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Z [EIY L 7=, Nanodrop % i\ T RNA %# &
wm L%, 7 7 4D QuantiTect
Reverse Transcription Kit % T ¢cDNA
DA% ETT > 72, Applied Biosystems fEHd

Step One Real-Time PCR Systems % f >,

% 717 34 Z 41D SYBR Premix EX Taq II
ERERA LA V2 —H L —F—JEIC LV E
&1 PCR #17-7-, PCR ORSSEMIZ,
Ot % 95°C 30 B CRER OIS L &2 1T -

7e#%1Z, 95°C 5 MM, 60°C 30 b
TE=—=Y 7 L RKGE 40 YA T NAT
STz, FEROMHTIX, ik Ct ikE2 HWTIT
olz, MAHENTIE ¢ BETIToT2. 774
~—EHNEFE 2, £3ThHS,

C. WHEERER

(14R)

ZNETOMETIHRS HE, 10 HH,
19 AR, %5 HH., A% 10 A BIZ&Y,
BN poly 1:C &G0 L 7= 55 Ok 7
v NEEET = ~DEET. TR 5 B
H. 10 BB TR e b= REIX
KT, iz 19 H B CIEARZE, A% 5HHET
IZIKT, A% 10 HEH TlE, A%, Thoto

7)

o

ZZTAREENR 17T BH, R 18 H A,
W21 HE, A% 4 BH, THRERICHER
BITol2 & 2 A MR 17 B B TIIRRIRTES
o b= REIME T, B 18 A H TIEAR
25, MR 21 HECIHME TR, A% 4 HH CiX
KT, Thotz (F1),

BHETHLIN, WTFHRICLTHZDZ b
X2 D Z LIXEINCHEL G 2 D MR
(CIEWE IR IT T A NV ARG I K & e
WEEZ D L ERET D,

QHR. 34H)

2 FEH PRk 27 F) 3 41 (Fik 28
FERE) I XEEIRT O U A LA FEGER, A% O
9y hokvo k=@ I2BRT 5k
0 b= CZFROFBUCE S T D,
LR

o b= la AR (Htrla) , £2 b
=2 2a ZFAK (Htr2a) , En b= 17
VAR—H— (Sle6ad) DOFHHEIZOWNT



A bw—)L LSRR, L ORIR, xR
BEIC | poly I:C #EGREZBWT, £
Zi. 0.89,0.98, 1.03 {5 T, #tHREE
ZIIR ootz (K1),

—F.tu k=2 2b %M (Htr2b) . &
2 h = 3a A (Htr3a) ORIBLEIZD
WTHRI LT 2 A Bu b= 2b ZH/IK

(Htr2b) OFEHLEITHRHHE L I~ 0.67 5
LHEEBEREY AR, kw b= 3a THRK

(Htr3a) (35 MR~ 1715 & A ER
BmzrL7 (K2),

D. B

FFE5 FFE DR H 6 1% SIDS O BRI
TEHRELTCERY,

AEHRISEH D ™7 A L R SR YR IRE I Ry S 1) S 28
IZOWTIE, YA NV AEEET L E LTH
WHNTWND polyl:C
(polyriboinosinic:polyribocytidylic
acid=H&R A RNA) V., ZHET
DHFFETE |~ = AR OYIHIFE LI
T, 7y FTIEIMBA9-10 HH b
critical THDHZ EZHLMNZLTE T,

AR 18 B, 19 B ClaxBEE & A&
BT ONIeh oo, YRR RIS
DWW TEHMARBHN P LETH D,

— 75, B I TIE, ER 19 B H
DT hT, VANVAEEET LT v b
(poly I:C fgENEE) Lar tr—L T
v hC. A% 12 HAL £7213 13 HH O
DOfErotr b= EEB R ORBLAE Y
TNEALPCRICEKVFFANTZEZA &R
F =Y la Z&K (Htrla) , Tu b= 2a
SR (Htr2a) , €82 h=r F 50 AR —
4 — (Slc6ad) DIEH AT, 6 RAFIZ L~
W& M TR R A EZET R b ho Tz,

LML, Br h=r 2b ZHK (Htr2b) O
FEEL BT IRRE & LR 0.67 15 & A A i)
., twv b=y 3a ZHFK (Htrda) 1Lxf
FREEIC R LT & BE R R LT,
AENTEIR 19 HRB DT v b & AWz,
FTBIT I ETOMETEE F =ik
DO EIZIBNT, 7 v R T4 9-10
HH? &Y critical THHZ & HBH B
IZLT&TW5A, £7- Machaalani HlE, t
R To SIDS A TR b= 1A ZHREKL
AR EVRPE TR T LTS Z &%
WELTND Y, SE, v b= 2b ZH
& (Htr2b) OFHLEIIRHEE &~ 0.67
fFLFERBYEZ, kr b= 3a AR
(Htr3a) [IAIBEEICHER 1715 HEAR
Wz R Lz Z L, IRT O 7 A L AUk
YT OtER b= @3N T 52 &
FRET 5,k b= 2b 25K (Htr2b) .
tr b= 3a AR (Htrda) OZ{LRE
D KD RABMERN D D OH, SIDS e
EED XD RN D OIS ORG
LTI B2y, o aLiRRE
WOT v b EAOTORBRL, L5
OEr h=EEBEEICHEH L TOMR
AN E IR D,
FEIEGE, & D W I ~D T 7 F 8
FEITHLIR TIX SIDS FIE PRI+ & B
TRE SN TRV, A%TOAHEMEIC
DNTHIRFT L7720,

TR R, BFSE 0 P ZE R
& LTI & RN T & TR AE @R ot
MEARP OCEEIZ L D, FEHDIT
g - GBI~ ORI BT 5 RERAY - K
Y - FERORFZE) T, MR ORI
BN, ABOEr F= U RE -
T2 DB XD, A%



DOFER AN SH LA ZefimaEx
720,

E. #&im

SIDS FIEIZITEBHIEIRIRF72 & B4
HoORT+HE5T 5, 7y MIBITLHEN
YT 7 V& Wi Tl iAo v
ANV AEG TR AEM O v b= FH5
EORFZBIZE TN, ZNIIE VAL
AREYRE R RE R H 0 | ERORKNE R b
=, Bu b= BRORIU G R
ERHIEEZ T ERBENT,

BE R

D JBAME AR ERELo@m (E4
DFEEE « HFI) vol.63(9). 2016/2017

2) Naoko Narita, Masaaki Narita, Sachio
Takashima, Masahiro Nakayama,

Toshiro Nagai, Nobuo Okado. Serotonin

transporter gene variation is a risk

infant death

factor for sudden

in Japanese population.
Pediatrics 2001; 107: 690-692.

3) AHIEW BEEERIK 25 R
SIDS. HA SIDS « FLENEZRIRIE T P77
SHERE 11(1)8-12, 2011

4) EAFEE R — LT FHIIRGER
FEE i #E (SIDS) & 72 < §™ 72 T,
http://www. mhlw. go. jp/bunya/kodomo/

syndrome

sids. html
5) Maternal viral infection during
pregnancy impairs development of

fetal serotonergic neurons
Takeshi Ohkawara, Takashi Katsuyama,
Ida-Eto, Naoko

Michiru Narita,

Masaaki Narita

Brain and Development, 37:88-93;2015
6) Neurochemical abnormalities in the
brainstem of the Sudden Infant Death
Syndrome (SIDS)
Rita Machaalani, Karen A. Waters
Pediatric Respiratory Reviews,
15;293-300:2014
N TEHRPOEEMEICL S, FELO
178D - B~ R RRHAGIZBE 3 2 BRIR
F - BERRERY - RO IE
JE A G5 R AT e Al B
PRk 24-26 FEHEE AR EATIEHRE
TAEMIES BREIE

F. WFEERRK

AR SURE R

1) pcHIE]

[SIDS &t wm b=

A A SIDS - FLY) W 228K T B F = 3
14(1);3-5: 2014

2) Takeshi Ohkawara, Michiru lda-Eto, and
Masaaki Narita. Analysis of brain serotonin
infection in

content  following  viral

timed-pregnant and developing rat-
Implications for maternal viral infection in the
cause of SIDS. The Journal of Japan SIDS

Research Society 16(1) 3-7, 2016

3) BB L G R EIRIEIEEREE R
—ALTE O#BE& BRUE & 5
FCHIER, JLEEA S 2 KRR,
I B =487 /N RBHER IR

70(2) 2017 in press



Fi% H T B

ILHERIFZE D~ & B 7o /N R B D T e —
BRR~OIGH 2 B L T

%40 [\l A AN SRR 2k
il =0

Rk 26 1 H 25 B4R

DAz N=Cs]

[SIDS & m k=1

%5 20 [8] B A SIDS - FLAN A ZERIE TR F 2
A

Wk 26 43 H 7, 8 HKE

KA, LS 5, pi H IE

AR D 7 A L REGRZ KD R OAZ D
Mt a b= B, RO v A L ARG
RIS RE S EET 2 — U A NV AELEET
VBN % FAVN T2 SRR

#5 21 [] A A SIDS + FLANVLS2RIET B2
R 27T 3 A R

TLREA S 5 KSR, Al IE B

[RER DAL THEERME] (30T
DR E O F B

55 21 [B] H A SIDS « FL4h R Z2SRFE T B P
R 27 43 A R

KA, TLRE 55, picH EH
HRPT O AN AE L ve b= 2R
[INQE $i7)

