iE B 3 M & BT @

ZRES HEEESL

EHT 1 TEFI 2 R 3 EH 4 TEHF] 5
1. EFO NERERE) Z8F TaAL, ¢ ¢ ) ¢ ) ¢ ¢ )
5EBIZODNTNSNHERT D

0. BELOBERNDDEAITIE C ) C ) ¢ C ) ¢ )
() RIZXEIERDIT. BB
BRBHABTEREAT D

M. HEEE FHKOFMEF oy JEEIZO
RREEZZEOZ L

M v VEHE
(£IEEH Z&122,1,0 ITOHIE DT %)

FEF 1 HEF 2 EFI 3 fEF 4 | FEHIS

N EREEECHD, BETEELSLA, | 2,1,0102,1,0121,0(12 1,012 1,0

B FESE ABOEREREL WD 2,1,0412 1,02, 1,0}12,1,0] 2, 1,0

B FEE Z2HOTIDS. EFAOEERD 2,1,012, 1,012, 1,012 1,01] 2, 1,0
B L URF LB

B AREORR BREAEDERELZEROD 2,1,012 1,012 1,012 1,0] 2, 1,0
il BRUOAELED D

B 25 FEAOHAILED 2,1,0(21,012,1,0412,1,0] 2, 1,0
BHE GHEEB QG ZET) C ) ¢ ) ¢ ) ¢ ) ¢ )

M) NEEL TWAHE, BRNGNEND
EFEFAL, —Hz20&L£T 3

EE  HELOMESDNS HEFICDWTEEMIZ TRA T,

Azl 8
SEHER

IS

Em

-57-



iEBERNFEM )

(FEFINo. 1 ~No.15)

-58-

TEBRES FEfEE 4
LA PO F oy JEBIED
RAEEEZBREBROI &
SAFF v ZIEE , Nol 2 3 4 5
(BEB ZEICORNIICFyIEI DV & DI 5) yes no | yes no {yes no | ves no | yes no
B FESE BASEOFEREIERELV, O O/g g/ oo go1g o
B ERIZEEET. BRELLPT VM O Ootg oo oo o|1g o
‘no” WWFzyvZINEEERLT ¢ ) ¢ ) ) ¢ ) C )
B B (“no"d¥ 0:2:, 1114, 2:020) ‘
/NEHQD)
No6 7 8 9 10
ves no | yes no | ves no | ves no | yes no
B FEofE RABEOFEREEFZEL VLM, O Oo/g gotg ovg gorvg o
B SARIIREERT. BERELSTWM o oo oo g0 go|jg g
“‘no” IWF vl ENEEERT ¢ ) ¢ ) ¢ ) ¢ ) ¢ )
BA 5 ("no"0¥0:25, 1:14, 2:.0R)
INET(2)
Noll 12 13 14 15
yes no [ yes No | yes No | ves no | ves no
REISRE, AEOCHERAZEIZEL LM, O OO0 oo oo ojg g
SRR T, BRELLT WS O OoO/c oo oo oo o
‘no” ICFxz v EaNEEERLT ¢ ) ¢ ) ¢ ) ¢ ) ¢ )
BE O (‘no"dF 0:25, 1:14, 2:04)
/NEH(3)




EPIFH RS MRS
(2003 4E 5 AERL)

MR EEECAY . BHTERLS VLD
2] EfER<. BERENEBINTHNS. XESSNDDT N,

1] [2]celojcemngs

(0] BBEAEIEBEIN TV, XENHH DI,

WEHSE., BEOEREIEL D
INBERERER. BRFoMEE. AREEHEBE. NER¥4LSEEE. Stedman
BEICHI>TWAD, ERTANA¥EDSHE, Swaiman. Aicardi. Scriber. DSMIV.
Merc Manual. Dyck. Volpe ®&#iR. ICD10, OMIM(Online Menderian Inheritance
in Man). Smith 7z EANNDHEEFEHL TS0,
004 FELDHFEZEPOIC, ZRENECEHICH-->-THERAL-HEE, EENES
AT M TX. EFAERN., FHBEORBICHER L ZABEBLIEENE) 21ER)
[{HEL. BAEEO/NBEHRFHEE., KEEE BRTANARDE. DSMIV 2 {EH
THEOICEDEEEZITIEDEE]

