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TayIvXBHBIAMAT7 4 —RUOANYyHA-BHIIAMOAT 1 —
Duchenne muscular dystrophy (DMD) and
Becker muscular dystrophy (BMD)

A ERER

€320

AR ORI FICHEAEST A E KR Y Y2 THH Y A+ a7 4 ¥ (dystrophin) D5
W, Thbb, VAT 4 YREIEICEEHIA NI T4 —Thb, BIKAXRT T A
(&, 15 CK Rl & i AT EERO D 0, Ny =R A b7 4 —, JEERELL
iEx FHERET 20, BEMGEROETTESEREOT 2 = Y IBF YA+
7 4 —F TIFIL V.

1) Tadz X8I A A7 «— Duchenne muscular dystrophy (DMD)
[ MIVI310200 |

FavzVARPFEIVA AT A —TIEVA M T 4 VEIETERICEST, YA
TAYHPREBLTWS, AD10 FA%720 3-5 A, BEHA 350012 1 AOHIEE THAE
T5. WHRNEDO L BIET H2GENH LT 2z VXBHTIA 74— LD
FETH 5o MENVFEEDOEN, HITHIBOEN, BRIV, BESH> THROKED %
W, BEERABEE VR LLRET2-3ETRIOVPNS, FIMIZTZ L7 F v FF—¥ (crea-
tine kinase;CK), 7AXFF VBR7 I/ bF ¥ A7 = 5 — ¥ (aspartate aminotransfer-
ase;AST), 79=>7 3/ 7 ¥ A7 =7 —+¥ (alanine aminotransferase ; ALT) ® i {#
TEMENLZLddH b, CKIIZBITARMREIZ RS LIRT T %, HITTRRERICE W
T, FHRBEIER OMRMEERAZE L L, RESITLERY, EBRICHHEZHRZ DT L% <
ROOND, EMFHOHIERTIZE 5T, WEIZBFRMEAITR T — A% (Gowers'
sign) Z/R T XD 2%, 125K TICRHERTE %25, FHMNZE, BEHERZE, 2 &k B’
M, F, HESH oMMl EL, 4L BES L 1/3 DREFNOHEELZEL 5, PR
AL LHBEEIRCENTH L, T2z XBH I A ba 7 4 — TR E %80
B O HIREREE 2 RO B8 % Th %S, HAEHEE (intelligence quotient ; 1Q) D F-¥134)
80 CTH Y, SEEMEABEIRIDIT ) PEEMEARRIER L VFEE I Twb, AR EZR
BT HAMBEIN DS 2B SFFTET S0 6 AR DEIEREAT A FARIVE YO
B fibhCTwnd, ThUZLoT, EEREREEORELZ DT VLV LELE TS, 10
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WEBXLEEHOBPICL>TT 2y 2V XBHYA b0 7 4 —TREFEEMEL, &
LR %5, HEEEREEEOER IS, JHEONE), B4R & OBEREAH
Thbo MEDRT A7 X B IHRBW AN NN LTIFR OB A X o TRE YR O]
ESHE, WY R ANTIFRERIC X 0 AGTFRIZIERE LTV,

2) Ny H—Bg X O 1+ — Becker muscular dystrophy (BMD)
[ MIM#300376 |
Ny —=HFHI A b7 4 =13 DMD BIZFICERPAECRBTHEPEIETH D,
REHRTA M T4 YPFAEL T Do BRI 16 LRI R & 2 50 JR
RLOIE 2 EERER & T 56005 50 MAIELTOHNET 2R ST, EHFOFIFIS
ME—DBIEBI D H %o MG CKEORMEEZBRDEDS, Tad 2y ABHIA T T4 =0
Y—27 X D3R, 12-16 e F TICHRE TR & 2 2 Bl R & 5,

[ABYFEENEIE - BE YR — ME#]

o SNIHEBHIEE © B H SR, SRR E S TR LIS X 2 R o i 2 Wy i
FIRAEE S (RS LR RS ORIRBR A DS R), BEEIE AR (F AR SO IR
BHRE)

o JRRI I B AR T4

o BEYR— MALKR - HAM VA ba 7 1 —1#% (URL : http://www.jmda.or.jp/, TEL:
03-5273-2930) 234 D LE & & BIZWRIA K IGB &2 LTV %, F7z, W AT 2
JiEl 4 (URL : http://www.to-kin-kyo.or.jp/, TEL : 03-3773-8331) 2% %,

B. Bz RVEGFEH

CEEF] | vim: *300377
E{zFi5s . DMD
EIZFE . dystrophin
StafREE © Xp21.2
B FEY : dystrophin

DMD BET37 ) 594 XH#) 2300kb TTOMDT 2V v rbkkoTHBY, D
MIZFOHTRLYF A XHAKEV, 20O mRNA O A X3 14kb TH Y, #MiZFHEWY
AT 74 X368 HOT I VBTHTEAZTKD OE KLY V0 EThHbH, VA b
07437 I KL 7T 7 F 745 A2 MCHEAL, HVKRF VIVERISE
WA BV 3 7 ) A KA LG ICE E S, MEOET b2 35 X951
LTHELTV S, 2O DMD EZTERIZE T, YA MO T4 UPERINLEWEA
BFad 2V RBHIA MR T 4 =12, VAU T 4 OERREOWD F T RE LA
ADWGERINy H—BHIA I T 4 =L 55,



C. BRARMREZICHITHE

K3 TavrrXBENYH-BBIIMNAT 1 —ICH T BEETFEM

o TR 0B K
. BETEE — -
77— ’£ 1) E #E FavT XHE /\“‘/7‘3_1—@
HOZX AT — | BHZAMOT 1 —
PCR &% 213 IRk ~65% ~85%
MLPA & * IV EE ~7-10% ~6-10%
WINER
‘ . (BA, XX,
BB EE _ ~25-309 ~5-109
BEESIREEE SR 2T 25-30% 5-10%
1S TER)

* : multiple ligation probe amplification

[E{EFAY4FE]

FavzyRABHFIA IR T 4 =Ry =B Y A P T 4 —1F X Geti ko il
Xp2l2 WHREBERF2HFEAE L TH Y, #BEERE XSS MEEETH D, I 1/31THE
ZEIRAE T (de novo mutation) & 788 %o AGHAMINEIZ 31T 2 Fr A ZEIRZA R X 2 AFlMINE €
FA 7 RRMBES A 7 SHEAET Do WEORKRZOHFIIH KT, EBRE O, P
ORI K 7 & OEIR % 7~ 6] (manifesting carrier) 233 % o

[BEFERRE) S EGETF2H]

DMD #nTEREI T2 2 VAMFIA a7 4 =Ry h—HHI A a7 4 =
BVWTRIDL ) ZHETROON L, REED 2 WVBIZFZW %1217, DMD #17
TFRIELEHEFR, ZROBOONZWEINIBWT, WHEMEZIT, REMARG I X
DHEEZWI AT ) o EMIHKED S mRNA 238 L, RT-PCREICX Y A5 N7z cDNA
DYEIEBLH % 78T 5o

TAPOT74 Y mRNA 2SS YT BICHIRENL L &I, Tado v XBHTA b
074 —=TE7V—AY7 MDD, BRORE) OFEI Y THRT, & 237 EH0E
ey, YA R T4 YBEREINR V. —F, Ny h—BfHTA a7 14 —T
iE, 7L =237 MIAEU T (in frame), BELZVF A AOTV A a7 4 Y BERENS,

THRREDOBRNIL, FOFROTF 2z Y XBHBI A PO T 4 =W LRy i —B
VA NET 4 —DRImEDOBETERNLT ) YR, 7Y yEROEAICE, #BIET
BOERNGN %) 7 V% 4 L PCR SR MLPA T79. MUNEROEAICIE, Kk
FCHI I CIRAEZWZ § %, BmEORIZTFERDIFEE SN T ZWEEIZIE, BE
BOLHRLEDBRRIC2ANCDGEI, SR —h—F MO BERIT 2175 S L0 b
2%, DMD BIZTR12cM (Y FENVT V) EERKRTHL7-DIZERTHNOMEZ 222
LR3 v,

CTFEZHOEE, AN
DMD #BZF 3T a2y 2 VXBIHGIVA MO 74—, Ry =RV A O 7 4 —DMff—
DOENBIETTHY, MESWE LTOEFZELD L, BMUREELHCTREEZEZLZ L
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BTE, T2, #EAT V) Y ZCBOTHRAEREIRBETE 2, BRERYS 7 2
PRV A MR T 4 —ZEREH YA T T 4=, Ry Hh—RFHIA IO T 4 —
BN YA 74—, T XY - FL 72 XEEEE (Emery-Dreifuss syndrome),
HEME A ZE49E (spinal muscular atrophy ; SMA) 72 & & BNV TH 525, Bz T2
LD Z L DIERIT, BRGLFHEMEITDOTICBMEL %5, —7F, MNERFEED
720 OYEFEFHIFE EB:121E cDNA G D 720 ORBHRI O H 19 TR AEMA LT L 72 55
EHH 5

Fayz Y IBGFIA M T 4 =Ry H =Y A b7 4 —OEHNB WL ERAER
DORE, ETDOAE—F, CKOMEAREIZE b, EMBOTY A a7 4 vty TR ¥
Y7ay MEZTTFaYz Y ABHBTIA IR T4 =Ry A—MHI A a7 14—l
NTE b, BETBWICL ST 222y XMF VA MO T 4 =Xy H—RHT A+
74 —DOEHX, bTrofNERE, RIE/BHLTWSLLY Y ¥ O 3 O
T WH A (frame shift) 1213 F 2 Y 2 Y XBF I A b a7 4 —, 3DEHEOHE (in
frame) IZIZRy A —HH I A baT 4 LB 5,

T2l XMFHIA AT 4 =R IRy A=A b a7 4 —DOFRFJOLHEICE
FARREFEZWE, MG CKMIET 2y 2 v XMFHI A a7 4 —RERBZOER, v
=R T A M a7 4 —REFD 30% TRAEZRT DS, T OXEOFERRLMER - JEEIR
IZX o T CKMEIRZLT 50 RRADEMEIIB T 2BETERESH S TH LG,
BIEFZMIC L > TRETH %,

TayzyARFHIA M T 4 —ORRZORKEE LA AERZM 2 HET 55612
X, BETFEEPHOITH L EPUHTH 5, IR 10 HLEIZTEETH 2 W EZH,
F 7213 15 A DRI RE T 2 FEARZERNC X o TRRICOMIE 2RI, BctkpiH
ERETERORERIT) . HE, Ty XMF YA M1 74 —OEERMZKA HA
HEAHR AR =R OMBRRRORAE - KRB0 T CHIKMZEE L TEBHEE 72 - 72,

D. BnFEWMDBEILEERT B LETORA> b

BRPRREE, REE, BEE, miE CKHEORMHEICE->TFa vV XBHF YA b
T4 —DOBWHPNETH S, Ny A—HFI A+ a7 4 =20 TUE, B Y A o
74— LN R BIAD 5. BIZTBWOEGIZH7z-> Tk, PCR & ZF721L MLPA
BICE B EETFZBHETY, 27V YRERPEBEZBD GV ICAERGOT A ba 74
R R RATT A HEDRTRICE o TET WD, ZORAICIE, EBRBONY A a7+
PRI & B IE Y S R BIWT L BB Ny H =TI YA a7 4 — LRI Y A b
07 4 — OB WNLEIE 720 & RO YA ba T 4 g, Yva sz g
REREIZ L 5,

PRIN B BT R R OBER, 1iE CK I & » THEET 25605 5. RINEBWIL,
ZOBAEDEHEZ OLEARNORBE IR OWHREMGLHEN LD IE, ZOoLEoTF0
BIZFERE R L7207 NEEDTHLI L%, BIEAYT V) Y 7IZBWTTH
WCHBIL, YHEZFOMELELZ EPVHTH S,
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E. ZOft

HAE RIS IE E OZ ATR P M O BIUC D 2 235 IRIEFT B TH %o ARHTZHICE
WCIIERF OS2 BTSN A ) v MBS D5, ZRINCBVTT 2 = v XA
VAN T 4 = HENEENT S HETH L. HAERG AR AR OMHEEED TICES
NIz CEBINTVWEDARTH D, HATIE, BRIIZEL LTEBINTEBY, Ko
TR L EMIHCABETER_RIN TV S, ToRBIEA Y Y1) ¥ 7 HRLETH
Bo Ny A—RHT A a7 14 —=12BVTIE, HRTRESIE ENTWDS,

1) BIEFELEORREL

Fayr Y IMFEVAIA T4 —BLORNy A —HH YA a7 4 —I2BWT, BED
BIZTZWEHY A b7 14 —O@ETZH] & LT 2006 47 CFRE 18 4F)4 H 5 & Hef
BRoBEIS & 7o 720 FERIEA 2 S,

2) BIFRHOZE

Fayz Y IMBIA MO T 4 =Ry H—RIFGE Y2 a7 1 —DBEETZHIIREE
ZUHARANEDRY TH L, FERPMBEFEZOEDLLTREND D, MAEOKREICE-T
&, ANEZLORIEICDH, Dz o TLRRAL 7 EORAN.CEN R EDA: U 5 1 iEED
Hbo FTavzyIRBIA MR T4 =Ry H—HH Y2 v a7 4 —OEIETZHICH
7o TE, RN, REANOYR— b, ZRLHINNT L RENOIFZRD L 720D
ISHLEETH B o AREZ/NEINBIZF B 2 2T 256 0% Ve WA RHIRE R NE
FARHNCOWT, vwo, #AS, EOXHIETD, BHAY v 7 HHMRKIE U AR— |
LTV ZENRRETH D, T2, FEOPRIEZFZBMICE o TTadz v XHF I A b
074 —F7203Ry #—HHI A M a7 4 — LREESE S N HE10E, BEBRSAREO MR
HWETHLWRENEDS2/3, REABETH S ERREROWRES1/3THD. KADALD
T, B, RBECHT2#EENY ) Y IARD b D, BREBIEEFICO W TRED
ZLWEaE, BREREZOTEMYAEL ORBRE AT 2 K EREMELR &L o
#, BETZHEHM~NOMN R L, B REMIISICWwERs 2 e RIS,

FELUNEXEH A MOT7 14—
Fukuyama congenital muscular dystrophy (FCMD)

A. E&EE

MIM#253800

€326

WILNBRE R YA ba 7 4 —(FCMD) IZHARAICE L, 10 FAH 721 1.92-368 AD
HETROON, Fadyz vy XMBTA IO 74 —DRIHEDE VYA a7 4 —
GF: EE YA ba 7 4 —1E 34 P THERFICHEL, §0%0)Thb, BT
2l & BT, PRI A B LR K 9 B R A 2 R L 3 5. FLIRINICIEIER T
ETWEERRESEDLN LD TIE%R L, EEREOFENENS Z LV TH Y, F
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FEREIE E B 212 v, ARER»D 20, KR b b0 EDHIIEIRTH 5o %
BRART, EERD DY, BKEORNDED 5, £ 6-12 7 HED S8, BEEE O JE i
Hf, TG OARMEIE R, BEEENEH ORE (I 437 —FH) iAo hh b, Mo
i, ZREREE L DIHAICHRL, IS F—HHEOREDI ML A Y, KERE %
%o TAAIEHERDIFHMINTH Y, HMETHEER RO 5, SmitEdb BN, ZFECE
FTHNE—FBTH %o FEROBEIZ» DD ST, HENE, BEEEORMERIEIIR 7 HOBIIZ
AOND, RIETIIRIBA/IIEMNZ &V, R EEERTORE (carrying oneself on one’s
haunches) 2 & &% %, 22 F ) b L Lo ARITHEREZ AT 263 1 EITH 5,
=7, B8 TDLOT, LA % L TIREMRFEIATRELALH 1 ETH L, KM, &l
FH, IREICBT2HEBEOBEALEZBOLZ D5, liE CK EOEMET IU/L)
Z7RT o BHEB MRI Tl o 55 (EMiE, /M) Lol 2L, MRI L
DE O LB O MR EAE A L T b,

A NVAED FPREEGCE ] E VTR OM MK TAEMICAL, 2t ruey
RIExE BT 2HERH Y, BAE, WRAEIZE ) EGOBRYED 5. 7 b v PR
(JE:vbwasHEMHET, 7 b MPERHE & RO X 7 =X L BHHICBET 27
V3 y y ORI I VIREE TR 234 U, A LA 0720127 b U RBEA T )0
EHED D Ho DIEOBEEZ 10 LRI O ORI L LTHh, 15 LT, AL
DI REDIR T 2R ¥,

BIRIIEEL LDICOMET T, EHREEENRT 5. T ©— 712k 2 13EB R
DI 2D, B E BT L, HADPWEE L 42 ) B REEAL = TI2X 5
HAEBEHRAIEL S, FRIEEGRREOELIMCIFRA PR & % ) 145, g, AT
WAL > THRALE ZHRERMNETE TS,

[ABYFHENEIE - BE YR — ME#]

o RNIREBIMIEE @ /IR e B BRI 7 2 (33« /N R B PE AR e BRI ZE 2 12,
NEOBWHEED I B, FFEORBIZBWT, TOHEENRIBIICHY, EREEOA
HLBEE R LI END, TOHEBOMEERZRY, BEREDRHRE OB
WCHET L7720, BKEEOHCAM S ZHIIT 2 S D, 2008 4F (CFRK 20 4)4 H BIAE
ARPNE 514 B, WREHIL 18 AR L LT\ 2]

o B H LSRN

o BpIREEEH FIRMI B X 2 R R s P 2 B

o REEIEPEAE G (I RAE & L IRAE S ORRBEE 2 R), FEEAE S ((EAE SO
(eSS

o JEpI e PR AE T4

o HMEYR— MK : HAH Y A ba 7 1 —1%4 (URL : http//www.jmda.or.jp/, TEL:
03-5273-2930) 23 %MD HLE & & HITWRIA KB 2 LT\ bo F 7z, HRHEFTVER 254
S 4 (URL : http://www.to-kin-kyo.or.jp/, TEL : 03-3773-8331) 233 %,
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B. BfzZRVELBFZ

CEEF] | vim: *607440
BIZFELS - FKTN
BEizF% :  fukutin
SeAEE . 9931
B TFEY - fukutin

FKTN B{ZF 134tk 9931 \CHAET 50 BIFREEIIEET 7349 bp, & VR0 HIZ 7 7 F
v (fukutin) E T 6N, 461 HOT I VBIPS R E5WY YNV ETHE, 77F Vi
PSR T T — 7 2R -oTnb 2 L, MINAEREH YA a7 4 —THREED 7 3
ZUERAETD -V A MY H v (dystroglycan) DFESEHI IR E S HLH L, mI
BERMERGY A a7 4 — EBREPUTO B RS ¥ A a7 4 — (congenital muscular
dystrophy ; CMD) T & 5 i IRk (muscle-eye-brain disease ; MEBD, > % %+ V¥ ;
Santavuori disease), W+ —H — + T — )V 7 7 fi Bk #E (Walker-Warburg syndrome ;
WWS) DR HEIEHIBEZORE THLI NS, 77F VAR BEZOVDED
T, BESHIBHIICEG L TwbLEZON TS, MHANTIE, IVIEBEBICHFELTHY
o 77F V& a-VA M) S AOREBMAINCEE L, WILBERERH Y A ba
T4 =Tl a-TVAMNaZ) I VRBIERNEREENHLZ L, VAT H )
7%F— (dystroglycanopathy) & DS 5, MILBIGERMEH T A bu 7 4 —Tid, HEKMHE
EMIIBIEAHRE G T E 7z, WiADHEE S, AN T I3 A2 I e e i e
He ST LTHMEL 727,

(&R 4]

WHROBEFZEEEMRETH Y, BRI REFG A ba 7 4 —ofREHF L LT
B TERZATOZEAEICHE L T Do MEBLIIAERE, REQTHEREIR S 2V, BIROMH
Ha i 25% DOHERTHRL, 50% OMERTHREE, 25% OMERTIRKNAETH L. MBOMF
iz 50% DFERTRABTH B, HANIIBITHREBOHEIZ 8 A1 ATH S, &
K 6L ORI 1/88x1/88=1/7744 DFERTH o TN ERMEF T A b
T A= BRI 1/7744X1/4=1/30976 &£ 72 5.

[EEFER (BE) LEETF2H]

FKTN #5703 FRFHEBICB TS 3kb DL bO b5 VY ARV Y OMAZLRINSAAR
AOFNIERERG Y A b a7 4 —IHAICHED SN, AIBEENRERLEEZLIOR TV, &
IMAERMER Y A P07 4 —0F) 80% XAIGH LR Z R EHAMIS, R E~ATuHs
HICELTEY, AEEERZ 1 ADASZVHARETH 5. ~NT OEAEOHEICE,
BIMEHAER L L HIZI AV ABRRF v v AL RERT . 3kb DI AL R % K EH
EVECAHT AHAES, BRMICIIIRAI~BRER R L, Fr eV ABREZRHOTLILEDOA
FOEGOREIIIHEERNICEREZ R T, 7y ALROKREHEAERTIE, WEICELE
ERDDPIEREICL 5. BIZTBHIZHANCBV TR, ABEEROREDZDIZ,
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PCRZEIC L 5T, 3kb DIFALREZFEH T %5, 3kb OMALEUSNOER O EIZIZ,
ARV EEZAT 9 o BUE, BEEBHOZRIWE ST 5L, RINFAZW X PCREIZ
XD 3kb OIFALEZFY T2 Z & THAMMAEROFEN TR TH S5, MBOMRNLTIZ
SRR L > THWHETH Do HAERTZRHIZEIE LWL, MBI 7213 K
D DNA #HWT, ¥4 27a% 754 F DNA ZRENTIZ L > TITH o @Y LBERD Y ¥
Y 7B, WROHICH S5 LHAANLEMBO DNA 2T, ¥4 70477
A4 b DNA ZRIfENTC, AlhaE L) BANTa 5 4 TOMREIT-THBL 2 Ld, Rl
HWAERZM O DICLETH b,

C. BRE#MREZICE 2 ECTFLHOESR, FRAM

FKTN BIZF3BUBRLERIEH Y A b a7 4 —OM—DFERBEFTH Y, HEDH
ELTOERND D, Ml EREEIC X 2WMEZ RTEREH YA a7 4 —Tdh
LRI, T — T — - T VTN EEREE OISO HHTH B, LR
VAN 4 —DBETHZMTIE 3kb DIFAZRE FEHAEICHTL20ELICL 5T,
FRRMEREE A EE T 2 2 LWL 2 b WY RIGH TSI KA ZE L L L TE, £
7o, BIEAT ) Y TIZBWTHMRERERMETE 5, WINEEREH Y X bo
74 —TIEMBIRAETH 5720, RFPRET LRI 2% Th b, KT O HAH
ZWIIANEWBO DNA ZH VB EI2X b7 A 7045754 b DNA ZRFHIC X -
THHETH S, MAEFBHOHRE LT, ZOXFZDO~A 704754 b DNA LN
WCEDBIRENT O Y 4 TOREREAT) PBIETFEREWLPICT LI EVLETH S,
IR 10 BALLBEICTTRE T H HELFM, F 7213 400R 15 B LIS RE T 5 EKEHN X -
ThEOMR AR, BEFEROFEEZIT

RFZRDELEERT 5 LTORA > b

E. Z0Oft

B R AR, RIEHE, 20T L, L% CK fil, B MRI A IS X o CTRRR YIS AR LA S Rk
YA Ma 74 —EEbN GG, ek L TRIZTFZENOER% ZET 5. fall
REREFH YA B 7 4 —OBBEOMBEE B TRINESK 2 HLT L2560 5,
LB KM Y A v 1 7 1 —OREF I, B, HERTH 0, ZOREIEEARN OfHE
FINBLOHHRERL HN L DX, FORRFAWHEREEL -0 TbNEEDOTHS
CEEGEEAY IR YTIIBBTHRCHAL, YEEOHREE L ITER S BV,

HAERTZ I IR OB M ARG ORI IR B AT TH 5o ML RIER >
A M0 74 —OBFERBBRIIRZ 2SR TORV, WEFRS BREEO 422 a3
5% (HREEEME R O X 28U R@EED Y v ) Y I PUETH S,

1) BEEFZHOMREERD
BINBEREH A P74 =BT Ty Y IRF I A Mu 7 4 — L FRFRICE
ZHOBEAET 2 2006 4F CEWE 18 )4 A SEERBEOEIS E kol [V A b1



7 4 —OBIZFRAEIE LT 2000 K TdH Do 2008 4F CVFH 20 4£)4 HH 5, BARAH W
FrE LT, BREEAICHET 2 T 2R AE A3 5 BREiDUES X 72132 OFRRITH L Y34
WRAEDRRNIEDS W THE LORE LT 125612, BB Y2 Y 7Es TR L
molze A 2 BESHI N2V,

