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[XEkiRER] B

H R TR LA I A B S G = E (medium chain
acyl-CoA dehydrogenase deficiency, MCADD) J&—Fifi
YL R AR AL 1 S R MR AR, 2 T
TEME LR A SRR DI REBREE , S BT RER TR
BAAANBE IEH FEAT , M52 1 21 B 5 1] H] #1524
AR A ] AR D B o SCkHi1E MCADD
RN A AP PRAEAR 24 7 A T S 3 4L
PEFE ., HEKJE T (tandem mass spectyometry , MS/MS )
Je i A 512 Wiz A 05 20 ARGk MS/
MS A #5112 1 6] MCADD 2L, %R T T 3
2, 455 A0 K SCHR IR B 3 R G oA 1%
UL AR i PR AT

| B

BIL, Lo, DU, AR 42 d, R LIRS 177, B
ILF i 39 il Sk Ar A 4R 53U, AR 1A 3 800 ¢, &
50 em, 1 min .5 min Apgar P£53 4 9 41, AR TH
ToSH . FIES, R E IRII T R, RS K A
KRISEE o B LB i . S % S0k 2], fBLAE
ARG 3 d 32 A T B A Lp s i A, 28 R R
JoT 1 s A i e AR LI W H IR C6.C8 . C10
K H A AT A 7= C6DC . C10: 1 {H 5% 1w, BE
g o i A AR A R B A A D75 , 3 %oz A LA T
BRI, WA 12 d 43 R A A5 R R e i
BAE b T2 2% 0 AR,  (EREE 1 R 7 (A
Femg A FRE. L AR 42 d AR s ot He gk

[(BEE€MBE] VLA E it (k2 & &) (BE2017
650) 5 N AR S AT (b2 A2 i) B B (CE20175021) 5
PRBHT A2 % it H (1L.C2017001)
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FBETBE LRI A D U B A 5 T2 LB £ 5 FR IR s ACADM 2E [ s JlS DR B A Ak

[XEHS] 1007-4368(2019)03-460-05

T . 3 UK A B0 LA i ok 35k R HCAH G F5
b NS RS TIERE S8R 3l
i C8 Je C8/C10 X I i e i 3 (R 1) .
18] [) 25 247 5 0092 W R - 3t A% 225 T DL B
LI,
1 BILBBERIERNSEER
MS Al 2%

Bty ZHE 34 13d 424
IR (C6 , pmol/L) 0.01~0.10 0.72 0.37 0.28
LB (CODC, wmol/L)  0.03~0.18  0.31 0.20 0.11
SEREABH(C8, wmol/L) 0.01~0.15 439 1.200.89
ZEMERLA B (C10, wmol/L) 0.02~0.20 0.34 0.09 0.05
ZEIGIEIE B (C10: 1, wmol/L) 0.01~0.05  0.47 0.17 0.14

ST AR/ 5% B N AL (C8/C10) 0.40~1.50 12.91 13.33 17.8
S I TR Bl 2 B 2 AV i (C8/C2) 0~0.10 041 0.250.16

2ot JE F RN R 2 R A= LR A B
PREIKAMNE IS mLF EDTA HLEE o, SRR 41
DNA, MR AH 5 A K S W 8 A , BB T I e A= )
FE il F I AL AR panel B AK oligo , i i 22 F PCR
J7 ) E 4R B s KBk E 81 . % B TruePrep™
DNA Library Prep Kit V2 for Illumina (Vazyme ) % J&
R R AR UL AL B Al Ak 7 ), SCE 28 Qubit &
2100 Bioanalyzer (Agilent High Sensitivity DNA Kit,
Agilent) FEATHRE S v BEO/NBUR 73 M s 46
| % 8355 & (luminaDNA Standa ds and Primer
Premix Kit, kapa) 47 SCEERG 0 2 & , B2 _LHLEEAS
10, ¢ i 7F MiSeq (MiSeq Reagent Kit v2,300 cycles,
Mumina )53 FEATIN P SO, 2528 /R L ACADM
B €. 799G>A Fl ¢.1085G>A i 15 2 5 58748 ; ACADS
B ¢.1054G>A i i 2% 5 272 o H SCHR AR 18
ACADM ¢.799G>A 5 ¢.1085G>A ¥ Euise s, 5
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MCADD [ % 4= 45 5% ; ACADS ¢.1054G>A A SELEL
I SAL T e 55 A o S e A S = A Y &
HEARXK(ER2),

X TR B A S AT BB DL AR B B E
ACADM %[ ¢.799G> 52 v s 9 5 140 4 : ACADM--
e9F: 5 - ATGAACAAATAGGCGTGA -3’ , ACADM -
e9R:5'-ATTAAAAAGAGAAACACACTG-3" ; ACADM
KA . 1085G>A 1 5197 51124 : ACADM-el1F: 5’ -
GTTTAAAAAATAAAAAGGTC-3',ACADM-el1R:5'-
CTAAATAATCAGAAATCC-3', i AR I A5 B 4F
SEES1Y), $ I TaKaRa LA PCR™ Kit Ver.2.1(TaKa-