— AR EN) & TV T2 528

55 22 [B] H A SIDS - FLSh L ZEIRFE T B s
Rk 28 453 A 4,5 AAfE

R I

SIDS WFFEDILIR & R

45 23 [6] H A SIDS » FLEH R SERBETF B 7 2
2Rkl

Rk 28 423 A 17,18 H



F 1 KEx RAHREEA R O, A% OSEIZ poly 1:C 2G5 LA (=0 A )V AJEYE
FOVRE) O, At SEEICRITT AMEE T F = R E

poly I:C# 5 E o R A L AT T VR
REHA (poly I:C#5-H#%)
= 5 B H 243.6 £ 23.7 (n = 14) 185.2 + 27.4 (n = 14) **
AR 10 HE | 278.3 £ 43.8 (n = 8) 223.2 * 36.8 (n = 16) **
R 17 HA | 153.0 + 25.7 (n = 15) 115.4 £ 36.2 (n = 10) **
MR 18 HE |273.9 = 54.6 (n = 6) 302.4 £ 70.3 (n = 11)

HHR 19 HE |253.7 = 35.3 (n = 15) 256.0 * 34.7 (n = 15)
R 21 HE | 372.5 = 55.8 (n = 7) 298.0 + 49.6 (n = 9) *
%4 BPE 3745 £ 97.0 (n = 11) 240.0 + 48.7 (n = 14) **
%5 HH 276.8 £ 48.0 (n = 14) 236.6 £ 37.9 (n = 13) *
% I10HE [238.8 £ 33.2 (n = 13) 256.4 £ 29.7 (n = 14)

HNT ng/g weight,
sk p<0. 01, * p<0.05 vs 1E % Rd



BinF [hegl

Htrla Forward 5'- gaccacggctacaccatctactce -3'
Reverse 5'- cteecttettttecacctteet -3'
Htr2a Forward 5'- tecttgtecatgectgtgtee -3'

Reverse 5'- aagagcacatccaggtaaatcca -3'
Slc6a4 Forward 5'- ggcggagatgaggaatgaag -3'
Reverse 5'- aggaagaagatgatggcaaagaac -3'
GAPDH Forward 5'- caagttcaacggcacagtcaag -3

Reverse 5'- acatactcagcaccagcatcac -3'

#2 UTF XA L PCRICHW primer
DELH

5 5HT1a receptor =T 5HT2a receptor T 5HT transporter
> > >
QL 16 QL 14 QL 16
c
§ 14 § 12 o 14
un 12 @ 1 @ 1.2
g e £ 1
5 £ (o 5
P 0.8 S 06 P 0.8
v 0.6 v o 0.6
o 04 g 04 o 04
Qo 7 Qo 0.2 Qo 3
g 0.2 g . g 0.2
'g 0 'ﬁ 0 'g 0
< F1888%  poly I:C D *1888%  poly I:C o F188%%  poly I:C
e 58 £ 58 e 58

XfEEEE n=8 polyl:CIxE5EE n=13

M1 MHR1 9HHDT v MIpoly IIC x5 L, £#% 1 2 HADIFT v b Ok
IZBT 5 tn b= rBEEBRE OB RESRE CHREZ 1 £9%)



BisF el

Htr2b Forward 5'- tgactgagggaggggatgag -3'
Reverse 5'- ccegtgegttgagtttgtt -3
Htr3a Forward 5'- tcagacacactgectgcaac -3'

Reverse 5'- cgaggcttatcaccagcagag -3'
GAPDH Forward 5'- caagttcaacggcacagtcaag-3
Reverse 5'- acatactcagcaccagcatcac -3'

#3 UTN¥ALPCRIZHVZ primer DAELF]

5HT2b receptor S5HT3a receptor
o * % © * %
3 14 3 25
5 12 5
%] (%]
8 1 8 1.71
=3 S 15
s 08 0.67 o
E 06 E 4
& &
g A= 2
2 2 05
w 02 ©
T T
o 0 L x 0 Ll
*EEEF polyl:C XTEBE¥ polyl:C
R58 ®’E5#

XEEEEn=8 polyl.CIxE& n=13
p**<0.01

2 HIR19BHBEBDZ v MZpoly:C =85 L, A% 13 HEDF7 v FDNERIZE
JHEe b= RSSO R E Gt E 1 &9 %)



Rk 26 FRE~28 EREEA G BRI AR R B A BRI R A AR T

[FL%h 222 SR BESEAERE (SIDS) 8 L OVHLBh IR 22 38 M f A 55 HE (ALTE)
P REMR A % L FE 58D O 7= 8 DOHFE

VK 26 HFEE~28 AR S HAFTE IR E

HZERRE : SIDS 5 &K U ALTE IZBEE L =B ESRFDOHE

=i

WHoEss g - HE M

L CETIR RS [ 22 B I R e & S5 BE I R - R 2 o 7 —)

IR E

WHEBIL7ZZb0 L LT, AEHOHEANS,

BRI

WD, ETRMEORFHFE L,

SIDS O JRENZDUNTIE, BYEAREESEIE, M e n e D s
JMFSRE LT . PEBR SRAAEI B 7o Ok x e BE DRIBE S LTV D, A BFSECiX, SIDS X° ALTE
B BRI DZEIRIE] & S BLRITSL - THFSE
EIToTCW5b, HIRBRICEIT 2 BEEMEERER Y NU—27 KGN XD,
BFFENRAIRE & 72 o TN 5, HEMIHAZEGK 10,000 A D population 705, BRIE - #HAIRIETRER],
PR THRABRGICKTL2HE ROV A7 WNF 2T Lc, Z2ROIRIRET . & 5 W35 s OIRIR
RN CROMIES & 2o 7ol DN T, BRRERZHE L, 5 NERECHAR
A FIRIEE, RHAROITIRBERF-CH RIS IR T2 En A b ivTc, ROER & LTI REF 1
HENRoT, TENEGECIEROBRIEE SN XV AERIKEBEREIC > T D Z L3
ROREE[LNEZ DV R BB D E VI BBPLETH D,

. RERSOG DR T 23 i

wIF > population-based

A WFFEEBY

T E TIEFICRE L W g IR AR
ERRFET LT 0 | st S i e (bR
WIRK) &1L 0 FEESH AL, MEE L
ROl T 55 —AF, FIGIZE->TH, £
EREIZESTHLERRIETHD,
JEPEMCHE > D 3 5 . SIDS <2 ALTE |28
PLTWd EZZNDZE D LIIEFIZ DN
T, TOE RV AT KT ZHFH~D,

B. WF9E 5 1%

IR CIX, 2k, 3 WRJEEEMIMERR O BERL & Bt
A VR R K 2 JE E IR 2 2 B L, A
PEHAERR D] _E &> TV D, B KT 2E
JE I BT PE I N BRI L OVE IR IR N oD 2 YR E ) i
R K OVER 1 RHERR Tl L 7= E B & REE
L5,

I. 1998~2003 fFIZ AT 65,197 Hl D HAEN
BV, 136 FIDFRRTFEINA Y 27l L
TRERE NI, TEM 34 B LD 66 i
WTaA Lz, AR 1 FU o7 yu—

T TR E B LfE ST 46 B
W R ISR AR 2 B L7201 13 Bl - 72,
ZD 13 BNTHWT, B GFHANZH A~ BHRIK
FEAERTOIR RS2 — v fi~Tz (K
1),

I1. 2014~2015 4EHAET, 8 PEE GRS
DB GRSL7e, ISR O 7 W 22RO fig
WFETHI, 43 MaiRE I 2298 O s AR IR 7S I
%, L L < ITMREE % FIE L7 IEH)
Bl Lz,

IT1. BN/ NRBHER ~D T > r— MZ L0
A« LRI o> SIDS + ALTE JiE 51155 & 3~

7=,

C. WFFEfE 5

I.  HBAREARTORIELHEE=41) 7 (X
1)

SBEIRED &9 CTITIRIR TH - 72 2 BlTIX, H AL
G R B & 2 B M & £E O BTE GRS R
(2 & o 7o, BHF— MR A& — IRk 2N )
ITLTCWEDIE5HlH Y 26 OERIT, 75



PG 3 491, [RIESEE 1 41, SRR ARET 16 CTdo -
oo TEPNEYE 3 I 2 BIE GBS, 1 Bl A B
RHTH- Tz,

WIRFEAFT DA Z — AN B 7R BE
2372 < (reassuring pattern) . ZZRAE U7z & b
D —RR 6618 > T RARDIRA & 72 > 72D
VR BRI M, IR T FREERE UK
M1IBITHOH Y FRD 2 BITIEH & 72 R IEEE
D LIS T,

II.  JEPEHVE B ES= OREGIRRET (2014~2015
) (F1)
2ERDIER 2 F LD L, FEFE 24 Bl HiE
WFEL 15 I PRI NA U 2R 7 THITH T,
ZOHROIEE TIL, mlviTiE, MFERERE | #AL
e RHIRIBED 130, WD e RELE N E /R ER T
HoTo, TENELY 56 (11%) (2D T,

. 7o — s (F2)

2014~2015 4E0 SIDS % 721% ALTE JEH| D 7
v — MRAEORNHEIL 59% (2014 45 10/11,
3/11) Tholz, 8D H 6, 2 H)ILNICU A
BEEN B > TenAgA U AT IR ThHoT203, 550 6
FllE, HAERORE DR TH -7,

D. B%%

SIRIRFICARIR & 72 0 PR EIE 2ok L7z o
FERUE, AR S RARHBL L IR CTH - 72,
Sentinel event & L CII FENERENEETH
D

F 7o AR BRI AT 00 e S 3 B
IREEE 72D T LD AR ER R~ DR SE
DB L Ebis,

E. &

IR AN BRE Y — 2R LT —
AT, FENBENEERY SRR ThoT,
Z DX O BRGEITIR RO BRI H 2 T <
VENRH D,

F 72 JRIRA~DREYT X 2 g RE 5 s O
B — OB EEZTHRELE 6D,

7> — NRATTIX, SIDS ORZWHZRET 5
M2eTF =y 7 VA RRHMLNTELT I
ENTVWRNWEERSHDZ ENRHLMNE R
Too B, HRIZEEDTNETZN,

F. flt R fa R il
L

G. WFIEFER

1. G SCFEFR

1) Kodama Y, Sameshima H, Yamashita R,
Oohashi M, Ikenoue T. Intrapartum fetal
heart rate patterns preceding terminal
bradycardia in infants (>34 weeks)
with poor neurological outcome: A
regional population—based study in
Japan. J Obstet Gynecol Res. 41(11):
1738-43, 2015

2)  Kodama Y,

Temporal trends in perinatal mortality

Sameshima H, Ikenoue T.

and cerebral palsy: A regional

population—based study in southern
Japan. Brain Dev 38: 386-391, 2016.

