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PNKD : Paroxysmal nonkinesigenic dyskinesia

PRKRA : Protein kinase, interferon-inducible double-stranded RNA-dependent activator
RDP : Rapid-onset dystonia parkinsonism

SGCE : e-sarcoglycan

TAF1: TAF1 (TATA box-binding protein —associated factor 1) RNA polymerase II
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NBAIA: Neurodegeneration brain iron accumulation, PKAN: pantothenate kinase associated neurodegeneration,

PANK2: pantothenate kinase 2, PLA2G6: Phosphlipase A2 group 6, INAD: infantile neuroaxonal dystrophy, FTL: ferritine

light chain

CP: ceruloplasmin, FAHN: fatty asid hydroxylase associated neurodegeneration
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TIFAEDI 0N,

DYT11 PR h=7, IF 70 —X R« PR h=TJEER : MDS

P Wriast
i) B EY R ENE (BT 7921, #&15 T SGCE, #&fx 1% SGCE)
1) FEIAEAHD N S F A
) MR IA 70 —X AL VA N=T B ERET L, BIETIIAREEI A7 n—X XD,
F 7 —X AT, ERICZ D, VA M=TE REBVA F=T HRVA M=, BRERETH D,
T a— )L TCHET S,
v) EOMMOIER  FEHBIIRE AL 2 ERZ0,
v)  EERRRATET AL MR AT - B,
vi) EERIRZE  MOBMEBLEERT VA =T,
vil) FEEZW : SA 7 —X X« DA N=T HDHWVIIARREE I 7 0 —X ZADIEHIT, 4 Fma -
Naz ) J (SGOE)EIG T OERZ RHTZ LItk b,

BERI TN A— VUG A7 B — X RIARIEE RET D, RERREMETHEMEIHIEN L,
ATvar s ay i OERBA, ERERIIZEET, REITOSCHEETH S,

PEROME ; I A7 —X R « VR =T PMEMEEEEER L UTHENL L7201E 1988 420 Quinn NP

blzk s,

FRRIERIZI A7 0 =X R L VA =T REEIERTH D, BIETIIABEI A 7 n—X AL D, 2

F 7 v —XANFIER CTENEZHET 5, B RSiHIcE <, REET NV a— L TEET 5, FRER
WCACEMECHT D 2, DA M=STIHAFREICE CZVSERVA =T (EHERSH) ., EEY A F=
7 OGEEE) L s, HARIITIZ 20 s E TICRIET D, L XV A M=THM, —@MEYA =T L2725
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ZEbb D, FEMEEZROCD, NS=y V7 R#ERE), TAa— U RIFE R DFRb DD, TANALE
b Bhw GEVEME, FERAMENE) OMELH Y . TADAILDYTIL 26T T H2BILIT R S0 E S,

BETII LR RA2NTES), 7 a B0, ST afBiioef/ e, 7a—IEshchoTl-, 7TV
I VROSEIZIZ Y N R U EIE%ELLT 52 b H D,

BT R REEEE, RRERRE, BT TOBMG T OLE THRIEML N E, maternal
imprinting & &5, SGCE Ba TR RXBHFKDOALDEONFHEBT5H Z Lid, ZUH~ T 2D SGCE &
G THWEZEI T,

BIRTERIZA T var - va s U (SGCE)D /) ey AR INRRIZED 7 L—LT 7 b,
IAR U AERIZL DBRRERRBIOE RN LT INDHR, s, ~Tailhbivd, YRR
&% SGCE &%k (~Tnm) bilEEni, £/o, =27 Y U REBHI LI, E&F PCR 28
ML XN TNWD, R I A7 n—X A« DA L =7 T SGCE RO RSN 5EEIE 20%I12F &
720N,

,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,

,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,,

ZWrtEt

(1) RDP

i) B WY EIRENE GBS TE 19913, BisT ATPIA3, BAsFPEHY ATP1A3)

i1)  FEAEFHD © 14-45 5%

111)  MRRPETA : BPEICRIET D, 2-3 9D 1 A TIERIZZERR LUZIZ & A EHEIT L2, YR b=
T o—F VR ERT, YA NS TG OISR, o8 — 2 VR RS, RS
EERT,

iv) ZOMOFEIR  FEHEHIERE 25 2 &R0,

v)  BRIRRRAEPTA : FRCEE 2V

vi) SERIZK  AMRIEV A =T c RX—=F V=X A E LTENT S,

vii) WEEZW : AMRIETIZTEIEMDO P A h=7 « X—F YV =X LZRx L, ATPIASIZE R 258D

Al
BERIE ; DA M= T [3EE O ERICHR< DYT 1, DYT5 & DA AR, /S—F Y UERE LT

RE TS STV, FRAREEBRIR TH I N RERIRBE TH D, FIEFIEITLT L HR S0,

(2) AHC

i) EeERE s Y AR R S EREC

ii) FEIEGEED - ALAHI~Sh ] (18 » H PAHID)

i11) PRERPT R - FAEMERAEMED AR EAE T (HhgRME, J&tk, R b=T KEAEie) HIET D, U
B EDBE b & 5. FREAIT EETZAMETH 5, FEORE ITRA TEIETEEED S L
IFHEEFITH DL, BA T DERN LA OND, VA =T E AL AT T b—T A, iREKE
BhRE (IRE. FESHMEARERA, AR &) . BATRER G, B8RS L <3 H. A4
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7y DL, FEEE, EITHEORFER AT 2 2 L 3%V, HEIR TRERIFIHAT 5, TA
DAFNEZ Y D JEFI b SN TV D, FERNICRIED AHC #3802 F b H D,

iv) BRARMRAFTR : BEBFTR A S, FEld 2 FHIE R,

v) B HE B FERE  ATPIA3, B FPEYW ; Nat/K+ transporting ATPase alpha—3chain, &

foAJEE 5 19913

vi) BERIZE . b0, S b U 7% (MELAS, PDHC BEERE) . TaAhA (Todd i) . F
BREMER B, Va3 —R - b T U AR—FZ—1 BEE, FEBET I BNUKEARESR KIBIE, £ OO
TRV EIE (REVAF VIRIE, 2V by e Y)

