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Abstract

Objective: A case of mitochondrial cardiomyopathy caused by the m.3303C>T mutation was reported
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to improve the clinical understanding and early diagnosis of the disease. Methods: Retrospective
analysis of the clinical data of a child diagnosed with MCM in our department. Mutation gene
information was obtained using high-throughput sequencing technology, and the mutation site
was verified by the Sanger method, which ultimately confirmed the disease. Results: A six-month-
old boy was found to have a heart murmur and was diagnosed with myocardial hypertrophy through
echocardiography, suggesting cardiomyopathy. Genetic testing after admission indicated am.3303C>T
homoplasmic variation, which is a reported suspected pathogenic variant. During the treatment,
the myocardium of the child was progressively enlarged, with the cardiac function decreasing
rapidly. This child died six months later. Conclusions: Children with mitochondrial cardiomyopathy
caused by the m.3303C>T mutation have rapid progression. If children present with unexplained
cardiac enlargement/myocardial hypertrophy, the mitochondrial genetic examination may help us
to diagnose the cause of cardiomyopathy and rule out the possibility of mitochondrial cardiomyopa-
thy.
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WA, XUIAR S & o OIAHENALT BB th 45 5 WiE 4k 1.0 em, Rfil SR8, To OB BERRK,
OFZ AT K, O 104 Kimin, OEFE, OB, KRS BK, HRTIRE, filz TR
o XCNBTCKM, W13 9%, DUBRASEE, XU BRAE B 14 o

SEHG A A NBEET N A i 06 44k T 44 8278.0 pg/ml (0~125 pg/ml), ULER i 7] T8 92.5 ng/ml (0~4.87
ng/ml), FEHUIESHEH T119.8 pg/ml (0~14 pg/ml), WIE5EH 10.219 (0~0.04 ng/ml), WL HEH 48.1 (28~72
ng/ml), WIERFKMEG 491.2 U/L (25~200 U/L), FLERMGE R 802.0 U/L (172~382 U/L). MK 50 Hr: BRUREE
7.415, “EMBRSYE 27.1 mmHg, %40 E 185.0 mmHg, 4 ML 4 -5.8 mmol/L, SERREREREMR 17.3
mmol/L, FrUERRFREAM 19.7 mmol/L, FLE 5.50 mmolL (0.05~1.70 mmol/L), 1% & & 7.9 mL/dL (15.0~13.0
mL/dL). 48 RITXERE L EHE 114.2 U/L (5.0~40.0 U/L), AR R EILH 45 46.4 U/L (5.0~40.0
U/L), FLERMiEUEE 802.0 U/L (172~382 U/L), JRIR 515.0 ummol/L (208~428 ummol/L), o-¥2 1 BRI S
824.0 U/L (80.0~220.0 U/L), WLERIMES 491.2 U/L(25.0~200.0 U/L). HitZiikit. H5Hilk. HhLE., &
WRPE . IR R H . DK SO, ST-T A, Ak, OiliR: LVEF: 72%, k%
ffw N, =ABEOVSd: 13.4mm, Z {4 9.8) 54 =EE(LVPWA: 11.0mm, Z {f 7.6)14 /5, A =&FiKIhaE~
F. 24 /N B E K SFE0E 114 bpm, H120F 79 bpm, HPULZE 154 bpm. SIESHT O RS EL
165,599 K, KWL KT 2.0 R/ R A 107 4, (G0 < 1% (B/hEF 4 1K), =R RA 1
B, 3 1A, EYEREE 104, HaO0 <1%. 450 FErEOEAT, R BSEM08) i,
EE R, R B AT A C3DC + C40H =0.7 (C3DC + C40H)/C4=2.8. %
PR IARE R AL . KSR LI ARE A2 4E m.3303C>T 4l thA8 5, NGS Jll/F Reads H148 & Ll Ny
99.59%, ASCHERIRIE I CAIBEALEUR EAR S . 48 Sanger B0AIE, KRB LB MLFE 7R ELE m.3303C>T 4
PR (LA 1. B 2).
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Figure 1. Sanger method validation diagram of m.3303C>T gene mutation in the child with MCM
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Figure 2. Sanger method validation diagram of m.3303C>T gene mutation in the mother of the child
[ 2. MCM 2 )L83 m.3303C>T £EZZE Sanger AW IEE
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PEAGTE, A ) L ast A5 1t 2R A B0 R R R CL 4208 3 1/5000 LA E[3], HBEE WK TR, #%
P05 (190 R0 26 TE BT b T o 3K S e i 2 of TS e 5 2 sy AU AU P 88 R ZEL 2R3 P R s e, 48] i 40
O IE E BRI LA FIESS . AR K 22 B R A 03 J8 8 mT R H L O B AR, (H DL O S5 D S 2 s
PREZIUAN(3) 1 R R I B AR B 5/, I B8 3 70 22 40 LA 3t I 8 R U« — T el
Hdmgren 5 AFTKIOGT 101 44 AT ZRRLABm 1) LE AT LR I, K29 17%0) 38 R /776 MCM
FER, X B B3 (B0 T KU L A O IR R ) 4% 7 i R VE 2 (4] 94k, 3B Scaglia F1PAH I,
MCM ) LBAFE AT AA7 AN 18%, MiAHELIRZ T, AL FIFEAFE RS B« ARG I OB R 4 b A 5 0 1
L HREIE B 95% A FE R [5]. AR, FEXHT MCM G RS EUR T A K A BRFKF, X ] e A
DRBEATE GO T 35X ML A 78 7 AR B B T /R 88 I O