3) Michikata K, Sameshima H, Urabe H,
Tokunaga T, Kodama Y, Ikenoue T. The
regional centralization of electronic
fetal heart rate monitoring and its
impact on neonatal acidemia and the

section rate. Journal of
Pregnancy 2016, Article ID 3658527

4) Yamashita R, Kodama Y, Sameshima H, Doi
K, Michikata K, Kaneko K, Ikenoue T.

Trends in perinatal death and brain

cesarean

damage: A regional population—based
study in southern Japan, 1998-2012.
Austin Pediatr 3(4): id1043, 2016

2. FRFER
D WESK SO SZE ! ~RIERIRE
FHTEDM1?2~ & 18 WOt IT)

— 2014.3.1-2 (&)

2)  WREmM. SRS DRIRFEARTON
RbE=42 1 v 7% — R RARIR
ETRTE S22 5520 A HASIDS - 7L
YPIRGEIRFET P 2014.3.8 (k)

3)  Yuki Kodama, Hiroshi Sameshima, and
Tsuyomu Ikenoue. Placental pathology of
stillbirths

complicated by glucose



4)

5)

6)

7)

8)

9)

10)

11)

12)

intolerance during pregnancy: A regional
61th

Society for

population—based study in Japan.
Annual Meeting of
Gynecologic Investigation. 2014. 3. 26-29
(Florence Italy)

W R, IWFER, EEEFES. IE
Zo mNEGE, B, e, s bk
vo, HETEF . MEER. HIFZOKER,
KAE—. BEAGH R B L 72+ R IR
FECHIONRAIRELET R % 66 ol H AZER:
I AR AR 2014, 4.17-20 (R
i)

REHA . B ARERICBS T
light-for-date M T2 BT 5 7.
50 [m] H oA JE PE M - B A R IE R
2014.7.13-15 ()

REHC, (EEEFEF, REEC BT,
#h / E7a. Population—based study (287
2 MPERE S HAEIR. 5 30 [l H AHE IR - 4
R4 2014.11. 28-29 (ElRp)

Kodama Y, Yamashita R,
Kaneko M,

periventricular

%)
%
N
Ny

Sameshima H,
ITkenoue T. Etiology of
leukomalacia in
Japan: A regional
study. 62™
meeting of Society for Reproductive
Sciences. 2015.3.25-28. (San Francisco)
REMML. KbLAZPT LS | ~HAR
fk/E D ABC~ £ 19 [ OEevE I F—
2015.3.7-8. (‘EI)
IREMA. MR — DRI T1%
AEBIOBRBES. 5 51 [\l A AJE PE
WemAERERR (VAP D L)
2015. 7. 10-12 (@)
REMK. E2ZDD 2 HAWREETA
K74 2015 2 20 MOt IS —
2016.3.4-5  (ER)
Kodama Y,

Sameshima H.

southern

population—based Annual

Oohashi M,
Placental

Yamaguchi T,
Sumiyoshi K,
pathology associated with glucose
intolerance during pregnancy. 634 Annual
Meeting of Society for Reproductive
Investigation 2016. 3.16-19
Canada)

WREmR, B EMK IR, EHEEE

T KfGEM, &TER, &, b

(Montreal,

13)

14)

15)

. BEPEEANA U X7 BN T D i
hypoxia DERAIKEFT. 25 68 [A] H APERM &
NBFRE P S 2016. 4. 21-24 (BR0)
R AL, JE E SN E O BLK & xR -
Population—based #ffZe- %5 52 [0 H AJF B
WA RESYS HBEHRI 2016,
7.16-18 (&)
IRERK. BREROELE Y #HAERAE
DR F 21 MOt IS —
2017.3.4-5  (‘FIR)

WEMM, Nk, EFEM, LR
KER, ks, w bya., PHERbsIE
AR, EEHIEC O, F 23 BIHA
SIDS Hosh R RE T F R
2017.3.17-18 (=)

H. ROV EEME D IR - BRIk L

1) Frifs 7L
2) FEAFEEE L
3) Tofl 7L



X1

A% (1998-2003) n= 65,197

‘ Brain damage (>34w) n=46 ‘

21 FHR monitoring ‘ Bradycardia n=13 ‘ —
On admission
n=2
. . bl
FHR pattern prior to bradycardia BB LR
[=]
(n=11)
Non-reassuring Reassuring
n=5 n=6
“FERRER 3 BRI 1
RGOS EERY 1 R 1
A 1 EERHE 1
BEK 1
¥ N:J:| 2




PR ANA Y 2

FERE (n=24) FERET (n=15) #8%4 (n=46)
(n=7)
45> 355% 7 1 13 (28%)
MithERESL 4 2 11 (24%)
H 3 3 9 (20%)
TEAEME R IREE BRI T 0 0 2 (4%)
RO T ¢ VARG (GER) 0 0 1 (2%)
T AR IR 1 1 5 (11%)
E N 1 0 3 (%)
il 0 0 4 (9%)
SeREE 8 1 12 (26%)
#2 TUh— MEEOIES (2014-20154)
HZE AT

# i %H fElin el w IOSERE E3 oL dC] HYAERE D FL

1 SIDS 27 H = 2600 ! A~ 21 Trisomy (7= % NICU CH&HL,

2 SIDS 27 A % 2750 10 KRB 4

3 SIDS 27 A 58 2300 ik RH i

4 SIDS 6 » H = 3400 H ! de

5 SIDS 10 # A % 3100 1 H i3

6 SIDS 10 7 A = 1300 REA A 30 THiAE, NICU THEEE,

7 ALTE I = 2300 e B de

8 ALTE 17 A £/3 R Fils RH 1




Rk 26 FRE~28 EREEA G BRI AR R B A BRI R A AR T

[FL%h 222 SR BESEAERE (SIDS) 8 L OVHLBh IR 22 38 M f A 55 HE (ALTE)
I BEME B AR & A0 - B ) D 72 80 DAL

VK 26 HFEE~28 AR S HAFTE IR E

MRRE : SIS EREFELLTORBMEEEDNEDLY AT S8R

A FFERBH

WHFEs A IR (BIRRZAEFZ/ NI - FrEEER)
WHFEm # AR (BIRARZPEZE/ TR - B1#0)
ANPRELEL (BRI EEZAER/ N - BhE)
ER)IAR (BIRRZPEFERFELOZ 2S5 - ki)
A S (RIRARZEE A/ NE R R )
Yy orll (fE RZPEZE/NER - RFBEA)

ffseE

A Sh VB Z2IRIESEERE (sudden unexpected death syndrome : SUDI) F 7= I3 HL.oh R 22 MG
B2FRE (ALTE) JELUEIR CRIET 2EMOE ZEE L LT, ARMNHBFIE, FrICIEmRNR
BHEEAE (FAOD) . AREERIMAE (0AD) 72 EDBEIH D IZ- W THFSE L7z, 0AD <X° FAOD |X, GC/MS
B X DRI T, T A~ A (TMS) HBICLD2MHPT B =F e L - T
PR R BN AALFEZ W N T X | il#%%mWﬁ%xitoﬁﬁﬁ JEDFR LS NT=Di
#1458 filH 25 4l (5.4%) Th -7, HIEREIX, D SIDS DE TR0 | E R,
TR, MEMZR SIS X D CAMER R AR L D ERE N, @%T@@t (AR R D3 B o
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2 {5l ; @DCPT-2 KABJE 2 5] ; @HMG-CoA A il
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Case Age at sex  Diaenosis GC/ MS/ Prodromal Acute
onset g MS MS illness symptom
ALTE
. vomiting, .
1 2d F UCD (Cit) ? © poor feeding seizure
2 2d F UCD © © poor feeding resp. failure
3 2 ?  UCD © © weight loss resp. failure
seizure
4 2d M UCD © © vomiting cyanosis
5 2d M MCADdef'? © © poor feeding resp. failure
seizure
6 3d F TUCD © ©  hypotonia resp. failure
7 3d M MMA © © — resp. failure
8 4d M UCD © ©  poor feeding resp. failure
9 4d M MMA © ©  weight loss unconscious
10 5d F MMA © © hypotonlg, unconscious
poor feeding
11 6d F  MMA ® @ hypotonia resp. failure
poor feeding
12 6d F  UCD (Cit) © ©O weightloss resp. failure
131 7d F MMA © © poor feeding
14"t 8d F  UCD (Cit) © © lethargy resp. failure
151 8d F UCD © © feifagegirdmg’ unconscious
161 1m M TFP def* © © — resp. failure
17 6m M  HMGS def*2 © ? gqver, unconscious
iarrhea
18 7m M MGC © ?  vomiting unconscious
. . resp. failure,
191 8m M MMA © ©  vomiting UnConscious
20 1yom M HMGSdef? © 2 fever resp. failure,
unconscious
. cough, unconscious,
21" 1y8m F MMa © © vomiting cyanosis
N fever, .
221 1ylom M MMA © © vomiting resp. failure
SUDI
231 6m F  CPT2 def*2 © © cough unconscious
24 9m M CPT2 def*2 © © fever resp. failure
" fever, .
251 1y8m M MCADdef? © © cough unconscious