vii) MEEZW . Bin T HRE CEETEENRE SN LD,

(3) CAPOS

i) BB E e R E B ERC

ii)  FEAEAEHD - FLIBHI~/ R

iii)  MRRAT R - RBIEME MR CAPOS N REV L L HicAhA b D, BIEITEBEFREL, BEdE & HITE
RIFHR - WHRT 5, MRERISARAREAT I IR U BTRRE . UERCHR, bR, ML 705,
WE THREED RO BN D, RBIMEREIX RN D,

iv) BERARMRAFTA : MRI BT 258070,

v) B HE B FERE  ATPIA3, B FPEW ; Nat/K+ transporting ATPase alpha—3chain, &

foAJEE 5 19913

vi) BERIEZE . b0, S b U 7% (MELAS, PDHC BEER YY), TAhA (Todd i) . F
BREMER R, Va3 —R - T U AR—FZ—1 BEE, FEBET I BNUKEARESR KIBIE, £ OO
TRV EIE (REVAF VIRIE, 2V by e Y)

vii) MEEZW : Bin T HRE CEE T EERRE SN D,

SERI ; ZRANIIAEROIEGINA LD Z ENHEIN TS,

FEHROME ; BHEIRO YA h=7 « N—=F 0V EREREZ R L, Fie e A0 ERE 2 & 5,
Brashear 5% 36 5|00 ATPIAS R DL D FER ZffHT L1z 2, 9FRTTROLERNRHV 4 F R
F—ZEETHD, BFRATIERIEEIL14 T, T613M Tl denovo ZE G R i, N7 XA TN
DITHEUVICEEA 720 & Stz, FBIEFEEIL 8105 55 % T 10 18 20 fRIc %\, 2 25, A7/ %
JERNZIZFEBOBENTC A =T 2152 b dH D, BIEITFICAW T, 2—3505 30 HTREAKL,
WA 72 5 D UVITDEI R A R L ADRKRIZE Z 5 Z 0%y, A3 EITHEE S L, 2B O
WEARRT 52 L bbb, EIERITRFEN TGRS L/NFICR Y, BETREEZMESY, YA =TI
M, o CER > B> TIROARN S 5, S—F Y SERITEE) & ZERFEETH D, Hi
RR=F Y RFITIIOE Lg, 9 DIREE, A RIERIMER. TANARIEL BN,

DYT18 VX +=7 ., HIEMFIEFRME AXFRXTT : PED

L Urhast

D BEB : FIREENE GBS TR 1p35-p3L3, HMET SLOZAL BHAT7EY) GLUTD)

i) R

i) AT BN, R ED), KT OR CAMBEERNE T 5, YA R=T, aLAT
TRy R NYXARERELD, 5455 30 HORMEE 1 RIS 1E~ 1 AIC 1 E#RY ET,
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iv)  FOMOIER : TADATIERLED b DAL,
v) HEERMAFTR : MR 1 CERMEMERROPZRMORFHT R, FDG-PE T CREMGEKDOEY
IAIHMET,
vi) HERIRZN : BIEME AT T & LTHEERIT S, DYT8-10, 18-20 DER TJESHEE L TV 5D,
Vi) TEEZW  BEE SO Y AF R YT TSLC2AL IIA~AT HDERNA N D,
SZERI  HREN & L CTERHE OIE0, RVET, 22, A ML AR ERDHLH, GLUTL RZIE
BERE I B TR T PED LA U< SLC2AI D~T uZBRR 50 | FLIRIIE DRAFILAE L kst EE)
FEEN A X T EERTH D,

PRIBOME ; EHEE THERINDIVAFRYT T, PAFXUTRIEOE SR EDRPKD & PNK
DO THD Z LR L Sz,

A7 B X 2008 4 Weber & 3 AIMMER L4 9 PED T GLUT1(glucose transporter 1) DK Kk~
TR E (Q282-8285del) A SLHI L7z, 3fR4AB] (B3 HIZctk 1 ) FIEDFRT, T, BE
DI, B 7V 72— ZEIRT . ARORILER 2 0 © il tEE i, RIERNEEE AR T 2> T
7=. PED OJEKEE 71X SLC2A1, AR % /373 GLUT1 Th b Z &2 fhim S iz,

DYT19 VX +=7, RERELESFHRMEAFXTT 2 : EKD2

ZWriEEt

1) BEHE FY R EN (B8 7% 16p13-g22.1)

1) FEIESH 0 7-13 5%

) MERETR, - AR REEEENC L TRIEMED D A =7 L BEGEE 24 U5, 259 UNORIELR 1
A2 1-20 IR0 KT, HIRBERDZ 0N,

iv) ZOMOIEIR : TADAEEZTZTHLONRD D,

v) BERARRAETR - g (CT. MRD) (XEF 720,

vi) SERIRZEhORIEEY X =7, & <2 EKD1 (DYT10),

vii) fEEZWT SRR BEEEEN S TRIEMED VA h=T 24 L %,
ZZFI; ERIL EKD1 (DYT10) & RZENRV, HEROIZA VRO 1 FZRDH,

PERBOMBE ; A > ROWE CTIIWIFFEIL 7-13 5%, 5 9.6 T, YA F=7 (8 A\) 2 HEHHESE) (9
N) OFERD D, UKIZE EmICH o, BEOHEFER S -7, BEilIR-nsn, aike
LCREDIBEERNAET D (6 M), 5HMNG250RIETTIHIZ1-20 HRAOND, RNETZ->TNS
N7 7250, bInicxfrndigEoBRnwbo bbb s, Al milE bichsd, ZAROEIHZLD
ISR SND ZENZVN, WL THEN, BERETHAEL I 5, BRTMN 9 NITR LNHEIIT
Lotz T2 NTHDLH, FICANAIRITED LT,

BIRTE ; 16p13-q22.1 & =, EKD1 (AAR) 22, 77 U BRKEAOP K CIZZ OWFIZ
F223%, 1CCALHIT< EKD1 LT3 iBa - THLNE LitZ2nn, EKD21X2b &1k s
Lxvb, PKCIZIZEKD1, EKD2 [ZEEH L72WD b & D,

Pantothenate kinase-associated neurodegeneration : NBIA 1

(IH%4 Hallervorden-Spatz syndrome)
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B WY AR

BT 22q13.1

BisT PKAN2

BT Y PKAN (Pantothenate kinase 2)

MIM ID *606157

Gene map locus: 22¢q13.1

FEIEFHD © classical type : 6 LA T (6 » H~12 %), atypical type : 14 5% (1-28 %)
B+ 1-3/1,000,000

