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KFMLL RIZ QOL AR F OB & 7 o> T fEFITH Y | RFD [FRAVE] ORKERE
ELTOMED S, 5% SCALT ZEERNCH T D LERH 5 & b,
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17
EEEB MRI TRARD T2 HESHEMH Sh 1= MELAS 0> 1 41

SemAE—, mtEEt, PHEKE, REHA
b R ARt R

JEBII 31 B ME. REIAS 30 R CHELL. HE 161cm, {KHE 50kg. FHAEAH Y
CK mEZ STz, AR%AFEEZ EFRICABE L, MRI TAKIEEIZ DI
& FLAIR TRIE DA OLNIERERIZSGE L. 2 2ARICEYE LA Biko
R 3 HBICHER E 2B N DY, MRI THBIEEEIC DV B35 5 L IEN
HAU7=. MRA T PCA [TRZE0MZE 1T e o 7. BEROILEL 51. 2mg/d1, BB
Vg 1.81mg/dl EEMAET, I b3y R 7EBE AT T3271C AR EZR0,
MELAS E2WrLi=. AT maA K2V AREX DY UERZBG L CERITSGE LT
A5, MRI T/E#RPR%E - BHTESE & AIRTAEICHEE O 5RO DVL & T2 THEIE 5IRZA
RO, FRRIELEE -T2/, CTA T 77— 7 RMEHRAE T /<, L=a—T
FLEIL72 <, MELAS OMMAEHFERFEIERZ & % 2 Havl-. MELAS TIZ MRI T T2 &
EEORBERFELZRTZ ENEL, RIROWEFHTHY, SCHIB LN
R TCHETS.

18
MRl RE TIEHHRICEBHR 2RO REEREE LG ERED—H

EERRRS, STEA, BT, BRI T, AR, SRS
IRKKEF: RS PORMEE DRSS - W - ISP RHEF

FEGNZ 35 ik 2cth, 17 RIS A TRIR &2 0F O A B 8 HBL L. LIRS & B
T2/ 0 I LT e, ARl SRBEEFRT, 0 7% K0 72 BRI 72
HEL U7, FAREIEGRIEOZ M CRAREMABAN S IE1T Sl N lEE T 4R =
2 LT, /o bElod WT4 RRE OB MR T BEOFHZEM . MR, A Edh
PRAEI 2 ol & LTERRAR T 2380 7o, MM A CIE A IE PR OIS )
TEEVEN. O T, RIS EIENL O R Z . MRT Efg TF E it I 98 %)
REBDOT, L LIEFMEEUANDOTFHINE TR H 0 . HREROFRE, [F
FROFHERE  IREE T HEN B 53072729 hereditary neuralgic amyotrophy (HNA)
BT, AT A RV AFRETHIE S L, s R T SEPTING i#
B E R AR O Tz, AREG TITARERE TUEET 5720 Fe 0w B,
FERER 8LV B2 21T ) ENEETH H, HNA ITB U DR AL
IZBA L TP B R 2 E 2 5T 2.
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19
LYST BFREN SHBHARESR Chediak-Higashi fEIEE & ZH S =%
FRED 161

SRILCBET Y, wfcfs Y, TLRRER Y, WRGEY, A Y, Y, il
I, JRHER Y

D PR RE R, 2) IUBURIRENEL, 3) BRI, 4) SRR
B}, 5) BUR ROy TAiE T

fﬁi&ﬁ%ﬁtw& ISP NI 72 U D D RERUET T O AT R 3

, M IRE & L CRHERIEDN T TV, f&El compound hetero &%
2 B 7L % Lysosomal trafficking  regulator (LYST) & f{n + & %
(c. 10374+1G>T & . 8221C>T, p.R2741%) 23R L7=. SofE RO R & g
b fER X2V, AImERICEREERL & NK TR TE DR T 2588, B Eil
Chediak-Higashi JEWRE L ZZ2Wr L7z, FEMERHBREL DY D Chediak-Higashi JEAERE
iR S EERER & L THET 5.

20

LR K/R/AIVE FokfmEimmiasiEk (LCIG) BA 3~ ARICABGHE
Bx2BH= 141

AHERTTY, WEEETY, PR, SREEY, KEBEHEY,

AFARY, GHEEY | REBERY, @2, ALY

1 KEwBE  MepiREr 2) BERERERPE RN E

3) BRKTFIEFAEFGE B SEEAR RN E

JEBI 82 micth, X-17T FERIEDR—F 0V UfFTHY a2 bu— /LR -
B, X7 FICGE AL Z s S, B S RBEEIX RS 5 T SR EE I
FAHEO > ba— N REEE 220, X1 EIE T FFRmEIZ LR Ko/ e
RAKF DRI EE L 70 > TUNZ, LR RoX/ 0 8 Rk ig ik
i (LCIG) s & fkrS i, X4 3 HEARM SN, 6 A LRETidey
WRBIIHRFICRIEZ <, of f RFDIFERDEZ RO Tz, RN iR EEHIE T
%, BRETICNT TIRA I RIREDS EA3 iz s L7z, FFE6 A TRIED
VAR R/ e RKFI OFifx G &2 E L THRWIZHED LT R
SUVIBREICEDVAXFRYT, VA N=TIERERD, KREICEREEOH,
s LU ClR iR A\ Tl 7o RelR s, IEE0 CT | f%%@ﬁ%ﬁ% LoVl
EER) 72 BT AR 7223, LCIG A 3 H iz ICBENF REE DR Z & - T
B TE o7 1l LT B R EZ N2 iET 5.
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21
mRAIRKRZE. PSD, #E& 14-3-3 ERBEZRO =@M PRES @ 1 41

