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Molecular Diagnoses
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FEM 206 L i 2 <, MISPPIREHIT S AEZ 461, PRI
IVERHSEZ 5B, PRI OAEEDERS I hay FU Y
DNARBIEWAEZ 126, EBOBRIGIEDOK T U 7 Ef]
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Initial symptom R A) Clinical diagnosis Molecular Dx
Pt Sex Initial symptom Status Complication (<1.8/<0.0) % mtDNA/nDN, Gene mtDNA linical di: i Molecular Dx
M Hypotonia (7y) Alive (8y)  Hypertrophic cardiomyopathy 33-11.1/ R R Mitochondrial myopathy (RRF+) ~ Some MRCD (Other combined)
2 M Convulsion (11y) Alive (1Y) Retinal pigmentary degeneration 1.7/0.11 6&6317;‘ Epilepsy Complex I deficiency
3 M Hypotania (10m) Alive (3y) Hypotonia, Myopathy, 90/023 (tRI?:E:iSUR) Some mitochondrial disorder Some MRCD (Other combined)
4 F Convulsion (2m) Alive (2y) West synd 44/022 TRoa’ Leigh's disease Gomplex I deficiency
5 F  Poorfeeding (8d) Alive (9m) e e tror oo 29/0.14 2.3% (Liver) DGUOK (L248P only) mtDNA depletion synd mtDNA depleton (Hepatic)
6 M AFG:EL‘“ to ‘o*l"(';’;) Dead (2y) Unknown 78%(Liver)  MPV17 (487insG/S170F) Hepatic failure mtDNA depleton (Hepatic)
7 M Fj‘o"r‘;;lz fg:“;" Alive (2y) 1.2/007 66% (Liver)  MPV17 (487insC/S170F) Hepatic failure mtDNA depleton (Hepatic)
8 F  Faurotothivedm)  Dead (7m) . Hyeoton 1.76/0.1 27%(Lve)  POLG UNBST/ASSTV), Hepatic failurs mtDNA depleton (Hepatic)

SUCLG1(P173A only)

MR: Mental retardation
Tx: Transplantation
~esophageal reflux

Pts 6 and 7 are brothers.

RRF: Ragged red fiber
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AR F 72D BIEIRDIFAET B HE, FRICHRRI R HE
DHIFT ZHHEMRCD OTFE S ZRTICEN IR 5
AN

BN-PAGE (& MRCD O3l TIERERZZEIC & > Tah
HATHEDREET, ZWIEROD T AEITICEHEH
EMRE G52 T NZMDTHN M TR TH S &
EZZbNiz.

B
ZRECHNIEME LEWIEEEWETHERC 8K
BRI LB e A I N 2 U E T,
HERERU X
FERLEEE
1) Yamazaki T, Yamaguchi T, Inoue M, Ohtake A,
Sasaki N, Inoue I, Sato K, Ouchi K and Kishimoto T:

B, il

The inhibitory effect of antihyperlipidemic drugs
on the growth of Chlamydia pneumoniae in vitro.
J Chemother 2006; 18(1): 107-9.

2) Nagasaka H, Hirano K, Ohtake A, Miida T,
Takatani T, Murayama K, Yorifuji T, Kobayashi K,
Kanazawa M, Ogawa A and Takayanagi M:
Improvements of hypertriglyceridemia and
hyperlacticemia in Japanese children with glycogen
storage disease type Ia by medium-chain triglyceride
milk. Eur J Pediatr 2007; 166(10): 1009-16. Epub.

3) Lazarou M, McKenzie M, Ohtake A, Thorburn DR
and Ryan MT: Analysis of the assembly profiles for
mitochondrial and nuclear encoded subunits into
Complex I. Mol Cell Biol 2007; 27(12): 4228-37.

4) IR &, @ ER, (DAREAL NIESE,
NIER], R, B, KB - Ak
\¥ % Carnitine palmitoyltransferase I (CPT I) RIBSED
BERIRIC DWW T, /NEEHER - 2007; 60(11): 2115-20.