10 LA FCRIET DETIEDO PR b =7 MEEIEE, i, WMRaREEE <7,

75% DIERIE classical type & SdL, TR, REEE CRIE L, #EARNRIER MDD - T %, #
RABIERDZ 1TV A =7 T, MHEMCEEES N Z ki<, YA b=T 13wk, Mz
AoNd, AMPAR=TICI0REZRTZLEHD, HARER BT R OoND, FIERYICAR
PERARZAMEIEI I 6T, 2/ 3 DIEBITERFT 2, TERITEITHE TRIEN D 10-15 FE THITRREL 72
5o TADPAITENTH D,

25% % 58 % atypical type OIEF]TIX, 10 Ll ETHIE L, FEEEEESOHMAIERS B, K0
IRICHEITT 5, FEREMET & LTI 40% DIER] TIRAE S FEEREEEN LV, £ DB T A =T 2B D03,
classical type & ¥ HFEFEIFIRIAEC, 1540 FFREECTHITARREE 70D, T ARDHEELEW, 1,3
OREFITHHIER ITEIEEDH V) 2 aiBAEEEREEMIE N A SN D, FERNZ K> TITEEER A 5
NTL | BHER THR T 25605 5, MIROREMIETEF S0 LRV,

PR & FH IS 10 AARLARTIZIEAE S 2 A HETT 2N VL 10 5 AR TIE LIEEIT 283 < 20 7% RIS
WITRREL R DB ENND D, % Dt Tourette JEBRE, HFET F1 7| EH#= 2 — w1 REHELBIONE
e 2 DJEF], FHPBIE N—F Y = X L& R 3ERI 22 EAVEIE ST\ %, HARP JEREHRE

(hypoprebetalipoproteinemia, acanthocytosis, retinitis pigmentosa, pallidal degeneration,
OMIM 607236) & ifs A #7 PANK2 [ZR b7 2 & 7226 PRKAN IC@E ST,

FRAL P A

MRI T eye-of-the tiger sign i85, Ziux 1.5 7 A Z LI E® MRI @ T2 5HFHE R T, FEL I
ZR TR ERN O NMITEIRIC FEE 2RO 5 Z L 2T, PANK2 ZRD AL Hivn PKAN CTlLafik5
Th o7z, MRI g6 PKAN OZWNIZE 541234072 < 72wy, NBIA O TH PKAN IZOHH B
HAT R CRERMED @V, 7272 L3k 7z ¥ 37, Hartig @ > U — X Tl eye-of-the tiger sign 23 A. 5415
JEFID 5 B 156% T PANK2 BRI Sivien o7z,

M FE X CHENR IR N 2 — o &R T,

8 % DAEH TH AR MLERNE 277,
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P2

Pantothenate kinase 2 I8/5 - ICEREZHD D,

BaIE, WK% T PKAN %%\ MRI T eye-of-the tiger sign Z#2»7-855A4121% PKAN %50 < £ 9,
B TFZBNC O W T AR S MRIEEOBEFZWICET LA RT A4 2] 2RI,

R T

1. trr 7T A AE, MiEd (R/O Wilson %)

2. Neuronal ceroid lipofuscinosis

3. B -hexosaminidase A KfH%E, GM1-galactosidase KiEJE

4. infantile neuroaxonal dystrophy 35 & OMLo> NBIA ¥k R
5. a fucosidosis

6. childhood-onset ataxia (esp. SCA3, SCA7)

AR TA R LB

PKAN (2R 65 PANK2 G FERITIMD TEERTH 5, Hartig D 72IEFI D V) — X Tl 48 il
DI DT LIVTERNAH I, 38FEOERP M SNz, I A AERE exon K&, /MREKIZE
% frame shift, aberrant splicing 3% V RIFENLOERITHOTZ Y R oiz, REEALHIBVEE~T
RS BV, Alternative splicing TEREDOFHREW 2 /5 U 5 12 O LR OIFFR b LE LRV, Z0
VU —RATHRHZV DT c.1583C>T (p.Thr528Met) T, C.573delC (p.S191RfsX13) ZH|IHR—F
NATOHR LT,

THETOREZEMT D ERBEVERIT c. 1561G>A LR T p.Glys21Arg & I Ak v AR AR
L 25%% 585, Z DIEH> c.1583C>T (p.Thr528Met) . ¢.1351C>T (p.Arg451X).c.1413-1G>T (IVS)
MDZ\N, €. 1561G>A Z BT N7 v Z A T H 6 IEDOAIAE D3 HEE S iz,

PR ER L IREI 0 DITEkIE I 7 u 7 ) TicE L LTERM L, il —icb R s, Miast
PRBLAE XM JE P CHE T D, PKAN TIXBRREE EFITRERE BE TR ONAL D, oA Tlddh
EOMTIERY, MR, 7V A=A TGRSR AR E BETEHTH D, RO A7
x4 RLEEETHS, TuoAf RURTAF U boa—a AT =0 HHBNICERT 5,

169

1. BRNTLIBIRIT 7R,
2. PAR=TITHLTHRY YR A (fHE), ~Nrn7zy (@BHBLOEE LhIA~Fr 7=

C—L (o) NEHRATH D,
IR—F V) = A LT /%12 L-DOPA XS TH 5,

GPi-DBS A HEDHEL H S,
5. VA M=TICED CRMEDOREETH DL DEFEY A =TI L 5ETHH O AL, REEFN
VETH D,

Infantile neuroaxonal dystrophy : INAD, NBIA 2
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B WY AR
BT 22q13.1
JRKiEf=7 PLA2G6 (phospholipase A2, group VI)
INAD @ 79% DHERITFIE S iz
MIM ID #256600
FEIEFHD © classical type : 1% (5 » H~2.5%). atypical type : 4.4 7% (1.5-6.5 %)
B 1/1,000,000

HEATHEO KGRI, ARBRIR, TRESCH O, DUBORRE &R 3,

Classical type TIIHEGHIEENRIT & R OIRER, EATHEO MBI 2 £1% 6 » H 2D 3FEDRITTRT,
% < OFEFITITREINTIEMEU LRI & 72 523, 1,/ 3 DIERI TIIRAERMEDOM IO EETH 5, 226
TUR =7, &R, BB, MMIERZ RO D, FIEZ S DWETHITARETH D Z LBZ W,
FIFEECTRMMED 8 D WM O BRI X 5 ATIEE 2R~ U, ARREIR (B, R, IRIR7Z2 &)
2R 5, 1,/ 3DEGITIEITANAEIEZRBD 5, P THFERIL 94K TH D,