A, nEsL Y, gRARSTEE Y, i E Bz
1) /BRI AL 2) TUNRZFARARE R AT SE e R ieg PR} 27 3 e

FEBNE 52 s e, W A REZHE LT\, X BICEETEN TV DEFEHR,
SHUATEIC RIS S iz, MEMRA CHb 2.2 g/dL OFEEE M 278, RBC 10
BN O 24TV  Hb 9.9 g/dL F THGE L7c, X+10 A LV 5 & K&t 2 4= U
UBEIC RO S ATz, RBERERAE T L Tz 23, JCS 173 THAZRIREE
7Eolo, WUBKITH B 27 iR d e < | BIRSHERRYETS o 72, BEES MR il
BRRIZ DVT B{EBIRA &, Ml CPSD Z387=, BRI Cliky v & 14-3-3
EFEADEREZRDT-, BEN SEEME PRES & 2Hr L, MEEH L FrTANAHK
B G217 o712, B RBITRE S E LIS HER N R AE LTz, ATEBNITIR
JEE & BRI 2> DML PRES & 32 L7228, BEES MR CRIBITRAIRZ & | M
TPSD BEIRMRAE T 14-3-3 EMAZRO LR ECID Z b 2T REZ 2 L Tz,
B DOFTRIE CID LIS DOIRIR R IER T OO DL 2 EWH D | FER DR
IIXEEZET S,

22
2BBBRARLERBICBWHICE->-AL7IOA F—RD—

NHRE Y, ZEHim Y, AaBEANY, ARMRGE Y, RENg Y
ROPREFARENE 1), RITTSIRBEARENE 2)

FEBE 79 s tE. SIS B DX - RENLIREEDS B U 7. PR (R8O RV
72 & DAk 2 78 0 THIEMERSRNE AL & 2o 7o RIS X D oA %
eI RecE L7eay, dirp CO2 DRTHE 27380, MR E DB 5238 B P
Bt & 72 oz, MREFRINC RS O ZME « B R Fom AR BE 2580 5 b
DO, SHHEXKRE CIIBARAT RN Z L, MRMZERA TIIm o RE
JEGERE A5 D TR Z RO, RIFBRETL - BOEERH Y, ka7 v
(MfH M ZEE, JRY Bence Jones B H, MIFIEHEERS) 2SIz &b
TInAg F—=RE5oT. JEREENIRSITY I A ROWHEZRD, AL 7
A K= R LZW L7z, BINTCHE L /AR O MRS MR T RS 258
D7D 2 R AR IIB R RRCBRIEO 7 I v A F— XK DIER EE
ZTz. BEEQEFTHY, STHRNEZBREMZBERT 5.
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23
BEEH X AT —20 ORHZAGD 1 5

AT B LY, RARBEEC Y, RAMEHEY, A)1kT D, B, B,
FRJEULEA ¥

1) ESCmbetéts EnmRbe et 2) [ AGE - s sk

3) ROPRF Rthre A

FEBIE 66 m%. ZPE, 3LV UG KT, A ZEMEAHETT L, 11 IS T
REEE I oTz, RPAEDHICH AR EHEIN, YA a7 —LEbil
Too PRRMIAR VIR T AT L, 50 kR KUE IR &2 M T L. A LI 2 2%
LTz, WMEEEET, PR TRA LV EMTERETH -, W FEELZRD
=0, BFEIIROBERCTH 7, DHEEIZIER TH o7, MH CKEIXIER TH
STDN, 59 ERF OB EMR A TIEFEMEE(L AR DTz, B FHIIT TIL,
FKIN s 712, By 2 ba 7 ¢ —2M OFIEICEET HBEmmD I 2k
2 p. Arg307Gln & SVARIL ha N5 v AR Y VB AEREE~T LS TEC
Bz, T2, WHEBERIIAHTHLINT LIVHENH/RI AU ALR
p. Leu281Val H78 72, HBRENZOWTHELET 5,

24
AT0OA FARARI L= HTLV-1 BEZHT HHAKGHLED 1 4

AL, WA, MR AR, BB
KEYREF: e PR

FEGII 55 meetE. 49 R DB D FH- 0 A3, 51 KD b SO~ D E)
TERREEL 720, BTHOBRMDREENAET D LDt EMEL
E-oTHD Lotz B3mITIE, ATHEIMET L, A5 OENHA
ALY, BAGRERHC YRR L o, MRFAIET R, SRR, (K
72 5 NS DU CPRRAEAL) ST OB KT, RS S THE CRES) , il
Chaddock #2788 7=, MK Cld CK 743U/L, 427 v 237ng/mL
& RIEMEREE O B AR, MR K OBERHT HTLV-1 FUAE & fE - Tz,
F72HUNTSCIA FURBGME T o 7=, BEMRTIE, B ~D U R EREHE R 5 TNZ
BELY ZERABR SN ARFHREZEH L. X7 24 RN (PSL
Img/kg/day) #{T>7= & T A, FERMDSE (KERIER; 2+/3—4/4+) L1z, B A
RARIZKT L, AT A NIREIIRIGHEIZZ L e Sns D, SR
HDTHEY, LMHBLREZEZOMETS.
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