2) BEfFEREORE

FINALERYER ¥ A b a7 4 —OBIZFZWTIMEEZ N X 5 B OBH CEHED I §
PBICHERTH 225, RERBFHESHAANIE N LD, MHEICD D 2 EEMEA
b MEDRRDP L, MAFAENDLERAEL % EORGAOHR D T 2 W] etk
bbo MINBERMEF Y A a7 4 —OBIEFBMIICHzo TR, KA, KK MHEE~
DY R—= MPLETH 5, BRBEEZICOVWTREOZ L WA, BREEEZOH
M JTa S OSEBR 2 A3 2 BRRER B MR 70 & L o, BRI~ D% &,
BY) R WA S ICW il 2 EAERE S NS,

BElEHO A MNAT7 14—
limb-girdle muscular dystrophy (LGMD)

. ERER

€325

YA BT 4 =R RN E Vo MR ER A (myopathy) (& — 191 I3 REHR Z
MU 5 008 5 70 & OBV ZBEERA O NS, BB T A a7 4 —
(limb-girdle muscular dystrophy ; LGMD) & Z O Hi B REED RO HNLH, T2
VaYARFGFETA IR T 4 =R Ry h—RHTA IR T4k wo YA Ma T 4 )8 —
(dystrophinopathy) R EHEE H EREG I A b 74 —L ooy Ara 74 —%
B LD OB A a7 4 —2BOERBH YA ba 74— E#RL, X HFHOREITE
EFNBVAERITEERRPLHBIIAHTHEHO AN —HOREL EORBIETH - 72,

LALEDS, HFEOGTEIEFOMRICLY, ZOFEMETERL KGR T2 £ 12
o3, H LB EEIE TS X 2 H0BER, iR EBarmEIhTn
bo BRI, ZORPTEARIIELTT 2 2 Y XRFPF T A b7 4 —12%4
BT 3 E g A A ERIEEA T & 2T HATIRERIE G S A a7 1 — (=
) LT, 777HE FICFa=ITICE L ALNS BEITEGEN R E GRS
YA h1a 7 4 — (severe childhood autosomal recessive muscular dystrophy ; SCARMD) &
LTHEIN TV, ThHSPAFRH I A a7 4 =258 S5,

[AEIFEBIFIE - BEY R — MERK]

o NIRINHIEE © BETEH H LSO, B ARBR T TR RE IS & 2 T LR T PR AR B A

o S L REAR & (B RAE & & IR EE S DOWMRIRE D R),  BEIEAAE G (F AR S O R
W 3% 5)
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o Rl B AR T4

o BEYR— MK : HAW Y X ba 7 14 —1#%4 (URL : http//www.jmda.or.jp/, TEL:
03-5273-2930) 23 %M DL E & & HITWRIA KB 2 LT\Wwbo F72, HRTHESTVER 254
JiEt 4 (URL : http://www.to-kin-kyo.or.jp/, TEL : 03-3773-8331) & %,

B. BzZ RV ELFLH
B BfG 2 A b a7 4 — (LGMD) & EERRICE D W TR Rk BB % & %
bOERBNMG YA a7 14— 1 R(LGMD), #HmhsElizEz L2 b 0% i
By A ba 74— 28 (LGMD2) & K& HHL, S SHIIXEETREIFEE L 72 HFIC
TIVT 7Ry MEICGHE - ENTWw5S (R4, 5, il Abe 74— 2#

x4 FREFBUERTFREBCZAMO7 10—

w4 RE BT EE BETED ERPRR4EE
myotiliopathy LGMD1A 5031 myotilin EFEHFOIHEIEE
7 & L X ke
laminopathy LGMD1B 1921 lamin A/C AV 70Oy 7DER
caveolinoapthy LGMDI1C 3g25 caveolin 3 BEiREEHES
BRI DRE H V)
LGMD1D* 7q A ER
LGMDIE* 6023 BH MrEREE - REDERE
LGMD1F 7032 NER
LGMD1G 4p21 NER

* 1 LGMD1D & LGMDIE &1, SREISREY &3, HUGO KU OMIM DEEICHE - 7=,

x5 BREFASMERFRHIAbO7 14—

"& Prapi EInFEE BETED ERPRA4FE)
sarcoglycanopathy EIEMI I DMD & B#E /)
RHEAICSEAE
FEFEREIE L A L
a-sarcoglycanopathy | LGMD2D 17921 a-sarcoglycan
B-sarcoglycanopathy | LGMD2E 4q12 B-sarcoglycan
r-sarcoglycanopathy | LGMD2C 13q12 r-sarcoglycan
0-sarcoglycanopathy | LGMD2F 5033 o-sarcoglycan
calpainopathy LGMD2A 15q15.1-g21.1 calpain 3 6-52 (19 20.9) M FIAE
dysferlinopathy LGMD2B 2013 dysferlin
telethoninopathy LGMD2G 17912 telethonin hEh EDRMMHES
LGMD2H LGMD2H 9031-034 TRIM32 1-9 IR
LGMD2I LGMD2I 19913.3 fukutin related | 1.5-27 (F19 11.5) RRIE
protein
titinopathy LGMD2J 2024 titin (connectin) | tibial muscular dystrophy
ERUEEFHPER
LGMD2K LGMD2K 9934.1 POMT1 6 & £ CICHAE, /\EEIE -
FETHSEEEIE
Walker-Warburg fE1&Ef &
R UEEFIER
LGMD2L LGMD2L 11p31-g33 ER
LGMD2M LGMD2M 9931 fukutin wBUE ERCEEFIPIRER




(LGMD2) oHTd a, B, 7, 0~ Va7 )%~ (sarcoglycan) DEFITVWITND I A b
T4 v - Y vy A (dystrophin-glycoprotein complex ; DGC) D HTH LI 71)
B VEERER T 5 TR TOMBRSTHEL & 72372010, BBy A ta 7 4 —
2CHY, 2D #, 2EM, 2F WA F & TH N2 h ) 7385 — (sarcoglycanopathy) & b
XN 2 (RS MHEHRH YA M7 4 —OFTIIFEFRFB A a7 14— 18
(LGMD1) & FEH IS EEAML S, £ CIIBERIH 2 A ba 7 1 — 2 81 (LGMD2) T %,
HARTIZBATG Y A ba 7 4 — 1 B (LGMD) I3 2 A b a7 1 —&1ko 5% LL
TEHESINTVS,

EVAE - Mkt v 7 —BIRIIEEE 1 EIC L B &, Mt v & —fiNy 712815 % 2000-
2004 4E D 5 AEH T ORT 189 BIOMEITTIX, MY A M7 4 —BEBEHEARIZ LD 5
R Y A b7 4 — (LGMD) AR OB 1I/3FETH ), ZDH b, Bkl
VA a7 4 —2A B (LGMD2A) 13#) 13%, BT A b a7 4 — 2B #1 (LGMD2B)
1389 17%, €O 10%, ZEDOO %V DDH 60% Th - 72,

1) BRI A O7 ¢ —2A 8 limb-girdle muscular dystrophy type 2A (LGMD2A)

CEEF] | vim: *114240
BEIEFiE= | CAPN3
BEIEZFE . calpain 3,(p94)
EMREE @ 15015.1-021.1
BEIZTFEY : calpain 3

RS R A IV 2 MARAENE S V8 T BRI Td B S V7384~ 3(calpain 3) D#fn
T CAPN3 OEENPFEINTD %o FIEFEIZ/NEIIA 5B A 50 A F TIRAL L, b2s
EO#HETD 6-52 b7z 5 CEHFAEFHT 21 %) [D03] CHKHEI Tl 2 MEEIE O
bdHbo HMZT 2>z XMFEIA I T4 =RV Z Y H ) 8F —IZHIKT 5 L%
HThorLsNb, BB TS IEMRME (lobulated fiber) 2SEHHE TRD BN D —F T,
B WIHE (opaque fiber) 131E & A ERD W [D03], ZWD-0121E, HKG 2 H W
TIAY rTOy MPRETH LD, AL Y 3IFHESLICHECHLE R TOT, E
BEET 5, bAEOREHTIZ CAPNS EIEZTF D c698G>T (p.Gly233Val), ¢.1381C>T
(p.Arg461Cys), ¢.2120A >G (p.Asp707Gly), c.1795dupA (p.Thr559AsnfsX63) M 4 > D
ZREPH6HELDODLZENDR>TWBDOTIDS], MEASHDDNATETIN4D
DERZAZ) == 732 HELHDD, 7TRAY 70y MEOHMELMAGDET
SWITEOMET 2 #E0 5 D23, BUED & TAHBENTH 5o

2) FERg A O7 4« — 2B [imb-girdle muscular dystrophy type 2B (LGMD2B)
4. VA7) I NF—5R
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C. BERMEZICHTIETFEMOER, FHM
B Y A b a7 4 — (LGMD) I B W Tl s T2 % BRBL Tl WL 2 &
ELFTLOEMAMTIE R BREE X OVERG O, RIEMRILFED L0 iEr ¥
Y7y MEICEAAZ ) ==V P Ek o TTFav s Y XRFBIA a7 4 =H EOMD
YA PR T 4 —=RERMUME, Ky Bk EOFHBERE OFERN 2 RIIT .

D. BxFEHDECEERT S LTORI b
LWL Z HIZBIZFZMTONL ZEWH LD, HL ETHHMAE, RIEHIHRL

FbNIyIAy Ty MEZXLZBEELEIND,

E. Z0Ofl &BH - FE2SEZIZOVTOMBEZIT LI LIFEFICE V. T3, FRHOMERK
12 & BRI DML K OB OMIZ & 2 BMT OFEENRYTH %o

n SZX7 1N JINF— dysferlinopathy

A BRER  [ZREEE)

1998 EICKA DY DT NV—=T PRI T aF N ru—= v 712X ) 2RI AT —0
FREETORZISHE L, FREET I DYSF(dysferlin : YA 72V V) Lanadh
72[D10] o FIRFICIEALGICEEN 2 B E %2 520, BRSO BIEE R %2 /R 3 B B &
A +ua74—2BRE(LGMD2B) b [i]l U DYSF#IZTHHHETH S Z L BHL 2Tk o7,
X 5121 distal myopathy with anterior tibial onset & 4 \» 1% distal anterior compartment
myopathy & IMFEN L HIKEHOEMEIFHMETEHIA M7 4 —2FH2NLOHhD
R % B3 2R EHED S DYSF OBIZTIRENFER S NI2e TO X H 2 DYSF BI5T
BEIEHLERAME2ET L2 bR ), Y A7 )V J3F — (dysferlinopathy) &
WY AR T 4 =L A8 — OB BBEEATIE S /(D101

1) Z#FEII F/¥F— Miyoshi myopathy (MM)
[ MIM3#254130 |

SRS AR F— XDV E O SIS ORI & ) BRRBIDHE. SNRBTH Y, HG
BRSO 2R T BREERIE 12-30 TH D 2 L%, MM Fh%E
PR BEBAG LCB AT ISR B D, MIREEMICITMBE R YA br 74 —offE 21, 1
HCKMEIIFELLLBETH S, CORMNEMRTIE, VAP T74 VERIULSIITRY Vg
FhNru—=v 7w FEZHCCHESN Y A7 2V ¥ (DYSF: dysferlin) & %2
JoHNTze VAT N Y F 87 BIEHHMEEICHEEL, TodikERIHT A LIk
0, ERBEMELEZAZ ) —= v Z L REE 22 5 720



2) BEBgET 2 vO7 ¢« — 2B & limb-girdle muscular dystrophy type 2B (LGMD2B)

1994 4E3E[El 0 Bashir 5 ARG Y X b0 7 4 — D THERGERSEREEER 25
FNRVAFF LT TZRDE 2 FhAAIENE 2p12-16 BRI EH 5 2 E 2 ME L,
BTG 2 A F a7 4 — 2B B (LGMD2B) & L 720 (ZIZFKEICR1E 0 fetafh s Pk #
W% L DT A b7 4 —TEMD»HFRIET 5 208 I A28 — AT U EIR 38
FTAHILEBHALNI R o720 2O 2DODRBIEFE—BIETOEROENIC X 2 RAB 0%
WhRDD, TNENREL D EKNBETPEBEIFIEL, Bl o EREZAT 5O0HEKD
BINBEIATHHS72, MBD X HIT 1998 IR A b ¥ D7 N — THEMIT ZAFR 3
FNRF—OFRRBETE LTV A 72V YORERKIL, BHEHGYA MO 74—
2B M (LGMD2B) b [il U DYSF {27 ARKTH 5 2 & S 52227 - 72 [D10],

[ABYFEENEIE - BE YR — ME#]

o SNIHEBHIEE @ PR H SR, SRR EE TIRE IS X 2 B R Wk

o [EEILAEAR 4 (E R4 L EARFESOWRMBE DN SR), BEFEAG S (FAEEEOBR
e DSE )

o MY AR — MK - HAH Y A ba 7 4 —14 (URL : http://www.jmda.orjp/, TEL :
03-5273-2930) 35O LIE L & HITIRIA GBI Z LT\ 5. T/, HEEFTYER 20
JEW S (URL : http://www.to-kin-kyo.or.jp/, TEL : 03-3773-8331) }% UF 2008 4F 4 H
SIEFEMEL I F 8 F —DBEAINH LA 72 (http://enigatacom/, TEL : 03-4590-
1204) o

B. Bf5ZRUERRFEH

EEF] [ vim: *603009

Bz FES  DYSF

BEIZFE . dysferlin, limb girdle muscular dystrophy 2B (autosomal recessive)
FEAE :  2p13.3

B FEY © dysferlin

DYSF OB+ Z M bR TIdH 575, FW#EEFIdTr V¥ 55z foKE Z#{a+
THY, BAED L ZAEFEOBIZTHAL L TRIAESTIE RV, BRI 2HUKICL S
ML FE LD b TRy 70y MEDIT) PIFREDPEVE ENLD, ThTH
RYEDFEBULT & XH T & R WIEFIAFET %o

1) ZHFBIFNF—

HiR o & 912 1998 FIHKBIZFAFRE SN Y A7 = V) Y e Ehize HAAD
SRS 8 F — B TR dysferlin #IZ T O ¢.1566C >G (p. Tyr522X) (C1939G) 2852,
¢.2997G>T (p.Trp999Cys) (G3370T) 25, ¢.3373delG (p.Glul125LysfsX8) (3746delG) 22
&, c4497delT (p.Phel499LeufsX3) (4870del T)ERD 4 DDERNEL L A H N 48% % 5



FI0E RWFTHRIEITDOEE 63

DTS, BHEDIIEFHE 12-48 I L O FAEF L 2229 TH > 720 FIERFO
1% CK D313 5829+ 4,273 TU/L TH - 720 ¢.3137G>T (p.Argl046His) (G3510A) %
FUTHE D JE BN P FAE A H AT 133 e & <, ¢2997G>T (p.Trp999Cys) (G33707T) 2254
EREOREBII 32248 i L D - 7z [D18],

2) BRI X hO7 4 — 2B B (LGMD2B)

INFTORIKFTHEIETMREITVI R 7 2 V) ¥ OBETERDHERE L7 T
(&, FEIEAEIE 11-43 12D 72 ) CPFRERRNZ 26 %) TH 1, FHEM2» S ORIELS
Vo F 72 CKHIZT 3800IU/L i) HmdTHD I EVRBTH bo ¢2997G>T
(p.Trp999Cys) (G3370T) ZEE A 33.3%, ¢.1566C >G (p.Tyr522X) (C1939G) 25 F A% 15.2%,
.4497delT (p.Phel499LeufsX3) (4870delT) ZE R AT 7.6% & 3 D DZEF O HANE AT LB 5
Vo €.2997G>T (p.Trp999Cys) (G3370T) ZER 2 A3 % L FSFEEMNIZIE <, IMiE CK flid
RNEIIZH B0 ZUFR I A F — L ORFBIDSEE L 72 o 72 & 5 ISR & T A7
FRCTRUBF O T %2 E 23008 H 5, F2FA—FKRMNICEGFE I 485 —DRHA
ZRTREBI S FIET B0 H CT TIXFIERM 2 & KEEMHICOAL ST 050, BEEM
B OBEEREMIBHELSRBOONE Z L BBEIIL b,

BRAAMEZICE T 2 EETFEMOER, FAK

JAT W) I RF=IZBWTHIE T2 2 &N VS 2 L IEBHENTE RV iz
MDA CK 7% EORRELE X OEMOWRE, EHt¥Ed o0 idy Ay v 7
Oy MECEAAZ Y ==V FICEkoTTFav e vy XA YA MO 7 4 = EOMBOR Y
A ba 74 —REREMEF R, K% EOFERE L OERIZ RHINAT) o

BEFEHOELEZEERY 5 LTORS b

ZDOft

BRRZY, B, SRR Y H o VIEY LAY T ay MECXZBRPEL S
%o WiEE 2 HZBIZFZIA bbb b,

BE - RIED SBIZIZOWTOMBRE 2T 5 2 LIZFERHICE V. 313, FRMOIER
(2 X BB OMRES X OWiRELE DM X 2B W OEENI K TH %,

H B I F/3F—  distal myopathy

A.

ERER

[ EBEE]

YA ba 7 4 —RERMEH Lo 7% O EEER B (myopathy) 1&— I3 K
R Z AU VWG ISR R BEED A SN Do WS, iR T & v o 722 TUB @A
PN BEE %2 2 5 O HRREMR RO Z DL 0, HiEHICZOX ) RREEREL
HIENDHY, EAUMIFNF—L XiThb,



F6 HARICHITBELZEMEIF/NF— DR

TR e BELY) R & DR I A /NF —
=HFEI A3 F — (MM) (DMRV)
BEER BEEFLEER (AR) BEEALMEEE (AR)
FEAERFEA 12-43 % 13-40 =%
BRI ThE&E ThERITE
CK f& EEED 10 ELUEICER EEIPLEEDLER
FEX HEMP ES R (AR R VR
RS vZ2bE 71 —-Fk #2EX V) 22/ (rimmed vacuole)
BEIETFEE 2p13.3 9p13.1
EEE&EEF DYSF GNE

DOETIZETY I F8F — & LTI =GR I 85— 8 X UHRID 22 % fF 5 i Al
3 4 /%5 — (distal myopathy with rimmed vacuoles ; DMRV) ® 2 2%3% { i & T w»
5o WIENDHROALZEREERNE LD, 1072 S 30 i TOFRERTH
A, 10 FAFCE, S ORIED HE STV D, BRMICIZILES D D5, FHoshk
BWRIKRECELLZZENPEEINS,

1) =#FBII F/¥F— Miyoshi myopathy (MM)
4 VAT N ) RF—BH

2) #xEQV) R E D EMEBI FNF—
distal myopathy associated with rimmed vacuole (DMRV)
%5 : Nonaka Myopathy

BB O ZUF RS 85— L3RR ), &I 228 % pk ) m AR 3 4+ 85— (DMRV) ©
55995 BT B > e BRI 7 b D13 B BRI Y 228 (rimmed vacuole ; RV) & X iZh 5 22
JOFAETH Do ZOBMY Z2HIZLIELIEHBYE 7+ 27 7 ¥ —E0EEIEH VI & &
D, FA4VV=LFRHDEVIRIIETA V=220 70T T —EORERIGHALE KWL
HOEAEISZERATER S NG 2 EMHESIN TS, e tt) @i 37 —-128
% CKAEIZIEW RS LRICE EF 5 (FR6), RIREHPFATRSN, EUEZHTE
FERET BT DL\, —HT, KRIRPUSHM BB £ TRz 5, =48I 43
F—, ZREMND MR I AT - TN LHEE L EOAIIHEN D e &R
o 2L, AR @RI A NF—TIIRRIE LB B b mE SN TBY, O
LBR% 5 OMERICITEREZET 5,

2001 4RI KRB AR T2 7 OVIRG REER ORISR 7 v 3% 3 ¥ (UDP-N-7 £ F )V )-
2-T¥ X5 —¥/N-TtF V< /%3 rFJ —+F(glucosamine (UDP-N-acetyl) -2-epi-
merase/N-acetylmannosamin kinase) i1z GNE TH 5 Z L HIB L, 22z fE 9 &
B3I F 85— 13 GNE B2 FORBERALERIZE D Z EPWHLN IR o 7z, BEEEMR
T, YTIWVEOBIPHERINIZZ L LD, ¥ TIVEOUHEIC X 2 HBEEORIEIMES
ns,
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[ABYFEENEIE - BE YR — ME#]

o SNIHEBNHIEE © BEEE H SR, SRS TIRE IS X 2 R R Wk

o EEILAREE G (E RS L EEESOWRRBE DN R), BEEASE (EAEESEOBR
B DSk 4)

o BEVAR— ML - HARB Y A bu 7 4 —1i4 (URL : http://www.jmda.or.jp/, TEL :
03-5273-2930) A3 D & & BIZWRIA K IGB &2 LTV 5, F7z, W AT 2
JEW 4 (URL : http://www.to-kin-kyo.or.jp/, TEL : 03-3773-8331) }% UF 2008 4F 4 H
SEEME I FNNF—DBEBEXDDH LAY 5 72 (http//enigata.com/, TEL : 03-4590-
1204) o

B. EIEFRUEDFZH
1) ZHFBIIFNF—
4. VA7) I NF—5R

2) B ZR%EHF S EME I F/VF— (DMRV)

CEEF] [ v *603824

E{=zFES | GNE

BEIEFE:  glucosamine (UDP-N-acetyl) -2-epimerase/
N-acetylmannosamine kinase

FEAE ©  9p13.1

BEIZFEY : glucosamine (UDP-N-acetyl) -2-epimerase/
N-acetylmannosamine kinase

DABEOKES, B SIZX - THE S NABIY 22H% £k @A I +/8F — 13964
ART LB HMAEOZFE N L2 E T 5, S0 I A XF — LId R 55 Lkl
ELTHEELTOLIEETE L OEFMPER SN —F, #H AMEM %K (inclusion body
myopathy ; IBM) & L THUE SN2 H OOFIZIZAGHRBEIAIIZ 22 2 0L 9 A8 3 4%
F—LHPLZDDONH B, 1996 E121E2 7 v A D @{EMEE AR % (hereditary inclu-
sion body myopathy ; HIBM) O {nT- D 9 Tt fRIZH 5 L Mg S, DAEOBEIY
22 % A m AL X A N — OBAR TS [ CHEBUSAAAET 5 2 28I L 72, 2001 45
WIEE VR AR RO FINBIZ TS GNE TH A Z LB L, ZomERz k) i
B I FRF — DR HEEF D FEBEEFTH L 2 L HPIL T A [D02, D1, D20,

DLREDOER TIE GNE BIETFOL 7V ¥ 10128175 c.1714G>C (p.Vals572Leu)
(G1765C) ZF A3 b HEEA S\ [D11]6

C. BERMEZICH T IETFEMOER, FHM
BRI A8 F — I BWCHEIZ T2 2 BRRBIG B W TEIICHWS Z 2383 L b
FEH TV HZEMROSARR CK i & ORI B X OERT O, okt
HHWETIRAF 70y MEICKDAZ ) =2 ZI2E > THBEEY A ba 7 4 —7%
EOMDHH Y A b1 T 4 =R LR 47 L O E L O & RWICIT) o



66 S

RFZEDEILEERT 5 LTODRA > b

E. ZOft

BRRZY, B, SRR YD VIEY LAY T ay MECXZBMPEL SR
%o wWliEE 2 HICBIZFZIA Tbh b L dd b,

BE - RIED SBIZIZOWTOMBRKEZ 2T 5 2 LI3FERICE V. 313, FRMOIER
(2 X BB OMRES X OWiRELE DM X 2B W OEENI R TH %,

mEEE A7 —1 8
dystrophia myotonica 1 (DM1) [A15, B03, C03]
WIRR  BEEEME Y A e 7 4 —, Steinert %

A ERER

MIM#160900

(% B 8L

BEEYEY A ba 74— 1B (DMD) X, B, FEm e & I, O, P
#r, PSR R EE AR A R TIRETH 5o FIEHEIZ AT 10 7 Ak LT 5 AREE
Thbo BRI, FIEEICEHEDSH Y, BED S B £ THMMICRITS 2205 &
M 320 G IR, BER, BRI IhTW S, HRBOFREMEY X b
074 — 1ENEIA b=7 (FokE), Wi, i r 2 28 UCEISRANICHRET
%o FEREAF-HIZ 20-30 IS Vo FHREIRDAAMIHEIR R, FINBE, BrSEdiBBiE, Mz
&, OB, MERRBEEEREE L LA & T, MABF R EEROAMAR R kY, iy
FHROUFL L2560 5. BRERFMENEY A ba7 4 — 1 EIZANEEEED I+ b
STV TH Y, EmTFRIEIBHTH S, BREHEREE Y A M a7 4 — 1 BIIAE TR
L VHBROK T LEELEHOFR RO, LIFLIETRALEY 272 L TRENIET
T ho ITREMFEEREND L HAON D,

