4 21> (U ) 4 451 . 2880 [m) NG'S K5, 28 451 (60.9% ) £ 5 B T 12 W Fn
(5 4380, B 124 SE R 44 P o tE 5828 . Hirf 26 41 (56.5% ) SE RIS Wi 45 3R S5 IR IREES AT , AU
FA(5/11,45.5%) .CSA(6/6,100.0% ) .CDA(3/8, 37.5%) }2 CHA (12/12,100.0% ) ; 2 151l (4.3% ) H. 3 1t I
BWIEE R 5 IREE 2 A —30ARYE NGS 24 1E T 12 W7, 44 1 51 DC F1 1151 52 1 05 i 200t P9 £ 20 20
ANAHG AT (FHL) 5 12 1] CHA AR ¥ FE PG A 45 SR iF— 28 B TR 2 AL, 18 i (39.1% ) F 3 A& Bl
R LRGeS W . i NGS XTI PREES e RIEFT 8 H BA EE RS WA, 7T ik
PRIGTT R AR .

[EgEiE] JerRpEgum; ARILEWT; 2W

ESTA . HF R E LTS (20172X09304024 ) 3 K HE AT I 1 7R B2 22 R 5T rpocs i
(15ZXLCSY00010)

Using target next-generation sequencing assay in diagnosing of 46 patients with suspected congenital
anemias Li Yuan, Peng Guangxin, Gao Qingyan, Li Yang, Ye Lei, Li Jianping, Song Lin, Fan Huihui,
Yang Yang, Xiong Youzhen, Wu Zhijie, Yang Wenrui, Zhou Kang, Zhao Xin, Jing Liping, Zhang Fengkui,
Zhang Li. Anemia Therapeutic Center, Institute of Hematology and Blood Diseases Hospital, CAMS &
PUMC, Tianjin 300020, China
Corresponding author: Zhang Li, Email: zhangli@ihcams.ac.cn

[Abstract] Objective To evaluate the impact of the targeted next- generation sequencing (NGS)
assay for difficult congenital anemias. Methods Blood Disease Hospital Anemia Panel 2014 (BDHAP-
2014) including 217 known genes of congenital anemias was developed. NGS and parental verification
were performed for patients who were suspected diagnosed with congenital anaemia from August 2014 to
July 2017. Results A total of 46 patients were enrolled in this study, the clinical suspection were 11 cases
Fanconi anemia (FA), 8 cases congenital dyserythropoietic anemia (CDA), 6 cases congenital sideroblast
anemia (CSA), 12 cases congenital hemolytic anemia (CHA), 1 case dyskeratosis congenital (DC), 4 cases
iron-refractory iron deficiency anemia and 4 cases unexplained cytopenia (Uc), respectively. 28 (60.9%) of
46 patients became confirmed cases after targeted NGS, corresponding to 44 mutations of which 33 were
new. 26(56.5% ) patients with results of the assay matching to clinical suspection, including FA (5/11,
45.5%), CSA (6/6, 100.0%), CDA (3/8, 37.5%) and CHA (12/12, 100.0%). 2 (4.3%) cases not matching to
clinical suspection, including dyskeratosis congenital (DC) was made in 1(2.2%) patients with suspected FA
and familial hemophagocytic lymphohistiocytosis (FHL) was made in 1(2.2% ) patients with suspected
unexplained cytopenia (Uc). In 12 CHA patients, the hemolytic type was further clarified by the NGS. The
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remaining 18 cases were not clearly diagnosed. Conclusion Targeted NGS assay is of major impact on
congenital anemias. The assay should be used routinely in congenital anemias.
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