2]

2] BOARL . BEOHETHARVHIRSE 6 ELRNICAEENZbOEEALT
W3, H5VITEKEATENERTEE,

(1] Bo#EH->TH 3BERE. BFEOSEEERAL TS,

(1] #BoAH-TH 1EUN. BEHOSETIIRVMEE 6 EURICAEEINE LD

[o]

0]

BRODNH-oTH 1EBLUA. BFOSEEZFERAL TNWS,

EEALTWAS,

BROMNIFEBU L, BEFOSEBETIIRVWINEER 6 FELRICAREINADOEFERL
Tn5,

BOMHoTH 1FEUA, TWHEEZERL WS,

BRE. ZHOI IO, ERORBORLEELUVRNELET »
ZHAZERL (ERREVRERZHRAT

2] WET. B (B, A%, B —BE. &% BURIIELE. Tt
BEETF). EFEE OMEHE. ERFR. REE. 5. RBEE T4,
BEME. FBERE, LDRERME; KE. B8, EER. NN, T, RS,
WRHEEE. B, BaH) MNEEICTES,

* NERBREEZZAOTREODIZIVEDONSToTNS,
¥ ZWEHDNITIEDIREZTHEICEETE S

1] 2THoTHRVES

(0] 2HBLOROREZERTEY. BEAOBELESETH 5,

_59_



AEOER. BREBNEALERORASLURBEEY H
2] ERBEEEL<HIHEL. HROLEDNLBEZERL T A,

[1] [2]esolcemngs

0] EEFRIEBOAMATRTH T, BEEORRLFEDTH 5.

BEE, RE~NOHBIEETD,

2] BEFZEZSITHTIHENERNMTONATNS,
¥RE, BEDOAY Y M FTAUY MIDWTHIAL, BREEZETVWS,
* PRI LU TEUAMERZEIN TN S,
¥ FONDSHREBIRDOERZ R4 b%‘ﬁb‘m:é

1] [2lceofceimngs

0] BETFEWZEICHTIHEENEENF+LTH S,
*BRE, REOAU Y b, TAUY MIOWTHHANR+4TH S,
* FRICH L THEYBRSENR+2STH 5.
*BONAHEEROEREREPBLVCXENFR S TH S,

EAEHNTFMESRE
(2003 &£ 5 BYERR)
BREESE. BEOERXIIEL WA
NEFRFHEE. BRSPS RHE 7’% ERBEHEE, NERE B, Stedman
TR EWTHI - TWAR, IK”X’C/ufJ\%u D4, Swalman Alcardl Scnber\ DSMIV,

Merc Manual. Dyck. Volpe O)Bi%ﬁﬂ'ﬁ ICDlO OMIM(Online Menderian Inheritance
in Man). Smith 7‘;&:“2’1753@ DEEZERL THWS N,
(2004 FEXVBHFEPIIC, ZRENVERICH->THERL-ASE, KBEAES
EAT O [X. EFEN. FHBEORBICER L -BEEBIVEBNE] 2/ER)
[MEL. RAEEHO/NEHRZEHEE., MEFE, BB TANASE. DSMIV #{EFA
THEDICELDEEEZRITDEE]

I
e
W

BRONH-TH 1EBUN. BFONEZFEAL TV,
ves u,\'075\7?;< BEOSETIIRVWANAE 6 ELRICAZIN-bOEFERAL T
W5, H5WIEMEETIINEERAAE

no ROMIBUL, FHODETIHRWVWINESE 6 EURICAEZEINE LD EEH
LTWwa,
n RONH->TH 1EBUARN. FVWLEEFERALTWAS,

HI

ki, BHETERLE LS

ves | B#ERL. RERENTBRINTVLS, XENHHD DT,
[no | BEARBEAERINTLAL, TERHHDIZL W,

_60_



il 2

(k RBALRNWIZE)

ZERE Ik ZHELL rEEHEA
(ED)
TEFES | B | R 4 BELD BF nitial (- 4) & DERBEE - Hig
1|3 85 A B k| - @R | 0% 6»A
RO NERRE (EE R RRE)
EH) D FERR28A, 1,230 g THiZ. RDS (MRESBIEMRER) HY, ATHBKOE y—7rr &2y

bR, A7, Bz —THEABROR T —H2207, BEABHIPAT. &

TROBE AR, HOLY BB, FIERILERTEYSLTWI EhrbBAsng
o FFMIRERREER S & Moro RFREERE. MTROBBREREOIE,. FEHRK
HoTuE, REESORAEFIR, BEE MRI TPVL %2380, EERERKEL 2 SN, B
TERE kR