B L LT, b BB LRI HMRE Y A M a7 1 — 2 BL(DM2) /27 B 55 56
% 3 735 — (proximal myotonic myopathy ; PROMM) T® 5, ‘i Yt i E B I=E
2D, 30-40 AUTHRE L, EMFHOBHIKT, I+ =7, ONELREZ EHET
%o MEDHKRWERIFHMEES A bO 7 1 — 2B CEFH KT ISEMGHEMTH S D
W L CHREE Y A b7 4 — 1 RICIREMNHEN CH LR TH D, HREET X b
74— 1ENCR SN EREHBEE D A b a7 4 —iZAIS ATV, HEATOMZET
ZWHEBNE E 22 1 RRZTFTH S,

EAEMOBEE X 7-3EREI A 5F -0 & LT, B 2% w3
FNF—, BEEMIFF 2T I —3IFF—, ZPRIFNF - EERENT L, 34T
ZTICHE LML OEENEREE LT, BREIA V2T, EREITIF =T, EA
V)7 I FE I DU IEORRE A3 5 o

[ BB HIE]
o FEEH B SARE TORMEA G E 2B, FHENRTRE S, —HMOMERTIETIE
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K7 BREMIZMAT7 0 —1BICHTIEERE CTG U E— MEDIE

CTG RIRER FHE T FEhb
=3 ﬂ En =
=373 B PRAE 15 D — R ) #)
MERE #HL 38~49 —EMERL
B ?f%’ BEOSA b 50~150 20~70 60~

BOET, 3427,
HAE AN BTEETE | ~100~1,000-1,500 10~30 48~55
DEAERR, % 0ft

HLRERRET, FE

EXRM | BE, BHREER,

HAMOERK

*1: BEARRERICE CTG U E— MROEEFHSh TV 3,

*2 1 Redman 5 (1993) 14 CTG U E'— h#1730-1,000 DEXRMEEM Y X bOT ¢ — 1 WEHER
#HLTW3[DI3],

*3: FERBOETREE L,

~1,000

oL | ETEI0 45*¢

R ORI O RIEETH 5o BOUHRER R EFIEH ETIE, I+ P27
RIS E I 2,

o MY AR — MK - HAH Y A ba 7 4 —14 (URL : http://www.jmda.orjp/, TEL :
03-5273-2930) 35O LIE L & HITIRIA GBI Z LT\ 5. T/, HEEFTYER 20
JEW S (URL : http://www.to-kin-kyo.or.jp/, TEL : 03-3773-8331) 2%& %,

B. Bz RVEEGTE
EEF] [ vim: *605377
EIEFES | DMPK
BEIZF& . dystrophia myotonica-protein kinase

#eafkEE :  19913.2-913.3
EIEFEY  dystrophia myotonica-protein kinase

[EEF A5

WA REEERERZ LD, BRAEREIX 0% AN, HARANE S ICAHERRED
Ao, EHIZIEs s 1-2MOERICHKT L LEEZONL, BREFRKITIZIZL00% Th
D, FAERRERIIBOTOLVEEZEZONL, FMRERD IS TRIEFHDR
0 EREIL S % RBUEAEIRS (anticipation) 2R 5 5,

[BEFERRE) LEEETFEH]

19q13.3 F®#E {5+ DMPK (myotonin protein kinase) ® 3’ JE#IER4EE D CTG Y ¥ — b
ORFELRMEPFHKNTH S, CTG VY ¥— MASIEH TIE 5-37 M D K3 DIk L THET
1% 50-3,000 [ & BT B, W ¥ — & FIEFER EAEE O MICIZBOMBEIRD 51,
BRI S 2T T 5 3 D OB (BRER], WA, JERME) I I TWw B2,
INLEBBENICCTGY ¥ — ML 5 (R7), EREFHEEES A a7 4 — 1



BRERIEO CTG ) ¥— MuUZB X 2 700 ML CREAT 1,000 MPLE) & Ehb,

FrmEE Y A b a7 4 — 1 REFB L 7ERE 2T 525, DMPK WO CTG Y E— b
DEFEMEDN% L, 32L3 ITHEE T LIRAPASN T WD Z &9 SHEROFHIMENE T A
FO 74— EEEY A a7 4 — 18, 321 ICHEBT A MMEETI A b7 4 —%
EREME Y A b a7 4 — 2 B B v I AL B s I 4+ 2% — (proximal myotonic
myopathy ; PROMM) &E#95 L 51l o720 HiBELY X b7 4 — 2B TILEET
ZNF9(zinc finger protein 9) ® 4 ~ + 1 ¥ 1 NIZH % CCTG V) ¥— b DEFMHEDFER S
iz,

iR L72Y) €— b RNA ICRENIHEGT 25 YV o> T, IEETREATI4 ¥
YIREIELTWEIOY N HPMEY E— MRS, IF =T ORNERS
704 FF XY ANVBIET R ECRERATIA v rhiRE D, LEZHLNTWD,

C. BRE#MREZICE 2 BCFEHOER, FRAM

BETZWOBKRWERE L Td, MESH L OTRIZINICE W THERFREZEDS
h, BEOIEIR, T, AEIRZ &S T ST RN 20 0E, /riEsE I $ 5 IEA
WO TR A2 L, Bizh vy Y ZICBWTHRRERORETE L2 L ICH
%o

BsBETH 251213 50% ORER TRIZT AR T ZTM o REREHZ o1,
FELTEBELDY CTG Y E— FEAWRL, ZRIHE - THRKRERD ERELT %o

3ODMIIBBINICCTCY ¥— MUEHET A2, RTIDRT LIV E-E
EERRAEL T2 ) OFEN D 57290 CTG Y ¥ — MME EITHAD EIEE 2 Pl 3 5 B
BT REEPLETH L,

FHEREHREED A v a7 4 — 1 MOREFNIIT EA EPRBTRTD 50 R
BRIEPEY A b1 7 1 — 1 BUER) TR AL TY € — FHEAL WE I H 525 )
E— MDA %) DELZ ) DD 5o BN HBIZFERZ Z Tk CHAICHAARMT
CTGV E— M WAL, BRI OEIEL 2V L3 CTH 2P IEFILT 25805 %
CEDPHMOENT WA,

RELEEBTI, BEEY, FKR%Z, BESWE 20HEFEIRIL, BRREER L
DIEHR - WA HEZ A U2 HERE V. ENBPNEREEOLG, +85 D 50%
HIEHE, £930% 2SEEOHIBEMAET A ba 7 4 — 18, £ 20% A3 RYERRE S A b
07 4= 18Rk, 722 LEREGHREMEDY A a7 1 — 1 BRI O P EILH I
WCEL LM SN TV D, I2E 1 FAEREHREE S A o7+ — 1 MEEETHI
X2 OPEBUIE 2 7DD AR R MR MRETE Y A b a7 4 — 1 AR 2 i iR
FWWZ EARBRIICH ST b,

D. B FEMDBELEERT S5 LETORS b
B O B GEER) OB W I B W T, BIREE, e FEE, Mk CK, &
B, Ak & SEIRMICHEELE Y 2 ba7 4 — 1 BMEBMTE L5050V, HEE



E. ZOft

FI0E RWFTHRIEITDOERE 69

TW 251213, BETZWEIT) CEPREERDLIENDH D, —T7, BIZTHRNIL,
BEEHHOZW E V) HZT TR, FFIEH b ZOBIREERDOBM L VW) iz FFo T
WA REIZH T REEEAT) LEPD B

(L)mEEY A va 7 4 — 1SR RS NEEZW A ZR L T 244, #isT
BWORENR R ELHBMEN YA b 74 — 1R EOBWZEVIEE TV 5
HHHNL, BIETZWRHENZMICBOTEELBWRMRE 25550 H 5,
EFZWOAAEIREVY, TOLERIE, BIKSHOMEICL ) R oTH
%

(2)GEEY A b7 4 — 1 BITH A I EDHEBH SN TV AERO—BOIIEH
WZOWVWTOBRIIBWT, BWEED DI, BEETZHIELT LS UWHETIE R
WA, ER(CIH) DX ) REHRDID Do

(BVBEBERED) A 71220 T, BHEOHICIAENHLPICRBEL T2 ALdHN
EZ) TRV AELD D, BOBERHREES A a7 4 — 1 MoOREREZ A LT
BELRIPN TV WAL HIUE, CTG Y ¥— MAVRHEPATIIH 210
LI REORENTR N2 DIEIEIRTH 2B EH0H 5.

(4)HR2, BB L2 L) IChRMMHMEMEY A b7 4 — 1 RUERNZ, 13 A EHHRHE
HETH D BRUEMBREEY A M a7 4 — 1 ROBORANZT, FEEAFHRE M
VAN T4 =1 HERDTORNbI N dHb, FFLREMHBENEY A b
7 4 — 1 BOBBAHRR TRIZETF (T LV) 2H LAS, IERTHLHED D
%o WINOIER - S PHER & U2 HED S, RN & A IHEZ 2
LT VO THIKRSH, BIZTZWMETIHELE V. ZOWE, BEMREZETFZ
Wil S F B L 7= 85 h 7 v k) v T OIEDSLEE %5,

(5)BIZFBWEAT o 72ER, MOT, UKBZ OB DAL S FTRHFFHRKIKEOBWIC
DHRMPHEV) ERFHMEIHAT 2T Tid R, HMEEI A o741 —%
BEo 72N E D, SO LIDOWTORBSLET, BxFRED GO CTRER
ORBICHWLEAEZ B L)L TOL LEXD b L REDO AT L
T, EETREMSREZAZREICB CREFWHEN 70— 7 v 78315 X9
B ERIFELVWBHEE TV IRV,

BERWE, BURE D IHERZE, MAENZH 2 &CREANHREZT 52 EVH 5.

FRRE RSO W TREROZ LW EE, s EEAE BB o i PR 8 f D2 2 00 5P B9 ik
OB A 2 BRRE RS MR 7% & & O LERREEERE M~ O/, BREE
IR D MO RIFEBEHN O 72 &, @Y 2 EMIRISIC@ 7245 2 LR SR
%o

(1) ZERERTZWT © FIERTS W OWIS & 7 5 DI, WELZBHREET A P07 4 —FKRD
FIED) 27 =24 L, T3 D & 5 BT, A S5l S i AR R
WX DMETBLEICEET 5 ENHARTREZ WAL AR - W& DHEZ &
CBHEDE L, TRAEIRZ: EEIHEL RS LR T Vo CHRIKSITISERT %,



(2) MAHTZW : 50% D) R 7 & RO R R O AR Z W 55 T BIZFHIMAEDOIHE T
WBARZzOEFR CFEEZHCTIRTH L. ZOWE, iR 10 BUBEICTRTSH %
WL & 2\ IZHEGR 15 ELLREIC W HE T B 5 RGN TR L 7215 RAifa 2 &
flii L7z DNA 2 iV %0 EET N SIIMRARRDEETH o T b IR 2 B
EEFTRPNTELNWIETHL, TOIHIT3IDOMREIZIICTGY ¥— MK
DF—=N=F 9 TNRHbHI L CTG ) ¥— FMUIZEHMIEEY 1 7 AT 5]
R L0 THAI, L2LEHS 1,000 DS WIEZENL LD CTGY E— b
BCTHhIITBBEEREMHBRBELEY A bo 7 4 — 1T RNCRE L TV 2 AR
Vo IR, B OBEERA TIERBI OB EKES ZMIETE 52 LA
D, TNOOFRIZEREGEREEY A a7 0 — 1 MEZ2RIBRT 5, F-RELH
O CTG ) ¥— MDA LR REMEY A bua 7 1 — 1 BOFEE % LTS
HILIETERZVY, —RICHBEOY ¥ — MDY WIT EREMRENLEY A o
74— 1 ARBELZEGTEESE VI LATRB IR TV 5,

b3y R 7 REE

mitochondrial encephalomyopathy

A. B&ER

(% B BEE]

EmADI M ay MY 7oORERN, HENREL S-TREBE LTRBEN:, 5
HAEMEREAR T, TE) MY 7 a— 2234 (modified Gomori trichrome staining)
2 TlRflZ A #iHE (ragged-red fiber ; RRE) SR LN 5 2 L A% L, BT HMEETIE
I haY N T oOREER BRI KSR ARZ EARALNDL, BIEEAIL, E:??fé.l
RERTHEDL VD, HHROAEEERE, FREASTEREEZRIEEDRESATY
o BIZTHREELLTIE, I b2 FY 7 DNAMDNA) DR, HER Bk LH
BOLND T EDNLVHC5 CO6l, i3 DNA REDRMSHEATNS (RS, 9)
(D04, DO5]o ERIRMICIE, BiKTOAROBIG, FEEAE, TANATIE EE)EH,
R FE T, i RIRIRT % e oRE 2R E THRIKRERDSIFER LK TH S
CEMHEMTH D, I IV FY TEREICLLEEE, HICH - BEmcEEE ST, i
Wl MEME, BERGE, (OFE, ERE, MRE R EEH ORI KATVS RN, 3
Fa Y FY TEZECIBMEIRBENTVS, I ba Y ) THRBEOZE O 720120
LRBRMAE & LT, BAEMANMA BN, KR8, R &
H I EAL (short latency somatosensory evoked potential ; SSEP)), MMiEMAL, TEI7#k
A, HER CT - MRI, BNILHEH.— 7 + b ¥ Wi J& ¥ 5 (single photon emission computed
tomography ; SPECT), #fifitisy, OHRemA (OEX, Lxa—, Lh7, LHY T,
DAERR), BHEZH IOV T X — & —BH M ER, MMEEVEEBE (AT) oW, #Hik
HERIL~NEZ O B v OilllE, ¥P #AILE A X7 b o 2 2 ¥ — (magnetic resonance spec-
troscopy ; MRS) (7 L' 75 v V) Y ER/E4% Y Y Ik ZAb), MiAm R R, EIbFm,



FI0E REFCTREIDHRER T

x8 BIEEH, £EENEBICEII NI NUTROSE

A.

BEHERICESI M FUTR

& B(RE&ET)

1)

ZDNAEEICLZHD
(X > FIVEIEE /- IS TRSEM)
a) EEOEHXEE

b
c

)
)

EEOFIAREE
L7 X(TCA) BIRREE

BEFHERDEER

I

har R 7RSS

T FIVmERE

RO RUT7EBRBES
RICRUTHERES
NA &REE

\

QO /I

i) ZDt

I 3> K1Y 7 DNA(MIDNA) &%
(BREEE - IIMREM)

a) tRNA/IRNA BIzFDEER

b) 2 >NV EEREETFDEE
LRI €S

PREEMED MIDNA KR 5%
Bi&= %~ mDNA AR%

c)
d)

DIVZF LNV b IVEIEESR RIBIE (CPT1A, CPT2)
BV = F L RIBIE (SLC22A5)

EILE S Bk EBERE AR RIEE (PDH), SELES
T 7IVS —ERIBE (FH)

a’lr N7V — VBRI Kk R EE SR RABIE

Y=L CoAEREER LY T 1=y b(SUCLA2)
EE I RIBE(NDUF, B17.2L & &)

E AR RIEBAE (SDHA)

BARM RIS (BCSTL)

WA RIBE (SURF1, COX10, SCO2 % &)
EEIKRV RIBE (ATP12)

QI %A L Q10 RIBE(PDSS2, APTX i &)
Barth fE1&E* (G4.5), #EE - X =7 (TIMMBA)
mtDNA D ZE X% : MNGIE (ECGF1)

Friedreich SEBfE (FRX), $%ZEFki42A M (ABCB7)
CMT2A(MFN2), E&IaMEEMERRE (KIF5A)

mtDNA i (RRM2B % &)

PEO+1thig25/&= (POLG1, ANTT)

Alpers fE1EEE (MDNA %4> : POLG1)

mtDNA &4 (TK2, DGUOK, MPV17 % &)
BEMEEERE (SPG7)

MELAS, MERRF, ZRMIEIGIE, DEFESL &
LHON, l#RsEMAIRSE, EH =21 - O EELE

KSS, Pearson fiE1&EF
IFA/NF—, PEO

. BRHERICEZI b3 FUTRE

=
=

a) B4
b) it
c) EEM

Reye fE{&RE
MPTP *'
zidovudine *?

)
)
d) hnis

* 1 1-methyl-4-phenyl-1, 2, 3, 6-tetrahydropyridine
%2 BAERFH R, AZT, HIV SEERFREEHE
*3EDBEEEIIR ISR

Rho® Ml 2 F 72 05) 2 &3 5

SWTIE, BRARAEIR K OB RAR AT R 2D W TT b

NBD, BHEMICITEETREOWHEILELE 25 2 L%\,
HEREVAF A ST O L 9 REEESFTEHEIN TV 5,
- B M EAT AR A5 R (chronic progressive external ophthalmoplegia ; CPEO),

- WA,

<= R - A X —fiEfERE (Kearns-Sayre syndrome ; KSS),

- IRELLE S AL,

I 78— XA TAD AR (FEEH) (myoclonus epilepsy associ-




®9 E&IPFIXKFYT7 DNAZRECRKRE

mtDNA Z & BIET ERPREY/EIR
m. 1555A>G 12S rRNA TI/7)3Y RICk B
m. 3243A>G tRNA-Leu(UUR) | MELAS, CPEO, MIDD, /{EFiE
m. 3252A>G tRNA-Leu(UUR) | MELAS, ZlEsfkE=
m. 3256C>T tRNA-Leu(UUR) | MELAS, CPEO, Zl#gsfE®
m. 3271T>C tRNA-Leu(UUR) | MELAS
m. 3271delT tRNA-Leu(UUR) | MELAS
m. 3291T>C tRNA-Leu(UUR) | MELAS
m. 3460G>A ND1 LHON
m. 8344A>G tRNA-Lys MERRF, Z3sMigihiE
m. 8356T>C tRNA-Lys MERRF, MELAS
m. 8993T>G ATPase NARP, MILS
m. 8993T>C ATPase NARP, MILS
m. 11778G>A ND4 LHON, ABAEHRZE
&S KSS, CPEO, Pearson fE{REY, Z3MASEEE, HNis
ZERK CPEO+Z2#23E=E, MNGIE
mtDNA &4 IFINF—, ZEBES

KSS : Kearns-Sayre syndrome

CPEO : chronic progressive external ophthalmoplegia

MERRF : myoclonus epilepsy associated with ragged-red fibers

MELAS : mitochondrial myopathy, encephalopathy, lactic acidosis and stroke-like episodes
NARP : neuropathy, ataxia and retinitis pigmentosa

MILS : maternally inherited Leigh syndrome

LHON : Leber’s hereditary optic neuropathy

MNGIE : mitochondrial neurogastrointestinal encephalomyopathy

MIDD : maternal inherited diabetes and deafness

CMT : Charcot-Marie-Tooth disease

ated with ragged-red fibers ; MERRF),

XMV RY TRIE - FLER T ¥ K — 2 A - A R RIS VR AE M B (mitochondrial
myopathy, encephalopathy, lactic acidosis and stroke-like episodes ; MELAS),

o a—aNF— - EEYSET - W 32 A M E B (neuropathy, ataxia and retinitis
pigmentosa ; NARP) ¥ 7-1%, M#EPER) - SEEHJH - M fo 34 ME 3 (neuro-
genic muscle weakness, ataxia and retinitis pigmentosa),

- BMEE R Y —JE R (maternally inherited Leigh syndrome ; MILS),

I bay N 7 HRE S I E (mitochondrial neurogastrointestinal encephalo-
myopathy ; MNGIE),

- L= N — @ E A AR ZE M AE (Leber’s hereditary optic neuropathy ; LHON),

LENH B

1) #—2X - &1 V—fEfREE Kearns-Sayre syndrome (KSS)
1958 412 Kearns TP & Sayre GP 12 & o THiiE S 1720 20 M  TIZHIET S HME
PR, REMEZSE, OMmEREE FRE L, WIMRT - i, S AN E BN,



FI0E RWFCTHREITIHRR 73

EE TR, KRR AR, W - AREREE ORIRE, WIRIRRE 2 L), #EilRsy 8
BrftiZ L& 4 OMAEDLETHE) 2HHOI Pa Yy FYTRERETHL, I ba s
) TR 3SR RO S, B H R TR EIT A M (ragged-red fiber) 25R2
o, BIHEMETIEII Iy ) 7TOREER BEXL, fSkEAKRR EBA LR
%o % OPIT mtDNA ORKKEDED 5N, IEH D mtDNA & KEDH % mtDNA »°
RELTREDOLND (ANTUTTFTAI—), —FOHFITIZ mtDNA ® m.3243A>G L%
B b, —RICIMBELETH B0 A=V X - LAY —JEGERE LTOBMEEZH L
T, AEWH - X A Y EBEHE SN D D 5. IMEMEOMAT AR M
(progressive external ophthalmoplegia; PEO) O o4l L $ 2 ER L, ZhFhoe
DOMKIEEINLE T E2EZDVH L, EHZHE LCL, HERMEDAE RIFEEG S A
ba 74—, RIKEEENRE I A8 F—, T4 YTV FRI7 30 F=3 A% EWH b,

2) KFEEFHEH, IAI7O-XXTADLAERH
myoclonus epilepsy associated with ragged-red fibers (MERRF)

1980 FMBFEROICL > THE SNAEET, 10 RICIF 7 u—XATHIEL, /b
WP B ST, VR, AIREREE, SRR, WOOREE, WiEW KoK, B
MR T % &2 A U oo WA TIE, BkRE, PMEERHERD L e\, HEY
BN R AR I D2, BHIGRROE M HE TH 5, mtDNA O tRNA™ N D
m3344A>G NAERZ LOTHINL v, SRS & LT, WIRBRE - RE ROV A RZE
iE, BH/MNEMRE, v 72y b by RIS (Unverricht-Lundborg dis-
ease) R EDEITHEI A 7 O =X ATANALEDRD b,

3) IFNALKNYTHEIE - LEET7 Y F— 2 X - PR REIEAERE mitochondrial
myopathy, encephalopathy, lactic acidosis and stroke-like episodes (MELAS)

1984 4F Pavlakis HIC X o> TRBEINRET, £ U/DNRINIEIE L, MEPRRTEIE,
WL GBS - WEEZEAE, ST, EATERAIRRRT, RAEIR, KSR, RS &
ERBIZRD D, MERRZWEHEARIITHLET S LB E v, BRBEL D H 5,
mtDNA & tRNA™ WY o> m3243A >G BRI 8 FNCH SN 575, MhoEffro ki
bIEEINT WA, B MRIT2 BRI RIC CRNEE A G CIEfMARE L RT 2 & 28
%, AT LD IMELR L 3—B L v, #RERIL, BRBEEEZRTA, —
MR B EAEIR Dy, SRRED 2 & 25% v, MELAS B#H TIE, MEARZFHORYE
mtDNA & IEH mtDNA 2SRFEL TWAH(ANTE 7T X I —)7%, EE mtDNA &R H
LM B 7Y E RSB 2 LHEE SN Twb, SpEEE L LT, Ml Rk
1, WilEEE, MR EhD S,

% B, BREALE R THERM + 6 (maternal inherited diabetes and deafness :
MIDD) 7° m.3243A>G ZR LM L TWa 2 L2 ME XN TH Y, MIDD (LK RT R



B0 05~30% 2 5HbEEbN TV,

4) L —/N—BEHEMEEERAE Leber's hereditary optic neuropathy (LHON)

1871 4 Leber 12 & o TG SN BZHHEMERGETH D, L — N — BRI
ZHiE (LHON) F 7213 HIZ L — N =R EIEEN 50 — kA9, 10-20 Ao BPEICH IR O &
PR TRAEL, Tk, BARERIC L 2EET Ok N Z X723, BERifz
L, BEOK 0% BB TLMIIMHZIZL LE D2 0%\, 1988 412 Wallace
LiZkoTI bay MY 7EFAEEREEHR IS 7=y M4 23— F9 5 mtDNA ND4
BIET Lo m11778G> A BRI HE S iz, 11778 ZHE DA m3460G>A HER
ELIMESNT VDD, DHPEO L —N—JHEEHE DK 90% 12 m11778G>A ZR % B0
Bo HAERTIIBREOHEMEZILEZED L EHHSHH, RRF E7% . FEHEE MRI 5%,
EERH, AHEED), ARIRZEZE0HTHZ 80D 5. B MRI 24, EB)JH,
VAT, 3F U=, PERREEEHETIHEICE, L—N— - 7F A (Leb-
er plus, LHON plus) L F-EN 2 Z L2 5, SHIZHE LT, FH/NELE, £5%Mt
TEALAE 2 &5 % o

[2r9#EBHI ]
o (R HALSARETOISAHL & 2 5%, BHENFIR TR 2,

B. E5ZRVELEFL

[&EF]

b3 Far Y7 DNA(mMtDNA) I, 16569 3k & v % 2 BHIR A DNA TH Y,
HDNA WCHBLTERZREI LRIV, XZ7LVFV—200%0, £ ba Uy, &
fzfa— AR % %5, mtDNA OBEICEERIET — FHEB(D-V— 75 255 5
e EONE D Do HEALOBWET, JLHKK 4000 FEED - 728 m T 0% XKL, B
E 37T BIZTF ORI S5TW0D, HELZL K OBEMETIIBNICNDATh, I ta v
VT8 N E Wiy Yok )R a— KL, ZOREMKSY VX7 BIZI ba vy Ry T
WD AEh, I by FYTHTEREZEBLTYS, I b3 FY 7 DNA LI,
2 FiH o rRNA, 22 i tRNA, 13HHO ¥ 87 Eia—Fashb, 13HED Y ~
NORNE, BHERO Y X B EEART, BAKRT, HAEKRN, BEERVERKT %,