5 Yasuno T, Kaneoka H, Tokuyasu T, Aoki ],
Yoshida S, Takayanagi M, Ohtake A, Kanazawa M,
Ogawa A, Tojo K, Saito T: Mutations of carnitine
palmitoyltransferase II (CPT 1II) in Japanese
patients with CPT II deficiency. Clin Genet 2008,;
73(5): 496-501.

6) Murayama K, Nagasaka H, Tsuruoka T, Omata Y,
Horie H, Tregoning S, Thorburn DR, Takayanagi M,
Ohtake A: Intractable secretory diarrhea in a
Japanese boy with mitochondrial respiratory chain
complex I deficiency. Eur J Pediatr 2008; 167: Epub
ahead of print.

7) W, ALE, HEXED, AT I FaY
RU 7B OREZRIETEIC K OB W S ek
WX bary FU70EE. HARBHER 2=
HMESE 2008; in press.

8 KM #rAWMICREINEZ T %K
A= N o s # e N R B 69
VR, tEORE R, T ORI T, A
EARINTE, Famy, A A E). 86t
oW & iR ; 2006.p.868-72.

9) KRTTHA @ 6. JeRACGHIELY )L =F VIalpg FLHE.
SHO/NGERERRE, 55 14 i CRBIRE, )11,
REFE—BB fi) . B B 2R ; 2006.p.169-70.

10) K71 B, WE R0 X B 18, {5 il K e
4) ROSMERIMBERE  a. T 7 b— R IiE. BIH
ARERR  FriERERRES Y — X No.3 N WME
it R 2 hR) —Z DO N EEZ & T —11.
HO: AR L5 2006.p.215-9.

DKM 528 R V. e RAHEE 69,
AF )= VREIE. /NP RO Wria e ALrE
3hi UNENRL 38 511, /NENBHESEE S BT




S hay R 7SS EE O TTUAEE W & B TS O AR B9 B I 31

LR B . B B E 4L ; 2006.p.165-6.

12) KT - V. IREARH R ORER 2. KI5 e
4) FIRARIC BBU) 2 R MARAR IAE D FIERE T & 7
DiEFE h. AVORME. IREH Y — &

BIIAE « ARAS MUE — (HAERIR 658 S 7).
BORC: HARER R AL ; 2007.p.658-62.

13) KPTHH, stiniesst  REBRT b 5 ARG, 22001,
ifte e AR ACE BLEE. /N AR R R
D ERFZIKT 2008 NIRRT, T/NRNERL T/
AR fREEZE S . ST IR A ; 2007.
p.526-7.

14) KIHH - 8. FEw 7 A 12. Fabry i (541 VYV —LJik).
M2eizsi © AR EEE ST 5 Q&A (MIFEHIK,
EIZRA ) . SRR HAVE 224 5 2008.p.316-8.

FRAER

) RMH : R Fa>y FU TR - ERIRZE & RIS E
Ot 72 B LT, 55 289 [al H A/ NRI A2 L e
Jizz, 20074E3 H 11 H, ) R EAT AT .

2) KRUIHH @ BRIRD S Rz A7) — = 7 — G
JEZ I —H 19 [F NS A « A7V ==
J—rav, 200712 1H, HEEHEREIIX.

3) RTTHH @ B WRHE D 5 0 E D B 5 5 KAGH
BHEE-—NAVRT - ATV ==V T EHLnY
A« AV —Zv 7 — 563 R EER TR R,
200841 H 16 H, i5FEFTH.

4) Ohtake A, Honda M, Harashima H, Wu S, Kotake F,
Murayama K, Ryan MT, Thorburn DR, Sasaki N:
Blue native polyacrylamide gel electrophoresis
is a powerful tool for screening of mitochondrial
respiratory chain disorders. The 6™ Meeting of
the International Society for Neonatal Screening,
2006 4= 9 A 16-19 H , Awaji, Hyogo & Tokushima,
Japan.

5) Ohtake A, Murayama K, Honda M, Ueda Y,
Harashima H, Yamazaki T, Takayanagi M,
Ryan MT, Thorburn DR, Sasaki N: Blue native
polyacrylamide gel electrophoresis is a powerful
tool for screening of mitochondrial respiratory
chain disorders. SSIEM (Society for the Study
Group of Inborn Errors of Metabolism) 2007 Annual
Symposium, 2007 4£9 H 4-7 H , Hamburg, Germany.