Ra) AR REHEFT PCR UL . PCR ™ Wit A T Bl bl
Bl L UK M1 6 F NucleoSpin® Gel and PCR Clean
-up(MACHEREY-NAGEL) VJjig lfieztifk.. Bl =4
Fi B 22 10 ng/pL, 2 I8 BigDye® Terminator v3.1Cycle
Sequencing Kit (Applied Biosystems 28 7], 2€ [ ) #24F
U REHEAT I PCR S0 e 4k , 13 ] ABI 3500XL
(Applied Biosystems A ], 52 [ ) -5 A 7 I0F 7347 -
ZRFRIE, L ACADM (1 ¢.799G>A FI ACADC [
c.1054G>A it fl A FLIE N5 A A58 , ACADM & (K]
1 ¢.1085G>A 5t A I PP EEAF A RER (8 1)
2L A2 dAAKEA DU 2 55, JEHH i MCADD

&2 BILEREZHER

RAFEN RANE

ek s

B MR

AERAE  BRRES AT

OIS
ACADM chr1:76215194 NM_000016.4 ¢.799G>A p.G267R RERTE BRRE
ACADM chr1:76226946 NM_000016.4 c.1085G>A p.G362E RERTE BRRE
ACADS chr12:121176967  NM_000017.2 c.1054G>A p.A352T AR RBRR

B A6 I B B 98557 153 BT S B0A0 28 SER Y ek 248 5% FH SIFT  PolyPhen2 . PROVEAN Hl Mutation Taser 25 AH S8 P #EAT T EORPET .

—
AATTGGTGACGGAGCTGGTTT AATTGG6TGACEGAGCTGGTTT

ACADM ¢.799 JoZ878

ACADM ¢.799 Jo5E7% ACADM ¢.799G>A

—_—

GCATTTGCTGGAGATATTGCA GCATTTGCTGHAGATATTGCA

ACADM ¢.1085G>A ACADM ¢.1085 Joge7%

GCCTCGGAGGC

cclBecren

ACADS ¢.1054 JTo5RAR ACADS ¢.1054G>A

ACADS ¢.1054 JoZ AL ACADS ¢.1054G>A

A A F H L ACADM B AA7E 2 978 67 85, 43 30 . 799G>A il ¢.1085G>A T4 X 58745, ACADC £ K FAETE ¢.1054G>A 55 X 55
AF o B REEAEAT T ACADM BEH 1Y ¢.1085G>A 5 C: LB HEF T ACADM (1 ¢.799G>A 1 ACADC [ ¢.1054G>A
B1 HBILEREE SangerMFLER

E IR, U 5 R AT o) A E Y L 32 R 48 TR R I
RIGTT , RICBH USRS o W i B L 5w ikt fa < 1L
T, kO B v I =R O i, R R
YUV KA S I T B A BEd%3Z
7. BILBEDTZR A bR T B R A% (C6.C8..C10)
= T IEE S5 a A oA G IREER, HA R R
I HACHP R ICRERIE 4 -

F G5 MCADD 5 UL ) 3500 2 U | ¢
SRR AHE Th A IR 4S5 i HETT 5 B
J&E AT pubmed EH A R HH REBESL S

A WA = 4E” | “medium chain acyl-CoA dehydro-
genase deficiency” J OCHER AT T KR R . &k
FA TR I A AH O AT 3 0, S 3 DX AH O
FRIIRE 7R 7 SREE T SCHRIAR DS & B, IE
TR v 4208 27 A9 ALk, Hovh 20 o 2
NIRRT RAR (3R 3)

P =

MCADD J2 I 5 R A A R RSB Hh B
DL IR o DLARTEIFIE O B A i
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£33 il X MACDD 257 &5

ST AR A

27 ik Ay ks ] 51l X AR SRS A A X 35 25
= 2016  C.572G>A rp R alif AR oo b
£ a0 2017  ¢.716G>A T E | A AR FozErs T
£yl 2017 c.483delG P E I AR i R = AR 2
TR A 2016  C.580A>G TSP a5 oA o w
Ensenauer %5 2005  ¢.449_452delCTGA i [E B RN FopR A P
Hye In Woo 2§ 2011 c.449_452delCTGA  HfE AR e 2=
Purevsuren 25 2009  c.449-452delCTGA ~ HZA Al AR 1B AR G5 AE 2=
Hye In Woo 25 2011  ¢.1189T> A [EHE ey 57 Il A 2 SR i
Purevsuren %" 2009  c.1189T>A HA K AL I PR & SR p=>
Hye In Woo Z5'® 2011  c461T>G i [ ABGAR FEAABOR 224 P
Ensenauer 25" 2005  ¢.843T>A eS| I RAR It PR 2 AR H =
Purevsuren 2"’ 2009  ¢.275C>T H A K AL FOR R =
Purevsuren 25"’ 2009  ¢.157C>T HA Ze b RAE S BURRAE )
Purevsuren %"’ 2009  c.134 A>G HA Ze b RAE S BUR AR )
Purevsuren %"’ 2009  ¢.820A>G H A Zu b oRAR I AR T A p=>
Purevsuren %"’ 2009  ¢.1085G>A H A Zu b 5AR BURRAL B
Purevsuren %" 2009  ¢.843A>T H A Ze b 5RAE R AL B
Hara 21 2016  ¢.811A>G HA B RAR RS =
Hara 51 2016  ¢.1247T>C HA B RAR I R SR T
Purevsuren 5" 2012 ¢.212G>A H A KB 5L I AR 7 LA P
Tajima % 2 2016 ¢.1024T>C H A HE 5 BURRAL b
Tajima % 2 2016 ¢.216+2T>C H A HE IS BUwRAL i
Tajima % 2 2016 ¢.757G>A HA ERAE e PR 7 SCA ] i
Tajima % 2 2016 c.1121A>G HA HE IS BURRAL b
Tajima 25" 2016 ¢.50G>A HA ERAE e PR 2 SCAR ] 2
Tajima 25" 2016 ¢.1231G>T H A ERAE BENBUR R AL 2
Chien 2™ 2013 .446_449delTGAC  HhEAE B R BEISEOR R A =