Atypical type OFIERHA X classical type & D B8% < 10 R Z VY, FIERIFIANLE S, KRESTRR
EThDH, SiREILEN, 2 EEBGRIT TE 2V, SRREENE, IRIE, 3 /EIX classical type
ERERTH D78, FErDERERITR Sy,

Karak JEMERET. BiRMG E U TREIBEE/ MM, A =7, &g, MR T2AHY . MRI T/h
MR, REER & BV IS AR B I NNE U DFEFR E LTl SNz h, PLA2G6 W& {6178 SN
EINT=izd, INAD IZEEND Z LithkoTz,

FRAL P A
7 P XU A C AR T L R R A Ol & 3R D B N MR IR T IX 1/ 3 IO D DA TH 5,
MRI 5 Tl 95% DIER] T/ NMZERE, 50% DIRERI THREER, BEIZEOUEZRO D, MKD 7Y A
— I AT LC T2 MR B /MR O EIEE 2580 5, £7o, I, KINAE TRE 2580 2 HEN &
VY, Atypical type @ MRI {4 CTld/MxZEHEI% 83% DIEFNZE F 1 . KERSBREOSINAE D HLD,
PLA2G 6 8An T2 FGMERER] D 87% TARMHR M TR A 7 = v A FE2RD 5,

B AR L RRE A

PLA2G6 85 F TlE 44 BISTERPFE S4.32 B I Ak AER 53V IRKICE D flameshift,
2/ VAL VAT TAATMER, 1 RRROBERDH D,

Classic type Tl null alleles T atypical type ITE G ~7 v #EG 4R~ 1, HBEOB R A RITBIR AT
(ERANAR

FRERIR L AR 2R VAN BRIV 7R KRIMBEL, /NI O ZEE & kA Bk & BE Ok E TS 238
D5, MARFIN IR & 7 A — 2 A IZER D /DK TIE Purkinje cell & granule cell
& DIMIT ORI 2+ Do WHFRIER E 27 = v A NRMMEE, HJEZ, /PIK, Hee, BRI D
N5, A7z A NI=A PV IFEOMBOEKTEZRZ 30-100um THY, ==2—a 7 4T A hMeE
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AT D, WA ER & BB TR S P AJERDIR DBk DILE 238 %, Alzheimer JHZ 35 K U PD i
oAb, BETITIRT) 7 Lewy /IMEZ . KIMBESREER Tlda X7 LA UMD Lewy /M
I Fio, U UL o« BEPEORRIFMERRME 2 BTEREECRIBEE IR D D,

A7 xzrA KR Lewy /ME, #fRIFHEMEZELZ 72 6 THFIZIAITH 523, HIlE OB LA &
VABBRIZE > THT2 6 INDAREMN & 5, PLA2GE B AE TR 7 A F— 3 A2 D\ Tl
WTHERMAZ I— FLTWDHD, 8iE & OREIIAHTH D,

16

1. AR,

2. PAP=TEARA7 0T 2N I AR T 2= U L TRIRTE B,
3. TAPARIEIZOWTIIPUSEIEIZ B D IRRZ1T 9,

Neuroferritinopathy : NBIA 3

SRR B Y B

A5 7% 19q13.3-q13.4

JRINEfs 7 FTL gene D 4 exon @ 460insA 225, F I 458dupA.,
BT PEY  FTL : ferritin light chain

MIM ID #606159

IR P 39 % (13-63 %)

B SR 100 BILL T

FRNFAE O BRERY S L IZVA =T % 1-2 KGR, B ORAMSRER T 4 £ 5, SRS EIEIX
PERSEBN AN 50%., JWFTEY A B =T 43%, S—F Y = AN TE5% TAME N Y 2 WO m R, BT
FNTHD, ANHEHV R =T RORBEREIIAOND, EEO YA b =7 [XTEERF I CREEOBRITIA
SHORTE SNAE T D M ORI TR RV, T 5 L EEER L X P =T WERR LN D
K97 %, 5~10 FTHIAKITIEA Y | FIER 20 F-< DWW TRHML e 203, FEFMETH D, /IMKK
. EMEMEIREL, FRAVEIXE SRR Z,

458dupA ITHEATNH | N—F Y = XABNEL D, RS, MEATHS R 55 (460insA & O
FEH), AAANZ R (c.469_484duplént) b s S 10 IS TR ORI A 6 v, (KEEME T, BER
W NTUE, BTREEZ AT, REITZBEEN E(L T, neuroferritinopathy T 541 % HLAIE 7 $E (A
HMEBIEIR 2R 7200,

7T v ARAFHNFFRIL 498-499insTC ZHT, 20 s fRIC T O EMEIRE CHAE L, Sk oo i
IZE D 40 mARICIT ERGEBREENZIA & 70 0 | AMMAER, BEAON KRS, B O RPEEED, SRRk E
iR 5, 460insA Ein AR LI NMIER, RAEEZRO LM TERR D, 646insC 2R 7T A
RAFTENSFT 2 FANFRTHOLIL, 60 mkfT/MMIER, PEERIREL, BERKESR), s T, BE R
EOATHSEHLA =7 BETHLIN FEOFH MR T E27RT, /S—F Y =X A BHEFILR,
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4T4G>A BBHEIN AL RV B HVFR TR G 0, 10 fRIZEFIMERTT TR, RO TREMIER 2 7~7,
NR—F L V=X LB BN5,

FRAHT R

MIF7 =V FUREITITE A ED B, FEMLIEO LM TIR T 5, FAEBLIATO 2otk TILig 7
=V TFUREDIERTIXL 4IC¥ED,

MRI THIERINTITHREE, R, ek, #o, $UR. BE. KIMBUE DS T2 i mifg TR &
2%, EATHI L 2 VMRIEE ST D & MEKR, BIRENEIE L 25, ZdEE 6 SEMHIC K
LUENE, Fehu b B b, C468_484dup 16int JEf CII/MNHEME A RD 5, T2*IC L 2BOWE S &
V| BRSO FIE RE B T ERC BV MBI & e D