EFES | ERE | R4 BELD: & Initial (3% 4) - H D Hi
2 | 13 B X B K S - ® 1% 3nA

2 West IEERE. AEE i

By IRHAE. HIAERBICIIEEREELVIER TH o 72bd, A% 72 B ICHIRTERENH I,
V)= AR R T. FRIRICTEEERMAIHER, AARREBICHT 2 IE b8 < 2o T,
f % T hypsarhythmia 232%. EHICAR. Vitamin Be X EEE 21T - 7 3EL),
A ACTHEREETRIEIIHEEL . MEFFROUE L BBE CT TI3—8MNER 0
oo BENTAPAEEZNR LEBEE S,

EPIE | S | SR mELD anitial (- ) - @) [ a1

3 14 B X B Kk T e - 5% 4524
2W - Duchenne Y A bu 7 r —, MfyEE ‘

B RITRB 1R 6 A, FOBRDEURST ok, 4B CTHHBICAR, MBI TES
OPEPoT, PEE AR EOTEE. BEHOIRKX, ENHOBH HMET2RH ., il
FHRETIZAST 2541IU/L,ALT 2251U/L,LDH 1706 IU /L,CK 9830 1U / L, Aldolase
23IU/L ThoTz. 65K 1Q58, HER TIIHHEMEOI/NAR. AFAL. EoHomE,
BWEREEERRAD, PAMu7 4 DNARBRETIIBEFRELZIDT,

AR | SR | R BELD | ¥ lnitial (- &) - @) [ BEBEHE

4 4 B X B X IRERED = O 8»H

#ZWr : Krabbe 58 g '

B R, BEDEFTH o722, £ 608 LV WIABORA. HERIIRR. 58RI
THAHRB L, THAITTEERYBSHEEK2< 2., T#E FTRA2ESERLHITH-
Too BRIRTLE., 572V EER. PUBZEIREE I 5T LK, Fﬁﬂ’ﬂﬁ%ﬂ%’f CREBEEEDE, RE
BEied. FFEERL, BB CT TREMSHE. RAEMREEREDEBNL. BESHEM
NRAH BTz, HILEROD galactosylceramidase DiEMIZ0 TH V. Krabbe B L 28 L7z,

TEREY | B | EREEA BELD: BEInitial (%- %) @ BRI HE

5 | 11 B & & IR @8 4+ 3% 672F

2 AR EREE (BFE)

Z) EHE, AREBFOLILLRNVENEF. BEXEEIIA, BMFEHETHPATISE

HEZ 2 - 3BRONTH, TOBRTEIHKL, BENLELTELE. BEODDORIFE
DB Lol BRTEMATHERL., —ABEUZHAL, ToZHZFUMNHEELRN,
MEHT, BEFPI LTS EREEAROND, EOREIIE ., DSM — VO3
HEENOEPNMRERE (RAE) 22W L. BETEEREEGTH 3. BLOMEHRE.

BERE. BORE, MERERSICARBAONERT,




Al =B

N R PR RS
hE 9 AR

(k JELALZZNTZ &)

SZERE ok ZERRECH EATE S
15 R 4 TRHES
H X &% R
(E)
iE B & BB BHILD: BEInitial (3% - %) EEHD
1 4 ) ans _
7| e
BEBE - Hil RRGOBSEE - B | SEHD HE
BEE - M BAERHESEE - HRb | | AKIEH k[ﬁfFHD:I&6E1 7268 LT S
. . Y=
1% OMA om OnA| THM64E1/198|BRFADIROF2 108

FEF (L%, FKFE. BEFE. BRE. BE. RAMR., A%, B, 1> 2+ —5F - avx
VEEBURBE~OBRN AT MNRERRALZYET - F TR0y -T0FURICRRT B)