*I, previously reported cases by Takahashi el al; *, confirmed by gene analysis

Mk

i BRI T 72 8‘753‘&)07’: (#1),
TWiLA ., Bl

4

Abbreviations: UCD, Urea cycle disorder (elevation of uracil and orotic acid in urinary organic acid analysis by

GC/MY); Cit, citrullinemia identified by MS/MS analysis ; MCAD, Medium-chain acyl-CoA dehydrogenase:
MMA, Methylmalonic acidemia; TFP, mitochondrial trifunctional protein; GA2, Glutaric acidemia type II;
HMGS, 3-hydroxy-3-methylglutaryl-CoA synthetase; MGC, 3-methlglutaconic acidemia ; CPT2, Carnitine



palmitoyltransferase II; ?,

data not available; resp. failure, respiratory failure; nl, normal; GC/MS, gas

chromatography mass spectrometry; MS/MS, tandem mass spectrometry. ©), analyzed by GC/MS or MS/MS
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~CoA Fi/kF#EESE (VLCAD) KHEJE 50 Bl
ERARBEAIRRET. 8 119 [\ HA/NEREE
2. FLIRE, 2016 4F 5 A

IR A RENE - TR R HE D2
WiRE O 5 98 [l L/ NER A,
K-, 2016 429 H

R, Hisedl, RS, BRERIA
f, IHVER, 7T RL b L—Y—ik
\Z &% BERIEHERFM & in vitro probe 7
v A DRI YT 7T — b ORGRE
([ZOWT. 5 58 [m] A RIH R F.
HRL, 2016 410 H

H. FRE R PERE OO HIRE + Btk il

1)
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3)

RIS
S F Rk ik
< DAl



TR 26 4FFE~28 IR G BRI R E M e B IRE TR R I AR e

[2L5h R Z29RFESEGERE (SIDS) 38 L OV 22 38 14 5 2 25 RE (ALTE)
JRREFEBASE L S 1 HB ) D 72 9 DIFSE |

Rk 26 SR~ 28 LR SRR IEH G F

ZRERE : /NERATEDIREZ M

BFZEA 08 P LUHESL (RIS TR R A E i v % — R
et 11 - PGk, LA HBET (KSR TR S ER Y v % — R E i) |
WEZEA. TNE (KW R A B v ¥ —RERD)

W 5

MIFEREIE, 2 2 —0 30 F IR 5 Z8REFIIE B DT 21T > 72, R TZ
FVE THRER L7 S2RSEIE BT O NFRIZ SIDS 2% 34 51, JRIK R D FLEh A ZE9R3E  (SUD)
M35HITH T, ZEDOHFT, FFIRO NGNS O RS FTREZIERIL 33 B TH -
Too HEV/NENVTE AR S, IBIEH 5T F = R Y 7 EEENREICED
MTZEGPERIE 8 B1(24.2%) T~ T, BRARAIRDLo— AR L2 6 Bilic > S et L7z,

2 BT, O NG A T EIC R A R AL C RSEREFI CEZRSER & L TR 2788
TZIEGI DRI SN TIRET 21T > 7. HRHR BT 1981 45 L 1 2014 £ 33 4] T,
SEHR 37 38 DARE D FEFEG F5 L OV AR L AE 1 il & SRR ai ek & 0 12 T RIS R L7z,

TR 37 I8 LARE O SEFE B 5 L OV A W SE C B OFIR BT 228 Bldp o 7=, D5
W3 FE 72 B8R & 5 2 BAIVDIERNL 15 BT o7z, WIRILIERED 761, F W8 A4 E5E
TR 8l TH T,

HIRR BTN IGYIE SCRUMIE & Z2Wr S LTV 2 D1E 2 i TV & BT A RS Tl <
otz 5D D13 B TIEER THIO TR 60T 5T,

SR OH L7zt DX 9 I T, Escherichia.coli(E.coli)s 4 3. Group B
streptococcus(GBS) 73 2 8, Staphylococcus.aureus(S. aureus)?)> 2 i, Pseudomonas.
aeruginosa N 1 Fl CTH o7, ZDHH 7HITIEFREFOMiH & OMEESZ MR /e & Cild
K2 5272572,

EERE DRI 6 BT & TR O/RT 7 4 AAEKRKNSED A X7 ) DT 21T -
Tzo 681D 55, 2P TITH—DOEMENERE & UTHEE SHviz, tho 2 fTiE, B
OEFEDFE L TW e vRetED Rg S iz, 580 o 2 6l%, RIERETH -7,

RAAEEETIL, Mk % —0 33 FMICIHIT 2 LRFEHIRIER O Frfst 21T > 72, 4
FHC 2 E THSR L 72 22RSEAEFT O PNERIZ SIDS33 5, SUD29 il Tdh - 7=,




SUD HIFIEFNZ SUVNT, FIE#R L D . Tayler & Emery DAL 0 5EIC L U 21T
72, SUDEFIONERIZ, accidental death 73 3 5], preventable death 73 23 3],
unpreventable death 73 2 5], unclassified death 23 1 1| "C& -7z, preventable death23 {5 1
T, MiROPT R HALTiER (6 61]) [ZoE, SIRFREOMIER (N7 7 1 L 81k)
25, PCR ZED7-at 21T, FLEhIROZERIEIC I 1T D IYYE DR 52552 LT,

30 ELL ERTOBI 2 STt WEIRGI DT 7 4 T a y 705 B DR O E 28
HRERDG LN, 5%, FLIREARSECM OIS AL TIEFNIZ I W T HIEFNIZ IS T
b [FEER DB PHIMRET 21T 9 2 & CRYYED B 5 O A WA F T 2 raetEn dH 5 &

Bbhiz,

A. WFZEER
SIDS DJEKICE L Tk, EBMEKEEE
JE « IERE AR R EME O B - TR
FOSOIE T 26 7= IMHSRE B8y - T8 BR
RAREI R 2 O A R B O ORBE S
TWDMN, REMHIZE S TENSO
HHZIZ L > TEDFRZEHIZ T T 7~
EEnr I nTnsd, EHE, ¥ 7 A
< AEFH LI LWREHERE A7 Y
— = JIRENC X B kB CHEI IR A
AR R FEICE L Cld—EREDR
WrAalRE L 7> CTX TS, LavL, 2
oy KU 7EEEICE L X, K
B2 EICL AR ) —= T3S
NTELT, FETEMICB VT HET
OIFHEfEH IR NEETH D, &
SRIEDOHTIX, LLAT L 0 3 B E 2
—ERESENTWAS E Wb, F0O
BAFEIX 1 020% 2 LB 2 6TV 5,
PIEERE 1L, HIRIEFNZ VT, ATl
HEWG Gt DR R ATV AR JRA AN
Bl D ZEIRIE & S T U= 3B ] O Bk
FNEITo T2, SEIOMZEITAS % OIS
VR ZESRIE D e W O RS FE 1) b\
Tho., EFBEDEFHBRBRICEBNT
LB O FRMIICHESL O D EEZ D,
JERYLIE & ZHRFEIZHONT H < b

BEIN RSN TV D, Z2RFEDH| K
DFH L LT, MivEOMOlEa 5
HIEC T ANV ADKRBEITH Z LB
ZHE ZINTWAENR, BLEMICIX, £
R BT AL TR W S S I AFAE
15,

®BrTiE BRI - HAERKROHIED
TEIRFE « BICIEB) 2 Mt LT-, E7R5E
K & U CHi &2 3R 7= JEF] DRI >
WCHBNMZTAHZEAHRE LT,
HIM SN Z=RIET, Wik Z Do
JERYYIE D ATREMEN B JE S = JEFNIZ D
x| HIREEORIEAR (T 7 4 Y]
R D, BRI L 0 EREO
IR ATV, BRI 5 RYLSED
B H 2% LT,

B. WF3tJ5ik

KB SL R TR A R v 2 —
(LLFYtE & —) OJFBifpd=s Tl
1981 4E D BHFT LA B AR A3 -~ T
kX TWD, WL, Yo x—
D 30 NI VT D ZLIRFESRE 1] D i
Wraftolz, YBRTCINETHELE
ZEIRFESEF DNFR I SIDS A3 34 4l
SUD 8 35 5l T o 7=, Tl RN, Yy
ORI ATREZJEBIE 33 Bl TH -




7o WFl&ONENI L 253 5 HikE L
T. OH.E %, @O0il-Red O Y, @
TTFART 4 U D EtaiNg 5,
Oil-Red O YefalL, 7 41~ U HEAR)
DHAEEARZERS 5 b 0T, Frik
XLV, RNT 7 0 UEERTIIRET
=9 DB LG STV R o
oo TTART 4 U gt s, 7
a7 ottobie MER~ Y AT T 4R
7 4 U E /7 a—F LHR(Clonel25,
Progen biotechnik) Z F|H L 7= A 2
REOTDHHLDOTHD, ZNLERAEN
(ZREAf L. HRRIRR D REIAILAE DR -
RBEEZ et L7z, DARMZ, AR X
CHIBBI DR T bz R TR OfE
Hrofg o, BlBEO K& S (ME
Wi - RRENA - KIEGR) & oAtk
ek, O FAMED/NEHEILE
(microsteatosis) & B & L7z,
ZHHOHRT, EEARKICH P i
HER S T= 6 o = JEFEHNR LS
JRERPT LA MR L 7=,
2MEH OFFER SR TH D05, YRR
¢ 1981 4E X V) 2014 4E D 33 4E[H] .
TR 37 38 LI D SERER 1 L VR H 4R
IBFELEHIC, R 37 8 LLR: D SEERI 33
J OV A R AE T o 5 41 1 228
BTz, ZDH BIRN /IR &
EZHNDIERT 15HITH -T2, R
(FFERED 745, FHIET AR T DY 8 4]
Th-oT,