0 2L 2 2 e e ik v R R S I A B S, 7 K
DU T L I BOR S T 2 i A 7 R 2 Tk T B
L AE E, MCADD 8L T s B4 A I
(G , T EOANREIE & UEA T TP RSB TR B A Ak N
VIEL L RS A A= s/ D , 4k i ATP FRERAYS /D | BE
L Z N P EORE RN A, R 2k
A r ) e B L A GRS R,
S5H &R AR 2 SRR AR T o B AR
FRACH =P —RIR S, %of £ Lt S0 405 R K
B R A AN

AT X FPHLE , MCADD A4 % 5 52 BR885 [H K 5%
M A, KUk B 75 2 B RS S s A A
2, MCADD AR50 L ™ 8, 25 20% 19 8L
FESS 1 B AR RACE R P M AE T, 20% 1 /L 4>
FEAE M2 RGO B o 2ot R I
PRI Z Tl Z2 B, ] 2 80 A A 1A% L = & I L B

&R EHE G B A B LRSELR B AESE

FUH & I MCADD (155 A7 30T B ok BRI I 1 i
VP2 TCREAR B B A2 A A L it £ 4 15
LRI, A [E 5 R B o R A L, X AR Y
MCADD RIS HRC LA THILG " W ik 2650
1k, & B MCADD & 955 % AE 0 RRCHE DX A 5, 76 79 b
XEAK . BT LA BRI b X g 47 40, rp st
DX A AT FEAB S AR IE o AR H AT
X % B MCADD #5551 3 PR 28 A8 647 T B0 #r
DL T At SN R P SE DR 55 100

1986 4F- Matsubara 25" & 3, MCADD ) 4 i 3
ACADM i TH Ytk 1p31.1 | & 1240 5
o BlJE JLAFE S A BRAG I () 34 A~ 5848 S JE R
310 c.985A>C By 5 L A8 X R AL LA
MCADD FPE A A7 s, H2Z2 RaliA5R4A8 Ja X
LA H RS 2008 4F Nichols 252V 75 25 [ 41
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2y 18 H LA ERIAIL, & ¢.199T>C 25 2
LI 9257 25, 5 ACADM 254 2 [ 18 47% ., T
XPANTEPG 7 [ % MCADD &L WA 3k g As
D7 AR b DX /D W, o B IS B0 H AR 1 X
ACADM PR A3 542 K ¢.449_452del CTGA ™,
XA G [ At 7 o A Ao (3, 76 I
AL o (R R A 2 o A Y 2
ILAA ¢.1189T>A, [ LIFIAEAR 257 ¢.449_
452delCTGA Fl c.1189T>A (I E A 45 5878, H AR
JLWIR AR AE A G 74 i ) L2 i e ok
J i i A A5 LUK L H T R A IR IR R, AE
VER AR R ILT 240 ¢.483delG B, R H
HITE A MCADD i e 22 WLy 1 5872
H i N SN FEHE 2R & B MCADD 5 R Y
SRR BIAEAE A B R . 33X 0T B 51506 32 36
5 M I A Lo s 2 950 5 S, A5 31 1 Je
AP IAE  EA Co ARBFREHRIZH MCADD & LAF
TE 3O A, Hor 242 ACADM A i 5 L%
43N ¢ 799G>A Fil e.1085G>A . HiHf ¢.799G>A
T R H AR R I I EUR RS . ¢.1085G>A i
WAE HASE A Lgn i &R 9, B LAER S5 %
AR RS IG PRI . Hara % & BN S 1Y
s LA R M M A IR AN 0.8% . iX
AN R BRI LTS i ) s LI R R IR
o X —IG AT LA 303E MCADD A2 3158 [ &R
SR, M BT T e s 1) H AR EfE . T
SV P DXy 8 1 20, DR A Sk T S B A T S A
WA KA BT
(&% 30k ]
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