(&G E45#]

IR FNVBZEERTHREEED D B, 85 OML/NGE DNA AN FITZES N
5 KR % B R 1% (maternal inheritance) VW29 I b2 Y FY 7L, BBloI ra v F
)7 DHRTRIIEZONDH, ZOEFL LT,

(1) ZRBRFOEB(I Fa >y FYT7REV) OADIIFIZA S,

(2)BPMBLICA BT DI hay FY 7RIE, WMo I bay B 7TRICESTIES
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PCA %L, BBICZTHIN G FHEROI P FYTIRIEEAE RV,
(B)BTOI Fay FY TIIIMKICASA, Tz By L LTI 2 88550
NVAEAET %o
EWV) 3ODRFHAD Do IEH D mtDNA & B OHER, K%K ODH D mtDNA SR
LTRDOLNEATOTTAI =L WIHREPAONS Z LD TH S, mtDNA 0%
FREREMHPARSNLYAI121E, B DNA OBEEEETOEREZKRENE T L LR
%\ (% 8)o

[EEFER (RE) LEETF2H]

I MY B TR B FZR 21T L THERTNE KL, mtDNA B XU
DNA ORFIZIHICELHTH Y, BHMOREIMRIL SN L THRIZTREN VLR
SWIhanwz &, ¥, BETERND > THENIIRNERLOPHR 5 BIETER
ROPHMEE %% IEHEREO mtDNA PREL TWEIANTET TR I —DIREZ
R ENDHB720, FH mtDNA ORIBREA M L 74 50 FFIZ, KRS DNA &5
W7 E ORFEH K DNA TIRIAT O T I AI—ORENERLE LI LICEETHLELND
%o %72, MU mtDNAZRTORLZMRBALRTIENHY), I IV FYTH
2B B EE T RIFEHEMBE IV E 72+ S h vz,

I b Y F7IGREOBIE T2 I3, mtDNA O MEROBAIZHIMERD mtDNA 4547
TH5IEICEDBMTE 5725 mtDNA ORKRE/SERY:, WK DS M (B’
k) oM SN2 mtDNA ¥ 7ay MENDBLETH S, 512, mtDNA
DEERE, MVENEDLN DL Y13 DNA ORI L& % %, 4, POLG,
DGUOK, TK2, SUCLAZ2, MPV17, RRM2B, NDUF, ECGFI, FRX x ¥ I ba v
FU 7B 52 B0 DNA BIE 2GS hTwb [C02],

BIZTRZBOLEE LT, KM, A Sz & ok HwT, PCR
% BEEERAPEE, I a3y FY 7 DNA YA 707 LA SSCP % DHPLC
% ANFaF27Ly 27 ADGGE#, ¥ ry7uy bk A 7udT54 SR —
H— % 7SN EPBEZIR U THWS LS,

C. BRERMIEZICHT 2 ERTFEHOER, FAK

KSS, MERRF, MELAS % & OB 3 BHRIERD S B MR RS G DL vt I b
3 ¥ K T IAE D BRI S B D S HEE B O 72D OBIZFHWIHATH 2, I b2
¥ B U 7 FRE ORI A E I S T W v, MELAS 008137 V=~
B EDHHATRALNTEY, BIETBHET) 2 LEHERNERIREVEFTRAD, X
72, HEEN EOEERLEIHEO RN OZ2DIZS I b a vy B 7IRGIREDBIL TS
SEMHTH B, 72720, Hik L7z & 912 mtDNA B X U DNA 34 O Z Ak S @i F
SHDWEE LB S 2 EICHET 2L E VD 5o

J1



76 B

D. BEFEWDERZERYT S LTDORA b
B, AR, R, WHRZEIA SERIICI b3 v B TRREEASE DI,
TR M - BHrhoOREE - ¥V VBRI LR, TV TR — & — @R AR
LB - ¥V VB EH, RRF, I ba Y FYTRERYE, I bary M) TEER
EHRT 2 EDS 5, WINPOREFRPBE S NGE3EETZME2ZE L TX
Vo 72720, TNOEORENBEDOONEWEMDLH Y, kI 2L dd b,

E. Z0Oft I bar P 7RHREDRIKBREFZIIOWTREDSZ LWiEE1E, FrE R o
IR IREE S DB AGEM OFEBR % A 5 5 BR B RRFE MR 2 & & o 7w UK E
REZZHBINOMA, BRBREZZSHBM O D MO EREH~OMN 2 &, @)
BEMFIGICWZRD 2 EDHERINDL, B, ANTHTTAI—ORMEEOMHED
HY, KMz 7RREZENIRER &S 5. Tz, MAMBW, JFSRERZHIE
ELOTHETH %,
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ARUEDKRIEILDERIEDKE

o

INF 2 bR  Huntington disease
BIRR NV F 2 b U ¥ERSR Huntington chorea

A ERER

(% B8]

BAREATE O PR AR O EMR R T, RO ARFIIIFEREAHFE,LOIADOIT
A4720 05 AEHERE S NG, BEFEIL 30 AL E—27 &350, /NEMH2 S 80
FCILHMCTH Do BEHRIERIE, FHGER) 2% & ORREEEE) % 458 & 3 2 M B RE b Iy 6
&, BHRER I D, ZOMOKTMIEIRDS L ORRAEE (BE THIR) Th b, EHFEEFICO
WL, HESETIE, LIFLIREEESCIdRd, YA TRIFI7u—X X, &5
WX IEEY R F R 22 & D/ —F VY VEREE 23 5 (Westphal ), 20 LT O FEIE DY
GEREFEINF VD URE V). FERINIL 15-20 4 C, EATHNIZ TADARIELZ 7R
DB EDEN,

BB CTHEFEE) 22 EORBEREE) 2 BT 55E1, FROMAEEEREREE LT,
BB - R ROV A IRSEME, BRI/ EE) R AE 17 8 (SCAL7), M7 =) F/
73F — (neuroferritinopathy, B AZSHEFEEEALHR ¢ adult-onset basal ganglia disease), K
VEBEARVESERS T 7 E 2 @B L L TEET 50 ABURIMERE 2 1 5 #9135 Gt ks
PEEEERTH S0, BIRGRENYF Y P UREENT 20T, KEESIEZ-E2) LA
WA ICIIERNREE LTHEET 5. 2o, JElEmmEEBs LT, AR
N, MR (BRED AF AT T R L), MR (Y7 2N Sydenham
chorea) 2 &L DA BT LI DD b F72WIBIERDFEMIERD Z L b FNTIE %A
{, MAERMEE LTHRBESNTWILAEDLH S,

HEBITIE, T4V V¥, NT—=T VT ¥ - 2%y U (Hallervorden-Spatz
disease), Gu H ¥ Z U F ¥V K=V A EOREEMEDE B L LTEET S,

[AHIFEBYEIE]

JE A 57 8) % DR E R IR B R (C16] O S & L COMR B ERB) 1SN L, K
EEORNNHIONEHEETH 5,

MHERBHRIETIINYF ¥ b Uiie LTI, 40-64 3 TH— ¥ 2 & FIH T & 255 @505
2 FHABRE) EFES L v, L2 L, [FIEBMICHET 2HRIZHEIST S LI10X
D, FIHTRETH %,



£ 10 CAG REEFIIORERKICLZINCF2 M ROEEFE

R1EEIE BIRENAHE FRIR1R (FRIREY)
26 BT EEMILEETF (7 L) a2

7z [l =
27-35 [ ZRIRMELE R E

MIALEEF (7 L) *
ERERNF MR
MIALEEF (7 L)
NCF 2 bR
SILEEF (7 LIL)

* DRERICEVWVTINCF U R RERET S ENFH B,

36-39 [A] EBELEINFU MR

40 A1 E NF U RRR

[(BERDE]

HARNYF ¥ b4 v b7 —2 (Japanese Huntington's Disease Network ; JHDN)
K= A= : http://www.jhdn.org/
AR ER G A : 090-6373-5480
HERA—NVT FL A : jhdn@mbd.nifty.com

MR B A — V7 F L A jhdn-help@ak.sky.ne.jp

B. BzFRVELRTFZ

CEEF] [ v +143100
BETES  HTT
BIETFH ©  huntingtin
RFREE - HD, IT15
SfREE : 4p16.3
EIZFEY  huntingtin

[EfEF A4

BAZTE UL H R RV E L T, REFIZ100% (22, 80T TICRIFLAL
RIET %o FHRERFRIIMD TRV LHEE SN TV 5B, HEHE S T L ITEE A
T RBUEEHZ A SN, FICHBDPSBETLHEICHETH L, L2d>T, A
BTRLBPREETHH I LB\,

[BEFERRE) S EEF2H]

NYF Y UHOBERBEFER(RE)E, BEFHTITOZZ Y Y 1IMET 5
CAG =3 A AEACY (triplet repeat) DR FEMETH 5. BIETZWNIE U5 AERS O K
BRI D SHICIED EfTb b, HENMBIZ X 2ZHICOWTIE, RI0WRT T AU A
1% R 21 4 (American College of Medical Genetics; ACMG)/7 * U h A EEHEE
(American Society of Human Genetics ; ASHG) @388+ [DO1IZHEH T & HEFRSI NS,

C. BAERMREZICHTIECFLHOESR, FRAM

BIEZFZWTOBMKRNER L, HESHETBRIAZITICB W THERMSRERON, K
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BofER, P#, S FFE RIS A0k, AEFICBT 2 IRA VIR T X
22k, BEhY ) VT ICBWTHHRERPRETE L2 LIZH D, S5,
CAG M % & TAERE, BRI £ 120V T OISR Gl fE R EBIRANR) 2324t T X
bo Thbb, EEMNIEET (7 LVIV)® CAG KA & FEER & OBICIZ, BoM
Bd ), KERKRAZWIEE, FEERR CBRRRS R WEHICH 5, LarLl, I
DEFIEZBI ZX R L LIAERICEDCDOTHY, e DfliconTIEEY Le Y
GbdHY, BYVBELETORBREEZHET S EIIEBEARH 5, RBUEEBZL T,
HTT B THOME CAG Y ¥— 2O TIEZ SN G ICIRB THE LR T
W2 liZkb, ZOHLIL, KBPOMEZONERDIFH D, BELOMEZONELAEC
B LTV,

CFEWDBELEERYT D LTORS b

BE ER) OBRNCBWTE, BREE, R, RKIEE, BERSH» S ERIICN
F VM UREBWITEDYGEDSL VD, FEEGEE) X OO ARREEES) & 29 5 AL
BLEEICELHY, MEBWHZHELICIE, BETBHET) EPLEL L L, —
H, NUF VN UROBETZBR OIS 2o T, Si%EE OB & FFFIZZ ok
BOZWNZH DO %D3% &) BIZFIIFEIC O W TOREFFFICLETH 5.
BRI BV CHIETFZHOME 2 ZR T 2 HHIEH—WTE %R, Ny F U MU
TH5H I EDVHEBH EN TV IRRO—HOTIEL IOV TOBR, RN F
b AR R ENFEEZW 2 ZE LTV AYE, BN LIRSk BnE L3
EREZFEETHDL, EHEARTA FIA4 VOFMAZEZ TIZWVAED, BAERTZH< H
ARTZR O RS ER SN HEDD 5. ARHR WL O OB#GIH % DT IR T,
FRRIIICN Y F 7 b U hinsii R SIEEZ M2 ZER L Tw54a, B T2R oM
RO EBNYF VPR EOBWIEROHETV R 2560 HIUL, B THIRR
BEMCBNCTEELBWIRIRE 2255055, BIZTZHOARHEIKRE VY, 20
LIV, BRZWOMEIC L ) £ 5T 5,

(NYF Y MUHETH DI EDBHERBREN TV LRRO—HOBIERICOVTOZ
BiZBWT, ZHMEED-DITIE, HEEFZHIILTLILHEATIERVD, kil
(CH)D L) L EHIGD 5,

(2)BIEFBWEAT 7R, OT, UHEBOBMO AL S THRFHCRKEDO BRI
DRND L) BIZFIIBENE T 2D TlER L, NYF ¥ b UiEE o 228
O BIENREICOWTORBILEL 2L, Thbb, BEEFWHED 5O
THRELVUCREICHP LIS ONS X ) REETH 5. HERATH L RED
ADPHATLC, BETHRERREZAZENICBV CRIZFWMER 70— X7 v 7
ENBEHI BRI ERFELVBELIIVWZ RV, F-8HE (FERB) BEHHEICH
7o TR, BIZTHZMIZRHTIHRLELROLVEI ITERTRETH S,

(3)/NEsERI I, B, ZRBBPRBEE - 3BERYTH L Laby, BRI
DFBWNTBOFTIERTSIT E 72T R BIIC OB D2 2 L 2Bk L TBRET
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Hb, BROBWOAL ST, RIEIIHT 2@ 2 BALETH 5,

(4)ERZW 2 LERSVZWHI T, BIZTFEMETOHE, PSR L CRIZTFZI
WY Fr byt slicshsled, MTEd20H0155. WO HREIKE
EHLTVLLEL, BEEAWMEIES SRR IND 2205, RIEEFHSHT
v — IR () OBE ISV ERIN LV L PRl hneEz
bh, FEEET S,

E. 2O BARKE BURX D IERZE, MRS E SCEEFNHKEZT LI END b,
FRRE RSO W TRERO Z LW EIE, s BRAR BB o i PR 8 f P2 2 00 B 59 ik K
OB 2 A 2 KRB RS 7% & L O v LERRERERE M~ O/, BREE
IR D @ MO RN O 70 &, WY 2 EM RIS IC@ 7245 2 L AR SR
%o

(1) ZERERTZWT @ FEAERTZWI OIS & 72 5 DI, WEELNV TV P VHEROFIRED Y
A7 &AFL, ToGHAWERIOSHLWAT, B2 55miH S FICHAMERIZXDY
MET 26, S OIEETZH TBMME & 7% - 7258 O R — MM A3
B EIEET H I ENHATIEE WAL,

(2) MARTZ W © BAFHE DRI, —RICAFH TI@ESIE ShTnD,

E HFE/NBMZTHELE spinocerebellar degeneration
B EB S GE)

A BRER  [ZRERIER)

1|

=i

BB S /D P 3l 2
i FR IR P JRR B

1) EEHEE R RES) K TFAE
a) BEEMEMEETR/\NES)KAE

JEL A 5 ) 44 S B S E R AT ZEEOMETIC X B &, HARIZB W T A RE/NINZ i
(spinocerebellar degeneration ; SCD) @ 67.2% (ZINFEM: O EELFETH 0, EinMEE
1E322% LHEE SN TV D, BADOKBT I HERERENRELS2Y, ZOMOBIEE
ROBERIT D [D21] (R 15) o EnMEE#/NNES) 2 FHIE O & 5T /1% SCA (spinocere-
bellar ataxia) # ¥ ¥ RV & LT, ESNAMEICESHFINTE 2, v M7 o FBERERE
(The Human Genome Organization ; HUGO) (Z 13 Bl 25 C SCA29 F THHEINLTW A
[CO1le COHTSCAYIIRFETH Y, FHH/MMES) I 16 B (SCAL6) 13 H /M E
By R AAE 15 8 (SCALS) L [ — B TH B Z L WIS - 72D T, SCAL6 & HUGO
DX G S S 72 [C02] o FRE/NIE B 2R E 24 T (SCA24) 13 R AR H PSR T
H5HDT, FYARLG M BE/N N E B 2 FEE 4 B (spinocerebellar ataxia, autosomal re-
cessive 4;SCAR4) [D19]d U < (3l B 1 IR ERE B &t 5 2 B ) 3 870N 3 B 28 3R (spino-
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Z Ofth GEIEHSXTER) 0.6% FIRMEE M FRE 3.4%

BRefFEEaing
HE/ N EAE
1.8%

BREMEEERYE
B/ EAE
27.0%

MFEEERE
/NI ZEMEAE
67.2%

15 BXRICH T 2B/ RHEMIE (SCD) DH&EEBHERK OU#k (D211 LWk
%)

cerebellar ataxia with saccadic intrusions ; SCASI) & L THEHFK I N7z, S S ITHRER
1% - BBV A ARZEHMIE (dentatorubro-pallidoluysian atrophy ; DRPLA) X° 16q 8§ # 4
o ARBE P /I 38 B 25 9 (autosomal dominant cerebellar ataxia; ADCA) % &, SCA %5
ELTEHINTVRWERED D5, HH/NNESE)EHAE 4 B (SCA4) & 16q ST Yt
PRBEPE /NI B 2R T, S OB/ B 2 A E 19 B (SCAL9) & i/ I s Bl 2k i 22
I (SCA22) 1%, K4 M—#ETHRIZEHFIN TS, EHITHEBIET EWNERICO
WCHRMETD Do BHH/NNEE) I TIE 4 B (SCA4) & 16q HEHH Ge i ARBEPE /NN E B
FFRREIZ D WTUE, BRARIEIRICHEDSS K & Ve —T, FH/MNER) LFE 19 £ (SCAL9)
& F /NI B e T 22 Y (SCA22) (XM PCAHIRGY & $E B o REIBE BE R 5 7 & O #5 T O
WD B DS, &SI T T A /NN EE) R & B E TARETHL I b,
B pciF—pEB eI hTws,

FEBOBBEIIZHIBAED D 5o T 1 ITEHRE O T REBEIZO W THIRNIF B OB
ZRL7Ze HRATHEOBWEAIZI~ Y ¥ F+ ¥ 3t 7% (Machado-Joseph disease ;
MJD), BiRIGHRAZ - IRBEEOV A REME, FH/NINEB) L HIE 6 B (SCA6), 16q 8
Gt AN B 2R B, R RN IR B R FRAE 1 B (SCAL),  H /0NN B) 2 R i 2
B (SCA2) TH 5. HFHi/MMEE LA 7 T (SCAT), HHU/NNED) X HE 8 B (SCAS),
BB/ E B L TIE 14 B (SCAL4), HHE/MMES)LFIE 15 B (SCALS5), il %)
JRE 17 B (SCALT) 3 TH %o TNUSMTI RS H X 0 £ 5005 et AR B P 36/ N %
EEIRREN SR INT VS, TO—ROHRT, FRU/NNES)JGHAE 5 T (SCAL), Fil
AN E B SRR SE 10 B4 (SCAL0), /N E B L5 5E 11 B (SCALL), HHll/IN i & 8 2 5
iE 12 B (SCA12), HHE/NE B 23R AE 13 B (SCAL3), F /0 v 0% B 22 5 9 27 #Y
(SCA2NITBVTRYHFEET LHMHRERDPFEE SN TS, BRETIIWThdH
ATIEIME SN TV RV, &5 12 B/ E B 2805 18-23, 25, 26, 28, 29 Y
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11 BReEASUEH/INEERXFEEORKGE

[E3

!

sem — K %2 a
ﬂl%% MIM *1 1517:?13 EnnEE{%
ANBEEE R TR, SEREEE D, EAHICLHER FEEEE, &
SCAT1 #164400 6p23 SRS S AT,
INBEEE R TR, ERBEEEEMN S, EERE CHRRNEHABL, BE
SCA2 | #183000 12024  ERMREENELED. T EEEBOCHEREN S, —HME/S—F LU XL
IHIAT B,
b REFBICL VRBIEL 5, BERECTILEHRBS U b= 7 LB RE
Somsy | H109150 140243031 BT TI4/NBIEER I8 £ S, SR LUE ORI T E I BIHE BB RER,
BICN—F VYV XLPRIEERY), ZThICKEHREEEES,
. AR AR BRI S 2 — ONF— 2 AH T 5, FTHORBEEE & RIS
SCA4 %600223 16022.1 S AR R EHR (T 36,
SCA5 #600224 11913 BRISEEHENF ZWD, BFH B, NHERICIREE,
SCA6 #183086 19p13 RERICRRF L, NEERICEREE,
SCA7 | #164500 3p21.1-pl2  REERICIEN 55, BEIKEL L EABETRAL, BHEMEHE,
SCA8 | #608768 13021  /I\BMEEENKER & AR S R, T SERSNATEIR £ 1K S o
SCA10 #603516 220913 NGB EIRAIC TADP A EEH. RIEBKERATHZ D, BHH 3,
SCAI1 | #604432 @ 150152 @ MEERICRIEL, IMERERRET 5,
) REERERICS VD IEN 55, IMHEEBARE e U, BOBEMERSE
SCAIZ | #604326 | 5a81°033 45 efrflicia/s—% 2= X4, BURGIE, HASHEBEL & £,
SCA13 | seospme 190133 BUEFMICE L CABMSERIRIIKIAT SWED—A T, HEMICBILES
134 | KETHREL CEREBRDESS E A IBEN 5B,
SCA14 #605361 19913.4 INEMEEBN A D EEE R, EERETIHIRERELHESI N H B,
) FICREICRER, MAMEBREE PR e LT, B M AR T
SCATS  #606658 | 3p26-P253  Yopiews BT oBIA 5. “SCAI6 I FI—TRE,
SCA17 | #607136 | 6027  /BPLEENKIE, SN—% V=X L, BEELESW.
\ ) R e, REEEEC L 3B ER AR HERICMEEH Yo a1
SCATB | %007458 | 10227632 1)x3 s aisalee, BHRMEEI THED/ NS Y,
vl ) R/ B BB T TR, — BRI 3 A 00— X X PRRE K, BEOD
SCATO™ | %607346 | 1p21-021 | yrmuete 7 & %425, “SCA22 & F— &Iz FEE,
\ L RESCSRMREEECRR. BEERAEE R L, —BICROEI
SCA20 %608687 @ 11p13-qg11 SO—RZEEES,
. 0213 | REEHIEH S REME CIES 55, MNIEERAR, N—%2 U XLh B
SCA21 | %607454 | _ ey o smaeeIEE A A S,
SCA23 | %610245  20p13-p12.3 | REHICHR, MM ES KA E P ET 5,
SCA25 | %608703 | 2021-p13 | /NBPLEENKIEICEEME = 1 — O/NF — ££E S, NEED S RERIC A 1P TR,
SCA26 | %609306 13p13.3 INNMEE B ISR (T IR A, RIRIEPEFERICZS VW HIESH Y,
INEECEDRS A CRAL, INEEBRAAN D 5, BHES BHISEE
SCA2T - #600307 | 13034 e e i OISRV XXX VT L E D,
oAz ustopss | 1801122 EEREONBMEEEIRIE, ETHICHRGRE RIRTE SREHERIE
-q11.2 &) (slow saccade) ¥ 9o
SCA29 | %117360 3p26 INBREBICRRD U 2B, )\ E B 5 1L FEE T,
(SCABSDFVNTWVEWVHD)
REFRICLVFEGIEL D, 0RUTORETIVETEIAVO—XXITAD
DRPLA #125370 12p13.31 A, A0 RLIFEDRR T/ NN ES) R & ERRT T b— €, 2040 RDOFEKT
B OB,
16g-linked N R& |- o/ - kAL
Geed 17200 teaz2 | MEMLIEC TR LARIEERIKRICKAT 5

% 1 : MIM IX OMIM (Online Mendelian Inheritance in Man) D&$2&ES [C02], KRB EEBEFREL - LFSITER,

*2:p; Rk, q; K.