B AR L JRRE AR

72 F NI TR 21k O 7 = U F 2 EE{ FTH1 ferritin heavy chain 1 £/ 7 & 19k D7 = U F
85 FTL ferritin light chain 225720 | 581 24 A4 £ > THZEOBIRFEIEIT 72 D NEHIZHRK 4500 {# O
PR ZE D AT, 7=V F U EHIE Fe2t % Fest0ECIMbT 5, 7= U F U ITMIEICH Y Fe2t
A A DIFEIER L RTBREREZ A L T D, FIRFICT = U FATERICHAFEL, T 7 AL Tk
DOHEIZE L TV D,

I hAY R TEANLOEGRICERE I E L, 80k T A X =135 < ORI RIS PICFE
LTW5, 81X b= KU 7T mitoferrin £720 I b2 KU T ORNEEIZAFET 5, Frataxin 13
har RUTET v Xa T, 8B 7 AKX —% X7 EERICB T 2 WEEHEZIT-> T\ 5,

Neuroferritinopathy (31T 28 FAEEBAITNTNLEL FTL CRKmllchH v, 7=V F 2 12 @ik
DIpREE b S, BRERRIC R E KT T, SREEEEIC LD | MRRO L Ny 7 AR RITIE
EHT D,

il 5C exond (2 6, exon3 (2 1 DA FEENRE SN TS,

BEEE DB
DNA X7 VAF FER (FFR) X/ \7HET I/ RER
c.474G>A p.-Ala96Thr
c.442dupC (c.646_647insC) p.His148ProfsX33
¢.497_498dupTC (498insTC) p.Phe167SerfsX26
c.460dupA (c.460_461insA) p.-Argl154LysfsX27

PR B FHNCITRIM B E . BUR, BE. RBIREZ, #Gk. WE K. Purkinje MilROBidk & 7 ) A —
2 ERBD D, MMEFHNIIEN L UORE N OE AR Z M, 7V 7 mENEMIZED, 2
HlX Perl et B LOHL7 = UV FUHURTHMETH 5, 7 = U F U EEMEEIAMRITHGE TR bIRER E,
st O 7V ARREE S 7 = ) F RSN L S b,

Neuroferritinopathy TIZEEDOILENEELIIA N L A %4 U, heme-oxygenase-1 (BRI A N L AT
FHEIND) ZRE L JEE LY (4-hydroxy-nonenal) DEEFE A & 72 5 97, MR 70T #5% Tl caspase-3
& pb3 DFBUEIRN A H AL, TR b=V AT X DM RFEINTND Z LR ENTWD, (A
FRZI har R T7oEb AN, I har R T TORERIA ML RIZ X H8EE,. IRWT
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TharRUTEE, ZRCEDTRFP=ZARELLHLEZZ2BND,

1%

1. AT,

2. B L — MANTEE)

3. VAM=TERLTRUYOTEELRRY U X AEFITAH,
4. FREGEB)IFUEHRIECTI U U EER AR,
5. ISR AE DBS 13 1 Fil#is 23 & v i)

6. IN—F Y = ALK L T L-DOPA (X %)
SRR

1. Huntington disease, SCA17

2. DYT1 dystonia
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ATP1A3 : Na+/K+-transporting ATPase alpha-3 chain

CSE : Paroxysmal choreoathetosis and episodic ataxia and spasticity

EKD : Episodic kinesigenic dyskinesia

GCH1 : GTP cyclohydrolase 1

GLUT1 : Glucose transporter 1

MR-1: Myofibrilogenesis regulator 1

PED : Paroxysmal execise-induced dyskinesia

PNKD : Paroxysmal nonkinesigenic dyskinesia

PRKRA : Protein kinase, interferon-inducible double-stranded RNA-dependent activator
RDP : Rapid-onset dystonia parkinsonism

SGCE : e-sarcoglycan

TAF1: TAF1 (TATA box-binding protein —associated factor 1) RNA polymerase II
THAP1 : thanatos-associated protein (THAP) domain containing , apoptosis associated protein 1
XDP : X-linked dystonia-parkinsonism
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NBAIA: Neurodegeneration brain iron accumulation, PKAN: pantothenate kinase associated neurodegeneration,

PANK2: pantothenate kinase 2, PLA2G6: Phosphlipase A2 group 6, INAD: infantile neuroaxonal dystrophy, FTL: ferritine

light chain

CP: ceruloplasmin, FAHN: fatty asid hydroxylase associated neurodegeneration
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HINTWD, ANRIETHE 7 ==LV 7 7 =V IEEZEPWEIER Th 5,

DYT6 R =7

ZWEE
) e EYaRENE  GEfs 7 8921-22. TEin T THAPI, Y&in¥7PE¥ THAP1)
i) FIEFE © 5-38 7%, ¥ 16 %
1) ARRRAT AL ¢ EERRIE & BRSHIE S T O Th B,
30% T g MEICHERT 5,
ADL #PHET D DOIFHESEO VA =T LRFREECTH 5,
iv)  HERIRZE ﬂﬁ@ﬁ PEaZ R TR h=7, B DYTL 265 ETHSHERD 5,
V)  FEEZW . RUEAREELECUEDO YA =T TRIEE L. THAPLIZERARR NS,
BEHIA  [RFMETHIE L THOREICMUBICIEN D Z &N\, RARIE CIXREMED £ £kiE4 5
LD, KED A F A F(Amish-Mennonite)® 2 %% M. C) THEIN., FDO% 1% % (R)
IBMES T, i2FEHRIL 35 % E TIZ 60%.

PEEBOMEE ; HFHEHIIEORRMEIRIR Y A =7 T, E#EHELEX%E L5, 2009 42 THAPI &5 1

RN STz, BERIL 35 E TIZ60% Th D,

FIEEALIL, PR E BT, 2R O EIERE (MEER, &, i) SEHTH D, TEFEAEZ 1 FO
Fro 2HITIHBEMET A b=T710& EF 0 | 8FINSHEIME, 12 FIDEH S D WIXZEMETTRICE &
5o TR S DITPHTHLBBEMBIEONLTER2 DI 26 TH 5, EERES 19 i, BHEEX
YT D, ADL ZPHET 2 OIXEEHO P A =T L ZHUTEE S RAERNETH 5,

DYT1 k@éﬁé%'J;tDYTmi‘Tﬁjm%%fﬁ‘é EMZDIZLEE LT, SASHEIENORIET H Z &N %
Wb, HEEBREENSZN L ThDH, DYT13 131 p lOE#EIT 528, RIEFERE, SERO0MmE iz k<
TW5 2,

