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T4 —% A -EBREEERE (OCR) EBITTHS,

)RR —r o —F AN ELFHERT

SFaVRYTROERIEZEZHTHY . FIRERERIES
BIEPRIAIZOCRDIREI TEIICEDZLEDHAZ LY, LHLIRF
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BELIDT OBNT D,
=1 HAOSL—TTERLEFEI Loy FY THEEREET

QRSLT Pt0250 ardiomyopathy Combined <lm Kohda M et al, PLOS Genet., 2016
Pt0860 Lethal IMD Combined 3d
NOUFBIT PO067 Lethal IMD Complex 0d Kohda M et al, PLOS Genet., 2016
MRPS23 Pt0276 Hypoglycemia Combined 1y6m Kohda M et al, PLOS Genet., 2016
KARS PtD459 Mitochondrial cytopathy Combined 9m Kohda M et al, PLOS Genet., 2016
co4d PtD113 Lethal IMD Combined 0d Brea-Calvo G et al, AJHG, 2015
GTPBF3 PtO751 gl Combined 1yOm Kopajtich R et al, AJHG. 2014
Combined

SLC25A26 Pt0185
PNPLAZ PtO712

0d Kishita Y et al, AJHG, 2015
1mlld Kohda M et al, PLOS Genet., 2016

TN Ptog27 0d Kohda M et al, PLOS Genet,, 2016
MECP2 Pt0053 11y Kohda et al, PLOS Genet., 2016
Pt0369 Iydm
HARS PtoGE7? 4d Kopajtich R, Murayama K et al, AJHG. 2016
ATAD3 Pt1324 0d Desai R et al, Brain, 2017
CIQBP (p32)  PtO273 0d Feichti RG et al. AJHG, 2018
TOPA Pt1719 10y t al, AJHG, 2018
PTCD3 Pt1047 0d Borna
Gene X Pt1753 Infant (alive at 24 y) i @ eta press
IMD: Infantile mitochondrial disorder  (~Apr 2019)
1)ATAD3

ATAD3 (ATPase family AAA domain-containing protein 3) &
EFIE. BEDEYMTIEIDDATHSH., AETIE
ATAD3C, ATAD3B, ATAD3A DIBIZA T LIZ3DEMN>THE
T 5, CORRGEREQD—MBIBOMETIIEE DO RIEK
=Y —NHTIELIELIZEE# T, ATADIRE BIZE
LT=SNP7 LA BT HAEHOESILIZKYEREEZR R TE
T=o BEHIRE/NIMIE RS BREE D EGHIZEBE R DARRICE
LNT . ATAD3BINDATADIANINF TD R R EMHFDHoT=,
E51HITIE. BADTLILIZATAD3CHIHATAD3B, {th F D7
L JLIZATAD3BMBATADSANINT TO KRR EMN R DM o=
M. COEHIT/MNERE . K SR TEESBEARAE
DINE ThH-oT=, BEHRJMESF M TIE, aLRTA—)L
DRBEBEEIZZSFOVFR) 7ONADOREREEZE D=, KL
FOHRFIF VR ZDNADORREIZAL ATA—LANEL
BELTWAZE, E5(2aLRTA—/LBEHIZATAD3IANEL
BELTWAZLERET S, aALRATA—/LRBIESF VR
D7HREERED _ENEENSE LRSS JUHEEMSE
ROBERELBZENTEREINT -,

2)m.13094T>C (MT-ND5)

MT-ND5IZ#F+%m.13094T>CZ £ (X LLFT I Z Leigh i fE 0D 3451
THESN TV D, FEEDRATHSEFEBDHLN T
Thvotz, SEIDHARMERIR—FAZE T, 13FK F204l
DEEKRBELANDBIEEF YT —ZRELN. BIE
KE 206105 TIZFHTELTEY . EEEHIETHN
107 T. EEF(I5m4N A~37FBETTH o=, 9IA DS Leighfii
fiE. 1LADMELAS, 1A ASLHON (Leber hereditary optic
neuropathy)Z#RIEL THY ., BB FA—N—FVTEER
BOE—DOMBERDHAHTHT=, ShaV R 7RI EHEE
FRIEH X ERIETL06F5H TIEE THO1=, 6RR TR
REGEHERTE. B -HENOZEEMRREICILRE
DIEED2ENHY . MR THOEEMFBIRENLLER DT
LFEBLTUM =, LLELY | FBHEEREFEVIFMUR) T
REEIERITIFMAVR)TELGFEREEND—DELT. 5
[Em.13094T>C (MT-ND5)ZEEELMZ 5B HREINS (2D
X RICAZTEIXZMITOMAP confirmed £7453)

