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£oT, BMOETEIMZIBICEEEEZEIVNOA—ILTEEHNHFETH D, BREFPIDEBIROTZER
2 ERERANOMEREIC KZERMS >HBOEOICBRENLRTZEEZSND, BEROMEENRIAGICHL
BI 30 TELUYILK. BRELRLDBEBELHRN. KBESNIELDZEHNHETH D,

BEHEBOR—NT0 Vi (FHLESFE) (. BEERNOHENEREAROREMFEELDEEZI SN
TW3, ZXHREBINELUE2HBEHICEL D2 EDS W, PREBICIE. COBEBOEERECEERN
DORIEEFEEE FREEOMEXRBIGAELTE D, BEEMEREDH 2FOEENHREMERE X - DR
LICEWMBRD D Do —A. $15%DSWSHITIFEEMEEZRDE WV, DK S RHIOEENEMBEME
FESEIR L AISREEIC Z WMERM H D Z ENREThTWD,
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AR I B RE IC X 3 DIRERIRBEEIE A<, BRRNICHBE L B2 TAD AT T DXIERBRENEE
B3, MTADARICTRENMDH SN ZHHKE0%H D, FBlICERBINZBETH D, LHULENS,
M TADARICTRENMIF S NAWFIICTE U TIRTADNAARRENEZEB I NS, EANICTADLAES
FREMEETOREICH D). MEEFUNFROY -y S THB, TAHLAFREEINZZZETH
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EERIIEHNEBNTHD., ZOARICIEHOTBEZEZER U CBRNLGERVRTIABEVWShZ I EHH
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BAEIC IESBREIC L IRRIAERE ARBEN D 20, EDEDEUTVWAHITRERETETH D,
AEMRNZ UV,

BEOR—N70 V3 EHLESFE) IR0 TE. L——aErELShTW\WS, FOE8ED L —
Y—BEET AN, BHROERICIIMRERDZEINTWDS, HEICHIEZ L —f—BBENEET
e, REBREME. FEARNEMESRA#KEZ U CRESTEEZHED CENEEL L,
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TANARENFHINORINGEENDETH D, BEDLDETEEH B EHMEREEIIHNB0%ICES
N BEQOIAY MNO—IILABRNESRZHEREEEZSH 5T /6. THHNBREENEELIN S, BEPE
BEROSHOEEINTED. FRECEEEETZE T 2BRICIEFHERBLNELEL & OEENBET
HB. BRAEBICTHULTHEHINERRNEDZREZZT. BGNEOEE, RHORBENAI & DETOEE
E#XB, EEAR— K71 VBRIEBVERBENADBEDRICH I Z2RFRTFTCHZH. BHICEMEDEZE
EZFADNEELL,

g BE - RBE

REOERAEZRT ZENH 5. ABRICKDREENERICHFI SN TVWBFICEWTHREBEREEODS T
ENRHD., BRESHEDBEELREI NS,
h.Ft&

TADAFEERBI BT TADAZEDRESIC K DHS0%DF THEINTIEETH %, BN SFELIC
NI TRIENBEUTL ZMERNHDEVWSITELHZH,. BRER > TWLWBEHIKEREZIREFELTWS
e, MTADAEDBELHILIFEEICT > ANEFRTLL,

TADARED DY MO—LERKERZEOREIIKANMEBEOBREMBMOES ICHET 2/, REME
EOLSEEMNTIEIEROARBEEA T >t ADNFRIEIBIFICBZERICH B, UHUEIS, FEIKIEER
ICEHIREIMEREZ S DFICH U T, TBRICREZIE T DFMAERFBEILINTLERL,

TAMAERBREREEZEBICEILTWSHITR. EEOREEFEET DI LB DH. RHOBEN
BENAZEBULANBL,.
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GNAQ BIFDEE
WO ATITY—->UTFOWThADBRICHETEZH I NS:
NHERELD A4, 2 RETIC AL #5388, 51T Bl #RH3ZH5E
2)A4, AL, Bl owghhziikzl,. EETFEREEZET 555,
Z DR

