AR M 25 2021 4E2 H A5 42 555 23] Chin ] Hematol, February 2021, Vol. 42, No. 2

— MY SM1 R R R AR E B = i 28 A ik 4 7Y

% ZAARGE B SCRk AR -~

HE ERE RMZ XN B G FWE FEa

P HBKRFRFEFRE BRI RE R, Sl a4 F eIl s, i
430030

WBAEVEH . B 2 Email : lyh66512@163.com

(WZE] BHR HE1BIMYSMLEEHE & 2464 S EUB BB LR AT 4 BUE LI R K 441
ARG AR E LR R A Rl 5 5, S RIS W 28 B B 25 A AF R (IR 22 441
FiE MOE L)1 R E R R A 4 BUR LI R 72, JEXT LG R NG AR il DNA
F4sHN T T-INF , (8 BWA  GATK S5 X P 45 R AT B i . B3R ARG L A I S ss s 2
HIE4RER L, RN 4 M AT /D ZFeWIE , S AG 2 s AR S I 0T e R 8 i, bk 200 i 0
43278 CD3"CD19" B AN MR . M ad R AR 440 B 1 I PP AL I, 28 7 5B LA 4 st 4% H AR
MYSM1 5L K & 4 2 4 PE75 5 NM_001085487.2:¢.1607_c.1611del AAGAG Hi1 ¢.1432C>T, & K iFiiF
SRR AL SRHEAT 1Y €.1432C>T 278 SR IR TG iiE 1 5C , JeiiE & BR 2457 1Y ¢.1607_c.1611del AAGAG
FAR F THEUER AMIAL A K R AR 5228 . 45 AR5 HT & I MY SML S0 PE 48 =
€.1607_c.1611delAAGAG, [El NPk WARE . 4128 BMFS4 i) RIS Wi (it T i 22 45 4 e T
MY SML F PR S0 11 45 S N e

[K#ER] MYSMLZEZ; BHEEBLEGIE4R; KR

DOI:10.3760/cma.j.issn.0253-2727.2021.02.007

A novel compound heterozygous mutation in MYSM1 gene in a 1-month-old girl: a bone marrow
failure syndrome 4 family survey and literature review
Huang Juan, Zhan Xiaoyun, Zhao Alan,Wu Bei, Yang Yan, Tan Pei, Wan Lijun, Lu Yinghong
Department of Hematology, Maternal and Child Hospital of Tongji Medical College of HUST, Maternal
and Child Hospital of Hubei Province, Wuhan 430030, China
Corresponding author: Lu Yinghong, Email: lyh66512@163.com

[Abstract] Objective To report the clinical manifestations and total exon detection results of one
case of MYSM1 gene complex heterozygosity mutation of bone marrow failure syndrome 4 and the results
of total exon detection of her family to provide a case phenotype for the early diagnosis of bone marrow
failure syndrome 4. Methods A 1-month-old girl with severe anemia was sequenced with trio- WES.
Similarly, the family was also sequenced with tribe-WES to confirm the molecular diagnosis. BWA, GATK,
and other software were used for annotation analysis of sequencing results. After polymerase chain
reaction, Sanger sequencing was performed by ABI3730 sequencer to verify the target sequence.
Moreover, the verification results were obtained by the sequence analysis software. The clinical diagnosis
of this girl was reported and the relevant pieces of literature were reviewed. Results The girl presented
with pancytopenia, polydactylism, nonspecific white matter changes, and cysts. However, CD3 CD19" B
decreased. The child was identified with MYSM1 complex heterozygous mutation by whole- exome
sequencing, NM_001085487.2:¢.1607_c.1611delAAGAG and ¢.1432C>T, which was respectively
inherited from his parents. Genealogy verification confirmed that the ¢.1432C>T mutation carried by the
father was from the grandfather (father's father), whereas the ¢.1607_c.1611delAAGAG mutation carried
by the mother was from the grandfather (mother's father), whereas the grandmothers, aunts, and uncle did
not carry the mutation. The child was diagnosed with BMFS4 combined with clinical phenotypic and
molecular genetic findings. Conclusion This case provides a case phenotype for the early diagnosis of
BMFS4 and extends the pathogenicity variation and phenotype spectrum of the MYSM1 gene. The
newly discovered pathogenic variant of MYSML1 c. 1607_c.1611del AAGAG has not been reported at home
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