3. AEICOVWTORADEERE
SPaVRUTROIBAARETG —RUICEERE
BRUSPaVRYTREFIDAVTIVEEFERL T LI

%, ZNFETIZMELAS (mitochondrial encephalomyopathy,
lactic acidosis, and stroke-like episodes) Z— &R & & (FEIR) [
I HABEDRAENITHNTLSS., N NEXHERE
THYIERBEEICIIRYEBTOVEVNOLTRRTHoT-. TD
T, tRNALUVRISBED B E (T K YIEZ 53243 FE %D
MELASE IR ET DAV U FTBENS F2HITEKRITHE
S=CEITFRBSLULY, tRNALUVURNTE B ZE<F=D 21 1P
LERBE FROENDET, RBEEFEO>EFICHL
TADNUDREFBAENETNERITEIzHEEIND,

BRI5-7I/LITYUEE(5-ALA) ST UBEE—8F I
LlZoWTAhLEN S, 5-72/LT U BRIE R IEEWICHETE
THEARRNYET,. FREDEHELEL THHINLDORIEEY)
BTHY., $hEfEETHETANLIZEDS, SN LIRESN
1= 5-ALA [ENER CTHE AR ST 5-ALA LRI R R AW
Y, ZREMIIANLOER SN, FREESAOEREREL
%, EBIZ[5-ALA+ BT S ICEY ALEFTEMS SR
WViEHS-BREEZ LRESESHIE BTLESMVR) 7H#EE
FRETED L ATPEAFENSE S5 ENERTEREREY
IZBWCREhT=, BERIXIFaVRY 7iREE RS
A TH5-ALA+ 8115 5 &Y REKRGFEIZFER SN - 111V
DiEHEEEWELCATPEAZFEICIEMIE 5 L5
BLTWS, SHISANLDDEBEDIETOFAFFTULT
HBHEYILELTHY. A EEBRFEEICETIESS
EREERASNTLNS,

[5-ALA+8%1#% 5 (X, Phase | £Phase IIZEWNTEF DR LM
EERRMISEIRASN . IR ENMEHERT 50D
Phase IIFAERNIREHEITH TH S, CNETHRHERELLE
Mo=2RaV R TRICHO TREABENTZ S L5125
LD LERBICHGFTE. SEOERNFHFND,
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BhYIc

LU ERER— o —ERAWN S,V R TRRERER
FORFOBITIKREFRALI=A., COAETHRREIFEEE
EFDRONDHERILL0-50%(CBEL N, SEIT. &5/
LARFT DM, mRNABZAT (OUTRIDERZE) . proteomicsfZ T+
HAL. COZHERE LIFTUKIENRODND, BT
CERAVRYTIRIEMIDNAREICEDED . THEHhERRE
ETRLDONFEAETHREDRHEIHY. TFIDZH=
BOELA I OBERNRRV -, BEFRITEDESICHF
WEINBEAREDSIFM VR TRORELSZEGTFEE
THHAIEN D> TE M, RAIXIFIF100% B REERTDHE
SNF=MIDNAREERELEZDMNI/ANRAEERTHDHELIR
LS. FTFTHOELANESARIZAMN>TLNEDIE
EFLW, FAD/NREGA . RUVEEOREVVRBEEET
HAHIraUR)TRRICHKEL . RRE - fRREAEER. ZLTENIC
B<HIRABEEZDRARICEDLDIAEENLIATHEZ N
BHILEEFHFL. KBOFHBFUELZLY,

FHEBEREHIC

<BRERRBEEFSEMEEZIZELT>
BIRXFEFE/NEE LEEE

COEF, TR30CFEEBAEXRKHMERFZIEMEZTE
EFEARERARIIFLET . FREER. . BEZEDELERZE
188, CHREBEB-FREDEEAICEMEILBLLEFE
Yo T FRICERZTEIREZIRBEL TV LV EER
RFPRBEOFRERO. AREYHR—ILTTFEHREYT
DEKRICLFEHBLETFES,