% 3: SCA9 & SCA16 & k%,
* 41 SCA22 |3 SCA19 ER—HREDFIREMESH V) o
% 5: SCA24 |3 SCAR4 & L THESR.
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(SCA18-23, 25, 26, 28, 29) 7% &it, WINDBMETEIIPE I N TV LA, HIFEHT
EIMFBETRERIIRMETD Do HADF Yot ABEPE A B/ NINHE B 2L HHE I BV T
20% FEEEIZRZZIEHAVFEE S TV R,

b) BEEAHMERV X EHE/ |\ EENKREE

71— F 5 4 B (Friedreich ataxia; FRDA) % $EIHICHEBORBICB W TY
FEET ERRNERNFAEENTYS (F12), WTNBEERIETH L, 7V —FF1
C B R TR (/NI S B R, R R, MR, RIKBREEREL, M
AR, BERIE, OHIEZ AT ARBE LTHMON TS, BRERES7Y — FF 4 bl
BYRIE L HP L COARBHOR RS, WNEROMHAINIZD0DH 5,

ZFOE—IIFEEY ¥ I~ E ¥R Z A (familial isolated deficiency of vitamin E:
VED) T, HRATIZ LS MBEAEEL A, a Va7 zu— Vg s v 737 (a-toco-
pherol transfer protein ; TTPA) DRI X 2B TH 5,

25 13 Charlevoix-Saguenay JE % (autosomal recessive spastic ataxia of Charlevoix-
Saguenay ; ARSACS) T %, MBI LMz hE L L, MBEAHRgEZE) L shb
PLFETIE RV RBEBITEAREER R L L THBEND DD 5,

BT IR ERE B AT LK T OV 7 Y IE & £ O T E B 0 R E (early-onset ataxia
with oculomotor apraxia and hypoalbuminemia ; EOAH) T®H %, ik =2 —1a/,35—,
R FEE R, BT 7 b—X¥ LR L, K7 VT I VIERE I L AT OVl
SR EEZED BN D Do EEIHN - IRERE S 24T 1 & (ataxia-oculomotor apraxia 1;
AOAL) 7 Efi &2 DRHIFFT H TN T & 720

LT 7 F ¥ U (senataxin; SETX) ZFRIC X AT, @B - IRERGES) 21T 2
B (ataxia—oculomotor apraxia 2; AOA2) £ & Ehb N 525, Yt AR2 M3 B/ v 8 B 2
FH4E 1 % (spinocerebellar ataxia, autosomal recessive 1; SCARL) & ENTW5, IMLiEHP D
a-7 = 774 v (afetoprotein ; AFP) S # it & 95 FRIAF]CIIARERE B AT
ERE, HEEIJGHE KMREEEOALTET LI ENDH D,

A0 1M A 5 5% S B 2 R JE (ataxia telangiectasia; AT, B4 Louis-Bar fEfEHE) X ATM
BARTOERIZ X 5B T, EMNT/NNEES SR THm L, BMImELRZ v, 5k
RYUEGIEAENT K 5 F etk & B O SR 2 602 I L T 5,

CHUSHNS, HATRIHES N TV ZWERELZHEME SN TV 5, Wik LTEE
BRFIE L LT, AV THOT AT VRO A~ B HRE (Cayman ataxia;
ATCAY) %5, 74 ¥ 7 ¥ N2 51370 IR 50 B 8t/ B 2 F5E (infantile-onset spinocer-
ebellar ataxia; IOSCA) 2 SN T b, S5, wWIETILSCAR DY ¥ RV TEHD
FHRPBFHFIN TV 5, X EEHHEH/NMNEBJCHE & L CIINEEs X R/ 58 5) JC e 51
(fragile X tremor/ataxia syndrome;FXTAS), X # $8 % # /0 W% & 8h 2 3 5 1 A
(SCAX1), X LgHF i/ EB) JFdE 5 B (SCAXSE) 23 %o SCAX2-4 12D\ T Bl
HTIRMEEEICZL O TRIZFLRL T av. ThHoEOPIZIE, ARIINZIENH
U CHETERG#EZ & 55 o, UM X 0 EBERD D ) REBRATEETETH 2 W4ty
PEFF /NI B) O FAE 2 B (SCAR2), i et AR5 1R 3 /NI 8 1) S J i 5 7 (SCARS),
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® 12 BREAHURC X EHERH/VEEKFEDRKSR

X-linked 5

= B e -
ﬁ '%\ % m%% MIM E{K%@ Enn EE 1%

_ ) INTEEBNREE, REEEE, HAREE, BRIEX,
Friedreich ataxia FRDA | #229300 | 9a13 g kAmEREER T 5. MERCOBHEES
Familial isolated " _ FRDA SLLDEEIKRAE. BATRBIREREMEEMFD
deficiency of vitamin £+ VED™ | #277460 Ba131-0133 g2 TehE £ 3 o E SMEAE,

Autosomal recessive spastic /N E B SR & RS BRI, M A4, AR R BERE,

ataxia of Charlevoix-Saguenay ARSACS | #270550 13a12 ETHORERLE L, MEBEGEHEEEIZEH Y,

Early-onset ataxia with /N E B K ER, Eﬂﬁgﬁiﬁ, ﬁﬁé 7T h—t, ¥

oculomotor apraxia and | EAOH*? | #208920 9p13.3 W %%ﬁ’gﬁ - %f&ﬁ*ﬁﬁﬁ;ﬁi ‘g&% bﬂﬁ,{”’

hypoalbuminemia *2 ,L,\g\ﬁ;"‘ X<,

Ataxia-telangiectasia AT1 #208900 11022.3 J\E% ,&ﬁ W 1%'& S % fék g_/# b RO
IgA - IgE (3 RAl~1K1E,

Cerebellar ataxia, ek v [ oy Aot s

Cayman type ATCAY | #601238 19p13.3 EHESEER, IPETME/MNIEEEIKRH

- ) NBERIC/NMEE BN R EE TERIR LT, RICEEM

g‘g:ﬂ:r'eat‘;;sjt SPINOCEr | |0SCA | #271245 10024 | = a—DONF—, SRERE BABE CArAZ
EHET 3,

Posterior column ataxia | AXPC1 o chonan 4 a1 o) NEHICRE LHREREME CRRRABEE TE

with retinitis pigmentosa | (PCARP) | ”° W2 FumheE - TRRBEES, RESEEAE X 127,

Spinocerebellar ataxia FRDA fE{UDETHEEEN KA ICIREEE K TT, EEAT

aLFJ)tosomaI recessive 1'*3 SCAR1*3 | #606002 9034 T h—t, AEHERESE, MPCK:-r-JOJVU> -
AFP SfEZ 15,

Spinocerebellar ataxia, o _ R/ EEN KA TIRETTE, BERE#FS, /I

autosomal recessive 2 SCARZ | %213200 | 9a34-qter B T 13 FER AR A EIRAY (S ZE iR,

) . /NRHAIC FRDA BB EENREA TRE LETMHE. R
Spinocerebellar ataxia, » - R =
autosomal recessive 3 SCAR3 | %271250 6p23-p21 gg%ﬁ . Z&BH|AP BEHROEMICL YIRS
Spinocerebellar ataxia 20 BRI ES KA TRIF LETM, @M= 1—0O

P ‘axia, SCAR4 | %607317 1p36 | NF—ICLBTHBEEE £, REOESES
autosomal recessive 4 REE % £ 5
Soinocerebellar ataxia SERM/ NN EEN A TAAE TIEETIE, MR ER, 1B
aEtosomaI recessive 5’ SCAR5 | %606937 = 15024-026 | MFERF &£, KB ME PR AT (MR H T

BELTARXITLFMEZT B,
Spinocerebellar ataxia, _ NEREIC/REEEN R TR L, IBETHE. BER
autosomal recessive 6 SCARG 9608029 | 20q11-q13 D, HNREEIIMRAEN B,
Spinocerebellar ataxia, o NBRERICRIR T 2/ M E B EE THETT I, SRR
autosomal recessive 7 SCART | %609270 1p15 REE D, MAFEEIIRAND,
Spinocerebellar ataxia, BB ISR/ B /M E BN R ERIE THETE. DR
autosomal recessive 8 SCARS | #610743 6a25 FEEEEDLE L,

. . INBHRICRIE T A/ NI E BRI CETTIHERB, TA

Z‘J’t'ggggzbgfe'szf\?:g SCARY | #612016  1q422  #h, HEEBREESE & £, BEHD CoQld
BENVEE, F & BERPOIBEIEEIC LR,
Fragile X tremor/ataxia 50 FELIRED BT THR¥K & /[N S TRAEEFTHRICERR
syndrome FXTAS | #300623  XA21.3  jwgemee v %> y=2 L QRWEEEL EEH.
iE)Iiir;cl)(cézr?bellar ataxia, SCAXT | %302500 Xp11.21-g21.3 S;Efﬁd\ﬂ‘w'&:iibg&éﬁ THETHE, MBRZERRLN
Spinocerebellar ataxia, SCAX5 | %300703  Xq25-q27.1 SR M/ N E BN R TIRETTE, MBFZEIIRAN

%, EHREEFRIHINRELE EBICBEICHE,

*1 1 BIFR:
*2 0 Bl

hypoalbuminemia (EOCAHA)

%31 BIFE

Ataxia-oculomotor apraxia 2(A0A2)

Ataxia-oculomotor apraxia syndrome (AOA),

Friedreich-like ataxia with slected vitamin E deficiency (AVED)
Ataxia-oculomotor apraxia 1 (AOA1),

Early-onset cerebellar ataxia with
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W Yo AR 45 Pk AR B/ S B 2C BRE 6 B (SCARG), X 3L 85 75 1l /0 Fod 38 By 2 0 o 5 7
(SCAX5), HUAEMILLBEIZ 389G 3 % H G AR 25 PR /NI B B) 26 39 8 2 (SCARS), Mes
X R/ EHIGRIEBRE (FXTAS) % &, ZRAEEDPEIN TV 5, DL EOREOHwE
BUIREA 7 L, W D IFEOHIRIR > TV b HARIZ B T ARMEE OB 2 T
OHIZ, INHOERBIHIE TN TV S IHEEIIEZ > TW b,

2) EfEMEREME R

AR AEATVE DREVE X R % PAIERE & 52 —TFOREL SR ), LOEFHENI L D L
B R/NRZEMIE 2R D 47% % 5 5 [D21] 0 BRARIE B A & S LIS b 0 %
SRR REHGEEN I EEN 5 &S F S e MHEREEZ D bo R AR L LT, Tl
KRB SN TEIRZI S N5 AREBERIIFEWREN, Bk TSI TETH 5,
2008 4E 12 H OF: ST, AR Mot Fk B 0 8 {5 1 HE iz 13 SPG (spastic paraplegia) D3
RNV TSPG39 FTHHINT VD, &4 DERKIGZOBNEZ R 13 1R L7zo @R
R 1 B (SPGL) 7 & 4 I X i SHE M, BB MR RS 3A B (SPG3A) 7 & 15 ¥
FEAH et RV, AR R 5A B (SPGSA) DT 0 18 % IdH Yett k% 4
BIETH L. SHICHAREBIEMEINDDDH 5, EINO BRI R AR K 1S
DWTIE, WHAAREEEIRAY 1/3, W ROARSERIEA 1/10-1/5 FE, RKIEREZ 520
ZWHDOD /2R ED Y, X MBI TH 5 (R 16) [D19]. EEBBLO 5 FIE G
BRON TRV, BFEOBMETHITBIOETHI L 2 &, BRI 4 B (SPG4)
3 S AR R R D 16% 2 5D Tz, FRUAMCIE, HAREND S idE N
SRR R 1 Y (SPGL), AR PR VRS R 2 B (SPG2), a5 P 98 1k o JRR 8 3A Al
(SPG3A), SBIRPEIEH IR 11 AL (SPGLL), EIRPERMEXFE 16 B (SPG16), EfRTERE
Xt RgE 20 £ (SPG20, b & ¥ —JEMERE ; Troyer syndrome), Yz —27LV ¥ - IV v
SEAERE (Sjogren-Larsson syndrome ; SLS) 7 EASHG SN T Wb, M RIE O IRRR %2
EI2RBIEIEED Y, UiGEETEEROMEICLD, HATRDONLEEY X MC
Fi7z B B 2 W REME I Vo

[AEIBHRLHIE - 2 D]

JE A 5780 O R VE R B TSR R [C161 IR E SN TV B DT, HEEIZ X i e
BERZZRETLDS LN SN Do BRI L o TIIBEEF H 7 IR & 5 KSR
SE, IR EE o BIIFIH (40 UL L), BEESOZH/REDTHRTH L, Wb
R B DFERE R AT ERBE IS U TS d 5,

(B R — AR

(FHICRKDOEAMBED D, HENZ DO 2 Mikz HIR)

1) EEFH/NNEE - 2R MEME K D4 ¢ http://homepage3.nifty.com/jscda/

2) VEEHBENINZE TR - £ REEME K DA ¢ http//www .kinki-scd.sakurane.jp/



13 BEMEMRE
& A | N
Be MM o BB FEE FRER1R
EEREDESE T, BHEHRZESR SEOREEE, BIEONER
SPG1 #303350 XL Xa28 EE, FRKEREEICLZKBEBECKBETKRE E2F S5, Fl&k
MASA FE1%E,
SPG2 | #312920 XL Xq22 ??ﬁg;ggg%ggﬁk NRGE(R - RRER - BHEHREEFE
SPG3A | #182600 AD | 14qli-g21 | #EREl, EE T HIE,
SPG4 | #182601 AD 2022-p21 | FERAEY, SEEERICIXEN H B P, REHORES S,
SPG5A | #270800 AR 8021.3 | #HE, REHICRE,
SPG6 | #600363  AD 159111 | #HREL, 10-20 BAKDBEERE
MPBEOZEdbH 2N, AHRABBERBC/INEREEZESHI S
SPG7 | #607259 = AR 160243 | B, REEKEBICSOAIES Y, BB T3/ BPIEEERE & £
5o BREAE T I3 raged-red fiber % V),
SPG8 | #603563  AD 8024.13 R, FERRICRIE.
Isz. St s = A [==PPAY L -7 Dnﬂ 2
SPGY | %601162 AD  10q23.3-q24.1 f' Wfif;%‘i%’f%gﬁﬁi Zf; ff; %‘L BRERANV =TS 2B £ £
SPG10 | #604187 AD 12913 TR M RS, NEERD S BRCERRIC 2 1T THRR,
SPG11 | #604360 AR 15q13-015 | HEEREDESWEMENME, FHHESHREES, MROFELEF S,
SPGI12 | %604805  AD 19013 | #EEL, 10 AL ISR,
SPGI13 | #605280  AD 20331 | MR, RREHRICRR.
SPG14 | %605229 | AR 3027-028 | #EFE T, RREHAICRIE, MR OFEREERE S,
WIRERTM 24 5 B MRE, TROEMISDFHEMRE, BER R
SPGIS | #210700 | AR | Me2AT | pw WAMREEL L A5, BEGRERCSOES .
| — ik L v NSOV HE 4L L e = = - — gt
Soio | x| xarz | EEBEEECWEEBEEEESCCHO. ARBIRA. BORE
SPG17 | #270685 = AD 11913 %Eg’gﬁ;?g . ’a;ﬁﬁ%;ﬁ% :’:flg%ﬁﬁ RS Y, FEEBICERTSC
SPG19 | %607152  AD | 9033-q34 | MEREL, B fEEAIC e,
B R (SR ES, FICFEEHDEMEME S, AlB Troyer fiE
SPG20 | #275000 AR 180123 | jpn R T
BART, BlRIE Mast fE1&EE, FEHCEITMEICRAE, 20-30 RAIHEC
SPG21 | #248900 AR 15021-022 | I HITEEXHMNEE B L T X RRE, /NMER, TREEEE, E1T
MRMEEEREE 42T, AKAEDLA L IHEE & NRDOIEF(LEES,
SPG23 | %270750 AR 1024-032 | /NREAICRIR T 2 ERE KEAY, A% R -1 — 0/ F—, F5# S,
SPG24 | %607584 AR 13q14 | #EREL 2 /B ERIC SR,
SPG25 | *608220 AR 6023-024.1 | #FE TRCERAIC IR, BHEHERIIRE 7 56
SPG26 | %609195 AR | 12p11.1-q14 #BET, BERE, MESEMOFERERE .
SPG27 | %609041 = AR 10q22.1-q24.1 MR < B 4 HAIC Fef.
SPG28 | %609340 AR  14q21.3-q22.3 #EME? TREOBEREE S Bls ), 10 AR,
SPG29 | %609727 = AD  1p31.1-p21.1 féﬁ%’ﬁf’?ﬁé& &1?%%;%;7 =& BB, HEBHRIC—BED
SPG30 | %610357 AR 2g37.3 10 BAL-20 MAAHIHICRR T 2B ESE/INER & RIEHREST 2%,
SPG31 | #610250  AD o112 | #RE, REERERLES, BY 5B,
Saw"t wugioe AR giopr | DZBLEE. EHEBELEREEOWAY. MEDH CANEE,
SPG33 | #610244  AD 100242 | ORI TR B BRI BeA
SPG34  %300750 XL | Xq24-q25 | MUEE CEERE, 1T RS,
¥ BazEHA(C FREEDET =R - ; =
SPG35 | %612319 AR 16q21-023.1 ﬁg%g’%é;;;ﬁbﬁﬁo SITEZEDETIREV. —ZICTADIA, B
SPG37 | %611945 AD | 8p21.1-q13.3 #HMEL, SREREBMA S HIEN & 5.
SPG38 | %612335 AD 4p16-p15 |10 BEICRKFL, EMENHECEEHFOEREE D,
SPG39 | #612020 AR 19p13.3 SERICRE, $hRM = 1 —ONF—(C & EEREOHEREED
SLS*? | #270200 AR 17p11.2 A, BHEHREER BIRERETME % 5B RN FHE,
*1 : SPG ; spastic paraplegia.

*2:
*3:
%4
*5:

SLS ; Sjogren-Larsson fE1&EE,
AD ; B &HMEY, AR BREaiAHM, XL XE#H,

SLC16A2 Z &I & % Allan-Herndon-Dudley fE{&Ef (AHDS, #300523) #* SPG22 & L TIRE I h/=h", BEERIEKEE,
SPG36 I REDE %,




FNE ABEENDKREILIOERMEDESR 87
HABHREMEEE
31.8%
MHEH] 53.5%
7RER 0.4% X L MBS 0.6%
16 BEMEMXREOKRBER 3T [D19]ICL 3)
F14 REEIOEREMHRICLIEFGHEEERINBEEIKAEIE
& REEET JE— R JE— r
&S BIzT%& Hix=s MIM B3l EE iR

SCA1 | Ataxin 1 ATXN1 *601556 | (CAG)n 6-39 36-81
SCA2 | Ataxin 2 ATXN2 *601517 | (CAG)n | 14-31 34-86
MJD/ ) . _ _
sopg | Ataxin 3 ATXN3 607047 = (CAG)n | 12-44 | 53-84
DRPLA | DRPLA protein (atrophin 1) ATNT *607462 = (CAG)n 6-35 48-93
scag | /QUpe, voltage-dependent )i a a01011  (CAG)N | 4-18 | 20-33

Ca channel, a1A subunit
SCA7 | Ataxin 7 ATXN7 *607640 | (CAG)n 7-17 | 37-130
scag | Aaxin8 ATXN8OS | *603680 (CTG)n | 15-34  89-155

opposite strand
SCA10 | Ataxin 10 ATXN10 | *611150 | (ATTCT)n 10-22 @ 280-4,140
SCA1p | [rotein phosphatase 2 PPP2R2B  *604325 (CAG)n = 9-18 = 51-78

regulatory subunit B
SCA17 | TATA box binding protein TBP *600075 (CAG)n 29-42 44-55

B. E5ZRVELGFL

[&1EF]

1) BLadBuE/ I BERKRE (F 14)
WRERIZIZHICKINEN S, TOHE—1F, FEOH DY R LA (short tandem re-

peat) DEBEMEZHEETHLDTH b, FE/M
SR JHAE 2 B (SCA2), ~¥ v F -

W v

X 15

B AAE 1 B (SCAL), FHl/M
Y at 79 (MID), BEIRBAREL - SREEROV A K3



F15 HHRHLZERICLZEREHEEER MGEEKRE

w8 R E&EEF

L) EEFE EEFES MIM
SCA5 | Spectrin B, non-erythrocytic 2 SPTBN2 *604985
SCA11 | Tau tubulin kinase 2 TTBK2 *611695
SCA14 | Protein kinase C, gamma PRKCG *176980
SCA15 | Inositol 1, 4, 5-triphosphate receptor ITPR1 *147265
SCA27 | Fibroblast growth factor 14 FGF14 *601515

#iE (DRPLA), HH/NpEELFE 7 8 (SCAT), HH/NMEB)JCFTIE 17 B (SCA17) 1k =
7V VB (CAG)n BEFEMETZDT, CAGUEY—IMREBHBING, ¥ U7 H
WCHIIRENB LBRFEMELZZNVI I VI E= LR BT ERL, RVITVTIVHED
MEhd, §bb, NyF U REEUDOERTH B, FHH/NMEE) K HIE 6 B
(SCAG) 1B CaF ¥ AV alA 7 2=y F(CACNAIA) D C Kl 7 )V & 3
YYE—= PPREIMET S LICL D, MPREEEID RV, HUELSKRY 7y 3 Vi
ELTHEINSLZ DSV, TS TIEFH/NMNED)JCHAE 10 2L (SCAL10) &1 ~ b
0 O (ATTCT)n, FRE/NEES) LM 12 B (SCAL2) TIE 70 € — & — o
(CAG)n D" HEME L ClBHEL & 72T L EN5, wbWY2 “toxic RNA" K TH 5.
/1 B 20 A E 8 1 (SCA8) T (CTG)n 2 &L 7/ MBI TSR NIC G Shk
ZZHNTW5D, HAXICHE SN TSN T & F 2~ (ATXNSOS) 1T HME
L7z Vs Iy =& Ensd, bbb, HH/NEEEREFE 8 B (SCAR) Dk
(IR G R E & RIRREY O 72 RIS & W O W D TR SEH L T s b o &
TSN TS, FFBI/NMER)JHIE 10 % (SCAL0) 17 % ¥ 2 > 10(ataxin 10; ATXNIO0)
BIZFOA Y b IZBWT(ATTCT)n 2%, H#/NHGEE) L HAE 12 B (SCAL2) i3
PPP2R2B (protein phosphatase 2, regulatory subunit B, 8 isoform) ® 7" 1 & — ¥ —HI8
(CAG)n BRFEMET 2 Z LIERT 2HRETH D, & DIBKRMTIE, HAEN2 S
i, IEShTnin,

BB, WA, REZED NP RER (SERTRERTH S (X
15), SHE—REICHIR L THERA %R, HEATRY ¥ 37 %+ —¥ C TH 5 PKCG(pro-
tein kinase C y-subunit) BIEZF D I At v AL RIZ L 2 H /N RER) L FE 14 1
(SCA14) H3d %, H it/ EEY LFE 15 B (SCALS) 1E A 2 ¥ b — 145 =Y Y RZ%
K(ITPRI) AR T DB RFIZL BH5, —HIZI ALY AEREWHHETLHOD0DH 5,
HATRERZHEZATWERWERE LTIX, B-A~Z bV ¥ (spectrin 8, non-erythro-
cytic 2; SPTBN2) D2 $EZ X 5 F 4/ E B 2L 50E 5 K (SCA5), tau tubulin kinase 2
(TTBK2) DR X 2 H/NMEB) JHE 11 8 (SCALL), BAEAEMES ) 7 5 F ¥ %
JV (potassium voltage-gated channel, Shaw-related subfamily, member 3; KCNC3) D% %
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®16 FREFALURY X EHER \EBKBEDEREREF

RE REREET
S BIETH EEFEE S MM
FRDA | Frataxin FXN 606829
AVED Tocopherol transfer protein, alpha TTPA *600415
ARSACS | Sacsin SACS *604490
EAOH | Aprataxin APTX *606350
IOSCA | Chromosome 10 open reading frame 2 C100RF2 *606075
SCAR1 | Senataxin SETX *608465
SCAR8 | Synaptic nuclear envelope protein 1 SYNET1 *608441
SCAR9 | Chaperone-activity of BC1 complex-like CABC1 *606980
AT Ataxia-telangiectasia mutated gene ATM *607585
ATCAY | Caytaxin ATCAY *608179
FXTAS | Fragile X mental retardation 1 FMR1 *309550

(2 & 2 BB/ NIGEE) e FAE 13 7 (SCAL3), #iHESF Ml K F T & %5 FGFI14 (fibroblast
growth factor 14) D& F\Z X 2 HEE/NMEEICTE 27 B (SCA27) B3 % 6
INLORBTEF—BEZTTHoTH, ZRONKERLIAIC X Y BRREGIZEHM ST
Wb ZEPMTHR, BIETRFEEDBEEEREFEICB VT, 4%, HEZIZVD
DO, VB IR T ON AR (AR, RE A BERZO)ICL2b00 A TL5LET
BIN D T, HARTS Bz 2 F /N ES) JGRE O b % W Retkid +012H %,

2) BRaAELHMRY X EHEE/RHEE)KFRIE (% 16)

T)—=FI7 A4 MEIRMEIZ7 75 F 2 VEBIEFOHELA b IVET 5 (GAA)n
PEREMET LI LIGERT2HEETH L, —HOBFIRNEREME) TNV EDOHEEN
THEAERTH D, WCRTIIHEORBVWRETH 5205, HRATRREZRE SN TR,

HATEHNG & 7 5 WG M /NNGEB) JRiE 1, RiEMEY ¥ 3~ E JUlik
ZJE (VED), Charlevoix-Saguenay JEMHE (ARSACS), HRERMEEIIATEMKT VT I L
iE % £F 9 BEEEE LI (EOAH), # 4R 4B H/NiEB) 2 5E 1 B (spinocere-
bellar ataxia, autosomal recessive 1; SCAR1), &I %5 45k & B 2 3R AE (Louis-Bar i f%
HOSEENRELDDELELTHIFONL, 7Y — FTF A b lBy 2L FE LIS 5 & 6,
A, RERLEIWCID “HUMAEER 12X5b0THb, WTFN L HEREMIERIZE
b0 BHBRTOERNS 125 THGANDEER Y X7 {1 ORRREOREIC X
D, FPHREHRERIIREL L, hUINS, ATCAY #IzT, I by FYTICHEET
% CI00RF2 #1n¥, SYNEI BInFOHMWERZWHAE T HHEENH S, CABCI #&
2T OEFIT X % Qe AR T3 /0B B 23 E 9 B (SCARY) 1% Coenzyme Quo #li 78
WEDPEN 2O T, BWIHBEEORRIC D 25, FFRR2DOL LT, i X Rk EH)
AR (FXTAS) A% FMRI {5 T1251F 5 (CGG)n DEEMEZHHE T2 L TH
b0 LL, EitowsFhopEEd, HAENDSIEBHKRTIEHRE S Tniny,



