Med ] Chin PLA, Vol. 49, No. 6, June 28, 2024

[ZR Ty

LB B B2 BT AL = 5 2R B0 A% 1tk AL 1 B2 B0 P T 7 9 1 45
FFEE >

A", ki

VTR R EA e, DU AR 6100545 DU RSB EBE - U1 A N R BR B S SE EAE PR A A, DU TSR
610072

[FESZES] R$6225 [ HEiFRERL] A [DOI]  10.11855/j.issn.0577-7402.0606.2023.1122

[FRE] AT 1EE IO 25 w5

[BIAA]  REWASG, sk LB AR IR PR O a5 58 28 B05 AL M WL A1 L IRE IR 305 1 0T SCHR S ) [J]. 42 B 2 4% K, 2024, 49(6):
651-655.

[WFs B EA] 2023-04-24 [SRABH] 2023-08-15 [EZ&BH] 2023-11-22

(AZE] BAY HGE 18 U CF 500 I 05 (HMERF) 1 I PR BIURAE . BRI S0 2 W 5IRY7 I 0T
AT SCHRE >, DRSS HZRAAIR . 75k WUBEHT 2021 4E 4 1 DUJIT A8 A B EE BRCIE o LA 5808 1 1 R 2 R 1) 35t
FEVENUR LI AG IR R P RE . SRR A . ASURBERISE R I P25 50, DI SRS IE 0. 454 SCRkIRiE .45 5 E
HMERF B H WIGRFFE . &R AREIRBC A BTC Sy . PR REES PN, LA MR /NERBER: L P9 00k e 2614
Nefi=tE s AILE AL (TTN) S B AN AN SR HRGE, 439028 341 5885 c.94828G>A (P.a31610t) Fl S0 /M B+ ¢.14915C>T
(P.S.4972L), 2MWr W HMERF; R ST MA rH i . 75 PubMed £ 3 4 46 B 3T 10 4 4GE 1932 Wy HMERF F [ i
150, KRR (261£17.0) %, 2R T, WKEE TINFEFRE, RAEAPL .95195C>T (p.P31732L) 8%, Hik N
c.95134T>C (p.C31712R), £5if HMERF i 3 [F 2848 5 | /L 1) 52 WL AL PR . A B ILIC 1 AP LG ) 2 BRI R R
B, IGAAEIR AT ALY | TTN B R ) 344 SNE T WL AEAEN 15 o AR AP 28 57 150 T TTN JE R B 341 SN T c.94828G>A
(P.a31610t) F1 50 71 i1~ ¢.14915C>T (P.S4972L), Al fiE A HMERE HFT st £ 510

[RER]  BULHENR AR IR i, NIE&EN; R

A case report of hereditary myopathy with early respiratory failure caused by new point mutations of
TTN gene and literature review
Xiong Ming—Xiul'z, Zhang]ingz*

!School of Medicine, University of Electronic Science and Technology of China, Chengdu, Sichuan 610054, China

*Department of Pulmonary and Critical Care Medicine, Sichuan Academy of Medical Sciences/Sichuan Provincial People’s Hospital,
Chengdu, Sichuan 610072, China

‘Corresponding author, E-mail: zhangjing120S @uestc.edu.cn

This work was supported by the Key Research and Development Project of Science and Technology Department of Sichuan Province
(2022YFS0107), and the Youth Innovation Fund of Sichuan Medical Association (S19011)

[Abstract] Objective To report the clinicopathological features, gene mutation sites, diagnosis and treatment of a case of
hereditary myopathy with early respiratory failure (HMERF), and review the literature to enhance the understanding of the disease.
Methods A retrospective analysis was conducted on the clinical data, imaging examinations, histopathological and genetic
sequencing results, as well as the diagnosis and treatment of a case of HMERF as the initial presenting symptom, admitted to Sichuan
Provincial People's Hospital in April 2021. The clinical characteristics of Chinese patients with HMERF were summarized in

conjunction with literature reports. Results This patient presented with limb weakness and progressive dyspnea. Magnetic
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resonance imaging (MRI) showed selective fat infiltration of the medial head of calf gastrocnemius muscle. Two mutation sites in titin
(TTN) gene inherited from both parents were identified, exon 341 c.94828G>A (P.a31610t) and exon 50 ¢.1491SC>T (P.S.4972L),
leading to the diagnosis of HMERF. The patient received supportive therapy. The PubMed database was searched and 15 cases of
HMERF were diagnosed in Chinese patients over the past decade. The onset age of these patients was (26.1+17.0) years, predominantly
affecting males. All patients exhibited mutations in TTN gene. The most prevalent mutation was identified as ¢.95195C>T (p.P31732L),
followed by c.95134T>C (p.C31712R). Conclusions

muscle weakness and respiratory muscle weakness as the main clinical manifestations. Clinical symptoms can be atypical, and exon

HMEREF is a rare genetic disease caused by genetic mutation, with skeletal

344 of TTN gene is a common mutation site. The mutation sites in this case, located at exon 341 c.94828G>A (P.a31610t) and exon

50¢.14915C>T (P.S4972L) of the TTN gene, may represent novel genetic markers for HMERF.
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Fig.3 MRI image of calf gastrocnemius muscle of a patient with
hereditary myopathy with early respiratory failure
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Fig.4 The tissue of right gastrocnemius muscle of a patient with
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hereditary myopathy with early respiratory failure (HE staining)
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