ZEOXNREGH-MRREILEHBEAHEREDRRE
BASRRICE T HRETITY IS A T4T5—k(BEZ)
DIEBEAHMEEREICIT AU MEZin vitroTRLIZCE
(Efficacy of bezafibrate on fibroblasts of glutaric acidemia type
Il patients evaluated using an in vitro probe acylcarnitine
assay. Brain Dev. 2017) &, B ARERN TOHBEZDBERFER 3R
& L= & (Open-label clinical trial of bezafibrate treatment in
patients with fatty acid oxidation disorders in Japan. Mol
Genet Metab Rep. 2018) Z&FfiL TIELM =3 D EEZATLVE
9, BEZIXTT R SR MIE D ERETT A, 2000FKIZA>
<.

PPAR(RILAF I —LIEFEEHEZRIR)ENLT. LD
BB BEREZZET LI EARESINEL -, IEIHEER
HEBEIIEERELEDAEFTIREA DL THERENLL
128 BEZICKELRHFENE LY D OH A, LM XKL
HOMRICREHEAANELIZ, 2010FERKDZETT,

LpE, ILOLEMNSITCAH A VL DB N EEZ DD
ERHONT, VIVETHHTILRWNKRREN S, HT H 24 H
BIZTILEIVEEME2R (GA2) DB IRIZBEZZH AR TN T
BE5TAERMEICEDYEL, CORBRIIBLALEKT
ARZ5EZIT, BEZIR 5 RICEIMICB ROFIRMNBLAZ-TL
(CEIZRRBLELz, TNERBFICN (BRFEOEN ST IL)
HDIFTR. GA2JIZDWVTEZIZHEEL =2 &DViS, BEZEGA2
MNELAT) o TaoTENE LTz, SPOCGATIEDS AT
D—HE3ERBEBEGYELz, COEFBARIFLOLE
BEAFERINELE-A(MGM, 2012) . COFEIESTLRT
KUK ETEEZEDOEET, CORBLALZTNIL, KERD
EEBRIAERKRBOMBEGT T TGN =EBSE BE
SAEDHEWNOHRERIBDOAIIVTIZHREBLI-NTT,

ZFDHE. invitroTIEBEZD AN ML R TE-DTT M, 5%
BRENACERNABRBROBERIIFLOLDEDTEHYELATL
2o TOEHELT, HEOREEHOAEZFTETMER(C
Li=t=8IZ, FHEMNEREICTEL I -ZENEZLONET,
f=12. REIIBEZDEEIRIBMEIZDONWTIEELZRBAL R A
2. BH BBIIBEZICR TSN HPPARTI =X M. IEIAER
RFEBEDARBEDHELT IRIEEOBEEL-EIEES
MEIZK>TEIFRISNIBRERDABRICHFTELIDOTIE
BOMNERB>TUWET . FREDEEFICIES I EHETIHE
DIFEEELLBRBELELET,

