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Hereditary Myopathy with Early Respiratory Failure with a Heterozygous

TTN Gene Missense Mutation
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Hereditary myopathy with early respiratory failure (HMERF) is characterized by early respiratory insufficiency which is

inappropriate to the degree of limb muscle weakness. Recently, mutation in TTN gene was found in HMERF patients with

the aid of gene sequencing. We describe the first case presenting with distal leg weakness and early respiratory failure

confirmed by TTN gene mutation in Korea.
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Figure 1. Muscle atrophy on whole body computed tomography. Muscle atrophy is observed on bilateral (A, arrow) deltoid, (C, thin arrow) iliopsoas,

(C, thick arrow) gluteus medius, (D, arrow) gracilis, and (E, arrow) anterior leg muscle with relatively sparing of (B) forearm muscles and (D) biceps

femoris muscle.

AR Aol

i)

o, et
oXt
W

XA
HloFEl 7oAl 507 TU/L (RAHA] 43-165 TUL)E oF
2 AEIo] 3108 2757} Aol e AR A
oIttt H7lsHAlA A (forced vital capacity, FVC)2-
291 Lz 4AR12] 72%0] Sekch. AHmsh /KA R A2
TR ZelSitk AB AR dellot £52] oA
H-X(deltoid muscle), ZHR|X(gastrocnemius muscle), 7L
(tibialis anterior muscle)?] A=A A-HAREAS], 9FAd)
slo} Al SERIALL AT $550] Dl
(flexor digitorum profundus)¥} H#SZmALo|X(first dorsal in-
terosseous)l|A] R4 S-S HAAnE HAl 25 A

Bl ledol 4 o obAl, SPolA At 29lol
911, oJds|e](iliopsoas), S7HE7]X(gluteus medius), F4
X obturatorS M T9150] SHIEIICHFig. 1), 2 ol
ollAl LSS ARl ou 9iso] Asto] We] e @
QI5b7] ofelg) Thil Mol Yol TS AFek

]

o ¥

Bl

134 CHSHMEMOIRIN NI38Z NI22, 2020

BjupE-Ag-of @ Al F A (hematoxylin and eosin stain)of| A 416
S1719) Wolr} 271k SlEAE7) B4 BREIRon] AEAlol
Ho| @A S7FEIKFig. 2-A). ER|ZEH M (trichrome
stain)of| A= w9~ 544 0% th=0] A2 A|(cytoplasmic body)
@} 7R (rimmed vacuoles)7} 3= Qch(Fig. 2-B, C). &
5], AR = 8<5utol|(subsarcolemma region)o]] o] 7§7}
PAE TGS UYoR See Yo BYTiFie 2B, ar-
rows). Nicotinamide adenine dinucleotide tetrazolium reductase
stain (NADH-TR) ¢Moxs Zh4-G-Alo] W intermyofibrillar
network)0] S0} QT AEZAAE Y= Aol LRt
aAE0] Sl= ZloR YERtFig 2-D). ofofl, S vige®
TS (myofibrillar myopathy) © = ZIEHs}RICE A
O] A9l FARE =R s A s ALl TIV
FAAA o]F Y TeEAHol’] p.C31712R(c.95134T>C,
reference sequence NG 011618.3, NM_001267550.1) &olsh 4=
AUk o= =efol Al HMERFE] WQlo s HATE {7414} Holo]

r

¢

(o]



Figure 2. Muscle pathology. (A, B) Severe fiber size variation with internal nuclei, sarcoplasmic mass, and cytoplasmic bodies (arrows) are
observed (A: hematoxylin and eosin stain, X200; B: modified Gomori trichrome, x200). (C) Rimmed vacuoles are observed (modified Gomori
trichrome, x200). (D) Fiber regions occupied by the cytoplasmic bodies are devoid of oxidative activity and there are reduced type 1 fibers

(Nicotinamide adenine dinucleotide tetrazolium reductase stain, x200).
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