®17 BEMEEMNREOLUBELTFEER

b RREEF

WS EEFE EETFES MM
SPG1 L1 cell adhesion molecule L1CAM 308840
SPG2 Myelin proteolipid protein PLP1 *300401
SPG3A | Atlastint ATL1 *606439
SPG4 Spastin SPAST *604277
SPG5A | Cytochrome P450, subfamily VIB, polypeptide 1 CYP7B1 +603711
SPGO | eiman sycromo chvomosome regon | NPAT | B4
SPG7 | Spastic paraplegia 7 (pure and complicated autosomal recessive) SPG7 *602783
SPG8 | KIAA0196 gene (Strumpellin) KIAAO196 | *610657
SPG10 | Kinesin family member 5A KIF5A *602821
SPG11 | Spastic paraplegia 11 (autosomal recessive) SPG11 *610844
SPG13 | Heat-shock 60 kD protein 1 (chaperonin) HSPD1 *118190
SPG15 | Zinc finger, FYVE domain containing 26 ZFYVE26 *612012
SPG17 | Berardinelli-Seip congenital lipdystrophy 2 (Seipin) BSCL2 *606158
SPG20 | Spastic paraplegia 20 (Troyer syndrome) SPG20 *607111
SPG21 | Spastic paraplegia 21 (autosomal recessive, Mast syndrome) SPG21 *608181
SPG31 | Receptor accessory protein 1 REEP1 *609139
SPG33 | Zinc finger, FYVE domain-containing 27 ZFYVEZ27 *610243
SPG39 | Patatin-like phospholipase domain-containing 6 PNPLA6 *603197

SLS Aldehyde dehydrogenase 3 family, member A2 ALDH3AZ2 *609523

3) BIGMEEMTRRE

BRRHCHFZBIZTOMHI N TS 19REIZONWT, RITITIRL, wWind il
MWEERIZEDHOTHY, ZROMIIZE Y ERIERDBH I NL, Eohilid, BHA
TREZHTNINTOLVWIREDL WV, A7) ==V ZHM ORI Y, KEREBOHE
WBEBICHLNPIZEINE DD EHFEEINS,

[EEF A5

EEEE R NMEB LEHEDOH T, Y a— % Y724 E— b (short tandem repeat ;
STR) DFREMEZ WK & § 2B, LB LD L. T4bb, JE— ML
FREFEMRPEEREEED LIWAIHET 22 TH D, ) E— MEDE W, BIESE
HEEFAL LR LS EIOEE L b, AT ¥ — MO 2 RIS TE A 0 1 5 i
L, #SHETHEO/NRYEES MO HI R E 2D, WAERD Bz h < kb, REFI
FVEidwg, VY- MIRRESD R WS ICIEREREEE 20, WL TORIEE &
D, HPOMEITDE. T HFRE/NEES A 1 B (SCAL), H /NI B) 25 2 Y
(SCA2), Fiti/MMEEYJFNE 6 B (SCA6), FFHE/NINES)JHAE 17 B (SCA17)IZB W T
&, IEF L SNBEN L ERSEOBER T, V- MUOBERPEELTBY, —
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HICEREOD L Z LT HRERPLETH L (F14). SHITSCA6IZBWTIE, IEW
FHEFIZBWTHEREN LR A X7 ) VOREHEEGRTIE, BKTLZ LD 5,
COTENS, BIEATVEY) YTIZBWT T 54T ¥V b OEETMERREE DS BE RS T
B AHYEFMERAISHSLEE b, ) ¥ — MU RS OBEEEE TRLET
HHOT, MBLTVLPLTF LI TRYFZEBEFOVE-MIPRRLZILBHTE
Vo —fIZ, KPS FEDNRBBETFABEESINDILEGIIT) E— VMR LRT

{, HIRLEEIPOEH LD LN DD, CNIIRIEERHR LTINS, #RELT
[l — KRN TRIIHER DR o 7 BEZIRET 50T, FH—HRELITEZ VI
IR R AL ED DD, COHRIEITY X F - Va7l R - B4
BRERIETRDO LD Z e B\v, —T, FHU/MNES)JERIE 8 A1 (SCA8) 1 (CTG)n 2%
MELTORBWOIOD 5 Z L IHEED 5.

WA DA - B - KK ERWH &5 2 FRUVNNETEREIC B W TEERA 0@,
WG~ OE, REFTUEW RIS X7 BICB T 25 THREOENE LICL D, 20
TR 3 2 % gt OB R B/ B B 2R AR & U I, 35 BN Bh G AR 14 &Y
(SCA14) & FR/NEBY JCHAE 15 1 (SCALS) A3 % o FERIEM R MATIE R IL, F—Z %
ThoTHRRNTIEDS DD, SOHIH—BIZTDEL - 7T OEFIC X ) BRG IS
i S Do RO L8 Gt AR5 P T /) I8 38 )y B RP s A PR e BRI & 34§
%o Thbbt, H—@#ETREICBVTE, BWERRERRITLYZEETOLERITMZ
T - AR THBEi SN TWE 2 L EBTH 5,

[BIEFEREEETFZH]
BREFREIHHL TV EREADOYFEEMETFEERIIOVTIIR 417 I LOTRL
726
COWT, Ya—bFyFAYE=F(STR) OERFEMELIHN & 5 2 HHM/NES) L
FAE 1 B (SCALD), HRb/MMEEYLIRAE 2 B (SCA2), ¥ ¥ F - Y at7HMID),
B - BBV A R ZEHE (DRPLA), A #/NIGE B L3 AE 6 1 (SCA6), FHl/Mp
B RFRRE 7 B (SCAT), /NI B 2 5 e 8 U (SCAS), i Hill /1N i 28 1) 2 i 17 7
(SCAL7) % L OB BB ORI TZWE ) ¥ — bOREMBE 5HT 52 & ThHibh b,
NS OEBOBIETZMICB L, UTFO4HEIHCEREZIL) LESD S,
()Y E— MDD WRICEREBENDEELS 2 5,
(2)HF BN JHHAE 8 B (SCAR) ICIZ (CTG) n 2R LTV THRBIED Z %D
%o
(3) FH/NEEB) JHE 1 B (SCAD), FH/NMEEE) JFHIE 2 B (SCA2), HFli/MpE
B LHE 6 B (SCA6) TidY ¥ — P RDMRALED D 7 & 38 & RIEHEDHE R X
L3 L HYIHETIZ R\,
()FIEFET IV IVOHEY A XD b DOAME L THIRT % H 42282 (de novo mu-
tation) 2 % o
KIBEDSAT, BREDSIGEEF /NN & U CQEIEmBIpICR LT, BIZTF2



Wi 2 R O B TIT ) B8, R e L GEEEER/NNENETH 5 2 2T 5
ZELHMTHEVOTHERET LI ENULETH S,

—7, YHEETONRNERIC L 2EBOBETZHTIR, HWRE 2 2EETERD
ALY T ) DB TFHEBOEHSEERIEDL (3 — 7 TV A TITbNI b 2 e 0%
Vo PMIENAEREZROLVEAIZIE, FEMICEBHHEECEL RN LBE WV, #
WOMBWEDOH D 2 LEWREICTOHML TBL I LWUETH 5,

C. BBER#HREZICHE 2 ECTFLHOESR, FRAM

BTN EERE BV T UHBE T OERLER L OBBRIHELL TS50
IZDWTIE, HRIBRIOME L RIBHINTE L Z L WEETBHOERTH S, SHIC
ST NRETIE CTH > TD, FWRERHAE <, TR B D I B2 e
&L TIRIEIMN 23561213, EEEERNNENE L OBNEET L8 H b, T2
B EMENRERE & STV AEFAOTICIIERIBETH 5 2 &2 SbMfstREE LT
RREIN TR VDD, —F, WHROAESTEFH/NRETEIE I BV TIREICRKIRE
MERONDL LIRS, by, BRAY ORISR /MR E MRS DI S Y&
2, BEETZHOBERIIFVES 2 2. LL, BRSBHICE W CROIEERERICIE
DWTHMBW O R Z MG T2 2 LI ETH L, Thbh, RS IGE % &
AL7281, L RIS 7 2 RIRRE, &% B 2 - BAREIRRER, WRZWEOH
MR Z BT 22 L TH Do MIROFIEL T 2 BRERIIEETH 5725, BAEH
O J/ANIFEE S % ET 5, HRERIC X 2R HITRAGCIITikTd 2, Lid
Wz, B ORRBR, NEMYEEB) R E ML L2ERRIES T, B R IR RS
ZBIEFBWIC L 5 S 2B VA LS Vo ISR R R0 e ta R 25 P B0 i/ N
SR ITE T ERRIE RO A SIREIZ I 2 O RXHEETH 2 DT, BETHHOER
e BT B % W 2 HEEBWIO 720 OMBIBWIREIC L Lo, R E BRI
BIEDPT 2 EDRYTH B,

D. BIZFREOBEICEERT 5 ETORS > b

e By AR IR B /DI S ) 2 ARE R AR PR P BRI LS 35 T, S8 o0 IR R S T 1
BOREHEDOBM IO %D, RIGEMALD WV BIEITIE T OHITRAHE DOV B T RENE
LRRL TS, BRREHICH & O CHEEB WS, BEFBMICIVEEINTY, @iz
FRPIRDUIAT SZALIZ e L L, BIE TN X D HEERBMT L7z & v ) iEFETEDS 72
S5 LEMAHEBHRICB VT T HCRE SN L NE TH b BMIZTHWTIPIE OF
BEHTH Y, MEITNEIIDOTERV Mizehle LT, HEFIEG OW Gt BT
ANEBY I IC B VT, MBORGTPEED L RBRBIETH 256055, 20
&, BROMEBWNIIBORBIERBINIERT 2 O THEELZET %,

WHOAS TR NMNEMIEIC B W T, BE 2 X 230 e, mRORKNE
DL bl L 2B L THEL, MBRFCERZAT L LIRS, Reo72LRICK
LEENTOHEERICEDIIFOM TR,
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E. &M
DT, BBICBCTEBTLZRENLRFHIIOWT, A FIA4 v 22F 5L
[A02, A09, A12],

(1) RIFBORFTHFER L TV DHE12E, B ZREBE IO ZEESEEN S, 5
B VNIRIROBR L IRV VEE DO TH b,

(2) BIEIEMOEH L BIR O ME
KIERMAFED»EEOBBIZTF AR REAY W ERET NGB H L. ZO%HE
DOMIBIPRE DKL ZFEE T2 ENLT LV, AEOFEICLIDST,
BRI RELEGL DD, ARFHRMEEFNREICHT 254 FI 14V ]@ERE
FHE 10 FR) M2 BE L LD, HE, BEH, REFICBWTIE, SEERS
PN OB fEk % Z R L CRRIZER, 2k shTws,

(3) Z&iTiTs W
BEOHRR TR BENZH 2 HET 25605 5. BAMIZIL, age at risk D
WADPHLST BYas, BEVTFESOMERZHLT 2HENH 5. REEDIHE
R 3 iE O kO HHEEOMRE, EE~NOEEELZEL T, LARMIC
TN DERETHRV, MADPRIEMZH 2 HET 2HEI121E, TOFRE 51
ZE L7 LT, BREEEMEZHNTT S,

(4 ) AT B W
BIRET B NNEAE DS CIZMARIEETH L DT, RGh 1L b 2 ETERICE
WTRFRETH 255G DM ThR e TR LT 560, WARZENIE
DRIFRTZWOME L EAETH2METH b, T72, HATE—HONEMOER %
BB R EI 2 HAERTZITNIEED SN TWw 5785, B0 @EEEREOH
AR EHI & L TR SR TWw R,

u 7 # %% prion disease

(#18]

TUF R, 20 FYtRER (20pter-pl2) I E 35 PRNP iz i2a— F&h
H57VF Y (prion) DI Y7 4 — A= a YEALD, WA - HREOFEELRTEELON
5, HEATVE O R IRINE (spongiform encephalopathy) D#FRT, W%k - RO R 581
OBV EFINDJREMEOFEANL, MEEO 7 a4 Y 7 2 ¥ 2 7% (Creutzfeldt-
Jakob disease ; C]JD) T 528, FIEWHF - WL D KEL 32258 E N5,

(1) IMETY * V9%

a4 Y7 x)Vh ¥ a74%i(sCID)

NA T N4 v (Heidenhain) %
BERFB 7 04 Y 7 2V b - XY 3T
FEPEABREA L



ERER

(2)PRNP OZERAZ & B8t 7 ) + V9%
KWy T ALY 7V k- ¥ 37 (C]D)
e X NVAITY Y -TYabufAF— T v 4 vH—5 (Gerstmann-Straussler-

Scheinker disease ; GSS, GSD)
o FIEHER A IRAE (fatal familial insomnia ; FFI)
[ MIM#600072 |

(3)av 74+ —A=2a vEALDH 2 7))+ VL BERIET Y 4 VK

cRIFEMEZ T A Y 7 2V b - X T T  FERBR ARV E o, FEAREERE, IR R R A
Pl g

e 7 — )b — (kuru)
Za—FZTITBT B EEFLEY AR EE

e WMy A7)V b - Y37 (VCID)
% ¥ A IRIBE (bovine spongiform encephalopathy ; BSE, #1129  “JE49%")
B S OG- (5

BRI B 5V IZEIE T W - B FRTE WO B SEHTRERE LTUT
D3 HEPBETHNS,

(7N I DS b, BEEEODDRERDOR 15% 215D 5,

(2)#EEED L OOHIZIE, REEREOERBEMHORK 40%) 1230051,
—RIFEEO 74y T2V b - XY IATREZZONLN S, AEEREOERIC
XBRFEEZ7 QALY T2V - XY ATHTHEZ DD 5,

(3)PRNP OZRIZIE, BTV A VHOBERELLBDEE) THRWEIE DD
W, BBEIHLTT ) & VD RHREL BT %% (modifier : B4 K1) 25H 5
nTws,

HEZHRIIBWT, 7Y Vil BOHELY AT 572012, PRNP #fn T O it
ETBENBEB SN2V oTdo LHENSND, Zo%E, BHNT LR
SROHBDMBEOY G L, BEVET ) 4 VRO IKNE R % &b 70 BB TR GBI T2 W)
DEE L TIE, BMHEROFOBEREGVIRELSERRL I L2 THICERL T, BIETH
Wi - BIZTF W2 D L LEDDH ), BE R LAGHEE - RIE~OFF OB - Ao >~
) U7 RBYNAT) TEAHETH D, REOHEGITE, MEET) Ve —RE 2
SRTYH, HAHRT, #EMDOT) I VHROBRRERNFEE SN,

€326
1) MEETVAK/(UOC4Y 7 IV b - ¥ATIR ; Creutzfeldt-Jakob disease)
EAFITIADI00 AT AT, Mg v,
WHAELTIE, FENEAE N 3 50-60 AR b B v MIFERERIE, FCEAS), Bl R
71, HW O, AMEZEAL, BETE, NR%EORMIEIRD?Z W, BT, HITH%%
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B HD, BENDA W, FOLDLZLRLEZRD L, ZORMI 1-$h Ak, 2ok
AR E (HiR) 2 M EST T 5 L L DI, HERERLETEOMD, DMNKHRAHER, K
FEVHFBIN 2 I 4 7 0 — X AHD %o JEBN & o T, DRSHZ EAHILOWE GEH)
R R, WO RSO BRIEIERDH RIS TS 2 L (M FUNL VIR D 5,

FEEITH ITEITYET, IR IR 2 BRI S O IR S RAVEIRRE L 72 50 K
XIAZU—-XRIIHEZ A EDEL Ve BIENPHILLCFTL66128 WHTH %,

AR AT RAL, MR LSS, BRI R 2 2R 13 v, Bl o 14-3-3 ¥ V87 8
WNES Ty VNI, HDHVITHREMERNREME T J — ¥ (neuron specific enolase ;
NSE) Fifii & IR % 6

B ix, NI RN 2B RE 2 BT HA0RTH LA, IF270—-XZ2A0MBT 5
IHMBLIRINERMILT, BHE LORCHEP2 S, JEIIIHE D &3 5 R
(periodic synchronous discharge ; PSD) 2SI %5, #4179 5120, EEHEHEIORE WK
FE 2D, PSD XA 2 HL L, KA L, BIBHOBREOAL D, 20
PSD @ H T 5 I3 B R IE 38 U (giant sensory evoked response) 2SHE$ %6

CT 2% v ¥, MRITi&, MWAPNIEZEMGIE %0 IR MRT T, R, BUR,
KB E R RETVRAROND, #T LT O BEICEMHEIMBIL TL 5,

TNV 129D B EERT LR TV F V7 X2 BOMAEDERP S, AR
D HESLOHRE, BB REFREIRO H Lo BB LA, FRAERO HU DR R 2 DR
I I M5 & TR T REBI S F MAAET %o

2) BTV AR
a) FiEM O4 Y 7 )b b - ¥ 3 7% (familial Creutzfeldt-Jakob disease)

BB E R OAEEETH 5,

FEASER IS B OMFEE 7 a4 Y 7 20 b - Y THEP TS5, IZIEIEmARY
BREBIS @ %0 7)) A VBIRTFITH A DBERPHRCEZS N, TRAFEREEZ LR TV,
b) WX b2 -2 bOAXT -3 v 142 H—4& (Gerstmann-Straussler-

Scheinker disease)

BIEERTEREREEETH S,

BYED/NIEIR & BB E (R 22 LI 70 —X A% K< FIAEX 20-60 LT,
FEIHRO THiCdp B0 /NI F 72 13 FRAIRREE (k) THAE L, BEETHEORBT, 1-
10 SETHIC W72 %, BUERMKEOEKGZ 2T 256D H 0, BEEFH/REEE,
BARTERCE S R O E R & L THEETH S,

TIVF T VRTEDPOHERENSLT IO FRE(F7 — IV —3) 2R EENRE TH 5,
JidiAEL A D AR X D AZIEATBETH B

TG VBIETICH A DBERPBNVEZSN, INMIHRNTHEEEZ LN TN 5,

c) BOEMREMARREE (fatal familial insomnia ; FFI)
RIS H GO AEEEETDH 5,
PINIAIR LA 2 O HARER EAR.OE 2 ), TOBPMEERRL I 4 70— X A8




b o> T, 1ERETRET %,
PRNP BIZF® c532G>A (p.Aspl78Asn) ZR G IS N TW5S,

%B, ZO3IOOFMIIETRIEL VL) REMNDHFATLZE, RULERD LV
FILRKRTH > THEINC L VIERPBBR LR L EHNHLEITEBENLETH S,

3) BEMTUAF R
a) EEM OV 7 b - ¥YOTRK

HARIZBT 2L, 128 ACHBEBRMBEOIEN TH Do HEFIEOMEND D 5. il
WaIMFEEZ a4y 7 20 b - Y a7 EFEROREIR, #8, WHEZETb0L, KR
HEAT L, Bk R R (PSD) 2 @2 vy, FEMBI R ER & A3 o BH
&, #30% %5
b) ZE# 04 Y7z b - YITR

1996 4F, A F) A XD Sz, v VilERNER B2 S BG L, Bl L
72TV F UIRTH Do HEBNE L, BIFIETL, Wik CEBMER MR E (PSD) % %
B3, MRI-T2WILIZT, #HRMICEZRELZRD 5,

[ARVEBNHIE - 2 Dftb)
o NI L JEA G O B BRI R HE O G L LT oM R ) 123
L, BHEBEORNHIDONGIRETH 5,
ot —A TR EATHEE N E R B RATIE S & U TR Y A )V R REGGR AR
BB, 7V IR OEFENE Y A OV R JEGSE B % EAEZEEE) [C16112 X D, 2000
FECPR124) KW &EZ 10 70y 212500 C, 784 72 b - Y3 TRHHF—
47 Y ATHE TR TV,
o HENMA : Y a 7Y R—bA vy T —2  http//www.cjd-net.jp/
82 Bl 5% T508-0041 I BRI i I T AMT 4-2-28
TEL/FAX 0573-62-4970
gY@ TEL 011-813-7049
WHA TEL 03-5391-2100
F # TEL 0573-62-4970
WHA TEL 0748-72-1478
A —)V ; cs—net@takenet.or.jp
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B. EzFRVEEGTE

CEEF] | v 176640
BIZFECS © PRNP
EIzFH& :  Prion protein
RIS : CD230, PRP
FEIREE ©  20pter-pl12
B=TFEH © Prion protein

(&R 4]
IMFEVE R OHERED T ) F VIHIBWTIE, W& % b PRNP BIn 2R IIHED LV,
72721, PRNPBIZF3I K129 % EDOLAN X ) B BRGMEMBHI S N5,
BIZET) F o, BEEERIEREAEEER T, RESIL PRNP #@is1
BRIZE > THE B,

[EEFEER (REZERVSE) L EGFLHI]

T F VT (PRNP)X, 2200127V X0 %55, FMREBIZIXTZs V2
CEIEND, AR ¥ (open reading frame ; ORF) 12 253 7 3 JERFRILT, 2 K 51 »
591121k, I F¥51-59DF ) RTFF, TIHL 4ABOF 7 ¥ XRT7F Kbk bt
5 M D) & LRSI AEAET %o

BIAFERELTE, BYELBISORE - AR O —F IR ER WL S h
TWbo FABEMMTZERLE LTE, BEET) 4 VIROBRNERE LT, #0ELE
SOWMALER, —HEBEROI L, FUrbe Uy ABREI ALV AEREBAION, 30
FEDOERDPBIZNET ) & VHOWHE R ZERE LTHEIN TS, I Ak AZERIC
&, BEEET ) A VIOREE E % 5 WERPEEH O TwS, Z2]D ) b, c
385A>G(p. Metl29Va) Z D X 912, 7V & Y IROBHIKR T 5 IR BRI B
THLDORHMENT VS, lx DERIZOVWTOFEMIZOWTIE, [D09, C02, CO7,
DIl DBEZELER T — 5 N— AR VEHFEFEREDNSHE L %D, LTIL, AE RN
POBEREFFTE L,

1) BTV ROBERER

(L)FFAZR 3 F ¥ 51-91 OFMLICE 7 & T F K (24 3555) O Y 3& LESIA 3 ]
UEHASINTWS, HARTIE, 4M(963EHR), 61 (144 35%), 7 (168 ) D
bOVWEINT WD BRIGIZRIEDSD 0, HEET VYA < —6, SR
BIGRAGE (iR) L OEANZET 5 dH 5. WHHOMERRTH 525, 8u(198
WHEVEABNZ, FVAPSY Y2 bbaALARAT— - x4 VI —I{HROHEN TV F
> b ~9% 1 # (Huntington disease-like 1; HDL1) DKZATH 5,

(2)c306C>T (p.Prol02Leu) : ¥ NVWA IR Y + Y2 bOAARAT— - x4 VT —HD
R RE L TRMICEHESINIERTH L, KBS VA M~y - Tabaf R
T— XA V=T EET b,
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(3)c532G>A (p.Aspl78Asn) : K7 a4 Y7 2V b - X 3 790 F 72 3SR %
PERIRAEDIFHRERTH B, M—T7 LD F 12925 Val DHERIH %, Met
DYEBRBEET o

(4)c538G>A (p.Vall80lle) : FEREFEAE T, HERMRR LM T, THIX 2-6 Fo B
E (IR B 5 VIIAR 2 & OREMAEIR F 72138 B JF THAE L, Ik R I [ 4
PERBUE (PSD) 2 20 R\ 2 E D%\, c. 385A>G(p. Metl29Val) £ HIZ T, /3—F
VI VEREET 5,

(5)c598G>A (p.Glu200Lys) : KMz a4 Y 7 )V b - Y I TIHOFRER L LT,
HRGIIRDFEIFH L, HRZBW T Z w, IER o4y 7o - Y a7
L R RIIEPL T 5,

2) TVAROBEHE /- (3 EZ SR

(1)c.385A>G(pMetl29Val) ZHl : §XTHOT Y F VIRISHET L, MFE®EI7 (v
Tz b - X IATRRTIE, pMetl29 FREHEAMRTITH MBI F 23R 2 29 5,
AT OHFEARTIE, WM F X7 IO FREZMNED R BIR) GEEZEHZ 2 L
PSD #2322 04 % ) 22T %, pl29Val REFEAKIET I 04 FHEEED
WG %2 BT 5, BIZEET Y F UHICBWTD, p.Aspl78Asn ZRIZBIT S &
IBHIHT L o TWdo BIFERGHET ) 4 R LTS, ZRM 7 a( Y
Tz Vb - XITIHICE LT, 12ITEFID p.Metl29 FEHEAAKRT, pl29Val iZF
HGIZENTnE LEEZLNTW S,