RRIZGEYFELEZA. WOLBRBICHEELTTISILOFER
St RANIARRIE. IMRBABRE A (C(T SR THRCESH
BLETFET,

<2018 JCRFSARITI—FEZELT>
BAXEZXREREGRZHRE DMNREZEE
BFR E

COEE., FR30EFEICRMNANILTT—REZESETL
FREERICHYNESTENET , FAIK. TEarly liver
transplantation in neonatal-onset and moderate urea cycle
disorders may lead to normal neurodevelopment. | 7R X% —
RRIBTWEEELE, CORRKRDARIL, J Inherit
Metab Dis. 2012; 35: 777-785. THRRLELIZIRFEYIIILE
BEODLEREDHFMNETILOT. HERREDE
NENDORRYMVIWEEEDEEEESL. SOICHFE
WL=T I —TELERBRET IL—TOREM - REREDFE
FHBRELIZEDTY . ZLT. REFAMVILEEEICH
(FTORBEDOVEDDHEIGEHST-ITIRBLELT-, COH
BETEFEN1772DRFYAVILEEEDBERDIBA2
AN HEEZ T TLVELT=, Carbamoyl - phosphate
synthetase 1R $84E &Arginosuccinate lyase RIBJE (L. (F&A
ENFERRECRERORSLFT7OEZTIREM
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360uMEL ETHoI=1=8 . EE TR -HREFKZEDF &I
E | VEER TLT=, Ornithine transcarbamylase X8 4E . 45
EXEREDLZREIE, REYVAIIWEFBIED B TIXRERAE
ThY. - HREEODTRIIRN2=-DOTIT A,
DHTLLERVRHAFESRESATOSIHITTIEHYFEE
ATLIz, BRIZBITARFzYVAVIVEEEDIFZHEL.
REBORESMIP7UEZTREIZETIHIThhThVE
FAN. CNFETOEDORETIE. REFORS LT T
VEZTIRED00uUMERBZ DRFT AV ILEEEDIEH]
. FNETEETHYFIDTEREDEENES7UE
—T7MEZERE . SO MBREDEBILEHCI-OIZHAT
BHEEZTIESNBRWNEWNSHFERTLIz, SBITESE O
DWETIF., BREBFORSMPT7UEZTEEH300~
360UMEKFE TN ATELFHERREDRIFT(VILEE
EDEFCFRBOFBIEICE>TEELMRRELE
BCELHTEEMNBNIEERERLEL CORBIE. F
f-Metab Brain Dis. 2018 Oct;33(5):1517-1523. [ZEUL\TLER
E£FBIENTEELE,

SSIEMDS ML, 2EB TL=, 1EBIX, 2016 FEMHO—<
MSSIEM T, 2018F MSSIEMIEZF) v D7 TR DEETL
=T, BEDESR EMEEICiN T, IEEICELIVRER
#LEL = EEFT7TAR(TFTFHFA)DTOTRIRATEE
ERRKZORMBIBLEEE., XETHIEAKFEDR
ARFEEERIZTITRIRE— IS E T ZEFEL
e EDLIZHB/NIVT /o BERFETLDLEIZEHINTE
T 2=DIEVWNEWNHIZHEYEL, FAL. BT EXE
WSEBENNEEDIANLKRIFETT , TALDELE
ZOMEE=5 (O XER L) NF) v B (Y oFa
7)) TREBET->TWAT—)LRERLELERERY
LHFT. REII—FBED LOEREFOTVSRHENST
T WELEBERMBETEEWNIEAZDEEDAVTL
t=o ZDEBEIZHEINTWSBEMNESICTITRIRT
REELI-ARE—HRTL-OT. FhEELERLTEXIC
HoTH O TWWARDITHEN, INEEZS-CADBRELH
ERHSZENTE, ERICEEBMNL-EELBETL,

REIZ.ZOLSTBEBNDERIZSM-RROEESESZ
TEZEVWELEERRBERZROEEFITEBIALLE
FET, BIZHYNESTENVELz, ZLT. SR BEGK-
RR-BEEREICLTHEEL TV EET, SHhEBLTH

SSIEM 2018 D RIHFTH R IR

|
14

i xrrsime
T7HAaRYRT

. =maiEBs
a4

<BEFREXRKREHRERERIRMNARLTZI—FEZRELT>
ENREERFR 2R R - EFIR
Hig B&E—

CDEIE.RZAHBICRFSNIILTI—REZETEHIENT
T HAARKBEEFZROELEAITLHISELELLE
LEIFET, 2018594 NS7E DM, 7T Th#ESN
T=ICIEM2018[Z# VT, IDetermination of the enzyme
activities of ID2S, GALN and ARSB using LC-MS/MS 1 &RBLT=7R
RAA—HREIE TN LEEL-OTHHRERLLEFET,
2002EE(IZFIILEF 2 DDr N Chamoles(FEz 1& B M (Dried
blood spot, DBS) CoAYVY —LRDRRERNLEMNLTTE
THHIZEEFREL TR, KFEIIHARZELARILIZEITS
BRERZEICIRELISASINTOWET, SHICHRETIE. 2D
BRAREMICRETAHMREEN—RIZ2004FENSKETI Y
k2 KZ D Michael GelbZE IR M BHFRZHEH TLVHLC-MS/MSE
AUWEEBREHAEEICEIENEF > TULET, FAIX
2015F KV B B—TLC-MS/MSER WS AR FXIZ LD
RREZEODRFEICHREBLTEY. ChETITROARKFE P LD
EREIRGEXE THAERRY) —— VI g EE LGS
EEREEDH. AV —LRTHOTREENFETHEE
FRECFOBREHIEEERELTEEL .
MERRI)—=UTIZHITHEEERED—T7,2017/9
APHL (Za—7#1>X)IZT, & Michael H GelbZE 4 H,
Enzo Ranieri 5£4., . £3&,
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FETIXEFDORRZ—RHRUSNZ, 54V —LIKE

