AT RAREEF TFLARBPIAFT AR B, FEETHE)
-9 AP = fx g [Methylmalonic acidemia]-
LOmETA(ER): ¢ ZRAm 0 RERL - TAEMRE
2. ¥ =z weak(v &)
3L ik A (EH)
4. LA FRRLg % (2 &)
3P BN
AFREFTH(R)
s o [] # & & (Age at disease onset) __ &
AL TR (9 5) (] #7248 ILE S
A2 7ER/ Y (%) [ ] w2%<¢ [Family history] [] % [] &
IO NBTI LA
LU J¥Reed ~ 8 2ER M ~ wE e & 17
A3-1 §@hk gk B Hv (2 E'Dﬁ @ [j;:ﬂ?
) L o
4. ]2 4 LR ERY
5.[]oup 56 4 Hf 4e &
6. & (34 2 P»fw%ﬁl‘% B %)
[0 w3 8 v o If ol E PG
[J& £ Ammonia #&iE : [ & ¥ R
[ % pedeice @ & ¥ E
a [ # Gucose #& & : [ ¥ R
B. ?ﬁix%%éi " L | Fef 4 C3#cie : [J® ¥ C3 C3/C2 free carnitine
(' B RAT Do gn - @ MMA B : (1

i)( &)

[k & = 52@: Homocysteine @ [ % R
(@4 % B12 Vitamin B12 : [ & # R

[ Vi Wpef AT~ 47 (GC-MS) i [ 4 e FR Y 25

CR®E
(st i M= F
AGEHR)

R
LN

D. A& F1HRRl4F 2
Gt # s 347 4 ) (e
%)

[12 ' MMUT & i= A& 51375 55 % 3
[12 B MMAA % = 2 1485 o % &
[J2 i MMAB % = 2L F]13%§ 3 % &
[J2 i MMADHC(var2) % = & %145}
[J2  MCEE % = ;A 71485 Rp % R

o

LIk A & e ip 374 R HEREERET AR H B B R
F— 78
(9% 3H%HFEL »

\'—ﬂ

* C3,C3/C2~-MMA % Fie s 7 L &DEF >

E. RRBE(e &) Homocysteine fr B12 & ¥
[ IMMUT 2 MMAA # MMAB 2 MMADHC(var2) s MCEE 5 2 # % =
% RpERE > @ L\%ﬁ'i‘ i i VR JUN
=R

[1]Guidelines for the diagnosis and management of methylmalonic acidaemia and propionic acidaemia: First
revision Patrick Forny ,Matthias R. Baumgartner et al Inherit Metab Dis. 2021;44:566-592

1




[2]Methylmalonic acidemia UpToDate Oct12,2023

[3]Methymalonic Acidemia National Organization for Rare Disease May 17,2024

[4]Methylmalonic Acidemia Diagnosis by Laboratory Methods Fatemeh Keyfil, Saeed Talebi , Abdol-Reza
Varasteh Rep. Biochem. Mol. Biol, Vol. 5, No. 1, Oct 2016



FLARTAAREF T FAARBRRAFFAAEBH , (FAAFL)
-9 &7 = 2 [Methylmalonic acidemia]-

FEAR B SUAF

Clm B ER(eR) &28BRR L F3%R L BAREKRREUE
(] F s s (L&)

Ol % im £ (GEHR)

AR R(LE)

Y

137 4 aARH G HER E(2 &) [ ] AR s sk (2 %) _
1.% # ¥ (Family history) [ |#[ & 1.2 % F # (Age at disease onset) R
2eEREKRLALE 2.% # ¢ (Family history) [ | & [ &

v
BS R KRB (L & 0 £ R T FI19R)
L [J*&ek ~ RERIK ~ FREA

¥ : 2. [0 4% ~ M
[ 1487 K ClA#R | 3. [okaf - St

AA RSB RES
5. LIWLm 5k 77 38 Ao S 20

TRETRB(LR)

[(Jafmiafazt® - ok fr AR A 4 %

[én S AmmoniaZ{g : [ JE % 2%

[k BRan Sl : [ EF %

[ ##Gucose$ g : [ JE % R %

(A meeC38E [ 2% C3 C3/C2 freecarnitine
¥ A m_EBMMAZE [ JBF

[115) # Bk iz B Homocysteine : [ |E % (&%

[J# 4 £B12Vitamin B12 : [ | F % (8%

[ Jk ik A M EE RAB B A7 B 3% 247 (GC-MS) : [ R#4mE ¥+

VIR REED

B S8 B RS BT B Fo42 B F R S
RS mEIR BB AL EE (&%

A RBBRE (L E)

(JAaMamn AR ER2EEMARRREEE  FOBEABBEEREEEX
om A B A MMUT[ ] MMAA [ MMAB [ ] MMADHC (var2) [ ] MCEE

Y

E R A A T35 0 73454 F 3k 5 —8 fa JF (Methylmalonic acidemia)i@ 3R 42 &
[ B8 AR K BB FR 37 A ST A 65 A B M A8 5 T B Ak o ﬁff{_’/f@ EE VMR IR
[:I%L,%ji FRER S h C3,C3/C2 ~ MMAR Bk A # 8 A A & £ 69 & % > Homocysteine fuB12

DMMUT?MM & MMAB % MMADHC(var2) #% MCEEA 2B X X R A 2B S E > F4
e EMEEE K

AR

1. Guidelines for the diagnosis and management of methylmalonic acidaemia and propionic acidaemia: First revision Patrick Forny Matthias R. Baumgartner et al Inherit Metab Dis.
2021:44:566-592

2. Methylmalonic acidemia UpToDate Oct12,2023

3. Methymalonic Acidemia National Organization for Rare Disease May 17,2024

4. Methylmalonic Acidemia Diagnosis by Laboratory Methods Fatemeh Kevfil, Saeed Talebi, Abdol-Reza Varasteh Rep. Biochem Mol Biol Vol 3, No. 1, Oct 2016

3