6 BIOMRIER (1982, 83—1. 83—2,

95. 99, 03 HJEMI) DT 7 ¢ LY N
5~84. RO T EEE RN

Negative control 7> 5 DNA & filitH L 7=,
13 54072 DNA I EEEE DNA HIEEIC
TERE L. Ion PGM KA — 4
— % AW CHEE R R 16S A &2 77 7 A
AT & T o T2, v— U AFERIE. Ton

16SY 7 RO =T DAZT )
7T
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R AT—7 T a—|THE,
varEIToT,

3MEH ORISR TH D03, ZE9R5E
JEFIDOPNERIE SIDS33 51, SUD29 51| ¢
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2 &0 FRRGET 21T 572, SUDJERI DN
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&de) . unpreventable death 73 2 {31,
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1) . SIDS LAt ® preventable death |
23T, EORNFUL, SEMGMEZEIRGE
GEERE R A L O DZRIRIE) S 6 Hi,
LR A2 B T2 W KBRS
ZERIEN 12 B TH -T2, T D DOFFE
ATRAIZRBWT, MiRAT AR bz
6 FEFNZ D& HIRREFOMIEA (/N7
74 UR) 226, PCR & MiEt
AT 72, HiEELFICRT,

1) "7 7 ¢ el il & Oz
FhH

2) HiHEEm DT A4 77 ) {ERLL
H1E (Ton Chef)

3) &kt —4— 2 (lon PGM)

4) —/2r > AT (Ton reporter, CLC
Microbial Genomics Module)
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R FIER OMFHER TH 513,

NEMG YLD AT S LTV = 33 filD 95 b,
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5 HAHE FE O Al REME IR WV T H
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Wil d 5T S iy R Y 7 BEFEN
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bote, Btk 8 B, 1 FlIERARIRIL
RFRIERD A TH -7, 1 BT
EREICE T CE=TIMIERH Y |
CPS(carbamyl phosphate synthetase) I /X
BUE L WS, 11 » A TR LIE
FlTH D,

BRI DL — IR T B A5 0 D 6
BNZ DX TR LTz, SECHRFO A
I ZERBEIER R Tl E% 4 B D
12 5 ToH D05, MMENTEEALOTERIX,
FECREER S, A% 12 B0 67 AT
Hol-, BHOZWIX, SIDS 25 3 T,
SUD 73 2 il Lo PIESHRAE BHEPEE 23 1 5]
Tholz, FIRPTR T, O PERRHE
PEMEIE D ERE WS 5 BRSO B i
77. ML 3 BNCER O 7=, P& DI
BRPT L CIE, S 72 ERARRIICE &
IREE X7 < EEOHM LR
bR olz, HERD CPS T X1
SE D HEH LR 2807, IiEo
FRARAT LTI, HEYeta D Z Thfig o
NEWAL DS & 0372 ffiliX 4 il T > T2, 2
B, BRIz X0 2l Tn,

JEEMIR OFERTH D, 15 fFilo
WRFEGI D 5 6 IR RF IR R 12
TREBEOHH LS DX 9 #iIT,
E.coli D> 4 15, GBS 73 2 ¥, S.aureus 7)>
2 5], P.auerginosa 7> 1 il CoH-7=, =
DL T BT DM & ORI
B RA R ECRRENH LI o7,

E.Coli 1%, 4 #]& & RREB(AEM% 72 K
MILAN)DIIETH - 7=, HAERFIZ X
DR EGZ L DIERITER O e o T2,
ek CERIRZ W IC B D RN E T
L72BIRZ 0, IBEEORIEIZ/RWS L
<IFEMTH -7, HAERF I I3 At
e Rl L, APICHRIAE L., 2RI
IR DIEFIDN A BT,

WIS RHRER 72 < | RO RIE

T72 0 d U< ITEIN T, 18 NIRYE
T, PEBEEYENREDND,

S.Aureus 1%, SUWRERTO IUFD &
EEBORLTD 2 flThHoTz, 2. 2
Bl & HEARDIEEAN I S LTz (S ai
o Rt%) o R TIEEEORIE &R
O, BHRERZEND S Saureus D3R
SN, W7 FUEKEIX, oW
BOFERE L CHEBERERE &S 2
bivb, BHEDIER L OO RIE
ZRD., FENTOmMITHERGES L
T EATHE SRR T EE X2 B
%,

Group B streptococcus(GBS)1%, 2 il &
t IUFD Th o7z, 1 BliTiEmdE2 <
GBS BitETh o7, BB TIEEEDOR
JEZ DT, GBS DR NIEY: Tk
(IR 22 0 Lo AL B V72 W s i
SNTWDEHR, SEO 2 flTIEEED
RIENBILE I NI, BUETDOIL TS
TR OPUERIER G TIE FHLER
TRVER & B 2 BT,

ERE O] 6 Fillcft ., HIRfo
INT T 4 UERDNGEE D DNA fRAT &
1To7=, JHEMOFENEYYERIT 5
kB ERE R ORI EREDO 1 D
THD  Ureaplasma DIRFE %= 2HIAT
ST, AR RE S 37 38 DA
DORHRAERF] 15 Bl X TTRETH Y |
AL WR K 37 M DARE oo HE M A 1
Ureaplasma L 1ZBAMR L7222 LIRS
niz,

BRI CRRE AR TH - 2 ik iE
B 6 FlD 16S A &7 ) IFEHTORER,
FER] 1 ~ 6 OFME Bk 16S rRNA 2 —
Ty AT ENE I 63619, 63599,
3922, 43266, 12971, 29948 T& - 7=,
FE DR, BHE . Negative control
& DB RKE OHEE 21T - 72,



FEB] 6(2003 A1) & SER] 2(1983 4FH3i) 1%,

3V £ . Hemophilus influenza &
Serratia 73 E72IR IR & HERI S iz, JE
Bl 4(1995 4= 5] ) X . Staphylococcus,
Klebsiella, Neisseria, Yersinia 72 & %655
DRt BEAE A E L, BEOE D
IRTET DR O FHEME N B E S g £+
D PEARTE & OB RIS LD,
SiE B 1(1982 4=4) 1%, Staphylococcus,
Lactobacillus, Bifidobacterium 77 E73%
o S 4v. Staphylococcus O Al HEME S
BEZHNDHN, BRVIABRIXITE o
7o GEM 3(1983 4-45) & FERF] 5(1999 4
BN TIX, >—7 o 28 H D70  fiEHTHG
T HREKE OV IAFITITE & 720
> 72,

IEAR 37 W LA D FEFER I L OVR 8T
AIRFECHI OFFAENIE 228 Bl - 7=,
ZDOI)BIRNEREREZEZHNLD
JEBN 15 Bl CTH o 7=, WERITIEEED 7
], BT AT 8B TH -7,

) R AT L RS P BUITLE & 2 W S 4
TWzDi 2 fI Vi s B AR
FECHITH -7z, 78D O 13 TR
THIO TR BT o7,

BHAROFEET 3 ERT 1 B, itk 1
BT, WY Saureus FEGIER] T H
o772, BEMET 3 EEOTR VB R
Z SHICRD T,

B R JE D R e LUFITRT,
1) FLERIEL 6 6 0O J5E - Jo5 BT bl

SEG) 1-5 » H 4R, ek, 52 2 TR
fE. 5 EFRIRAE L, HICHiRH Y,
P26 RIEGE 2 .,

JiE 5] 2—Hirschsprung J#ffif% €., i #]
221, 3 ARFICmEEe:, Bk,
JL 7 REE? TR, HIRTHikdH 0,

JilikH %2> 5 . Staphylococcus++,
Candida +

FEBI 3-2 7+ HOZR, 2 HATL Y &yt
- MDY, A, DLEIEFET, 28
M2 1T 28RFE, HITik®H Y, <&
)~ Staphylococcus aureus+, Str.
viridans group+

KEG) 4 JERER AR L, 2 » HO&E, 5
HATE D FE AR, 2 HATL D g - B
WEHERH Y, HH, VT AH? T
T, HIThik® D,

JEB] SRR C 7 4+ 1 —H, 454
e 2 BTN FERN- g, 4 H 5]
(28R FE, HIMTHik® D, MEHRSR
A,

FEG] 6- DA AN ©, fmBlggs, 11
Fy ABWR, YEFT7 —EREBL, At
FE, HIRRCHImPERZE, ¥ A L AP
%2

2) =AY —LEFTED

fREt (3 2)

3) JREBIM I DFEO & ATz SIDS
(661 L, x4 K MR

-SARMERREAT (1)

4) JHERIIG R DR &7z SIDS B
2B DS R (3 3)
Case 1 MEE) O RGE HH Sz
BT HD, FIT CNS,
Corynebacterium, E. coli D3[FIE S ATz,
Case 2 aMED RIHEMED & D AEH,

CNS ZElE 7, ARERNMESC. 15
YeK H OHME R E S 477,

Case 3 /Kt (Achromobacter,
Microbacterium) 7)>© 53 BfE S 305 HIE S,
M ENHEE 23 [FIE S 4172, CNS O
B D7, RE RO [F E RS &
A EHET,



Case 4 HFENHMIENZ < RIE I T,

Corynebacterium, CNS, Ff|Z

Streptococcus DAL DML &t T,

Case 5 CNS, Sphingomonas, E. coli 3%
<FE SN,

Case 6 Staphylococcus aureus 7> CNS &
& HICRIE STz, Yokenella 732 < [A)
E ST,

D. &%

LR Z2IRBERE BN 33 1T B AR
DBELETH 50, IR O F
Dffi#gs T, EWTH, 2.4-8.2¢/100g T
HEONENI Y & te, FHIROREIIK
Sy O, O & OIEHEE
OENEHEMN, QRN TORENIA K
DM, @HEN OERL DI T, @
fa b ORI K T2 Slc kv ez
%o IR 3T D RN O BT A