DYT8 VX h=7 ., Z{EMIEERFERMET AT T 1 PNKD1

P Wra gt
i) BEEX EYOREEEE (85T 2933-35, s T MR-1, &7 EHMR-1)
1) FEIEFHD - /NIEH
ii1) FREAT AL IEEB BRI ORIEEDO A h =7, #HT 7 b—2 2 %R T, o ETRICELS Z
EBZVR, WO Z LB ERBRCHEmEE G b d D, By~ HEROREL 1 A
el ~%r A1 1 RIFEEA U5,
Tha—)b - 7 oA ABR, BRI, R ENFERICR D,
iv)  ERARMRAERTA - MEE (CT. MRI) SOHME % & CTRAE TR E 2 & 13720,
v) BERIZM MO A R =T s DA RYT (F2)
vi) FEEDZW : IEEBFFRIEOBIEMEDO VX h=7 | BEGESR), 77 b= ARA LI, MR- 1 &7
EENFED NS,
SERIE ; FAERHCIT O ASREREE 2 b7, BIEMBINC TR 2 RS 238D 720,

BBORME ; LRI E DFMET, RIRBIEL/NSRIMEND Y | HEITRE & S, MRS 0O o
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fHTEEDO%, MFOFFH ERLFIENEZ 5, BICHIENDBTEENR Y, GHEERE &7,
BN TEIEDLDOR/NINVEIET, ZNNEVEVWLONRKEWEIETH DD, %BE CTILIREK i3
E&fES, BREE, YRIFICE, EFEREI DRV, Thra—LoER, a—t—--BXK--ahz
— 1L . (BED) ERRFELI LD, 1 HIZ2EIO/NERFIEL 1RIORERBIEL X9 2
EMZ, HEIRIC X AR R S vz, FBIEFAM TRITITEL e,

B 72% ; MR-1 (myofibrillogenesis regulator 1) D%

#£3 FIEETCAZFRIT OB

%
FrigERE e fEM: o “ itk MR

PKD \ ; LI LIE

et Emm s | S T | s% | mTikmE | hase e

ozrxxv7 |7 - - I FREZ &

%P\'él\}}é% I ¥E B 57V F PNKD1=DYTS8 S5V IE

Stk ok x| Z<1E30%— 31 | PNKD2=DYT20 | ° 5% LB /75 o | 7 B < 2

> T CSE=DYT9 B L

PED

RAERESSIER % | 4 o a0, |PED=DYT1S | 2 | BAMERY |7 hog

Hrzxxxer |7 7

EKD : Episodic kinesigenic dyskinesia
CSE : Paroxysmal choreoathetosis and episodic ataxia and spasticity

DYT9 V& h=7 . FEMERT T b—T R « RIEXFRE . CSE

L REED

) BRI GBS T 1p)

i) FIEMFE 0 2-15 5%

i) PR  IEEBFERIEORIEMED P A =7 2RI AT 5, BIERHCERSCHE T RS, RSP
TROBEREZME D, SREMED 2 bH D, BT 20 M T2/~ 2/FREAL D, BB
TR 2 B OF %,

iv) ZOMOER MR T2 &80T 258655,

v) BT R I R R R REA ARG STV 5, BERAR THIR S LD,

fEifg (CT, MRID) (ZHFCT & 2 & TR0,

vi) EERIZWT  MORIER T X L =7 (RSH)

vil) FeEZW © FFEBFRMEORIEMEDO VA =T RA b, MBI BB A1 5 .
SEE  ER), T a—EIR BRIK, R ERFERICR D,

DYT10 YR h=7, RERIEHEBSFREMED R X271 EKD1
L REED
) BRI EE GBIsTFE 16p11-q21)

i) FAEFEE -
1i1) PR L - AR M ESEEN o TRIEMEDO P A h =T 24U, 45, 10-30 W To o0&z 7
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WREELZ 1 BICEHREI~BRIC T RS, THLARVWEEER THE ST RICER L5
K272 %, AARTITEEBFRLE - TOBETERA LN E b2,
iv)  ZOMOIER - M ORHEREIZIEBITA STV R,
v) ERARMRARTA - BMEER (CT. MRI) <MK 2 & D TRE D20,
vi) EEBIZEr : ORIEET A F =T,
vil) HEEZW ; S EEEEIC Lo TRIEED A =7 24U, &7 5,
BERE ; BEE O ETFRICAETD ZERZVR, W0 &L RBRCER 252 bbb,
FAERFIC T WA EMRIEE 2 D720, FEERBINITRA] & U Tt sery 2 E 258
QAN

YRR OME ; BIEMERSE R 2 VA7 7 h— 1 & (Paroxysmal kinesigenic choreoathetosis: PKC)
R0 R Uk Z 2 R O AR IER) Th 5, FLEUREN W DD DAFRTRETN D, KR EEE)
FHRMET AX 2T (Episodic kinesigenic dyskinesia : EKD). EMFEEMEFLEES (benign familial
infantile convulsion : BFIC), FLUdj&#t - {EEa 1477 h—3 2 (infantile convulsion and
paroxysmal choreoathetosis : ICCA) 3% ¥V . EKD1, BFIC2, ICCA D& J#lE 16 FYADE
a2 7RIS O RSLEE FIRBDATREMEDR & 5,

B R EER) O B AR DO BE D ST U D ARREEER) THIEIL 10 FOFRE LAV, YEHIES) I K o T
DARET, EmbEEIT RV, TRITIEE Y BT UK, BRI RS, BEEORTIIE H > T, FEIEIXIE
FERB 2V HEIT, HEEEe< B, BEMBIICITIE ER RS I, BAROEFIIARZEEM
TIFAEDI 0N,

DYT11 PR h=7, IF 70 —X R« PR h=TJEER : MDS

P Wriast
i) B EY R ENE (BT 7921, #&15 T SGCE, #&fx 1% SGCE)
1) FEIAEAHD N S F A
) MR IA 70 —X AL VA N=T B ERET L, BIETIIAREEI A7 n—X XD,
F 7 —X AT, ERICZ D, VA M=TE REBVA F=T HRVA M=, BRERETH D,
T a— )L TCHET S,
v) EOMMOIER  FEHBIIRE AL 2 ERZ0,
v)  EERRRATET AL MR AT - B,
vi) EERIRZE  MOBMEBLEERT VA =T,
vil) FEEZW : SA 7 —X X« DA N=T HDHWVIIARREE I 7 0 —X ZADIEHIT, 4 Fma -
Naz ) J (SGOE)EIG T OERZ RHTZ LItk b,