EOHFERRD)—ZFZEEEDELY, Dr E Ranieri (7T

L—K.#A—XF317).DrHY Lin(&&) . R Desnicke 4
CKE) Z0fh. 2HOEEREXRETELRRENERETLEL
- (GelbRXEXZRAD=-OFSMEDZETLI) . 8.
FEOERIZZ2a—I—IMOFHERRY)—=0T D
BAXFEE (Wasserstein MP et al Genet Med 2019
Mar;21(3):631-640) SN THY . AFED D DX THDH=2—
A—MT, TIIVHRTA)HANIZZUIDUADP.A7I9TD &
5T . BETEZUGLANIVSA+919G>A, HAR ANIZH3%HE
HENBGAADDP.G5765IHEDEERMNEH R OM>TLVST
LRE  EBRANTEY EN>TEYEL-. &. BETH
BIEICRRIRT AEEEIC. MO TEEZERIZSMLTEHRD
;I-il:NJ\ REMDERICMNDIKRUSEERLIZRET

COEIF. BEELGRROBEEFEA TV ZEFELEZ E
AR BEERMEL A—BERREMRIEHNE BLUEZE
HICRERHBALEFET, £ KRELGYFELEA, EH
LB, HEZERIEL TS TV KEDGelb BB (ZH RS
BLETFFET,

WERRADV-ZTIIEII53EEF O~ I7, 2017/9
APHL  (Za—-a7U 22 IZT. &, Michael H Gelb %X,
b, Enzo Ranieri &%, 5. HHE,

<EFESRENEZELT>
NBERASE HTREESRE AREIE

COE. FORBARERRBEEFE R (20185118 -
IR [CHEELCEFESFTEFEEZTRER MV -LEL
EEE - EEE LV EEELEE A BRERKHE
EFEROBERICIEKRERBBL LIFET, BIZ, 20194
ABIZKELT7RLIZTHMELEZKEAXRKHESE
EX(SIMD) IZTOEDREDHESE M ZEELIZTL.
HICHYMNESTTNEL,

S EDSIMDMDAnnual MeetinglEHEEIZELITLV =&Y
HEAKECT, 6008 (FEDSME . 150ELVRRA2—F
EHAHYEL-, OBERRIZ20HETLEAENLIERIC
LRNILDOEWLRETLT-,

MDORERIE. BRLALESIAVYV —LRDRELXIRET 51
DICETIIHEEB L THETET HELVSNBT. ZD
BIHEROD—DELT. AV — LR THEIND A —
FI7O—DEBIIEREVANZALL—HTITENIE
#RLEL-, BREZICIFIOANFEOHEEICHENT
BREEOIZESN, SIMDIESAVY —LITHFELIZ-2ET
FEWNEDOD . WO TREDEXRKBEEZLHO>TLVD
HEADEFR—avDESERELEL-.

DT RILRZERIEDOHO=BEETDANILE 2 —(FFBHOH
BETLIz ISIMDI LD FELT—RICS ML T
SOTREARARZD M ABEEZIILHELT, HI—HEL
TWEWREXREE . AT EICIERESH
SEICHRYBRBELNLET . FAYEBREYRSTHLIE—
ELENHEM DT, SEALRYIZESZHT-
DE BESIEAFOSEFRLTRIL-IYF—IXMDHIR
BEFSHELI-ERDAAZIVTDOTRILEWNSIET,
FIZE-THREICHEDREBRYELT=,