& LT, BN 2SI E O RER Sy &2 B 6D

EORENTED b d b O 2 KiFETERE
JfilF(macrovesicular steatosis) & UV U,
A8 7 NE R 23 WL R 70~ & Al A AR L2 O
FAMEIZRD BN D S O &/ NN
fF(microvesicular steatosis) & FESS, K
WAt 28RV, e, (RS fE
T3 — VRN, FET L — Lk
HEWIIF(NASH) 72 E TR 65, FFlEO
BRI ZIE R ICEE R P A T
0. AR & /R TIE, Reye
AR NE  ARET 2L 0 E L AR () 7
Wit shTnsd, T har U7
i b/ NEEDIENIIT Ch 5 & ST
%, teLA, LTI, H—IZI b=
YRV TOBBMLORFEREEAZE X, &
DMIZIX, Reye’s syndrome, JEIFE
FLHE, Wolman W& BE T XL & &S
s,

AR 3T D REE OfERZIZ DV T
X, AT, HEG A2z <.
SudanIlI<° Oil-Red O %& a7 E3sH W 5
N5, HEY® TIL, Z8aitEe s )
a—F U EE ORI O &
H %<, fEERTR & 1XE 272V, Sudan
IM<° Oil-Red O Yetald 7 4 /v~ U VU [H
TER N BREIEA Z BB L T 21T 9
HDT, RXT 7 4 i OEARTIE
Pt TER, TERESNTIEARTHIE
W7 E D OREEIXTE 52, MK
DIAMIRAEDBIERZ 138 L TV 7eu,
TTA4RT 4 U9 mE, MENOIE
Wit 2 TR 2 I 3 B4 A B %t
ST HHDT, NT7 4 YR TOR
YLt N W RE 72 PR CTh 5, HE Y
Tlix, KIEMARE L & B < /MBS
TIFZWRER 232 < Aoz, i
WX LT, 7T 4R 7 4 U 9T,
/NIEIGTE O FFFIIEN T O AmIRRE e &
DLHITH TS ARE T - 72,

ZESRFEIER] (SIDS 75 34 5, SUD 73
35610 @955, 33GEFITIREIL O
iR AEETH » 72, OVF AMEIT/INEN
TR S, B H 5 N %I h =
v R U T BEENRIEIZE DAV Bk
Bilix 8 11(24.2%) TH 7=, FFlgZ/ME
W NEAE L. SIDS & 85I 78R 8 72
BLLT, 2 har RUTHEDIENIT
NENGERRR L EIEN H D, FTH, P
T L CoA T b Ru# - —¥ K4EIE
(MCAD): hv=F L3 AL b
F A7 =7 —¥ O KREIECPTI)NA
NTHD, HEOBHARTORFEERIC
L BDHSNRZRIE L LT, CPTI RS
<HEZNTWD, T har FUTH
1%, PESETRIE ST D R BIEIR SR
BTN PR A RE (51 | 34 R S IE 5]
W22\ DS, FLRIARSIE B ZE R 23 2%



T, HEEFNZ <, MIERIZN 2
T, HAb#Es « THERS OO R 25 Fr
LD, 2 b RY TR SHEE
JE(MRCD) & FREN D, ZRIRFEDOHIC
bEENRTWnD EEbhs s, 2o
WEEME S BV . FERZRMENT 3T T
Wel, —J7, TEIERERER(L B AE I,
EAE, HEROZ VT AT AR « A7
— = T OXMGIRBITEE S L, 5%
IR A « JRIENATRE S 72 D Z &2
HMEFI N5, HBmpN s OAEIORER
T, IR+ LidTE R
WS, fUEHRBIC L AR TH - T-
AREME IR TEV, PTHI hay

R U 7R A 5000 AT 1A EE b,

OB LY bHENELS, 2. #
BTH, DIEROAEHIZZE S
TEO ., WREMENRRNEE R D, Pk
(X.6 Bl 3 6123 SIDS & ZWr STy
Teo A1RIE. FLENRIEIRFE D IR B2 Wr
IZBR LT APl NN YLt 2 iE L.
e LWMEBNZ B L CIImEER2 I 21T
DLWV RN EEEEZ BND,

el « B D 9ERIE - REEIEH] D
TRELZ W DELRTH 5 M, JAEL O fiii
RITHAIZ < | Atk 48 RERIICIE LT
LB 5-20%Z. FEEEFID 30% 278D
bid, ERE L@ EATMERERYYEIC
X OMEBREBRERPEARL TS, R
PEBNZ HZ < BO LD, ARNIE,
A D TIREFI DA 25 & LT,
EERE & LT, — KIS, Ecolli,
Group A Streptococcus(GAS), Group B
streptococcus(GBS), Staphylococcus
aureus, Klebsiella, Aerobacter, Proteus,
Pseudomonas aeruginosa 75 £ D3 -3 B Fl
LLTHEMI TV D,

T CITEERE 2 L TWOIZERIS
BA LT, &R A PEM O ERIR R & i

BET Lo, ThTh, RfEag7pftis <
ol

Al HEFE R E A T o IR
DAL ) DN 24T 512, 6 Bl 5
He 2 BICIXHE—OHENREKE & L
THEE SNz, o 2 FilTix, B
P AE N BEE L TN ATREME SRR S 4L
2o 7D D 2 FlIE, RERETH T,
L2rL. 30 LA LR 6 2 & de v v
BRBIONRZT7 4o Tay rhbdbbHiE
EOERNEICHDMREZHGE N2 &
FEERFEFETHD,

VL EDRERD G Wl 13584 R 122
REEDRIK L 720 95 Z &NRBEZ B,
R — o Y —I2 K DRt TIRIA
E2NAIE T & D REMED RIE S LT,
SIDS % & L fLIRIESRSLIERNIC IV T |
[FER D B E BB RS 21T 5 Z & TRk
FEDRG-DOEI N AIEE TH 5 & Bbh
7o

FLEN VL GEIRTESE O i RAE A D 52
T D0, HERIMIZ 25872 SIDS
B HRE T 6 #1714 5] T coagulase-
negative Staphylococcus 73 %3 [FIE S U
7o FRCHREETIOFFWELIRIC IV T,
HERRYIETH 2 /RN & 5,
Corynebacterium tuberculostearicum 7%
PRI 23880 72 SIDS B 5 Bl b
[FIE S iz, FLIRKR DORIKE RS &
0. REAPLSOBATORRENED m VY,
S, LR~ DIRIFIE DR )5 4 BE
MO HIAIRN, Pseudomonas JEAHH 1X,
WAL ClRESEER &S, 7477
FAWERE TR AT 4 7 3 hr—in
5HEHEE SN0, TG —
BRSNS S % 2157200 T,

XFGRE T O FEH s MR | T BT
HCH D, ZiIvE TOMHT CRBEARINN
REROTZSIDS FEL . KIRHED L%



BEMERENT (Family L~UL) OFE BN D |

FiORME R 7 1 7 7 A VN F7e 2 Al
MR ST,
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B2 BTV HEIREIT, Alal L [FRE
D J715 T Lactococca \Z I 5 DN &
W LTER 2 8d L, £72. JRIA
AR DFEFEIEFNZ BN T H
arthrobacter spp.\Z £ 2 WUE & L T
HLUIER 28 L T\, AR,
FEOHR—EHZRET DITITEL 2D
ST, BARMOEWEMZFE LTS

“o AR DR TIHEIRIEFIAE I B4
%M O W 72 DEENT 21T O
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Casel
A | AU/
Genus Species AUk
U | U—RE)
Staphylococcus 2150
Staphylococcus lugdunensis 692 047 | BEEMEIDAIE X
Staphylococcus hominis 686 0.46 | BXIM4E
Staphylococcus warneri 529 0.36 | Mm%
Staphylococcus pasteuri 165 0.11 | fFRIFEMESELY
Staphylococcus epidermidis 78 0.05
Corynebacterium 1687 aYRNITIOLITIEEDEEHEE
Corynebacterium tuberculostearicum 1179 0.80 | RAEMERRE, FLIRK
Corynebacterium macginleyi 401 0.27 | BREESE ?
Corynebacterium ureicelerivorans 107 0.07 | Mg
Escherichia 964
coli 759 0.51
Escherichia/Shigella
Escherichia coli 205 0.14
Enhydrobacter aerosaccus 607 041 | XI5
Atopobium sp. 384 0.26 | A%, BIAE
Roseomonas mucosa 382 0.26 | HM%E
Novispirillum itersonii 271 0.18 | BEHE
Kocuria kristinae 239 0.16 | FREZREZ ., BEMfE VMR)
Cloacibacterium normanense 215 0.15 | SFEIERL
Microbacterium lacticum 163 0.11 | PREGRRZE. BSERL
Paracoccus marinus 151 0.10 | i|BK
Ralstonia insidiosa 149 0.10 | BMYE. KEWSRE
Pseudomonas psychrotolerans 162 0.11 M4E
Case2
%
Genus Species Count/total | Comment
Count
read
Sphingobium aromaticiconvertens | 6436 6.18 | ;B
Staphylococcus 3356
Staphylococcus epidermidis 1916 1.84