BERI TN A— VUG A7 B — X RIARIEE RET D, RERREMETHEMEIHIEN L,
ATvar s ay i OERBA, ERERIIZEET, REITOSCHEETH S,

PEROME ; I A7 —X R « VR =T PMEMEEEEER L UTHENL L7201E 1988 420 Quinn NP

blzk s,

FRRIERIZI A7 0 =X R L VA =T REEIERTH D, BIETIIABEI A 7 n—X AL D, 2

F 7 v —XANFIER CTENEZHET 5, B RSiHIcE <, REET NV a— L TEET 5, FRER
WCACEMECHT D 2, DA M=STIHAFREICE CZVSERVA =T (EHERSH) ., EEY A F=
7 OGEEE) L s, HARIITIZ 20 s E TICRIET D, L XV A M=THM, —@MEYA =T L2725
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bbb, FMREEZSZEOCD, =y 7B ERE), TLa—URkFERDFERbH D, TADAL
Fsdit B (FEVEME, FERIENE) OWME L H Y . TADAIE DYT1L Z2EET HRIICIT AR S0 E Sz,

BT LR R2NTES), 7 a B R0, AL aBiieoegsd), 7va—M3EsThotz, Tb
a—VRSEIZIZ Y AT U RSV BERELT 22 b d D,

AR R ARENEEE, REeRE, BT CTOBKR T OEE CHRAESE N EV, maternal
imprinting & &5, SGCE Ba TR RXBHFKDOALDEONFHEBT5H Z Lid, ZUH~ T 2D SGCE &
G THWEZEI T,

B TERITA Ty - Hras Ui (SGCE)D /) v AR INRKRIZED T L—LT 7 b,
SAR U ALERIZ L VSRER I OERN L5 INDN, T, ~TrilkAbND, Yk REIC
&5 SGCE &Kk (~Tnm) bEIhic, £/, b= 7 VY U REBHLMNIR0 | EE PCR N
ML IN TS, R A7 8 —X A« VA =7 TSGCE ZLD AT I HEIE1E 20%I2T &
720N,

DYTI2 PR h=7, BMEIET R F=7 « R—F V=X A : ROP//NERAEMFE alternating
hemiplegia of childhood; AHC,/]NiMZFRHNE RS S TH R W R AR AR M R AR e B R R P 3
cerebellar ataxia, areflexia, pes cavus, optic atropy, and sensorineural hearing loss; CAPOS

W), RDP OB ENHAVTW S, ilt, EFRD SN H D Z & PR I 7z, 3 BEITEERIER 23 4

—NR=F T LTNDIELEHD,

Wrfast (1) RDP

i) B WYL GBS (BT 19913, BinF ATPIA3, Bis-FPEY) ATP1A3)

ii) FEIEAFEHD : 14-45 7%

i11)  MRRPTA  BYEICHRIET D, 2-3 3000 1 7 H TIERIFGER LUZIZ E A EEIT LR, YA =
T ER—=F  ER AR, YA N = TR DRI, 28— LR TR, BB
EERT,

iv) ZOMOFEIR  FEHEHIERE 25 Z R0,

v)  ERARRRAEPT L - FRICEE 720

vi) BERIZET  AMRIEV A =T - S—F L V=R AL LTCERNT S,

vii) FEEZW : BMERIETIRITEIED A h=T « NR—=F Y =X N ER L, ATPIAS IZEBHRD

Do
BEFE ; DA =T I3EE A DYT 1, DYT5 & OO AfEZ R4, S—F Y UEkE LT

RIS STV, HRAREEBE TH IR AZERIRE TH D, FEFIEITLT L HRI 720,

(2) AHC

1) BEek F B R SRR

i) FIEFE - FLIRHI~Sh W (18 » A LLAT)

i11) MR  FIEMEREMED AR AE T GlfRtE, &bk, X =T REE 5T BIiET D, M
ERRHRIEDGE S H 5, FREAIT T TREETH D, EORE T2 TRIETEEES b L
IFEERITH LN, BRFHET 2IEF b ADND, YA N=T RS2 VAT T b—v A IREKE
B (IRIR, FERIFRMEIRERNT, AHEZR &) BARER G8IT, S L<I3E B, FERAR4A
mE) BRO D, FERE, EATHEORMERZHET D 2 LR, MER TRERIZEAT 5, TA
DAFNEZ A D IEFI G SN TVD, FRNITIBIED AHC 2580 2 F b d 5,
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iv) ERARRRAERTA . BERITREZED, Rl T 2 FHEIT R,
v)  HEETHE B TLAR  ATPIA3, &{x Y ; Na+t/K+ transporting ATPase alpha—3chain, &
{5 5 19913
vi) BERIZE : 5L, I har RU T (MELAS, PDHC BEJER ). TAdA (Todd BiE) . F
FREMER R, v a—R - T U AR—Z—1 BEE, HFEBET I NIRRT KIBIE, £ Ofho
TRV R EIE (REVAF VIR, 2V by Te L)
vii) MEEZK : Bia TRE CRETEEBFRESI N LD,

(3) CAPOS

1) BB e R E RS

ii)  FOIEFE « FLIEHI~/ N

i11)  ARERPT AL« FEAEMERCIE LT CAPOS 3 REA L & HICA BN D, FIEITEA R L, #Rl & & HITIE
PRITHRR - HRT 5, MRER AR TR U BTIRE, UEGH, SRS, 8L 75,
WENIREELRD DALD, WIEERRIIR =D,

iv)  ERARMRAFTA : MRT BT 2580780,

V) BGRB8 AR ATPIA3, B FPEY ; Nat/K+ transporting ATPase alpha-3chain, &

{5 5 19913

vi) HERIZE 5L, I b3y RU T (MELAS, PDHC BEIER ). TAdA (Todd BiE) . F
FREMER R, Vv a—R « T U AR—Z—1 BEE, HFEBET I BRI KIBIE, £ Ofho
TRV EIE (REVAF VIR, 2~V by 7e )