[FEFF] HErhEEEDRBRT. SRlEM

(R, BEERE] RSS2 L., izdEiid &z 220,

[BEFREE] 394, 3,080 g THZA. LIRHAREI L v, FJITEBRERMBZA LN, EE 3 5
A, BiRY 6 8. BAEFIT8 A TER LN 110HEN G BAREFELERY S
AAEREL 2 oTr. 1EBEIHALEZITERL., L8237 ENE L., MEDOESH S EIRICH
SL, DI NEFEREZHNPTREREIC R TD AR L,

[AGRIRE] 25 0HRRET., WEHHOERRETEH Y., MV T ETFRKROZE L
IIREETH o To. EER R ST ITERIZE. Babinski #UBESBETH - 7z, BEITATRE
T, BT X o, ®HRFER. IREKRE T cherry-red spot 237, FiTHL
BET. £EWBIERILER LU, BHFH46.5om. FFIRBEIZAD o7,

[ABFRERR] REMIBRE RRTIZEERZL.AST82IU/L,ALT 281U/ L,LDH
1306 IU /L ©. LDH B2 AD i Mo A /L2 R EIIEESGEATH - 2. FEBT
B AOSEREERETIIEYE, BRRETIXILDH 8274IU /L & &EELX R L 2.

(] GumeH 7 Ay K=Y REE, HlEkEEEEME %17 7. B -hexosaminidase A
DR\ ZFAD EEAE 58.1%, BIR :2.3%), Tay-Sachs im &2 L 7z,

SR CT LE® I o725, MRI T, mFAEE T, %, BRE. ANZEESZER
HEOEEBEZ2RAD . METIIEAEREEZRADZ, AEEREMTIIERNTEE
L. BEREZREMTIIEERIGASEELTW, HERM. KN EREEERE, it
N ISIZERE T, U EXV KIKEE EBERORENHE SNz,

My T7F—ALFR-artrb] ABREGIE. 1. BEIC AR RZ T eeEnE <.
HEOrTERETAHIZ L, 2. BROBITORRZRETA-OEREEHLTFARS.,
FERARBEICER D AR, HIEA% L IREENWEREE S H 2535, BEERROH 3K
KOAREHE LY a TR WOTREELEWEZRZEL. TEE2E,

(ZiE~0BA] MmBliz, 221X Tay-Sachs BIZBEL TRY . BAL AL BB CIIR
BEIZRL, EHTRIBRE VLN TWAR, BBEZRLRS, EEE2 L, £FED
EHALRTER L 9B TAEZE L. ATHAL LIZHETL5-6RITBRTEE 2E-
TWAZ e BEH MERXFELBEELIMBERERZ DI LR ERPEBEHPBWVTEL

“o

[22W7] GueH > 7Y A K—3 & (Tay-Sachs J8)

[(Z%] PRTRORBITHERTH D2, MBLAIMEZ TH2 O TRIBIVESTZBLELET
b5,

-62-



B -1

NERBEHEMEMERERREE
— R K E IH —

PHEMERR DREZRT B7201T1d, /W) Wﬁﬂ%ﬁ@ﬁﬁﬁ%(%? RAIEIER) £1050
BEICE D, BFEDMNEHBEZESOEEZZIRITNUIRVE®A. REEFLI NI MBI
TRESHBIEEFFECRIELTTIE N,

. RBEOEE
NEFRREMERERINICE T 2PHERRORELEE, RRRNBL NS EER ST
MEREHREEIIEDED TY,

1.%%%%(%%%1&5
2. ROBEBITHEL., NEHEREFEREREMBRECED 2 BELME

%%btmaém %#ﬂﬁWEWVﬁa&bT RET 5,

(1) EFEENERRE. EESBREDKETIHKIERE. NoBEERER
FRFINSICET DR, %E%ﬁ%%%%r¢%@%ﬂ»MéT5§%%
ToTWBEEERBETHID Z &,

@) NEHRBBERFHEDISEEAENED SNTBD, +HRFHELISENTHN
HERDHOEND L, FEEXEREYTEMNETHB L.