BEE o FLEMERBE 2 HR R IS, CORIUEBI 145 ANZRR R JE N 21 5848 5 38044 P 4 22 UL AL
e, i 90 FhoAE A7 T tRNA JEK, Hirh tRNALeu (UUR)JE R M 2595 B AR (1) #4 6] 1994 4,
Silvestri 251 ARIE T — 28 LO LR K R 4 RifA tRNALeu (UUR)ZE A ) m.3303C>T /A8, %K EEA
3L TFAER) LIASE T LR 7] -

m.3303C>T KA T tRNALeu (UUR)EE R R i I 55 — MEHIR, 2RI Z, HREJLFEA
SO SRR, AN X IR T 2548 P AR AR G, (E LA tRNA Gl SRR s v] DL 25 PO
WIThRE. 7 FAEYZEH AR, m.3303C>T RALLECIE 2 RV (> 98%), 1M 7ELA A2 57 /5 1(35%) [8]-
SR, m.3303C>T TR ik #1452 MO I R AL 75 SR /2 R A1 1 Louis Levinger 511 AR 4hsii62 B,
m.3303C>T 4% 3l T GC BN 4 A Fa e i GU Bl xt 4%, S 3 tRNAS-i#5 I CCA [R5 Lh B
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AERRFEAC T 5.5 £, AT SRS B MR, RIS 2R tRNALeu & il BHREE R 1 BT
tRNA (IR o T FHe At B A M ) RAS AR 5 B AR B 3 22 e [6], AUtL, FRATVE MR tRNAS'- B 1)
GRAR I A Uity BRI SR R OR, R I PR 3R IR 6 7 T A B 4D s e 1K

XFF MCM 2 FEZAREE LN LR = (1) WIRER:,  H BT R I SRR Bem 1) ehniE, 280,
KZEL)LIILER MCM EZER IR O BT JEATR AR S AEX BRI = IR AR R . (2) IGARERIL, &K
A BB JEE O I (HCM) B 5K 140 BE3 (DCM) LR L, - IR &9 2 Rk YRR, A REREME R
R EIL, B BEMSE MCM BT REYE. (3) GRRIAAREIRBERG S A PiETE, X & 12 W R A 1) — T
FAEROR, HHRTX AT FCEANGE T ONES . (8) R, CRONERARR S W — 150 T B
FXPRE o dr . B P Aris W SR R A EEAME. BT, FREE R R 7 v B A A
M PREIE B E 2 SR G RN . 2 EIEERE T R

T MCM fZIEZFIRIL, 124 A W2 WibaiE. 2004 4, Lev [915542 HiC U B Wi
BLLAR—Fiol, AT &2 MCM: (1) WL, REF4Egn p ol /N b R IV S R B G s (2) 2k
Fifk DNA (MDNA)RAFELE oK (3) FRAEPEAL, WINLATERIZHZY Gomori Ge iy e LA i 41 4F 4 B,
THMREER C A MBI EIRIK: (4) IS R IR & R W MR ER: (5) —ZCk R T CUF A 2k
955 o PR SZE H, MCM G R R A 54 HCM 5% DCM, HKOA O 75888 I e s DB LA 42,
DR FEA W, JLES RE HCM, Tl % k4 DCM, HBEFEREK HCM 775~ DCM. K%L
Wi TH, 120 EES Fabry . BEEICRUE . RGPMEEMFEARSEHALSE HCM & DCM 150 AH 45 .
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SESRA A B TR LS S I IE PR A 7R B S AR IS 5k 5 & ACEI ZR29W4 nT {8 LI 5 A7
EIEmAE 70% [10]. MO )= i) LR n] DA RO IERS M [11] . — S8 Mt Fe 7 a2 31 12 K
S ISR EE B AR B LZR R AR A 2100 LN B F A IR A 097 v T DU U P i s o UL PR R T BB [ 12] o
LVER 7K A AT LA v B8 e it B A SR S R TG B RE /0, (RS RE G AR FE I A & 3 RE 7 [13]

A E 6 N 11 RIEIL, &R, Pk, FIEREIANIMCT . A KEREFHE
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AN, EEFE(IVS: 13.4 mm, Z {4 9.8) 54 = AE(LVPWA: 11.0 mm, Z {4 7.6)# /5, & =4&F5KINAE N %,
TXLGE DU AT R HH e i A 1 A AR B G I R B, o BRI ARUE L S R v LR IR B e A 97 T 45 i) 2t
s RAR S & FFRAEKR EEREEL. Fik, AT IEAZ 7 RPRGEAT T AT e,
FHORI BRI, f5 Jo ARAE AR A PR IR R A T 6 5, B2 MR R O U o B LB 5 T 4iE
XERRIT, RERKER NP, ST RARBIT. #ills QL0. MW iR E RO, TRIEEN. EHEK
IREGE O, B LFKEBRMERAR, 4 A H 5 8Lk R ™ B PR E G, FHRABLE & iR
7~: LVEF: 50%, Z=[AIfG5 7 EREMATHER R, 7o =04 R EP K DhRE T, wWZEJLODIReC e T
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WAt AT YR R, Z2 5 s Z2 XTI R, IVSd 3 3)7E 10.0~14.8 mm; LVPWA 3 7E 10.2~13.0 mm.
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