ARETIM.6AITNBERKZDNS FELERZHE
DERHBBEEGTHEELYFELE, FRLRIZS
FTHAERKRHEEERICECTCHEW:=NTFTHY
FI. SEMMNEFEFEEEZEH T H5DIESEEBE T,
FWHMIZITFEEFEITHAIOTTIN(E) ., Chhnld“E
[Z"EBNEEFDIREISEBEL, 2RICERLLTSYT
WERWET . BAEXRRBEBEZRICIISHRELTE
BBYVET &I, ESTLALLBRELELLEITET,

COEIEHIZHYMNESTEVELT=,

£
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EfRFRRX RS

<SIMDS hn¥Rr e >
RRAXFEXERNMNEHESET FROE

201944 A6~9 HIZAKEWashington ) Bellevuemi[Zd LY
T. SIMD(Society for Inherited Metabolic Disorders) 415t
Annual Meeting B S 7=, Bellevue i [XWashington il
SeattleMIDIAKBIZFEL , TT4—- /A7 —#PITIR
RTFAT T IW—THER#ZELTS, SEDSIMDT
[&. Challenges in Organ Transplantation for IEMs,
Diagnosis of IEMs: Complementary Use of Genomics and
Metabolomics. Improving Patient Care in the 21st Century
BENT—TELTHRDN., FHRDBRIZOVTHELD
FERNEENT=, Ff=. ISIMD Young Investigator award
winner for best presentation at 2018 JSIMD meeting&L
T NBEMRZEORKKRZEFLRLED. Understanding
Pathomechanisms of Lysosomal Storage Disorders with
Cellular Models Using Genome-Editing Technology& ;& RE
THERIN, REDOEXRKBMEREOHAREICLDE
EMEEShTLV =, 2 A ®WorldSymposiumIZ§HIT55404Y
V—LROAELDEH D THIE-EYELTNSILED
ENREMN 1=,

<BUESTUTA)ARRKBRE -FERRI)—=2
TERPNRE, SNRE>

BHERXZEFH/NMNERE FEEH®
HAERRBEERZSLEOXTREEIZEY. X

Congress of Latinamerican Society of Inborn Errors of
Metabolism and Newborn Screening [ZSN&E TL\-1=F
FLI-OT. ZTOCHEZSETCHEEFT . COERIE
SLEIMPN (Sociedad Latinoamericana de Errores Innatos del
Metabolismo y Pesquisa Neonatal; Latin American Society
for Inborn Errors of Metabolism and Neonatal Screening) A%

BERETHF

4T, RNEILProf. Jose AbdenurZ£EEIZ, PILEVF
V. IT/RTALARATSA1R2BMB15BIZHh=> TRIMES
NELIZ, COERIIZFDEIRTEY AT OLURED S
BAROELRMLEY, ERKBEEELHERIRRY
==V OmAFIZONWTHRIFTI2FEREE>THYE
T BMEBIE. TILELFUONLMDIMEEFELDH, TP
JL1284% . OAVE 7814 A X374 F36H. VLY
TA16%%, 517904 . BEHIT292EDRLAH DL
TOETEN279FB(OE A RKBEE 12, TRRY
J—=2J12 RRA— ERRHRE181, YRR —
Z2G74) L B RKRETIA—HTF I XEInzEs
TlLize RBIFTT/ATALATHLEHSESEAD
RAYARITYTIZHAEILLRTILADIAL T LAY
A4—T. OBERAOR—IL2£1§% L, Parallel session Tl
ARARBEEEEEIRRY)—Z VT EEERRIGICH
[FTTITIEIEESNTLWELz, EERBTADSMEE
HZBGRRA—RIGLBHBELTEY . ERHANIRGE
HoTHBYELIz, EEBIIARAVETIT A, RREI—DH
FRFEFEBTHERSATEYELZL, DETIEAS
HELEEECTREBORBRIRNASTHY. 185 H
LDAFREELTAVNERELIZZIILDEL17H£EXK
ELZ(BREELLTOTHBIEFA14) . Plenary sessionT
[XFEAENEETORRTLIz ARIVEBTOHER.
Bt REBEBERNARERAL—ITHEERMYPTL AR
HEKT EMTEELT =, Fhtparallel session DUltra rare
disorderséL NSty ar TEYID U RBIEBEDEET
5&5MMEDMY . 300 DEEEESE T FZEFEL C
Dty a Tl E B IEEIZ DLV TMassachusetts
General Hospital D Dr. Eichlerd, BB TEE S RIEE(ZDLVT
University College London M Prof. Clayton A i&ESNEL
BZANEFZFDORDT4+F—OHRAB AL —ESETL
REERREEDHELTEEL,