(2)c655A>G (p.Glu219Lys) 1 : HARAIZBWT, p219Lys 7 LIV ASEIETHHE &
LC# 6% fFFET %o p219Lys 7 L ViZ, PrPC » 5 PrP* oz % Hf 9 % v
REMEAVRIE SN T Wb, M7 a4 Y 72 b - YIATIHTIDLAEITDONTA
T HREEROEMTHME SN TRV,

C. BERMEZICHTIETCFLMOER, FHM

1) MEETYF K

M7 T4 Y72V b - Y2 THTIE, PRNP BIETORKNERIIEAEL 2o
BEET) VL OENZHE L TOBERID L, $72, BEEET ) VD 40%
DIEBNE, NEBRBEBOLERIZLDZDDT, REBEPLTLIWASLLTRL, —RIFEME
EEZEZLNB7UALY 72V - Y IATER ORI, #EET)F VRO EENTS
D, %9 LIIEBIOMEZIIIZIIEMNTH 5,

IRV 129 2 EOLRN, FENBRICE L TIX, EHENEREIRL, TOEKRTIIRR
B A5, FIHB-2)-(1)NZHBR72 X HIZ, HE - WEOBHKET L Z2->TBY, Mk
DBYRPT — A 5V AZBWTHHT, —EDERVD 5,

2) EfzT)F R

FWIEED LT, BHEIIKRE V. KERMICIES RSN, WEMEEZ R 5B ERNH
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WS hAUR, MEEZBWDEON L. BETR - KR (HARWRE) AR, §%bbEar
BRIZE o ThHREHRIEL L OIS D % DT, HEOKER HAEMEZFHY] T 5 1
THERDVD Do AEERBEOEREDEEET ) A VIO 40% 2o s 2 Lk, EEZ
B9 bo

3) EHMETVF R
EEZHO LTiE, BHRIIEV. 2 N2 129 2 OSSR OMIL, KoMz &
Y=L T ARMEL, —EOEZREAET b,

ZHOBEICEERT D LTORS > b
Tk VBT OBIETHW - BIA TR T 5 ETI,
(1)ERETY + YRoBWier BE 3556
(2)IFMET Y & VI OERHEOBHIR T, T 721 3ERET ) A+ VRIS B T 5 &t
BRE LTIV I V#BETEMERET 5
DR HAED T A WMEICHERE L TIT) SEPLETH L, SHITERTREMELT
X, 4, MEETVFUREEZT, LRQOHMT, TV F VERTFERRLES
5, WEEOERPRAEZEINDIGEND VRLIETH LD, BIZET Y A VIHD 40%
DIEBNE, RERRBEBOERIZLVREBEPHLA TRV LN H D, Thbb, KRS
BOFBERORIZT, MEET VA HEDOBMIILT LI TE RV, MFEEEEZ LR
BREBNCR LC, BERT & % 2 L RURE L CTRIT AT 9 DAL, 770 F Vs 1% AT
FTAHEHAIE, FRCEEET ) A VIROBKO TEPEICH LI L xRt LT, &
BV IRES - RIENOHMOFEM LI T v ) V72 fTwv, f ¥ 7+—AF -2
YRV RBLIEDVHETH D BEWET Y I VIRORKZE R E S N2HEIE,
MAFRZ KT BHBEA T o) v 7% o7 ru—7y 7HHlZ HELTHBEL T
SEDRD S,

BEMET ) VIR OIRRERICHL T, 4 DERIZOVTORERDIEMHELRT— 5
i3, LT,

BHEIRT & % 22TE, HWRTEIEWI & 2R BRI 208N H L, T2, A
ERFEE V) T EITOWT O BE, —8en) 5 BB 1 & 2R L 2w
) IHEBEPLEND 5,



s |2 = HEEPEHELOOSIEE

n WEZBBL BRI E G > TS LEREHIERS

MFEROBIZMERE O R T, BRI - 72, HRBEETAHL IR -7
BTN, BEL S R0DBHEAIATE TV, —fIIZ, Zh s OREIERDHE
119 % LI X DU I BEM I 2 255803 5 720, R OB Wi e & G R HGATE
YTh b,
BAZVER B OGR I LB T IS RARIIER E B 2 SN 7225, BBV
BRBOBRBIBNT, BEOBKRICEAZINZSDIER V., —FT, BETFHBECLDL
BWIREEE LC, BAROWRERLNH OIS UGB S I, BROA HTESE
SN TE TS, BERMIC, HIRASLEYHIEIC L0 FRET B2 H UG HR 0 k2 5
WICENTE 72, M, HEBICE ) BEREMFTHE (enzyme replacement therapy ; ERT) X°
BAEFHRDOEREDH S 2% > 72,
EHROEERNAHED L L TV A REDS (I, BRUMAHEFEIETH Y, @EHEII
WREORFHEFIHT LI EICL o TEMT 5, BREMAREOME L 2B EETIE, S
SICEEFN LWL LEL b, BIEFLNVOBKPSTREEROLA L, RRED
Wi R FIERT WIS AMT R 5720, BIZFZWOREEMIIRE V. BIZ BN, #BEh Y v
) 7 S RERERERERERAT 5,
—fam e LT, WEHERVUIIE TR YE, BREAZRIC L VDT Z & 25hE &
%ho WHMMENRE T, FBIEMN>SHEBREHBL, PR ZT TR, BET
RATZ B REMED D 5o WROARSERBTIE, Fl LB aik) 12 LT, FHNCHES
FIEFZITR %0 X HBIPBTIE, FUREZ IS L THIBT 2720 Tia%RL, B8
Rtk % & ORI E R LHEFFEHE OIS % D TWIT 5,
HHR R R EEMER BRI W T, — RIS, FHUNCHEEZI L, BHRERGT L2 L8
HAREEZOND, BICHEEIT-o T EEREE) DAL ST, FZOREK - FRHND
EENRHEIIH L TH#Y T 7u—F2ZETI2LENH L, LTOREZTIEE 2
T, BECGEME) RUZFORBEIZEEN T V) Y F RGO TERETILEND 5,
(LRI - RRANOBEFENGEZHEL, FHNEET 077 A 2EAL, HRIZES
BEEZRAKREZTELIEPHBEEZOND, #zhT vy 7 EATL
T, BIZTZEZ 3305 NIIHET RN RE ORENE S Rz, BEhY Y
) YRR OFRESEETH S,

(2)vonb, YO L) RiGHRE BT NEPEANICHHE T 5 LE3H 5.
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(3)BIITHT BB, BEDT Fe 7 J >~ X (adherence) Z ML % 720388 72
B E DT VLETH 5,
(4) FHIZH - SIENTZ M OBROARE, #REMOBEOMIBEIG LT, LHEY K-
N&4T S HT, WS 7 RUREN T T R— 24T LEND S,
PEHMOMBNFIEMED AL 5, HERE 2 BREREME, &Y X
T —, FEM, BROHELZEEEFIEEZ I, SEMBET Yo —F 2179 2 &8
FEETH b
BAE, BREOHTL LTV AEREDOW L DNV T TICHHT 5.

1) Z4YVJ— LK

T A VY = LIRIERREIL) ¥ N ERRLBAHEFMIL R ED T A vV — ABR O E TR
Wid 22 EDNTED, W OPOERBIIBWTIE, BEMAHEICL > TUEREZWETE
I EARENTEY, @In T EME2 OV TEK LRI EREL LTRAS N
TWwa, Wind, BN LREIREHZT). & o3 BRAITH 5720, IgE HilkoE
HIZED LS TF T4 FF Y — LG ER R RIPUAD A I > TR SIS T 5 1)
HEVED D D) G IEERESLETH 50 WIESILDORFBIIISE T, A7a4 M, Hr R
Y IV RBSURESCHARER 2 EoR G2 0HT 505 7T FLF) YR 4 ik
W2 2003 5 5o WERERBRANEIL S NBIEREHARESTELZDOEE, 77 7Y
W, T—T xiE, MEER LA, AaSREEGE TR, A ISHERE DR, 2 % VIZY
Thbo WTNOEHHKIERD? SEBEEE-> T, BEBWICL > TEWZHETE %, iz

ZWHILT LD —BMICIE e > T v, BRGNS X 2 RREOZHNIMHETIE%
W,

7 7 7 V9% (Fabry disease ; ICD-10 2 — F E75.2; MIM#301500) 1 a=-#"5 7 b ¥ ¥ —
¥ (a-galactosidase) KIBT, #EfnT GLA 1Z Xq21.3-q22 I/ ET 5. X L MEEEE
ENDBH, BHDBRIET S D% L, WHRRE L BEFONIEE T L2LENH L. B
WHFRE L T BB ICZOR R L2 D7 KRN ERIEE L % 0 132 LE~OxtL % %
B 5 (T — MW, XSS ER LRSI NE2S, KWHREE ORI TIE %R
{, WIS BETIE RV, TWRER T BEERE L IR L CREDBIICH ) .

I — ¥ x %% (Gaucher disease ; ICD-10 2 — F E75.2 ; MIM#230800, #230900, #231000,
#231005, #608013) ix B-7" )V 2 ¥ ¥ — ¥ (B-glucosidase) RIET, #EinT GBA & 1¢22 1
fifl L, BRERIIEROASEEZTH L, BEATIEE, FPIEZ ST AEDTH
Z0%, HARHRERIT T 2 UENREIH TV HIFTERVE SNTB Y SHROBGETH
EThb, BHEFMKE LT, I3 WEH X OB O (http//www32.0cn.ne.jp/ mega-
pon/) 3 %,

HE R 1 (3R > 9% ;. Pompe disease ; ICD-10 2 — F E74.0 ; MIM#232300) (3 F:1: a-
14-7")v a3 ¥ —+ (acid a-14-glucosidase) R T, BIET GAA 1T 17q25.2-q25.3 IZHLE
L, BEENIEROESERIZTH D, OALE G0 LEE 2)E 2 72 & 5 28R DAY
(2, EERLCNE - AR 2B D, AR LD BER I Y A a7 4 —HPO%EIR%E



B35 DD D HAM, BMEZEN, BIZTFHREZHAGDE TR ZHET S
VBN Do FIINCHEEMTHBELZITHIIEE, TURE - RS OB 55 <2 W0 475 1 0 B A [l 15
W2 X B INGEE O RKORMED B 03B BEFRMAHEIIINE) T =2 a Y EHTZ 2 LA
I OMRERBICEECTH L, R NE) F—2a YOIEETH L, BENKELT, K
¥ ~RIF D% (http://pompe.moo.jp/) B3 5 o

DL R [ Bl (ON— T —/¥ ¥ £ THEMEHE 5 Hurler/Scheie syndrome ; ICD-10 2 —
K E76.0 ; MIM#607014, #607015) I& a-.-4 A &0 = ¥ — ¥ (a-L-iduronidase) KI5 T, HEfzn
T IDUA 13 4pl63 IZHiE L, ERERNTHROELEEETH L. FHRER(T—I4
V), E R, FME, RSeES)sEE R, B, ORE, ABEREEE TS, A3
SHEE T/ (N > & —JEf= B 5 Hunter syndrome ; ICD-10 2 — K E76.1 ; MIM + 309900)
DITIZFAROIEIRZES, ARREHIEE ST, X EHSEBRET, BUEOADRETH %,
Xq27.3-q28 I i fE$ 5 BIEF IDS DERIZE 54 X0 v 2-9 )V 7 7 ¥ — ¥ (iduronate
2-sulfatase) R TH 5, HAILHFE VIR (w0 b — - T I —J4 ; Maroteaux-Lamy dis-
ease ; ICD-10 2 — K E76.2; MIM#253200) %, 5pll-ql3 (/& $ % & f5T ARSB DZEH
&5 7Y NIV T 7 ¥ —¥ B(arylsulfatase B) R¥IETH 5, BHEBMAKRE LT, HALO
ZHE Bl 4 (http://www.mps—japan.org/) 23 5,

BEMATRIIRETH 575, BERBRIELE 2-oTBY, SHICHDAMESIIHL
TR NI E R BIHEBIZEFEIC L D, AR/NR SRR BRI R cCH O AH
BRIEE ZT 5N 5,

2) EfMIAHERE

v 4 )V 9% (Wilson disease ; ICD-10 2 — K E83.0; MIM#277900) i%, 13ql14.3-q21.1
\AZIE S B85 ATP7B OERIC X 28k ATP 7T—E¥ BRIYRTF FORET 721
BEIZE o TBE D HROAELMIRERBTH 5, FBEMEL, HARTEEEANDY
DT, 35000 A2 1 AL EHHETH %0 BRRAEIRR MRI O KN HEEA% 7 & 0 B8 LI
XD B, IR - R, MR T ST R I UL E ORI R S 2 2 i
LB EIT) o TEMRR A A Y — « 75 14 ¥ ¥ —Hii (Kayser-Fleischer ring) DAE7E b W
WERZZENDH D, ATP7B EInTERIZE Z2BIETZBIIL XL TDH 80% & LW
Wi ETE %, —WICEBWAENSL Z L0 ) METH D, FHIBHHE, FL— b
BER=Y T3y, RN 25 2) R (FERRIEERAKFIY) o NIk 2 50112179 2
LI DIEROWE L READTERTH D, WTNHRBEIETH B0 H#ITLER 2 &
TRITEBBMLITONE DY, ARITH L. NEEMER BRI EHEN IR T
BB MNEEH S v R TR A S R B Er#EH S hTwd), 74
V) IR R D% (http//www.jawdorg/) TRESIZEOIRBH L E IR ThbhTw 5,

a7 I AI VBIES(CP)ORFEIZL DLV T T A I VIfE (ICD-10 2 — F
E83.0 ; MIM#604290) R il#iik ATP 7—¥ a R XRTF F(ATP7A) BIaTHREIZL B A
v r 29 (Menkes disease ; ICD-10 = — F E83.0 ; MIM#309400) 7 & b {6 L O MET A3 7%
INTwa,
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3) 7I/BABERE RIJEVAIIUKRBEERE, H77 b—ME(D0S Di4]

R OHIREFRE R S L 2R TE 2 e RERBRFEL LT, FElE<X
A 1) — =~ 7 (newborn mass screening) DX R & 7 > TV B EEMET I 7 BB R
FEDSH Y, TV N VIRIE, A—=T7 VI 7 (WEE)RIE, RE Y AT VIRREDH A
Vo= (MA, Hin 5 HICRERZEMIC L) 8], Tz EKIcEkirAriTEzdTITh
ND)ICEDAZ ) ==V TREONG L o T, FERIC, BEEEEAHRETOF S
7 P = AMIED VAR ) —= Y TREONRERE L o T, FikR~AAS 1) —=
YITORMGHRBTHo T, BRBIEDDHVRAEEZD, 2FEHTHINT 2LEN D5,
a) FEERT7 I /BAHCEEL -KHERE

7 = =)V b Y JRIE (phenylketonuria ; PKU ; ICD-10 2 — F E70.0 ; MIM#261600) (&%
Befo (KGR IEER 2 E D, 7=V 7 9 = v KE{LEZF (phenylalanine hydroxylase) K
HICX Wil X 2, BT PAH X, 12q22-q242 \2HiB T 5o HAERHNZIER 72228, HER
LA DL RS P R ) 76 2 2 0, IR, SR &COE LTI 50 WIS E Wi E L,
7=V T 7= UHIRAEZRAT 2L, T PR RREIRGE SRR TH 5 AL, A
b3 2 LEL D 5,

BT =V b URER, BB 7 oV P URESIZRELRY, FhIeFoE S
77V ¥ (tetrahydrobiopterin ; BH,) & EIC L 5 BH OKIBIZL ), 7=V T 75
ZVIMER 727, WHAARSEHRE L LTS ESELREND L, wInd, FUZH
%, R R-BH, O &K TH 53EEY 70 75 ~ (sapropterin hydrochloride) % %
5522 L CTHEREEZENETDH S, T2 BLOGEBEEICLS LW T 2= Vr F VIR
JECH->TD, 1/3DEFT, B G TIE 7 2= V7 5= UMK T T 5, BH, Bk
BTG A4, BHJEEICE D, 72207 5= VHIRAFREZBRTE 20
HEVED D 5 6

WY REE B 2 & H)9% (ICD-10 = — ¥ G24.1 ; MIM#128230) i GTP ¥ 2
Tt N5 —+¥ I(GTP cyclohydrolase I) ®D#EfEFREIZL > TBH, DT 22T 525, K
HLZW2ORH 72 =VT7 7= VMERELT, LR P RONRGRPEEE Sh b, @
&Y GCHI &, 14q22.1-q222 I BT %,

b) RT3/ BAHESE

A =7V uay 7 (WHE) RAE (maple syrup urine disease ; MSUD;ICD-10 2 — F
E71.0; MIM#248600) 1& % Je kB M B2 L D, 7 MEIERHL, 4% 1LHEDANIC
iSRRG, PEIR, BAREE A, EEERT, gt#lar MRV POy —X
#41K (branched-chain a-keto acid dehydrogenase complex ; BCKD) D% 7 2= + ®
9%, Ela¥ 7=y b GlfEF BCKDHA : #{5¥ME 19q131-q132), E1 ¥ 72=v
b G&15¥ BCKDHB ; #1510 6qld), E2 %7 21=v b GEf&T DBT : #{5TFE 1p31),
E34% 7 2=y I (BI5F DLD : BIZFFE 7q31-q32) D 4 ODOH T L= v s OEEIH S
NTWhe BT I /RIS X D HERT 5o KEOE Y I ¥ BB A AT
3 %0




c) BWM7I/BRHER

¥ A F Y JRIE (homocystinuria ; ICD-10 2@ — F E72.1 ; MIM + 236200) % 53 4 JiEf
DORP%w VR FF = EHHE#E (CBS; cystathionine 8 synthase) RIEFEDSH O, HrA: R
YAAZY ==V INEMNRLELTWVS, BIZ[REY AT VIRAE] & V) BICIE
CBS RIHEZIET Z L H B o EBRRAIERE 2T 5, IEIROERFBIIEAE Y A
TAVIFETH Y, ZHICX Y meekd, AKESABIE, M8, HOE, M - ERELR
ExRET5, BHRE L TRESN TV LIABRE~NDOAFF = O EZERT 52 L1
LDKREVATA YOLEBEWHIL, TR DY AF Y 2EFITIRINT 5720, K2 T4
SV RmYAFUVEFBRERT ). Wk TIRAPERICE ¥ 3 ¥ B KIS MEAER D S R
D B WIRDSER T 225, AFTIE Bs KIBEIZABOATH %o

CBS RIFFEDIINICHE Y I ¥ Bp(a/Ng I V)R - RHEE (X F4+ = VEREEE
RABIE 72 &) R #E R AC 3 B2 & (5,10-methylenetetrahydrofolate reductase deficiency ;
MTHFR K3EJE) THIRPFE S ZAF Y OPRIEZ RO, ThZhes I Y By #ERZE
55 %,
d) REVA 7IWKHBEE - 57 E=7ME

R OWEHFAN AL W) 2T, REW A 7 VEEHE(CD-10 I — F ET22) NEETH %,
RFEHA 7 W5 DDOREFIC X AWEIUSIZ X VY 20, FREZNOBERBEOREZ X
D7 ¥ E=TIE(CD-10 2 — F E722) A & %0 W7 ¥ &= 7 MUE & BIE L iz
EWERHOREERMMRFEEISE X 5, VNI VY VEESHIEES I (carbamoyl-phos-
phate synthase I; CPS I) &35 (MIM#237300 ; ¥ YetfRh &1 @1z © @fnF CPSI ; #Ei&
TWE2q35), AN=F ¥ T ¥ AHNWINI T —¥ (ornithine transcarbamylase ; OTC) K45
(MIM#311250 ; X s#§H %M (s  @faT OTC; #fn T Xp2l.l, —Mric X EaH
BEERERSN T2, THEREZRD LIELIEALN, BEICIEHETE L, semi-
dominant), ¥ MV VIHE IR (7 NV F = a7 BRA % (argininosuccinate syn-
thase; ASS) K {HJE ; MIM#215700 ; % Bk &5 ME {5 5 B A5 ASSI ;= 1 ¢
9q341), 7IVF = ansBIRE(T VX = a7 Y 7 — ¥ (argininosuccinate
lyase ; ASL) KIBSE ; MIM#207900 ; & Fufafh St #15 ; #I5T ASL ; 815 T Tpter-
q22), TIVF= VIE (T VFF—F (arginase) KIBHE + MIM#207800 : & e tafRgs M
fz; @51 ARGI ; M5 T 6023) M HN T\ 5B BERIEEO RIS X b #ik BN gg
WETLEELRLOPS, BREHEMETH DML, WIThLET v =7 IMUE & BikkE
&R E B RE R R EO PR MEERE T E R I3, ¥ MY VIIE D EIC DWW T
KRHESW —#kIZ, & X7 HHEIIR 2179 DRRIEEICLERLHET I/ ReHLT
BUENH L, TVEZT OPMERT OREBEHEF V) 7 AR5 X0 HEEEERAA
bo WEHTIX, N-HWNINTIVF X = MEEMTONTWED, HRTIIATTE %A
Vo BMERMELR XL, BT EET VXS —ERBIEE OZNTT VX = ViR L
Ma 9 %0 AR, WIBRBRIGHEIC X 2 IPIAHRE SN TwD, 2013, OTC RIFE
TREMESRRZEPEERER & 20, BUHELERMNL H 5720, RAIZBWTH, #il
LW - HENEETH D,
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BA V=T VIMYE - BT YEZTIE - REY PV VIRIESEMREE (hyperornithine-
mia-hyperammonemia-homocitrullinuria syndrome ; HHH S8 » MIM#238970) i&, ‘#
Pt RGP ET, IPIVFYTHEOFTVN=F U MGV AR—F —OREICLVET ¥
EZTMAES%2 X723 REATH 5o FHINEET 1 13q14 I # $ 5 SLC25A15(solute
carrier family 25 (mitochondrial carrier ; ornithine transporter) member 15) T %, il
TEEY S T R BT 0RO S 2%, FrERMICRAET % b D5 5 ANNITHRAES
L5HDFETHLDOTHERNLETH S, HRTITKSY Y7 HEOM, FV=F %50
BIRDFED LN BLEFMDIRE I N T 5,

e) #37 b—XME

75 7 b — A ME (galactosemia ; ICD-10 2 — F E742) 1%, 45 7 b — AAH B
DEFIZEIDEEAT, A727 b —R1-)YBI) VIV T A7 xT—+E (galactose-1-
phosphate uridyltransferase ; GALT) R (F 4T 7 b — X MILAE 5 MIM#230400 ;
BInY GALT ; BT 9pl3), #'F57 b FF —+¥(galactokinase ; GALK) KIEIE (5
7 b —AIE DR ; MIM#230200 ; 5T GALKI ; 85T M 17q24), oV Y ¥ 2-) ¥
BEH S 7 b—A-4-T ¥ X 5 — ¥ (UDP-galactose-4-epimerase ; GALE) KIE8%E (75 7

b — A M4E M & ; MIM#230350 ; #f5T GALE ; &1z T FE 1p36-p35) 21 H i, Wi
bHEROAFERIZEN % &£ 5, GALT KIEfE, GALK KIEHE TIEHBHE L LTI
o, KREARAMERZE I N7 252 A% EOAMEZ EOEMOENEZ —Y)5ET 5
%, GALE KRIIE CTIE—MICIEH T L v GALT KRIBAETIE, JIRERESE, AN,
WAZZELENFPRIGEFN T IR LS,

4) RAEY MILY 2 MEE (ICD-10 22— K : E722, MIM#603471)

AR vy CidE (T8RS vy 2idE, CTLN2) EFFBICBT 57 vF =/ an
7 W45 WK RE 3 (argininosuccinate synthetase ; ASS) D&M TIZL D, B 7 v €= 7 IUE
ENE % & 72T W RO AR ERIEMIRETH 5. SLC25A13 #in T GBIZTWE ; 7213,
BIZTFEY M) V)OREICE LY MY YRIBRET, ARIERED ASS BIZ T DRFIZ
LAWY MV SiE (T, MR &3R5,

WARL Y bV ) YIERHARANZELRT VT ICEWEBRTHY, HRATONT B
BROBEEE L 1/69 BEE L HEN SN, BEFHEP BV ZOFERPLETH L, £ DY
A 20-40 AITHE 4~ OFLEE O BAkFR g, SEEME, MARAAL, ITEIREZ EL TROD
NBH, BIKIERDPLEE TH L7-DBMENL I EbE v, 7oL zIE, #WH D, LK,
LR LUTHAKBE LTSN TV YA, H50IITANAL LTS L
TWwaEELH D, BEIEX, KT - AN - AEREEY UV HEEEZHFAFFIZE—
T KT BEHE L), BRI D BN 2Sh 5 O TERICHET AMZIELE D
DITEETH S,