ARY ZU’?/AJ%E@%% WZFLAIRRDOMRIN M EE D EH % (FIFEFEICHE T 2, TIEABEKRICHRNY =
ULZEBAWCRICIXEENOERFNE G IBANREBT T2 OBRHEET S ENH D ERENRETH
%, £%65 ARETCOMRBRETRBEVLGRETHREE LU TCHRBEICEZIEN B D EENDETH S,
3D Susceptibility Weighted Imaging (SW) 8%\ AEE . BERNBEREBIROBEHICEN S,
FDG-PETTId. BICEBINUIASRB LD I ENH D, RIEBFOHA TR BIEEHB EERBORED
BT 2 EHREREBICEVWTHREINTED, TALAREOEEE#MZIEEL 115,

QEEENHR
BHREEILFIRS l’l‘ﬁih_a*a‘ﬁé (G40 TAh A1 DEESFHHERD. BLUBEEREZEEI
I 2 BEEXD BHIER - BEZSHIMERVT. ROVWITIMCEBTEEEETRET 2,

3) RE SAEIES

2EHE - btibtif&b\h%?ﬂii%ﬂk EERD, EREEZITDHIDICHET DI ENH D, £, TEIDRME
NRBET 2MEEGH D, ERICEUCIBENLEEL W, '

BHH  TADPAREICHE U TERTADARICLZBENE—ITBRIREIN D, REMEREH—EIRBEIK
DA TH D, DN ONMEBNDBRWEFI TIEIIMTANARDOYRERIPHFEESZ, BEBEEETADLATH
Blctdh. HILIREEVPLARFSEIL, TII75=ILAANSZ ENEBRNREIRELL S,

AU Y OERNENOETEZESERAREELHBLUSNDA, FREY YOFERKEO YT RER
LYo

BRE . FEIF CICRERRIR wbn%M#Tr?%O%m&aam CHEWTH. BETRIRINE MR EE
FHREL TWB e, MTANARDREPFIEICIFEEICHE U EANBERETH 3,

BEH I TANARICK > THERENDHI S NG WGITIE, BTHEICRESEENEL TLB3BBRIB D,
KIEHOEMHECBEMICH BTeH. TANAABIFERZERT 5. BEMEEN—RIRMERESEKE S
BENCK U TIFHEERBEBTITANEIS & 85, 1 AR TIT o I IRBERTIT O S AUBERIC T Bl & D B RE
ﬁE%:?ﬁ?étm5ﬂ%&D BHFERILEEND, BHEEN SV SN A AEE (SEE FEESE
[CEREIEETBHICTUTEZMERHTARWSNEZ EAH D, UHrUBHS, COSMIICKEE S
BI3HlCiE. NRBETCRFICREZINHFHERZHDONH D, BEELFMELDORENLETH S,

4) &R

DUEEICEHDEH D, MOMHRREERR & OFEINBETH B,
VHEETMEE(LIE © BEE R SRR, B EBRERR. BMOUTADAZEL %, REREOEHR. BIRELD
BRER— b7 VR EERN TR TH 5, RENREIIKERE. ERTHETHD. MRERASWSE
FEZR D,
CHRRBERES AT A7 oA LHCHEREEORERE ENEEREEZET 5. TAhAERIE
TBHIEHHBN. SWSKDRBEETH B,
37Uy - b/ ZEREE  EREOMEEEFHRES. —AROE - RPEBOERZEY %, SWS
EEHTBIEDH B,

5) BIEDREY IR

2013FICEENTIRIERE S REMEEER L DGNAQEGTFOE E#ﬁiénto$%®§%ﬁb®
RERCEVWTHEAKDOBGFENBREINTWVWS, INSOREFEBL S OEMABRERTCH D0, 2
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%, RERMRORERLICET I2EGCTFEIBOShNIE. REORIFICOGNZ BBk, 5%
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6) REBOREER - V>