HI2Z2BEOTRISLESRLLETH. EXAHE
HRARY) =T OMRBFELZIRICHI=2AED
iﬁiﬁ?ﬁ“ﬁés ABELTHEARZEmAWVLDELG>THEYEL
BRI FELDIAVMN—N—TITH =D T A,
BEDRPENMNETENVRAASTIAT THAELE
BEVWISSIEMETIESELADIEMNALNFELIZ, LK
DHHDBEHLOTUOEEZELIZECAT, FIEDEEAMN
AT=UIZ LAV AL LEYIZEHRBALTEYELZ (ARS
VBT OMBEEL), ES5B. [ShLEERRT VR
UTARNEFTWET IEVWSIET. SMEMETREAST Y
ARTEELELBEENTHHEZL TEBRTEROKLS. &
WSZ&ETLEz, BATHIZDLLEERIMASH T & 8.
LWV, ATLEID  EEDARTH., REFT:EENIZY
HLHTIAVEFTEDEENERLIZYLT, 204H<5
WORFHTATIZHET, TCedH. RDETILY ! 1EWS
BATEEMNEFEY. BEARTDSTURIVATESA
BYETELSKRIVRARENMBYLITONELT, LIESL
BoCRISEMNHEL ThE T HMMNMIZEEIEND
ETRIFH N ITTIEROMIEZ T 1EWV>-EAICH
DFEFENEDLY  FUREEHL>TELESARYET . &
LWSEETLE,
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EIAEMOERERE T, £HBLTES b THR<EE
THAERTLHEBNETA, COMBLDT VRIS . . . ,
ENYEVNSHEFCHARESTLELET, RICE 12 T/ 74010 T A LERZREICEHBEMEE
HEEFRABTRTERBELLL VA DHA—=/NLDBTIL (Support by Sanofi Genzyme)
EUFUAVTEEAESTUTA)IDBR LR E R AR
HTWW=EEFEL,

201 7TEDY AT v RAATHICIEMIZCHESN=H4HD
BRIZBVDEBVETA. ZILELFUREIIIGELS BE . oS4 B A
12550, SHLEHT, DREBEENLITITILIAD e LTI IRRI RS
12D TS5/ O DL OEEHIDRYME T, BED 12857 : = e
DI AL THOEFS0 CEIFET HELD. HITD KOG E)
TEYEEEL LHL. ZEXREBOFETEEMNSRT
JLANES T EE  BH8EICRIBE LR TILIET CFIvy
AUSEHTHLABELEBINTEY., HOIEEHTHL
#MERTICRERLACENTEELz. RO EEAZIILHEE
DEEFELBEDEITHEN, REEEGTRBEIETULV:
ElFEL-. FEEDProf. Jose AbdenurlZIARENDFEHETD
FERRBEEZSICBHEBLWV=EF5EBLTWVET, §H
LELHBRICHANNDIDEELAILTEYET, mERS

REDARELII/NFTITHIESNDEDETT /3 F7
DIFSHHERIZTESI DL OT LD TIEGELMERL
i'a'o %‘fﬁ-’&:0)J:5fd?§5ﬁf)§5|577<<$ﬁ<C&’EJEE’J'C?SUi'?'o :J._XIJQ_VOLG (2019)0)%%?':%1': l,)s :‘Eﬁ[*{%‘]’ﬁ%

FLEEHRDOYMNESCEWVEL-. BERHLESDIED.
REELSDOHE. I F—DERICMZ . FEFHTIETE
EHPEELAEESRELI-NAREG-EBNVET, B
[ZIEDKYBELBLEITFET,
SHMTELZDZ - TCoa—ALEA—ERZEHEYSSET
BEFEL-, YFEEDEEEAFTTEEMESELTIIRE
FAOFICELIE/NRRBARSELTHZEL. BBFISIFIC
BN E27RBARERRBEEFERLLGY ., FRETTEIC
[EERERENEHTHESATEYET . SESHT
Y ; FENFEeIM AR I B THRESETCEEET . RLESR
\» DARELTETN, RELEZEZRELTEREANDESCEHE
72 BUENSS AIRES