6) KT, RZIERM, KIEEF =¥ IEWN,
Rl 2, @ HIE R, {E 4 K%, Mike T Ryan,
David R Thorburn : X I RV 7 M0y §5 B IE

Z Wil 331 % Blue Native &5 kEhiEOH M —

B AR E & mtDNA MiBJEREE—. HAA

Bl RE 52Kk, 200749 H 12 H~ 15 H,
FOLHESHTE X .

7 KU, LIRERER, FRFESS, ARZIER, JRIRET,

e 2 RS, #hliZE, @SHIER, David R Thorburn :
HARNCEBIFS I bay R 7 g §E 5 E O I
EZW e R BTRHAI N RY 7
2, 2007412 20 H~ 22 H, EEVET.

8) ARZIEMI, AT, JFISZET, Ml (TR E
E9EBT), ISR, EEER, EAAKRSE, 1 hav
RV 77 WS FLRE O IKIEZ W © v FLIE IUE H A
A 20 EBNC DN T OMEET. &5 109 [7] H A/ NER
2, 2006F4 A21H~4H23H, €iR.

9) Honda M, Ohtake A, Harashima H, Wu S, Kotake F,
Murayama K, Ryan MT, Thorburn DR, Sasaki N:
Blue native polyacrylamide gel electrophoresis
is a powerful tool for screening of mitochondrial
respiratory chain disorders. Xth International
Congress of Inborn Errors of Metabolism, 2006
9 H12-16 H, Chiba, Japan.

1004 2 IEM, KATH, BISZE ¥, /DI,
EWIE, EA MR Ml E kA KRE

Mike T Ryan, David R Thorburn : Blue Native
BRIKENEIC KD I Fay R YU 7 0§ R4 E
DR FZ W EELEE MAE H AR A 20 FEFIC DWW T
DOMES. HARNFER Y E2H 51 FKE, 2006 4
10H17H~20H, K¥ifi.

1) ARZ R, KITHH, RS2, ANPTSCRk, REFIE,
R, EAARYE 2 vay R 7 RN SR E
D W % Blue Native FB5 ki D A 1.
5110 [ HA/NRR2E2, 2007 44 A 20 H~4 H
22 H, LUEp.

)BER T, @memE BTN EG, M),
W %2, ki 2, K47 EH - BF Y mitochondrial
DNA depletion JEEEED 1 6. 25 49 [a] H AL R AH
PRS2, 20074F 11H 15H~ 17H, L.

YA, BT, BiEs T, EIRIEHE, S,
IR ACER, KRPTAH : X b > R Y 77 W0 g e
EAREHERTF R, 5 49 8] H A RACH B 222,
200711 H15H~ 17H, e,

14) I8 o BB, A, SRR TE AR, AR 2R A,
RS 721, L& ARYE, @HIERS, David R Thorburn,
Mike T Ryan, KP7HH : 2 b a2 RU 7Rl gH L E
JEDIRIKFZ W & 77 TR B O MRERH. &5 49 Al H AR/ K
REBEE S, 2007411 H15H~ 17H, [(WE.

15) & ER 1, WA=, ARHEN, ILiBSm, AL,
KU, #eHEBE 7 R HEEZ 27 L
WD B AR T T TR T 2 888 7z Leigh JE(ZBE D
L B7RIEHARI hay RY 72322, 2007412 H
20H~22H, EWET.

16) R, RS, BiEaT, BIRIEHE, FISZE T,
LIRERRR, (LAEER], @EiiERs, K S hayv
RU 7 MRS EE /N, BT RHAI b
aVRY A, 20074E12 H20H~ 22 H, FEVR S,




32 PN}

IDERE -, FlE, BRI, S5y, RIEE T,
LSRR, HLACERR, AUTH, r#iibmss « b
S EERTE WM MEZ 2 LI hary Ry T
WEDEH T RAEAE. S 7RIHAI hay R 72,

B, il

2007812 H20 H~ 22 H, EERET.

FFETHER
L

© 2008 The Medical Society of Saitama Medical University

http://www.saitama-med.ac.jp/jsms/