GRS T OREURE, ¥ MY YRIBIEOHRBEIMH SN TETWS, ZhI2kh
X, ¥ b CRIESE T AR RPN ) o W EE R R R 2 B 2 BEA N5
(P xREEFHEEHFANIEH 9 - #  neonatal intrahepatic cholestasis caused by



citrin deficiency ; NICCD) . #rAWRIFHNRT 9 - ffdl%, —@ % CHRIBRMYEE IS T
BN, D%, BN EY) 28T, MABY MV VIEEFRET ISR L. 7
IS DR 2 - BRI 2 DR 3 ZHEBI A ST 5o FET VT — WPEDRES
RIETANAMDOEERE 2B AL, ¥ M) YRIBREOWEEYEZ 2T E < LEH
Hbo

ALY BV Y Y EOMATTT RT3 7 = T, Y VY YIECIA T,
MAET IV BGMTTNVF = ORELSA, ALt =/ Y HROLEAPRONS,
72 PRSI B ) 7 v 4 vk ¥ ¥ — (pancreatic secretory trypsin inhibitor ; PSTI) @
R AIEORBIZM & LTHHTH %,

RGHE IR E Z 2 5, BRI HE STV Do AR 2 E 2 2 8
2, e R OB ZE TN 5, A E CoHBIZFEREICE LT, i
Ry re=7oar bu—V&f7)%, BFHREL LTRMCBISHERY Y37 ]
HIBR XTI D BRI 2 2 S 2 O TEFERTH 5o TIEEALEF O N iFE 26 L
T, ZVtu—ofifiEMEEN NADH o0&z hEL, WEZELSEL0THE
THb. WEBHATELWEELEZ T, B, WRHERFERES LT, KRAKILY -
BRI, TAEFVRARLELVE VBEAOFMEIBE EhTw 5,

REE7Z7IOC REHE -1 —0O/NF—
familial amyloid polyneuropathy (FAP) [C02, €03, D0s]
PR b YAFALF T IOAL F—V R

)23

(% B8R

b5 v 2% A LF ¥ (transthyretin; TTR) BEFOERZ KK ET S, 2HF8HOT I
O A FIRAEIETH 5o BEHEIIIREE, IO TREV, HATOEZTIIH
200-300 A& HEE S5,

B BB OLI = 2 —ukF —, BEMEEREZ TARE T2 -7 -5
(neuropathy type) & I = 2 — 1@ /$F —F (non-neuropathy type) 23 5N 5, HBHIZIZ L
e, AR, Pl EO0EREZ FHRE T AT I 24 F— 3 X (cardiac amyloi-
dosis) & FERAVE, TR, MM, SR & o R ACHREIR 2 AR L 3 BRI - AR A
#7314 F— 2 (leptomeningeal/CNS amyloidosis) 2 5T W5, IS DEFFG
DAERITE L THEIETFAROERZL 5,

b HHEEICR 515 V30M[c.148G> A (p.Val50Met) ] (i R 2 1) Tid, JAIMIZIZT
R S E 2B - EB) = 2 — w85 — & FAMRERZ EMET5(bT v 294
LF R T 304 F45% =2 —ra/,%F— Il : TTR familial amyloid polyneuropathy
type I)o FEREEMZIBAL], 5712 30-40 AL V25, L) EEIED HoNnbd, HEE
FIEREEIR & LCid, aZMRIE, R0 T - i, FEtolEs - mH, Bz, B
REEE, BHREZEPRBEEICRONS, KR - 8= —o 3 F—3REICETL
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T, K%, BICEZ. #ATHNIE0 - B 7 I e 4 F=2 R0 500 - BikGEREE, 6T
RREZ & 729, @, THRMERIIEESIN LV, FREERFEZ FERETE TV
AV A VFUREET I 04 FE3= 2 — 1,35 — T8 (TTR familial amyloid polyneur-
opathy type I) b 6N 5, KIigMREEE e 35 1/, THREETHONLMRE
1 72 22 8413 V30M [¢.148G > A (p.Val50Met) ] D12 1% V28M [¢.142G > A (p.Val48Met) ],
L58H [c.233T > A (p.Leu76His)], L58R[c.233T >G (p.Leu78Arg)], K70N [c.270A >C
(p.Lys90Asn)], Y78F [c.293A>T (p.Tyr98Phe)], 184S [c.311T >G (p.Ilel04Ser)],
Y114H[c400T >C(p.Tyrl34His) 1 2 & TH %,

LDlE7 I 04 F—3 X2 T3 DI8N [c.112G> A (p.Asp38Asn)], DISE [c.114T > A
(p.Asp38Glu)], V20I[c.118G>A (p.Vald0lle)], P24S[c.130C>T (p.Pro44Ser)], A25T
[c.133G>A (p.Ala45Thr)], E42D [c.186G>T (p.Glud2Asp)], A45T [c.193G>A
(p.Ala65Thr)], T49P[c.205A >C (p. Thr69Pro)], S501[c.209G>T (p.Ser70Ile)], H56R
[c227TA>G (p.His76Arg)], 168L [c.262A>C (p.Ile88Leu)], I68L [c.262A>T
(p.lle88Leu)], A81TI[c.301G>A (p.Alal01Thr)], Q92K [c.334G> A (p.Glull2Lys)],
R103S [c.367C>A (p.Argl23Ser)], L111IM [c.391C>A (p.Leul3lMet)], V1221
[c424G>A (p.Valld2lle) 1 72 EOERIBHONT WS, HEHITREFPOWREL LT, £
ANEEFHT I g A F— X (senile systemic amyloidosis ; SSA) 23 5, Z NIZEEE I
BOWTHAR TTR BNLET ZWETDH 555, FFISOE~NDLEDBILD/0, LIENEE
AELT 304 F=Y A LI Tz, LITLIREERTH D, MBI X %
DEROBEICE DR ING Z LS\, FRTER TTR OWLHIC X ) FAEERER
ZEZTIEBAONTV D, LEILIEWHETSH D, L7304 F—2 2L D) AESE
EDMNAH 5o TNOHDBETIIMERLDHTHEE~NDOT I 04 FikEDERINT
Who WTMIZLTH TTR ZHARTH-TH, s LOMOEREEELTT I T
4 FE 1 (amyloidogenic) 12 DV 55 £ E 2 5N b,

BB - RIS 7 I 0 A4 F—3 A CTRKEEL, 7 B H5\vid s ERETREOMERIZT
304 RPWET S, L12P[c.95T >C(p.Leud2Pro)], D18G[c.113A>G (p.Asp38Gly)],
V30G [c.149T >G (p.Vals0Gly) ], A36P [c.166G >C (p.Ala56Pro)], G53E [c.218G > A
(p.Gly73Glu)], F64S [c.251T >C (p.Phe84Ser)], Y69H [c.265T >C (p.Tyr89His) ],
Y114C[c401A>G (p. Tyr134Cys) IR EM LR TH 5, T OP THTFRRE %5 R
ENEHR - &7 2 o 4 F— 3 X (oculoleptomeningeal amyloidosis) & FrE 1 5,

B R CHRM R EREIIHBEMTH 5, HFHBMICL D ZER TTR O FELEATET
HOHFBZEY B S L2k b, KiHEEEOERZHIETE 5, HREBAEOBIEE L
T, UFHPBIFohs,

(1)50 LT

(2)ZHED S 5 LN

(3)ZH=2—uF = FRICHF LT 2h, 7213 HRMFHERD &

(4)H B D70 - BFRED W

—77, BERWICLUT oG, RSO PRI E V. $abb, MM oREIRED
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EWG, £ —unF—PEELYEG, SEORVIERIIERIRES R E, FHLw
HEMREEYRD %6, 28 ThHb, 72, Foa—uXF—ROLE7 I vl F—2
A, BRI - PRI T S04 F— Y X)) TREBHIZANTIEEVwE Shb,

RIEBBE D ST SNAHIE F I VBRI S WSS, FIBHIShZL VY
IV M AERITHLEOT Il FikEx &7z L7, 5L 6-8 ETRITANE 2 380 L
T2 EPHESIN TS,

[ABY BRI E]

JE A 5788 OFF B BB F R FHE O R & LT O e B) 124 L, E#EED
RO RIRBTH B R — MHKE LT, FEET7 I 04 FEE— 22—/ 85—
DB RIE, EEHCTHERT 58 L 5 XD % ] (http://homepage2.nifty.com/fap/) 25 % o

B. BfzZRVERLBFZ

CEEF] [ vim +176300
BEFES: TR
BIZFE transthyretin

S REELL © 18911.2-g12.1
BIZFEY :  transthyretin

(& 1B AR

BIZE NI FE RO RENLER. FBRICEEFERDD D06, HRAERERIE 50% TH
bo 7212 LIREFRIT100% TiE e\ BIZFEREA LD 5 HEEIIC %> T MEIRDOY
BND 5o REFRIIEMEFER, KR - WIS X o> TR, —#RICERE TILIRERD
A, RERPEVE SN TV,

[BEFERCEETZMW]

TTREFROKREG—HEIEERTH Y, B E TIZ 100 DL R0 R % 2 Z B2 g ST
Who AR H D BB I S AR V30M [c.148G > A (p.Val50Met) ] TH 4.
KEOBFIEETFERONTUESKTH L0, SERAGEROBEZDIME SN TS,

V30M [c.148G > A (p.Val50Met)] 1 PCR-RFLP I2 & ) A S B S 5, V30M
[c.148G> A (p.Vals0Met) IDSHE &N W, TTRD425DL7 VY, BLULI Y
YAy ha VRO PCR-EHY — 2 TV AR EAT D o BETFZW O ML o
NI YATA LTV OBRMITICEDVER NS VA A LF VOFEZRITE 2540
Hbo

KIEMET 394 FEEZ 2 —aXF— (REET I 04 F— ¥ X) O#EFZ#NE 2008
A (CFRE 20 4F)4 A 2 S RBIIGIR S 7228, R i ARl S Tw v,

C. BAERMREZICHTIECFLHOESR, FRAM
WRIEE, BRIRAT A HAE 2 Bt o 7285, T 9AEBMERICE T A7 I a4 FLE OGN 2



FRE AFEANERMELDDHDRE

F18 FEM7IOAMNNSE - 1 —ONF—DRKFRE EEETER
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R PRREY

fE K

BETER (FE)

7iOA KSR~
O/8F—

RE-EEHEENNSHE= 1 —O/NF—,

B R MEAEIR,
FIREERR

HETHICIED -
HF RS, tr)_’

704 K=V X,

V28M[c. 142G>A (p. Val48Met) ],
V30M [c. 148G >A (p. Val50Met) 1,
L58H [c. 233T>A (p. Leu76His) 1,
L58R [c. 233T>G (p. Leu78Arg) 1,
K70N [c. 270A>C (p. Lys90Asn)1,
Y78F [c. 293A>T (p. Tyr98Phe) ],
184S [c. 311T>G (p. lle104Ser) 1,
Y114H [c. 400T>C (p. Tyr134His)]

DE7I0FfN K=Y X | DK, D18N[c. 112G>A (p. Asp38Asn) ],
TEERR, D18E[c. 114T>A(p. Asp38Giu)1,
kA, V20I[c. 118G>A(p. Val40lle) ],

S - MEDLARE, P24S[c. 130C>T (p. Pro44Ser)],

2R3t A25T [c. 133G>A (p. Alad45Thr) 1,
E42D[c. 186G>T (p. Glu42Asp) 1,
A45T [c. 193G >A (p. Ala65Thr) 1,
T49P [c. 205A>C (p. Thr69Pro) ],
S501[c. 209G >T (p. Ser70lle) ],
H56R [c. 227A>G (p. His76Arg) 1,
168L [c. 262A>C (p. lle88Leu)],
168L [c. 262A>T (p. lle88Leu) 1,
A81T[c. 301G>A(p. Ala101Thr) 1,
Q92K [c. 334G >A (p. Glul12Lys) 1,
R103S[c. 367C>A (p. Arg123Ser) 1,
L111M[c. 391C>A(p. Leu131Met)],
V122I[c. 424G>A (p. Val142lle)]

R - hiRMIR 7 I O | BRANE, L12P [c. 95T >C (p. Leu32Pro)],

1K= EENKER, D18G[c. 113A>G (p. Asp38Gly) ],
Tk, V30G [c. 149T >G (p. Val50Gly) 1,
RIS, A36P [c. 166G >C (p. Ala56Pro)],
I, BHEE, G53E[c. 218G>A (p. Gly73Glu) 1,
JKEBIE F64S [c. 251T>C (p. Phe84Ser)],

Y69H [c. 265T >C (p. Tyr89His)],
Y114C [c. 401A>G (p. Tyr134Cys)]

AERRERAL & LT, HEEENR ML,
7 ¥ AFA LT Pk 7o RIEREIZ X ) 2

B ORERD 72D

i, BIETE

ORI, BEBEAREZ & CH B AMHLRRDOHL b
NS SN B o IR BITI R 2
AiTbih b, BIEFEROFEIZLY, HAHMRE, WHHRHE,
WI B LATES(FE18),
WRETED B % 720, HFIEREAL 2 £ 5 5 B

THRET
E B R O FRISEEFEROMBICL > TRR 2
SROFZEIZLHTH B L

HICBU BT ERERIIARFRBRO B — OB E ORI AT RONEH E 7%

%o

[FEEERTEHT)

FEREFR D R O B AL

NG 728 ORI O B e, EANFIEBALD B F — ekl



DEFEZEDOHWTHTRADT v - 1) A7 (at risk) DREFEEDPFIETSW 2 21T 5 2 &
HLELED %,

FICRF =B OEEL HWE T 25513, WOPEBITREED DL, TTAHEKIF
JERERL D N F — Ml & 7% DR A KB LT, FAEMZ M RE S e 3§ RIS RE S
Nbo FEMZHZ X &) &5 PMmBEO M RER, HWZHEEIZAMBD S Z L)
EVDUEETH L. FHEMBINITEE, RAPHRTH L5, KEEOFELD, RE
L72RBUSK§ B RBAED B —BMiIC R 2 Z L2 HMETLLEVILENH VL, 2D
B IERBEAETH 5 &) BT C—HISIERMB M 2535 2 LIIMETH 5.
BHEBFOBM, REOFE 2 &AL L7z BTG oS I EE 0L, R
ETH5bo

AIELERMRATH V), BHIAGIZERH - FiApRRE D R S U9, RIS &
LTEALTETWA I ELlE, HAERBENIEINICZ 5 %\,

FREIZ, 7 Ia A FEROIFIRIRZFFORAHIL CHEHTE 2 L) 12T, FE
HiZW ORI ERIE S 5T R TSN 5,

D. BEFRHOBEREZERT S5 LTORS > b

E. Z0Oft

REETIIERMBETT IUA F—Y A THLI L 2MHRT LI ENUETH D, BiE
L 100% Tldewvwizo, TTRERZAT LI ENLEBIUERICHEIOL LIRS %
WL TH b, WEETHIE, Pk T ¥V A A LT U HifkE w7z 0zl X 0 AR
MPoOT7TIaf PR VAL LF VHETH DL Z L2 MHRT 5o

FIEDIIERF & LT, #ETERICLY) P T VAFALF U OREMPKTFT LI L
PR INT VD, THDEERIZED VT Y AH A LT v OREEILHEL, ZERM
BARPHEBEERICEELR T 2227 IO FERZMET L EEZ SN TWS, Bl
1, 7Y AFA LTV MRARORENE 7O A OER RS THTH 5,

[# 2]

TTR OEROELIZOWTIE, — RIS, 7 FVRTF RPNz ST v 24
AVF VI URIEOT I KN EK) A 1FE LT I VBRI (RwLa FY)FG
DT I BERICLI>TEREZRLTVWAZEDNS WV, KA FF4 0 TH ORI
ftozz28, [ 11T, b 72 22544 (Human Genome Variation Society ; HGVS) D #)
BICLD, =T V—=F4 77V —A(0ORF) 2L LKL 2 R L7,
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gBgagE > xhO7 1 —
adrenoleukodystrophy (ALD) [C02, D07, D12, D15 D17]

A. BaFRR

MIM#300100

€232 20T

F &L THBMEROLH 2R Z R X EES U MIZRATH 5. HFRFEIL 5
15K 5V THh DD, BMAFRIEB D H 5. MRIEROMBUIGT. - T, KHOBEILE
% CRIBRERBRTARONLZ L5505, BRNICHS 2B ASEIRE &0
LHEL LAD %R,

ANBEIFESEG T, TENRE, MK, MRZML, BT R EOMEIRTHT Y, #
ITEORBEE & 5o HH 2-3 4 TRRECEBEE 22\ LRI 2 7R3 X 9 12742 5, #ha#r,
FEEEFEVEAS B I N BT %0

BEMD 2 VIIRARIENTEL L RS NL 0L, MM Z TR & 3 2 [l
= 2 — 1 /8F — (adrenomyeloneuropathy : AMN) T 5, HITEE, T OE S DG
H#, HREEE FMEO Z e %), RS, B O R AR & (A B2 ZFE
TELBREOBEDOLDNL V) R EPRHTH L, TOIENITD, HANIBLHERED
ANEEVE, S OSEAREIC R SN BB, BRAFERERT, ARBIZE SIS O LRk
IR KA OB %2R LET OB ZRIBS H 5,

W HERRFIITE L 2%, I, Sk o T S EREE ORI CTRIET
HIZT AT 4 Y7 F %) 7 — (manifesting carrier) DD H SN TV 5,

WRZWICTHE YA MO 7 4 — DR E2RO 5 EFFHTH S, CT, MRIT, it
BEOHEIT L TV B HIRIC—F L TR RSB D b b, I ACTH O &EH, i =)
F V=V OMT R, ACTH Rl CRIE R BRI T 2R3 6I2H ), Zhizildi
BERBMOSE b, MIBEEM= 2 —0/XF—TIL, @%, HEITLTIIEELZED
W

AL R E LT, RFEEK25:0, 260 % & OmESHERIRIE OB M2 R,
EHOMETRD S, ALFMNZEEE LTHY SR Twb,

HE Y A ba 74— (leukodystrophy) # & 723 BOERN & L CTlE, BEMHAEY A
@ 7 4 — (metachromatic leukodystrophy ; MLD), Z J v Ny (Krabbe disease), 77
%/ 7 9% (Canavan disease), 7 L ¥ ¥ —JF (Alexander disease), BZH - NI T 9%
(Nasu-Hakola disease), W'7 =v ¥ ¥ 77k7 4 ;< % —JF (vanishing white matter dis-
ease; VWM), X b2 ¥ N 7THRIEZR &0 %0 HEATMESL BN B INIE (progressive
multifocal leukoencephalopathy ; PML), Hfiifi#ER IV — 7 A 72 EBIEIH L D AR PR
BNV ETHL, 72, XF VIFHHEHE Y A b a7 4 — (sudanophilic leuko-
dystrophy) & FHEIHHEDOEZE L TWARVWHE Y Z b0 7 4 — L ENDPLETH 5,

ANRRERNZ DV TIL, FEE R o B RS (B ARe R £ 80 L L) ©, Gl
DGR RDPHER SN TE TV D, B, WIRPLEST S L TICLENS EPRE
ZETLESONTBY, RUICZH e L, S BEo@Ee % a3 5 2 &8



112 &&
RUITH %o FEEROIERD S REEOWREMEZ BBANICER D EAMME Y bEET
Hbo MBREFHNE, AT0A4 FHRVEYOMFHEEZIT) DS, MESERICH LTl
HHERR T v

[ BB HIE]
JEA D3B8 DFF R BTG HAT LR RO R & LT OHN RFEsE) 1234 L, BEREO
BB ONRIRETH %o

B. EZERVERTFEH

EEF] [ mim: 300371
BEizFiEs ' ABCDT1
Bz FE ATP binding cassette, subfamily D, member 1

ZeaREE : X028
BIEZFEY ©  ATP binding cassette, subfamily D, member 1
(Adrenoleukodystrophy protein, ALDP)

[&{EFAHRE]

AR X L NEETDH 50 FBREFI IR RIS, &L LTHaER
BRIFHAIKETHLLEEZERZONT VD, MilZ, KT, EleIC % o TR B OAEIR
ZRETDHIEND Do FIEFHT 3 RED S WA L TIEDE .

[EzFER &EEFZH]

ABCDI OBRFERIZE )V BMPMHET 5o B FEROMIIX, AR REzE
M %, BEDBIZTERDPLZ VE W) 2LV EBRERRIEALNZ V), Lz
HoT, BETBIMICELTIE, =7V Yy, A7 4 Ak & OEERES % 54
Bhbbo £z, A—OBEFERZALTOTY, METHEORMR ZRILES H
L, BAREOREFH =2 — a8 F—2R_RIHEET, 3L THY, HBEFLER
oW E TS LI ENTE RV A—FRICBVWTH S X I WU OHFAEHNHS
n, BETREEBIHEE 2w, BEDO L 25, BRI (RBIR) 2543 2 K123
X o THES N TV EMHEI I TV R,

C. BRERMEZICH I ETCTFLHOESR, FRAM

HIEHEY A a7 4 —OBRHBIE, ANERNE A SRIBFf— 2 —a/3F—, FIF
AEDHE VD L) ZIRHIEVZ &, ANRRBRNIA U TR o s il A 2 %
LWwZedd), REEOWEELZEBNICEE L CEBHZEDL I LPUETH D, /D
RoYEE, RERPKRELZREIZE > TRV NLOPEL L)L TH Y, FHEIPTH
FEHROMT R, BIEOITTEYRFE, #OMT 42 & 5 20 OFFAEIRD B b I 2 B 134
FEOWEEZZE L, WMESIRHROMRAE R BIRZ I 2 MEICAT) . BERI~HEAT
&, AR Z 2T 5 2 &LV, BRICHARRBB 2R ST, AR



&

E. ZOft

FRE AEANBMELDODHHRE 113

RBORTRZETHETLI L H D,

Db X5z, ZEEE, BRITE» S, REBOWREELZEET LI L3RS Vb T
HU, TWITEELTE, WHEFTR, AMHPHRA, BESHIBLROMELZED L Z & H3H
WTHhbDo ZWIZoOVTIE, @, WESIRIROWME, BRI A OB OME 3]
HECTHD, BWHEEDLDIBIZTZBINIVHETIE RV 727210, WESIRIIEE O AS
BETH ) BRNICARKBOTMRENSEDN LA, BET2MICE > TRz kEeT
HIENUEEE D, MESIBIBOWENE, ¥ VY« —F —EBER (Zellweger syn-
drome) 2 EDORNVAF TV —LHETH LA TLDOT, BMlH7z-> TN L HEE
WCANZLEDN DL, Lk L7z X )12, BETER> O BEER, WARELFIlT5 2
LIITELRVOT, BIETZHOBRNERIZHOMEIZL &F 5,

ZHOBEICEERT D LTORS > b

Sz ED 5 1T, WMESRPMBOME, WERZE, AMFNRENELECTHY, #@x
T OBIGILE D L THB§ %, WESIRIIRO FASBREORE1E, HRNHET 5
BENDH Y, BIZTBWIC L DMESLEL 5D, NEKKEO X 912, B0 wE i
FABMOBIESER I NLLEE, BHOMEEZ TELL2TAVTI) ZLPEETDH
%o BIZTHRARHEIIENET X 2IRNAD UL, BEETBEICED, FINIHEE R
BB ENTE D, BEFZHOKEIIOVTIE, ZWHEEICOWTOHY, EEDH
RFEIR, Tk, BWRELR SOV TOHM 2T, Ho ittt 2479 .

AP, XL BET, RECHTL28EI Y 2) VP EELE 7D, #a
hre) Y ZICBELTE, BIEICOWTORBEIIKT 23], FFRICREBEAOFIIL O
AN VAR ERLDD)RTVIRRDZEREL, +oCBRELY T 5. LKL ORHME COY
R— MR OB B L 25,

RBEEOBIEA T ) Y IOV THRICRETRE T & 1E, RRNCTERFEREL I
ALTWLUREOD 2BUPCDEEETH S, ANERIEII LTI, SifEr:magisit
7% 80 LA b FEHE F 1 0 B B T o i I M B B O BB R PR SN TETWDLDT,
AR, BETERZIAGL O WEEOD 2BV LEE1E, BWiEE % M
WCHED B Z EDTEFE Lo REANOHH, S SICMEFICHMZIFT TGS, ARE
WZOWTOT53 % B %2300, R %2 2 THEICED T REDLETH L, Th
FCOBMBMPBHOERNEZ L 2 —F 5L, FRNTHEETERZAL VD
WHEMEOH 2 BWE RN RB LT, @R A 3 v 7 CrbmeiaBmz i L 7254
DIEHRAEDS I o

RERBZWNOWTIE, BESIETITRO 8T TIE 15% BEFIERRE B2 2 LITH
B b, Lz T, RREBMICOWTIL, BIZTBW2T) 2P0 L b, BE
ORBNE, —BICREETH S I LHZVA, MICREIRRE TR, FikRERR
BEHOAEFMILEF A ¥ AL TFEDIIIET LI LI H D,
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