BOEATADASEY Z 27 —FREBEFHMEZHORAL v b— ZRiEAREML. 2013
KEDEGREEEFVEREREBHOMBNAR: MRERAKRE ABXKEEZTRERZHEHIR BA
pE

HAMMERE - MBEFFE - U VNEE - Y UNEEES L OEEERRIC D WTOREM: ks =
VU FPVFERKE REREE BEEREZHETEF - IVREFT =& FX

HEIR—LAR—I (http://www.dicomcast.com/va/)

BEASA U OZ—BNAE

1) #IE
aEE

817 BUA (Enc37BURN) ICRETZ2EERTANAMERKET, B, EE. MEGEDOTRE
BITERAIE. IS IESTRILABWS A O—X X (erratic myoclonus) TIEUED. RLWTHEEA
FfE. BEPRE. EIPR. BEEIDNGR CZH S SEREMESRELITEND, KIc2FUIAIO-XX, &
niciEgicmERE. RINXL%ERT, BEidsuppression-burst/Vy —>%#RU. EIRRIC K DBEEICK
%, RIERFBMHTHE T, RIETFHR, REFREDICMOPTRETH O, FHTTERUAICTET L. £5461
HETERLED IR D,

b. &%

WBHTHETH D, MIUELAEOHIFAETIIMATD/NRETALADO.T1%-0. 17%tb\')§5(—7—75‘35%o
KW, RERDOOILHBHEBbNBH, 1988E~2014E X TIChHIEDREEL - H1HS - HE
DERINEHDE34BITHD. boeFmRLSICBbN 5,
c.RHA - FRAE

FEREF &L <> TWEW, BKTIEEX DRFEEE GEV g s Y Y ViiE. D-7UEY vEm
fE. AFILROVEEIE. AILNIILVY VEERBERICLSE7 VEZFIME. 704 VEIE. JEER
HREY R UREERE) NEVWEIhTWEH, DA ETIED R, EREEN DR,
bHIEO34%Tld. EREERCEEHIESL UTERHENHD196Tld, £RER 7 O—EAEEE. PEHO
FEREE. SFIEIE. BINE. BEERERMER. &26I. 7 hrikEs U v nfE. Schinzel-Giedion
FEIREES). DENDIEREE. Cutis marmorata telangiectatica congenita. ZRETMIEIREE (SWIRFEE) .
BEEELM - BEZNSINERSE. \BEFA - colpocephaly, ETHMARIRIL, ZERIMEMERILAE.
KliplThh, KHES Fat’J‘ch DUIHOBEEENZ W,

RIEFESH D, BREFDIEBENRONTVBEY, BEFEEIFIRR (SLC25A220ZFR) ULhy
BLTWLWRW, DI ETHIHHE L HHEFANTHETOVNDHL, EEFEEEDI>TVRWL, BETFEEE.
SLC25A22DZEM3H (2FIIEREA) . ErbB4. PIGA (Schinzel-GiedionfE{&E TEME) . AMT (3E
FhyEETY Y VIETEME) OZENGIT ORI >TWEDHTH S,
d.fER

FEAENERT 7 BUA (bAETIEI/ANERDBEMUA) IKIEUED. ERE - BEBESHICRESHh
BREBTEABZIA I O—X X (erratic myoclonus : R, ZEE. EEO/NSRUKDETHRED,
HEBENHSHOIBAICHEEIL, ES5ESTEHELEN., —R, BOBERKRELCERZS) TREL. KL
TR RIE. BEE. BITR. EELHR EEZ#S ZELRBARIEERT, erratic  myoclonus(&HEE
($2-3B~2-37 BTHEKT D, BICEEUIAIO-XR, BD3-4s AEICBERELPRET D R/INXLA
ERIIELH DD, ENTHD. K Tldsuppression-burst/Vy —VARE S 2N, EREFICEEICK
h. BREBOHDZEHH D, FIEHEBEWhypsarrhythmiaR EICER T2 EHHEIN—BHNTH D,