Staphylococcus warneri 1440 1.38 | Mg
Pseudoxanthomonas | sp. 3064 294 | INAAT4ILE—
Prevotella melaninogenica 1749 168 | OERMAER. ESMiES MR R, Shock DIC
Selenomonas artemidis 1175 113 | ?
Flavobacterium nitratireducens 866 083 | BKEKE
Roseomonas mucosa 135 013 | /NREMIE. hT—T LR
Lonsdalea quercina 108 0.10 | BIKRRER
Anaerococcus octavius 103 0.10 | BN, K5 . BEBHBIRS
Case 3
%
Genus Species Count/total | Comment
Count
read
Achromobacter sp. 2218 1.04 | JK% . A. xylosooxidans (& FEIRZS R
Microbacterium mitrae 2010 094 | Y ILENLHBSNLHAE
Anaerococcus 2002
Anaerococcus octavius 1343 0.63 | Vo LIGMHHSMERER. MR KRR
Anaerococcus hydrogenalis 659 031 | EFEE, A
Kocuria 1968 Gram posi, Actinobacteria
Kocuria palustris 1044 049 | EAAYDIEE
Kocuria marina 859 0.40 | EFHE
Kocuria kristinae 54 0.03 | FRERRERZE. /MR E MAE
Kocuria sp. 11 0.01
Alloprevotella tannerae 1739 081 | AEENEEER
Roseomonas riguiloci 1455 0.68 | ;ZiE:AJII
Stenotrophomonas maltophilia 1327 062 | HFIR X
Staphylococcus warneri 1282 0.60 | Mg
Bacillus cereus 1186 056 | BHERA
Flavobacterium sp. 1111 052 | BFIR B
Haematobacter sp. 897 042 | FEH. KIE
Bauldia litoralis 885 041 | ?
Rheinheimera sp. 833 0.39 | Al
Rhodococcus fascians 747 0.35 | HEYIRIRIA, A MiE
Prevotella nigrescens 735 0.34 | HER
Bacteroides sp. 693 0.32
Paracoccus marinus 646 0.30 | ;@K
Meiothermus cateniformans 626 029 | ?




Hydrogenophilus hirschii 541 0.25 | A
Corynebacterium 510
Corynebacterium tuberculostearicum 295 0.14 | FEMEREE, FLIR 2
Corynebacterium genitalium 215 0.10 | BEBLZ . FREQRR
Propionibacterium granulosum 317 0.15 | IZE&
Acidovorax soli 267 012 | i
Enhydrobacter aerosaccus 218 0.10 | XiE%
Tepidimonas taiwanensis 216 010 | BR
Methylobacillus glycogenes 192 0.09
Alcaligenes faecalis 144 0.07 | KIS SrEptAf R aE
Frankia sp. 118 0.06 | HEMDIRIR K
Sphingobium qiguonir 106 0.05 | ?
case 4
%
Genus Species Count/total | Comment
Count
read
Corynebacterium 5115
Corynebacterium tuberculostearicum 5056 301 | RFEMERRE, FLARK
Corynebacterium kroppenstedtii 49 0.03 | FLAR &
Corynebacterium macginleyi 10 0.01 | BRESE ?
Staphylococcus 3217
Staphylococcus warneri 2211 1.31 | Mg
Staphylococcus epidermidis 356 0.21
Staphylococcus capitis 355 021 | M
Staphylococcus haemolyticus 295 0.18 | Mm%
Streptococcus 2823
Streptococcus sanguinis 1567 093 | OfESHKE. DREX., REREE
Streptococcus sinensis 1174 0.70 | AfEEA. DAIEHX
Streptococcus mitis 71 004 | NAEEIIVY, IDNIESR
Streptococcus pneumoniae 11 0.01
Prevotella sp. 1594 095 | HFfIRRE. BE. BIUE. mEARK
Enhydrobacter aerosaccus 1467 087 | i
Novispirillum itersonii 1327 0.79 | IRiE
Acinetobacter ursingii 996 059 | Mm%
Veillonella 880 AR, BER
Veillonella alcalescens 766 0.46 | /NRIDAFR %




Veillonella tobetsuensis 114 007 | AFER/NALA T4V L
Nocardioides plantarum 874 052 | &
Paracoccus 725
Paracoccus yeel 430 0.26 | AR B B M
Paracoccus marinus 295 0.18 | @K
Lysobacter thermophilus 673 040 | 11, AITEAEIRRE
Sphingobium aromaticiconvertens 657 0.39 | BHIK
Tepidimonas aquatica 606 0.36 | BF/K#E
Diaphorobacter nitroreducens 507 0.30 | JEMHEILEY
Trabulsiella odontotermitis 414 025 | a7z
Escherichia 413
coli 123 0.07
Escherichia/Shigella
Escherichia coli 290 0.17
Craurococcus roseus 400 024 | ?
Rhodococcus fascians 316 0.19 | HEMIRIRIR, & MAE
Propionibacterium granulosum 313 019 | BERN
Kocuria palustris 308 0.18 | EAAYDIEE
Anaerococcus octavius 306 0.18 | JSLIGMHHRRIENRE R, AFIRRE
Cloacibacterium normanense 243 0.14 | #E7K. iUk M2 3F 467 &R 42
Arthrobacter russicus 186 011 |7?
Leucobacter aridicollis 165 0.10 | IR1E
Leptotrichia genomosp. 135 0.08 MmE(?)
Schiegelella aquatica 126 007 | BR
Tannerella forsythia 108 0.06 | HEJE
Roseomonas mucosa 103 0.06 | /NREIMAE, HT—T LK
case 5
%
Genus Species Count/total | comment
Count
read
Staphylococcus 5351
Staphylococcus warneti 3801 2.38
Staphylococcus epidermidis 925 0.58
Staphylococcus pasteuri 333 0.21 | Beg Rk
Staphylococcus hominis 267 0.17 | BxmfE
Staphylococcus haemolyticus 25 0.02 | Mg




Sphingomonas 1914
Sphingomonas hankookensis 1438 0.90 | HEK
Sphingomonas sp. 465 0.29
Sphingomonas echinoides 11 0.01 | ?
Rhodobacter veldkampii 1383 087 | EFHR
Corynebacterium tuberculostearicum 1380 0.86 | ERIEMERLE, FLAR
Herbaspirillum huttiense 1179 0.74 | Cystic fibrosis &, /NERAALESH
Escherichia 869
coli 370 0.23
Escherichia/Shigella
Escherichia coli 499 0.31
Fusobacterium nucleatum 816 0.51
Paracoccus 766
Paracoccus marinus 529 033 | /K
Paracoccus yeel 237 0.15 | BFIRBE BME
Actimomyces 619
Actinomyces viscosus 531 033 | OFER i
Actinomyces naeslundii 78 005 | AR TEIBHRESE T cell lymphoma
Actinomyces oris 10 0.01 | OfERN
Microbacterium lacticum 615 038 | R ?
Diaphorobacter nitroreducens 397 0.25 | JEMHIEEM
Enhydrobacter aerosaccus 325 0.20 | HxB=5
Rheinheimera 278 0.17
Rheinheimera aquatica 191 0.12 | Al
Rheinheimera baltica 87 005 | EHEM
Streptococcus 240 0.15
Streptococcus sanguinis 134 0.08 | OfEESHKE. DREX., [REREE
Streptococcus equi 88 006 | EDREE
Streptococcus mitis 18 001 | AABEF VY. IDAER
Peptoniphilus harei 178 011 | S LGMHEES . B
Prevotella melaninogenica 164 0.10 | BAMBREA IR RLE
Brevundimonas diminuta 142 0.09 | Mm%
case 6
%
Genus Species Count/total | comment
Count

read




Staphylococcus 5768

Staphylococcus warneri 2773 1.42 | mig

Staphylococcus epidermidis 1659 0.85

Staphylococcus aureus 1308 0.67

Staphylococcus haemolyticus 18 0.01 | Mg

Staphylococcus sp. 10 0.01
Corynebacterium tuberculostearicum 3858 1.97 | FRIEMERRE., ZLIRE
Enhydrobacter aerosaccus 2176 111 | MEEE
Yokenella regensburgei 1854 0.95 | EfERREAET %, BIMJE
Porphyromonas gingivalis 1547 0.79 | WRERE
Pelomonas puraquae 1518 077 | ?
Schlegelella aquatica 1136 058 | BR
Escherichia 918

coli 622 0.32

Escherichia/Shigella

Escherichia coli 296 0.15
Streptococcus 874

Streptococcus peroris 485 0.25

Streptococcus australis 369 0.19 | BEIE &

Streptococcus pneumoniae 20 0.01
Bradyrhizobium sp. 814 042 | ?
Prevotella oris 582 0.30 | £ H =L
Providencia rustigianii 525 027 | ?
Moraxella osloensis 191 0.10 | Bmjie
Sphingobium 170

Sphingobium qiguonir 102 0.05

Sphingobium sp. 68 0.03
Haemophilus influenzae 12 0.01




TRk 26 R~ 28 AR T BRI B A B R R SR SRR A E R AR T 3

TR R SR IESE R (SIDS)ES £ ONELSh R Z2Fe b fis A FERE(ALTE) 0
FIREARRI S L 36 MO D 7= ¥ DRFSE )

AR 26 AEE~28 FEE AR S E

HIERRE ALY RDORAEITH T 5 EREHIEE TR

WHFE A - IIAREKEE (RIRGKZF KRR E S ST e RHEE 7257 BF)

=]

Fox ITARHPE R - DI EENRE B OBLE D & AL R ZLIRFE 2 b L T & 72,

AR, X bary RUTERFEREICOWTHRF Lz, WEIC, I har R 7 EREEFEIE &
BN A Z R Lz, LavL, BEEEMEICOWTORFNIAR TS TH Y . FEBREE NI
DWTITMF TE TR oo, ABFFRICE D | D - FFIROBERIEEITRZ IIIANLETH D
TR, BEEEOL R L TR FITE TOEOTERMPLETHL I ENERIDN
77

Wiz, ARy — 7 = o — & F W T2 B AR F AT OBLE D B R L7z, 28RFEITMR IRV RO
LHETH DM, BB E T TR < SROBE 2 MR T2 2 L RHNETHY |
ZDOTFEIZ K 0 ERD FIETITZMIREECH - 7o REE RIS L D8R A2 LIST,