(3) ZBREMERLE VNEHRAHMEMEOIZEEHE] RB>HENTES
AVFa2oLBEDEN, FEREEZEHL TSI &,

2. PHERERE L THELWEE UNEMENSMNEREREHRHE)
1) NEWBRREDBEOEREETH &

@O BE 1 EFO/NEHEEERERDN, A¥E 50 4Lk,

@ SHLNEHREEEZZRL TS,

(&if 1 EHDOEED, ﬁﬁEfﬁ§EFJ®7ﬁﬁut HEdZENEELW)

QEEELENBY, HEEAEZSOEMEN2 AU LND I ENEE L1,

2) FEEREOEFE

3) HEDER

O TOEFEREN S/NEHRERICETINE (FLREE. 70 BMFbhTns,

© YZBEEIIHEOHR T, NEERZIIETIRETE (EHRNS. Bk
HEBEERFEE) 2ToTWB I,

4) fagk

O HFZEEEZIFBEEDOHR T, NEMRESRBED=DDIAREDOARDREE

fiTwé

@ HFBEEZIIBEOHRT. #RZICET I N DOODEKRE. RER (FE

ZE0) BHATND,
@ LB EIIBEEOHRT. BRDHILE. MEEESRERER P ORE
ZEELTW3,
@ BMEXZOFRE. (Brain & Development OREGEHEZNLETHD,)
3. DHEEEMmR GRAEIFE 124

EMETHERE R, ﬁﬁ@ﬁﬁmﬂwﬁﬁﬁEEﬁﬁﬁ IHETHEY L7 bé&
HHEA U Fa T ATHABAENZ R T, TELITHEIN, BRaIN/-

ET 5. ZORERR TOWEIZEMEIEER yiob‘%ﬁﬁ{%é:l—]%é:’é“é.

-63~



1

. EERTEOHRYE

PHEfEsR & — A TEEL. BELET. UTOLRGEEHLZTIEMRKDENET.

IEEELE SIYFERICB T A/NEEEREMEFEICET2EHE - 58 -

BHERICBITHEEEZHET.

1) MNEHREREME

2) UTOER. #EZ2HT 5.

O EFEEERE I0FUE

@ BEER S FULEFEEEE

@ %4 BESEHURICRELZ/NEHERICET 2R IMUL (BF, #=F,
EFIREZEDEERINTEND T &)
BESELRCRESBLIUHES. BEZRCRERL/NEHEZEIIET D
EEIEULE

@EAEL THEEEAE S ZLYTHERIIBI2EHET S,

REBRBOAHE

. HEICHLERRHEER

(VN HRAEMEN SRR EHEE
QEBERFEORER L UERE -1
CIEEEFEDORERLUERE -2

WERRNAETE
GYNBEHREEOEBHEAE (725 NI RESFENE)
GVNEHREREMEFEA ) F 2T L
(DNANEHEREMAEFEN ) Fa 5L IEEHEEERR

EE 1,2, Q) D,6),0.(MHEdbEamEDARKIcLS. LEOFRILREMESE
(A 4V XDABEBEIC 240 HEYFHEM. FFF. RE&EHD ZEHL.
HA&/NEMFEFE*AFERT 5.

. RS

Hicid, LEIORTEE (E15. 328, 3% 22AA T, FEOHH
MIZHA/NTHEES* B EEE TEMNT 2.
* REHAERBEL
T162-0056 HEHHEXELET6 —13 BEMEEN2F
HENEHREFESEMEZESR
. EATHIRE
TR 17458 1ANS8 A3 BETET B,
. BERNIERTT,
fE S N EMEFERRICH L T, SMEFEERBETE LM LET.,

EREEHECEH
5 FFIT, NEMEREMERERERRRE LESLVESE D-DD
REEEFHFORRBZTVEFRT 5.

. BRBEBRYHEL

HHERRMARDEHEDO—DTOZLEITDLER. HEATHLREZRVHET .
1) REDEHE,
2) PHEMER & U THIRLWEGZHEZL ThihE &,

3)m%@ﬁ#%%ﬁf%é%ﬁ%&EﬁG#%%L$E®%éa



MRHERENEMERERRBES

e & A H
HANEHREFELERERR

AHERIT, DNEHRERSEMEREICLAERERROEEEZZIT=L
%giﬁéﬁi HEEWEZLET,

/3\ D 75§72&
HH R R
- —
[F] LR e
B - -
FAX - —
F—bR=Y
S0t & a o i
FHER MERR :
K Za
D7 K % Ep
MR G B
HEEREE
K 4
[LTFREALZWTTE W, BEEBOZDOELARMTY . ]
ZMNES ZFER B
BHES 5 5 | B&FRH
WEME |B E3