B U'suppression-burst/Ny —VICRD ., #r A~BERHRT %,

LHAED34FITIE. FFRERIE. RELRERLRSFZIRS & KEDFREITH Serratic myoclonus &

Bon20 - B - REORINGRER - INZHBEZ256], £EUFRIIBENERBE3M. TANAME
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EIFRI1FITH D, FICREFERPRETIE. TADAMEERIR®D14)% W Terratic myoclonus% R U
TWiz, FI%RFCerratic myoclonusZRUEHID S 5. HIE R/ LBWUEWEREZ., 35 (K
BREKICR U, 4fliderratic myoclonusZ&MSRU fzo #E@H I (Ferratic myoclonus’E i TR <,
2BUHDZVWEBEEDOREREEZRTEDONE L, VY-S D WIEBERO /XX Ldh B WIFEL
BERE., ENREESGZNEFNSFITORS SN,

FERBICTTIIRENZ LWL, HIBRRETELETEREDEENRDOESND I ENEL, £lcbhE
DEHNHD 22081 Tld, FHERKRIES. BRIBVIERIE2. BRIEKE - FEREBERL16I0H D HAERIIC
BN D BHH DRI o Te. BHESHFRKZFEIREMNDSENTVWEDL, HREERNSIFFREFFILEH D W
(FRITL. EEOEEE LGS,

e R

E% = VBGIKEFIEICESY X VBEAE T 2. ZNUATEBERRAREAEF R, BEOMTANA
EYRILEYVIBE (ACTHRE) « 7 hREERRENTH S, RHERELIERICHIBREZDRET
WETDHEDHE2MMBHTENTH S (3) DREICFHR) . erratic myoclonusldBUBRE~# s Bkl
HET DN, ERRERFERL. BRICBO TENT 5.

o7

2HIEED T ZLIRERBOEEOEEEZEREBDZDT, (FTWNADBRERITTEL, PR *
2. B - BEYR. F. BRER - 0. BAEENT 28BN EETH 5,
g.BE - RE

BRlR 6 DBV, 2ERERBOBRIIHETRORERICERL. Fzv I eHRETS,

h. %t
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EE. BANEZL MIEERL, DICTH %,

2) 2
HEBR~ERT H BUAORDME - BBH - RO EER - N IHFBEZZRUIBSICFerratic
myoclonusZ gL\, M DRGSR E THEEIRRF ICsuppression-burst/VY —Y IR T IHEICAEH TR < B,
EREBERET 2,
DZhnE 4
erratic myoclonus & ¥ Tsuppression-burst/N% —> & R$ I EHRET. 2T EI.
OER17BYUA (FnIC347 AMUA) ORE
QEERE: - BEER & IC RO NBFRATRAWAR I AU O0—X X (erratic myoclonus) THIE
QLR IR B EENFAE
@GR THEER, BRI ICsuppression-burst/VY —> EIRY, RICEERIEEIIZARWL,
OBEDIMTAMAREICES THA
DNEETHD. BBDSIFOREFHR. REFREOICWHTRRE, HMA 515,
QEEENE
FEFLMFE I 2 & FHR<. BRI D,
BEEOHMEEERD, BOEDDZ LIEE£ TEY, HEEFETIKBWIEILRTD ENBIZEET 2,

v v v v v W

3) RE ChEER

EY 2 VBBREENRE THZBEIIEY I VBEHENT M. ZNUNTIEBEMRBRESEIERL,
BEONMTADLAESACTHLEN TH D, RBHEBELIERICHDERITZTDRETHET 2565 H D,
nonketotic hyperglycinemialc s b > 8. dextromethorphan & ZEEH. topiramateh B -7z &
WSIRENR 16185 5, topiramateld REFREDIFICEETI T, 16IIEFIEEK. MIEHEHNB0%LL LR
B UTce DHED3ABI T, lidcainegE 36 (1FlidIc#&(ClidcaineT—7ICEH) (FREFEREZIH T
E. 5520|IZCBZH A THREDHITE /o ACTH, CZP, ZEBM TEDEZ1FIDJRENH > /A il
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