Dr. Boem Hee Lee (Department of Pediatrics, Medical
Genetics Center, Asan Medical Children’s Hospital, Seul,
Korea)

LoMYERLEWEBWET . EHRDISMELFHFLLT
BYFET,
LHREER B B.FU £

HERODILEER
EhVSEEDDr. Achenone, Dr. Euchler, &, Prof.Clayton, EEEMDr. Larovere

m f“% 1}
=Y

:\,
2 MENS AES
= S

‘.
R AW

¥ EDProf. Jose Abdenuré”
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B#RlER REEBEE~NDEEX

RABRE

AITRE

FEDEINSSLPSENENSTEMMEL SN TLY
FI. LML COERDEBIRMNSDEMRO B HEIC
B, A RRBEEZSDOMEZEDHBOADA—ILE
FEOITON, AYIZOS2Le5RNAERENS BN
EoTEET,

$H(20185%)7H14H. BAEXRKHEEFES S
F—0D1=H. BIRYTRIIETETCWZE, BxRBE
FHERLTWEL KRAICEENEVHLERITHAL
TIRBEMO>TWEL=D ., FENZFDHENREKIZHD
ElF. BBELTOWERBATLE, FOBIZEEERHLE
A—I)LTHIF. TBERITEONTEMN2=TY,, 1EEL
TWWET K13,

ZF0#HE. BROBEFENZ TS AFILTOVEEIMED
HERESETWEWY  ASOF—RMEVEOER
[ZEESH 59 b—R MLE DB L F 32 B O R IE U E D X
ZSE TV =Y 10BNV ET, FAEDA—ILD X
YeYlgkE, BRZBDA—) ) AMZHLIEBRIZIRTE
SN, TRITEONF-EEC TNV =D TIT A, SoLEES
NTW=DTT 1, TH, LEITEICEZRLITLSS
LelvELT=,

CRADEERYIA>-DIL1EH AT, 2017FED LXK
REEEZEEIFT—OERITLIz, EICTKIZETH
FTVEDEBITITKWNED (ERRBEEEA—/\—
Ea—)1EWSEEESELLELEA., BAELFHAN
SF—OBEEHO>TLEN., IAHAREBETRERRLI-DTY,
&6, BRALELINERILESICEZTNWDARE, Bo&.
SOSWSHEIEASIRAD &L, STHARALLE., MiRIZHDS
BIRE, BRIZEST. REDKRDYICEFICESNTE
D, ETHELVEBBITLE, 5T B9%#E->THk
ENFEINTNDISIBFRBELEETL:,

FOLMYFET L 2011 FEDEL DI, KD ERAK
HEEEODERDEOIZ, KELTDIZHE>THIBE
ERELYHL . LBEISKIFTIONEAZRICEET
TEo-DIHNRECEZTEYET . HhOBDIRAELEE
(FAEEBET. BICERICELRAIEEZFELTEINT
WELT IRAREELLLTIEH DB TFEY TN A -
=TL&S,

FFI oL, REDEEEHLTLELL, BYITLTW
Fliz MBLIBMELERBEITANLGODIZ, LI
RALTIEE, RHITEETL=. BEWIHEKL-YHEE
ENtY, ELoMEVNSERD R T HANEHIO-TY
L. B ELVSIYELEBFZEEAN TV ELHYFELL,
A—=F—ZBHTOT, 10F U LLRINLDRELD LY
EVERDTOT. AHIZHYNESTETVELELSR
b T—MICRYFEL =, ETIKRYGRAZRNE
LTz ENIEFEVHYFEE A LOHL. RFICH=55%
HEDBWHAEZASERFHYERA, FEDEIIZ, &
AERETHO>TH BIZRVTEETOELERNETY,
AEIZHYMNESTENVELT,

2018 EfERDMKHEAAIZT
EIRBEEEMEL A—RE2ENS EA &

S4ERT (20134F) DFIm| A AR RKNRBEEFEESEIF—I2T
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