R EIZIE, BRFEARN DRI O T EIERN 21T o T, BETRENTFET HHE, BICE
HBEROZLNHKRTHDZ LT bd ., SHIZZEDERE CTHAAALTHRE L T ZEEKD
bHELDERDEEXD,




Rk 26 4EE
AW H Y

IZFH &1L Fay R U 7 R e 5
HRE OB & FLEh R Z2IRIE % f T L | 7
HEZEHMID 2 V7= Metabolic autopsy %
AW hayr R 7R SR E & Bb
NWOIRERZ R Uz, £, Ol - o
BERIRTEDS | SERBEIEBNC B W TR T LT
WBHZ &b Loy, FER LT
DONWTIEIRETTE T\ o Tz,

B.#gE 51k
RIERFOMBEAZOARER T 4
ﬁéfﬁﬂéﬂﬁﬁkf%( F=av RY

FIEDBED s D 3 LURIRRY
Hf“%% EOERWE D) 10 % et
L7z, Dl i e 7= 72 DI RS R T L
BEICE S & 2 b KU 7 RERSHEE R
TG A2 JIE LT, HEESEML PR IR ] & B3R
&M & OB & Mt L7z,

CAFZERS

HETE FEAL AR IR 13080 8 IREfE] 20 & 48 IRf
MThHolz, T b2y FU 7RO K
ERDOEERTEMED CS uid Figure 1 i@
D Thot,

D. %%
SURGENIRERESE S R N 2 b G E N

IR A 13 U 8D | ARk & 7R BEAR D FEAT 35
7T ONTE TV D, AR ZEIRIEIT K}
L T% Metabolic autopsy O FEDNE %
L. SERR IR L A2 - BRI T 5 2 &
DIRE->TWD,

KBS RE TIT O D 5E% R O R R
PR &£ 720 b | fESIRF O BRELCIRAER
o L BRE O AR LT LE W, FERE
fEORENFIZ>EE L5, L, 5E#E
AL ZFEMICRF LIS I ETo
EZARMTBR,

AT~ X, FEI b R THRICEHT

% Ui D B A% D W0 S I SR TE MR E A 1T
>72, Figure 1 IZ/RT L 912, EHZRKRE
IR :k#®f%fﬁ%%%$%%
DR TRFRD b, > T, Fshlize
%ﬁm_kmfﬁbemk@&£%$
TEPERIE LT L b AERTOMRIEZ KB L
TWDEEIRLRNZ EREX LN,

R MRAE A IR R LTV D ERINE
ARTE VKT LTV & Bbi, 5% OfE
T 24T 5 BR300 e 2 M e 2 B -
AT 22 EBnLEEND, £7o, EIROENT
DERIT S BREUE FH) O BURE PR A - Wl 72

ISR &V o To IR DB Y N iziE -
TIFEENPVLETH 5,

ZE!

_b

Le

Cl Cit Cli+lr - i v

Figure 1

F &R fahRls i
L



Tk 27 AR
AMFFEHBY

14, Metabolic autopsy OBE & A FE
D EIRFEIEBNZISH S D Z & T, BN
PR FIEZ X LD & LREEEAEN
AR D TR DO —>% HbDH Z &
MHHILTWD, REHREITF I OR A, -
HIRE IR IR IC L D IR ATRE/R 2 & b 2
720 EENEFERO DI MY 22k
MEEND,

Fox b I E TITHLIRZEIRIE & G
PREBIZ DWW TRRES L, TR AR R E S
I b3 R TR S B EE O SE G A H
W2 LTz, LU, SRS & 5 2 LAl
PREBDIR D A D DREIRIEHE L1380 (22
SRFEIEFNTIEAR PP AT Z LN T2 D
PRIEDAL D A DT MR 2 AT S LB &
%,

AR KRy — 7 = P — DB L
Y FEIF - 195 /1 T < OB TF & —FIT
fENT 2 Z LN AlRRIC I o T & T, A
Fox (TR EDZRIRFEREFNT T L, kAR
— 7 = —& D= REHE BB s
TR 24T o T2,

B.WFE 1

FLELZ2IRIE 49 BIIZ Kk L. TrueSeq
(lumina) K& O
HaloPlex Target Enrichment System

custom amplicon

(Agilent Technologies)(Z & ¥ A A& X341
BBBERE 2 REGE DI, =5y
ki —27 A (Illumina, Miseq) %17

4

7,

FTo 2 A O~T B ERB HNE

STIEBNT R LTl FRMNT & 2 Wi
VT ru—= T EITH I ETHENT
DA DG ERER LT,

7B ARITRIERFOMBEESD
K =G TITo 72,

£ 1: AB8InT
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SLC22A5 10  Primary carnitine

deficiency
CPTIA 19 CPT I deficiency
CPT2 5 CPT II deficiency
SLC25A20 9 CACT deficiency
ACADVL 20 VLCAD

deficiency

ACADM 12
ACADS 10

MCAD deficiency
SCAD deficiency

HADHA 20 LCHAD, MTP
deficiency

HADHB 16 MTP, LCKAT
deficiency

HADH 8 HAD deficiency

ETFA 12

ETFB 6  MAD deficiency
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b. V,~V@FEE DT EATINZEIIIAZ D & 5 (notcheed) T #2238 5 (LQT2, 270 A )
c. Y72 B WSTHE 7 DZICTI 23 BLiL %5 (late onset T wave) (LQT3, 22> H i)
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(BE¥R 10) BURPEA IR AT B D s -

Target ID LQTS Brugade CPVT|SQTS|PCCD| Af | VF |ARVC|Protein Current Locus Regions|
KCNQ1 1 2 O Kv7.1 Iks 11p7.1 18
KCNH2 2 8 1 O Kv11.1 Ikr 7935-36 16
SCN5A 3 1 O O O Nav1.5 Ina 3p21-p24 28
ANK2 4 Ankyrin 4q25-927 58
KCNE1 5 O MinK Iks 21922.1 1
KCNE2 6 O MiRP1 Ikr 21g22.1 1
KCNJ2 7 3 3 O O Kir2.1 Ik 17923 1
CACNAILC 8 3 4 O Ca-L channel leat 12p13.3 53
CAV3 9 Caveolin3 Ina 3p25 2
SCN4B 10 Na channel p4-subunit Ina 11923.3 5
AKAP9 11 Yotiao Iks 7921-922 52
SNTA1 12 Syntrophin-o1 Ina 20911.2 8
KCNJ5 13 Kir3.4 IK»ACh 2
CALM1 14 O Calmodulin 1 14g32.11 7
CALM2 15 Calmodulin 2 9
CALM3 O O Calmodulin 3 7
GPD1L 2 G3PD1L Ina 3p22.3 8
CACNB2 4 5 O Ca-L channel B2-subunit | g 10p12 20
SCN1B 5 O O Na channel B1-subunit leart 19913.1 5
KCNE3 6 MiRP2 lo/ls | 11913.4 1
SCN3B 7 O O Na channel 3-subunit Ina 11923.3 5
KCNJ8 9 O Kir6.1 IKATP 12p121 2
CACNA2D1 10 6 O Cava2s-1 leat 7921.1 42
RANGRF 11 MOG1 Ina 17p13.1 14
KCND3 13 O Kv1.5 B-subunit lyo 1p13.1 7
HCN4 14 HCN4 P 8
SLMAP 15 SLMAP Ina |3p21.2-p14.3
TRPM4 16 O TRPM4 NSCc. 25
SCN2B 17 O SCN2B Na,f2 4
KCNELL (KCNE5) O O O MiRP4 B-subunit lo Xp 1
RYR2 1 2 |Ryanodine receptor 2 1942.1-g43 | 111
CASQ2 2 Calsequestrin 2 1p13.3-pll 11
TRDN O Triadin 6022.31 49
GJA5 O O Gap junction prot connexin40 1
LMNA O Lamin A/C 17
SCN10A © | O Ina 27
CAMK2D O Ca/CALM-dependent PK2 4 23
DPP6 O Dipeptidyl peptidase-like Pr 29
DSC2 11 |Desmocollin-2 18012.1 18
DSG2 10 |Desmoglein-2 18g12.1 15
DSP 8  |Desmoplakin 6024 25
GJAL O Gap junction prot connexin43 1
JUP Naxos |Plakoglobin 17921 20
KCNAS5 O Kv11.1 licur 1
KCNE4 O 2
KCNIP2 O K+-channel interacting pr¢,  Ito 13
KCNJ3 O Ik channel subfamily J, member 3 3
KCNN2 O SK2 Keca 10
MYBPC3 Myosin-binding prot C 34
MYH6 a-Myosin heavy chain 14911.2-g12| 37
MYH7 B-Myosin heavy chain 14911.2-912| 38
NCS1 O? Neuronal Ca sensor prot 8
PKP2 9 |plakophilin-2 12g11 1
PLN Phospholamban 6022.1 4
SLC8A1 O Na-Ca exchanger 13
TCAP Telethonin 17912-g21.1 2
Abbreviation (1): LQTS, QT/EEJEFRT; Brugada, Brugadafie fE#¥;

CPV/T, catecholaminergic polymorphic ventricular tachycardia 77 273 7 % 2 JE M L= 51,

SQTS, QTEMERF; PCCD, progress cardiac conduction defect /T VE Llm =S, Af, L M;

VF, L2 #1#); ARVC, arrhythmogenic right ventricular cardiomyopathy &~ 2& kM4 == 0 IE
Abbreviaton (2): GSP, gamete-specific plus 1; GPD1L, Glycerol-3-phosphatede hydrogenase 1-like;

MOG1, multicopy suppressor of Gspldehydrogenese 1-like; NSCCa, Calcium activated Non-selective cation channel;

SLMAP, sarcolemmal membrane-associated protein; TRPM4, transient receptor potential melastatin protein number 4.
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