RAZE L BEETEORERIUERE—1.2
2. ERRIMAER
/IR R A OD RSB E BT R
4. NEHEREMEMEN ) Fa 5 L
NEHEREPFEFEA) F 25 L EETHERERE

-65-



-66-



[. BEEREORESIUFRE—]

(FBR &F A HIRT)

BN VS I £FEF H eyl

REEMLE E
BEFD A
E 4 ¥ %
KRR A
BLUEL
ey = HEE R H

1= b NE==0

& A 2 BFE B £ UK B E

-67-




18

EEEEOREBIUEE 2

FREFORERE,. ZEESF

£ A SoENRERF, REFS (NEBELEEOLDEDRLIT)
BXRE (BE S5 FEUNKEELA/NESRZICET AR IRULETALTTFE W)
No. B (EEL EE BRES RGE BB % SPE-BKH)
PR (BE5EDRICRE L A/NEBREEEDO LD EDLIC 3EULFTRALTTE W)
No. REXEHR

B B RREBLUVELE. BEL. ¥ hESS. BHEL)




AveEm

H j}lﬂui'{j‘(%g

=EE=
CEER. & R H R
m ok 4
B LR FEH: ¥ — Ef FAX
BRI PR —hg K, B IR, xaoli 178
a5t R
/N IRE R E R B FERER ANEZH FaA&E BH EESAH onEuF—-Ia @
B I OB EERM AR AR BEE ERE BREER
(B2HDIZOLTTEWY) 2o ( # B # =
B9 . GREIREM, BREEEM. SRR EEM, BRP9)
B35 DR RIHE R P E BRREDOER
HBemkEOERE A& 5 - =& /- &
(REMNBRRIZEATE)
ek e LT MERELT*2,3 [/MNEBRES*3 (HiR1NE)
BRIF1IFHE*1] EE
ABRBE HEARNEL A A A
BRIL1ER * 1 EH
HRBE ERAE A A A
BIF1FER * 1| ARREE A
ARE=¢ (MEIRE )
NBHREE O F EERE N
(ZEHI0FEL ED
MNEBEREME)
NERREREMNE A A
MNERREFEEEE A
B A R ] B PERERE =] 3
DET AN EIEE- FPEEE - BIEMRss |[HREEEEGC @ F £ FHEER -
B CT - hEEk - BIE MR ABR F-® FHERR - BIEHERR
MRI F-E HERR - BEEENEER VEP HF-E e - BIEMEER
MRA FE RHER - BAERER MCV  H £ R - BE
#se SPECT H - & FHEER - BAEMER EMG #H - & AER - RIEMER
PET E=RRE KRR - BERERR SCV o= FHER - BERR
JRER E - KRR - BEEMRRR
O BRI BB 2
EENEE - & O S EVNE R B E R &
0 Brain & DevelopmentOEHEA F&

=)

*1 FRMEWEIR~12A £/2134A

~BEIANTNTH LI,

BREDEARTET I &, EH. EABI DL TIEVTNAZALDT DD TELN,
*2 HERBILEMRDIMNTNIBEIIBEEENDND LD

INERBEENEILL TSR

* 4 fﬁf@ﬁﬁt 1TEERL<,
*5 BERR

B OMITIEEARE,
NERRERRERESO.

RBEFRC LB ZE DT TR E W,

__5_

EELTFE U,

WO TWLEERNTTE ST




BEIFEF (k. £ A H — ¥ % A B @
MNEHBREEOEFBRS R, HEREE BREGRES. CPC,
BREANR - BARSRRNS, MERE - ALFERNS. RS SOBERR

-70=5-




.

/NBERE R E O ERBEFE (x5 N FEEBFHERE)
wmE1ERE CE F

H

H

¥ & R

H)

8

1,

ERIE

BLIMEEE




b1

AEFIEK

BYHIPERE

10

11

12

13

14

15

16

17

18

-72-~




V. MNEREEREMEVHEN ) Fa2 5 4

BHEREER

5

i}

1EK

25K

3ERX

AR

SHER




V. NEREREMEFENUF2 5L HEFERERR

PHEH R

rOTE

—14






