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Abstract

Methylmalonic acidemia (MMA) is an autosomal recessive genetic disorder, the pathological basis of
which is a defect in methylmalonyl-CoA mutase or genes related to cobalamin metabolism. This dis-
ease can cause damage to multiple organs and systems, and the onset can occur from the neonatal
period to adulthood, with varying clinical manifestations. In the neonatal period, it commonly pre-
sents with recurrent vomiting, feeding difficulties, hyperammonemia, acidosis, convulsions, and con-
sciousness disturbances, with poor prognosis. Delayed diagnosis can lead to severe sequelae or even
death. This report presents a case of a neonate with Methylmalonic acidemia caused by a mutation in
the MMUT gene, aiming to deepen the understanding of methylmalonic acidemia, enrich knowledge
about the clinical manifestations and disease progression of this disorder associated with specific gen-
otypes in the neonatal period, and underscore the urgency and importance of early diagnosis of neo-
natal methylmalonic acidemia. The case is reported as follows.
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BILG, 2R, PR “MEFRINAE 2 R PEZARER” WNBE. R LIRS 177, JGke 407 A2 50 1%,
HWATER, HAKRE 31kg, AJEURHRME, EJG 2~3 MSFFE. B4 GERIRIUNRIERE, ARG
Wik, TREF/NAIL TSR, HWE, BREFISEY S0ml A4, JFHAERRIRDUOVEE, A5, 45
A2, NBEUR NTEILEIE AR, fERL, 2B RN A, S ANHA LR KL
WG RN R AT, SRR AEMN R SCBHEL RIS, SRR, SINFIERAE L. A Eik: &
H2.77kg, PSR, [RNZE, FEIRSE, PPIREME, ZMAEREME, BTRCPRK. S8R G, BT
BR SRIEZE, TG R R BRI, SURE IR S, R [ S, DY, DR, ORI AR
JER, TNy EH . BRI IS, PR X, BN R R 3 B, R sEARGI . AR ST
<54 pH 7.24, 527 0.81 umol/L; #EIMHH 1.4 mmol/L; % 180.16 umol/L; [FIZYFHEFR 12.9
umol/L; IS/ HrsikBREAR 8.9 mmol/L, MLFAL: HAIM 15.81%10%L K40 70t 75.7%, #E
ML E A 15.1%, HEC RMEH 1637 mg/L; WEEH. HEASERIHE RS, IREMFR: WU
SORIGE; O b5 AR T WS AT 2D SRR, RTE 3.1 mm, [ R B KR e il S O R AL
2)2.9 mm EFALEMAR, LAI3Z mm, E300KSE 8.0 mm; AFIHEM: RIHERH; SHEH: WE
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NP5 SERP4S AU RRA S, BRIREGNMER « FPAKANES . A IEAC LRSS AN, UGS XIETRTT
HETHERRT, KFME KW, TR 2 K568 MRE AR AU A 38344 75 42 40 2 1A,
M AEARE &5 R Bl 7R AT BR(C3) B S 1 =1, TRTISE PRI L Tk PRI ARU(C3/C2) B Y 38 s IR IE AR AU 25 SR [l
e FORTH R K S MR I s RN S SRR IME,  BbE B LR I H AR (R 1) (EREEE 3
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Table 1. Time of disease course and treatment
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Figure 1. Whole exome sequencing results of the patient
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AR R 1) EIAEEPAEERA R, 2R Frif ¢.729_730insTT (p.D244L{5*39)
2553 MMUT 2 R4t X (A5 6048 55, AR4E Sanger 0iIF &5 B /R1% 48 it 4% SR RER (AR
RIEIAUEYE, o B BUwRIE, 2 e ONBURAL S R E T ¢323G > A (p.R1I0SH)ZH N
MMUT 2 R 4t [X 8 AR S5, fRE Sanger 30 1UF 25 S /R 2748 7 8% AR 3 SR AIRA) s IR IL
AR, T RAESURNY, 28R SCHBURE .

2. iWig

R P R IMUE (MMLA) A2 — i 2 L {EL 7™ B (1 I3 AL AR, & T — P LR A B AS 0 , %Bei
FEAFER MR, — Pl ) BT SRR IMRE, 53— b UL A A R R R A [ 28 b SR i
FE[1]o HAFAE R T I BAHEE A A EEMUT) A B A RUUEEPCOBLZ, SRR R A/ H
R R R[2].

R 8 T B () 2 2R 0 ol B T 4B A 2237 B (methylmalonyl-CoA mutase. MCM )k 5 A4 Bt i
# (cobalamin. cb)fCH#FEAGH K. MCM BfE#E A MUT B, MRIGEEE M 5 A8 758 muto
mut-B[3]. XLARURE M T, AU YA RE R, B0 2 AN EARIE AR, M H I
JSL PRI ASRE IR o FF 255 P R ISR P01 R SR T R R 28 2 (AU B B R AR (4]0 mut BRI B 1A — k4l
iy A N EEA S PSR G ATE, Fodt muto BYRGROTEME e A e, B DI R B i i il o SR M, 2
FEEAE LR, HRIUAMEIR S . MR, i E VRS P B R, BN RSR[5, A
B LFE P AN 7 45 SR AR AR R O MMUT 268 928 mut (0)%, b ¢.729 730insTT (p.D244L£s*39)78 57 4
MMUT %:F 4fd X (548 5, FRYE Sanger WiiF 45 H B/ iZ 8 R G HIEK A RERRARE): Z& R
TTE 2 S ET D 1 8 B iU AR B BT R TE XS 1) mRNA FEAR T T2 R FLIE W ThRE: 240 Frif
¢.323G > A (p.R108H) 5 MMUT & R 4 il [X [ 5 AR S, #R4fE Sanger I0iiE 45 R B/m %8 F gtk B ik
K AR (AR AIRES ) 1278 S RE M0 R 1T 45 W Bl TR I mT REME IR R o 122 SR DR L A LT il f T T I o e 22
WA ) LR SIS W H AT IR T, UG, FER T mut0 BYATEUH B R ILE AR TT
BORRAE, B REZ T NIRRT E IR, MEEmWE LR E R ERR,

BWFHEH, B4 LW MMA BEA BRI RRFIE[6]. MMA B LA B R 429 T4 5 1 d~6
d (70.00%), MMA = Z kK LI S Z 15K (56.67%) MRIFINHE(S5.00%) JF 4R S 855 (48.33%) S
K (56.67%) 55 [7], A5 5 HAH A ) LB S, 0T 2 W F R Y R A i e e . 76 FR RS Y g
REFISWI T, RIS BB RS F B, RN 0 2 & S o M e AR dE 8] A LN 5
B, AEJEAAR IR TR AE, 3B G A LR E A LR AR B LS e B AR LR,
FEHIHT A LS DI S5, FF -G08 AR LI Y R 0 R IRE R B, 56 38 AH O I R AR A% S R PR Aar il s
Sanger 7> TR IESZIX —12 W

FHE T SRR IMURE 3= LR T F BV BIE Z9ia T P ARIGIT, EEAWIRIT ORI ER. £RRIT.
FHSEH, FARIGIT I HA AW IR MMA (1) R AR BH B R MR AT AR R a2 e R R A, 3R K
AR, FEP AT E KB [9]. dh4h, TRy E /N RBIALE I 3L KA YT 18 IE MMUT 25548 396877 MMA,
Wiz FH RS 15 B S S DR g B 5 7 s T R RIR T, SR ANES I 20, AEWHZIR IR 9T 1B AL T 3h
SEES BB [3]. [315ULEIR, — I mut JE PR RASHY B TR, FEXTAEAE R B12 A RN R DA
c.1663G>A. ¢.2080C >T. c.1880A>G F ¢.1208G > A AL ., XF4EA 2K B12 A [N S R HEAe1E
B R WL W AE T, B R B, EXT4EAE R BI2 M RMAEE T BRI T c.1741C > T.
c.1630_1631GG > TA 1 ¢.599T > C RA; Wxf4EA 3% B12 TRMAIEF FEZERIM T ¢.729_730insTT.
c.1106G > A. ¢.323G > A. ¢.1677-1G > A F c.914T > C ZE5RAHKM[10]. KEILLEHRBIELR A
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c.729 730insTT. ¢.323G > A, HJJ& TXt4e/E &K B12 £ RIAY, FORTUEWZE, 4 muto B LTS
R DR, PREERTRE IR IR AR 5 R L S8 s SR AR, G B TIPS B MBS 0L, AR
RRUNRTAEE 2R B12 TR, ARG A .

EAERN R, 7EHA LRI N R IE S, S0 TR VAl 00 7™ B RE FE % T 1
BARbR . ABIEILANE 2 REATE R IMERN, 4558785 180.16 umol/L: A5 1 il & A ifn 2 ) &35 7+
A 2276.02 umol/s MK FRFLE A, 77 E S R B M E RS [11], 10 M2k 0 55
e 2 PP R R S EAE R, A L A R R AR R S 8 MCM B DD e 7 2 AR,
¢.729_730insTT 7% w] LU ok 52 M Bl i 2 A 45 4 AT 51 R 88 TR R e, AR LIl 28 /K Pz i 1 6
FEATRE 5 ¢323G > A RSB INBNA K, ¢.323G > A A NEE URAS, W SENMAHRE A SEMHT
e, E—2REUNZUKFFE[12]. Bk, AZREIMEER] ¢.729_730insTT 5 ¢.323G > A EEH, $2R1]
e S eoi S 10111 N <9 TP = 11 N 2 5 R S e s 2 5V

AR ) LIRSS 1 S T IR IMURE R - S I S8 S0 2, Wb 2B LA G RILIE R, (2R P Bl
TR MESER I A L, S5 R BB S AW 7 T 500, CERURONRE SCRRVAR T BRI, S R 5e 8 i 2
MAAHT ILEEIE PGS S JRAT HLBR 73 A S5 G AR U i 2, — IR 45 AR MM, BRI 56 38 FE K
A, RSB UE BLTUE AR SR, BeAh, 1697 IR T B U i SR I R AR AR AR A, K
IREGIT TR, BT H SR SRR MUCREE B AR ) LA R S 2 25 (1, sk B A= ) L3RS 11 PR 3
PR R IR () R R T DR 2 O 9, [ B 3 — 235 T ik A [ 235 R 97 TR 26 LY PO s PR 3R B o5 R
IT 77 A R Rl — 0 9k
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AP C AL RS — BRI T 2R S e I 8Ly AR T 3
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