vii) MEEZK : Bia TRE CEETEEBFRESI N LD,

ZEFE ; FRNICAEROREFNH LD Z ERREINTND,

PHROME  BHELO VA F=T « R—=F 0 Y VIEGEREE R L, R AMRIEREE & 5,
Brashear &3 36 51> ATPIA3 RO H G HIER 2T L7z 2, 9F R TTHOERNH Y 45 R1T
F—ZRTHD, BFRALTIIIIERIL 14 T, T613M Tlid denovo BHEE R b, T XA FfighrH
SIXAWIZEIEMN 72 & STz, BIEFEENT 8 kA D 55 ik T 10 1% 20 fRI2 %\, ¥ 2 2 5%, 275
JERNZIZFEROBNTC A N=T 2 /R5Z bbb, FBIEILFIZAWMT, 2— 34056 30 HTHEML,
WIREY 728 5 UVITDERII R A B L ADBICE Z 5 Z &%, Z<ITEITHEIES LW, 2EA
WEARRT 52 L bbb, EIERITRFEN CHEEREE L /NI, BETREEZMES, YA =TI
M, o CER > B> TIROARN S 5, S—F Y SERITEE) & BERFEETH D, Hl
IN=F Y ARFRITIIEOR LRV, 9 OUREE, U RIERIER ., CTADARIEL A BN D,

DYT18 VX +=7 ., HIEMFIEFRME AXFRXTT : PED

A EiEEa

) B EYaREE GBs 7 1p35-p31.3, Eisf SLC2A1., &{s{ ¥ GLUTL)

i) FEIEFHD © /NEH

) AT - TEENEE . FRRRO R IEE), FRCMTOR CAREEINB 25, VA N=T, aLFT
T h—=V A NYRXL72ERELD, 5005 30 00%EEZ 1 BIZ1E~1HIZ 1 iET,

iv)  FOMOIER : TADATIELRLED b DAL,

v) BRERBRETA : MR 1 CTEZRMEMIEROMGRREMO R TR, FDG-PE T CEEHIFEKDOIY
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ATMET,
vi) SRR : FAEME T A® R U T & LTERT S, DYT8-10, 18-20 DEs FENHEE L T\ 5,
vil) FETZWT  EEEE BRI P AF 1T TSLC2AL IZ~T 0 OERNA 55,

SEFEIE ; FRER L U CREESFHE 0IF», EVWET, 22, A FLVARERDHDH, GLUTL KZIE
ERE I SEIE TR T PED &R U< SLC2AI O~T 0 ZEBMNH 0 | FLULIEIE DRI E L K ehER)
FEER A T HENTH D,

PREB O ; EEREE CHRINDIVAXFRIT T, VAFIUTRIEORES R ENPKDEPNK
DOHETH D Z ERFE Sz,

R T B 1 2008 4 Weber & 3 AIMMER L4 9 PED T GLUT1(glucose transporter 1) /K 2k~
TR (Q282-8285del) & LI L7z, 31N4f] (HME3 Bl 1 6]) BIEDFEART, TANA, BIE
DI LW, B 7V 23— ZEIR T, ARORMEKZ F 5 Bl rEE I, RIOERNSEE A EE T Z2E>Tn
7zo  PED OJRKREIE 71X SLC2A1, ZR% /37X GLUT1 Th o Z L2fEamI i,

DYT19 P& v =7, RERELESFZRMEAFXTT 2 : EKD2

EC R as
1) BEHE EYaREN (B 7% 16p13-g22.1)
i) FIEFE 0 7-13 #%
iii) AP R - RUMRREEEINC ko TRIEED Y A b =7 L EBEGEE 24 U D, 2 0 UNOREIEE 1
AIZ1-20 [FIf 0 KT, HIRBERDZ 0N,
iv) ZOMDIEIR : TADPAEETETHLONRD D,
v)  ERIRRATAT A - g (CT. MRD) (3B ERZ20,
vi) ERIBZMHORIEET A =7, £ <12 EKD1 (DYT10),
vil) MEEZWT : RIS/ EEN > TRIEFMEDO VA h=T 24 L 5,
ZE R ; JERIT EKD1 (DYT10) & RENZR, HFEROIFA RO 1FERDH,

PRIBOMEL ; A > ROWE CTIIWFFENL 7-13 5%, FHE 9.6 T, A F=7 (8 A\) 7HEHESE) (9
N) ORIERSH D, MKICZEmEIZS o, BEOHERES X727, EilIRZn5s2, fijke
LCREDIBERNAET D (6 M), 5HMNG250RIETTIHIZ1-20 FRAOND, RNESL->TNS
N RB0m, bIMnccfdrnsigEonb ot b s, AL mile bich s, ZROEENZ X
GIEEZ SND Z ENRLVN, BN THER, BIRETHAEL S 5, BREMN 9 NIZASNEIIT
Lphotz, TAMA2 NTHDLIN, FLCADAIRITED LT,

BASTFPE ; 16p13-q22.1 & &4, EKD1 (AA) 1T 5, 77 U WFRKEADOP KCIZZ DI
F7enb, 1CCALHIE< EKDL & IRVEBIm T Th D00 Liviendy, EKD2 132 ihb &3R5
Lavd, PKCIZIZEKD1, EKD2 [ZHEEH LW D b & D,

Pantothenate kinase-associated neurodegeneration : NBIA 1

(IH4 Hallervorden-Spatz syndrome)

BsHA WY BRI
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BT 22q13.1

BisT PKAN2

BT Y PKAN (Pantothenate kinase 2)

MIM ID *606157

Gene map locus: 22¢q13.1

FEIEFHD © classical type : 6 %LA T (6 » H~12 %), atypical type : 14 5% (1-28 %)
B+ 1-3/1,000,000

10 LA FCRIET DETIEDO VA =7 MEEIEE, i, MRaREEE <7,

75% DIERIE classical type & SdL, TR, REEE CTRIE L, #ERNRIER MDD > T %, #
RABIERDZ 1TV A =7 T, MHEMCEEES N Z ki<, YA b=T 1 3MerRtaiEk, Mz
AoNd, AMPAR=TICI0REZRTZLGH D, HARER BT R OND, FIEFICAR
PERARZAMEIE I 6T, 2/ 3 DIEBITERFT 2, TERITEITHE TRIEN D 10-15 FF THITREEL 72
5o TADPAITENTH D,

25% % 56 % atypical type OIEF] TIL, 10 kL ECTHRIE L, HEEREESORBMIERNS BN S, K0
IRICHEITT 5, FEREMET & LTI 40% DIER| TIRAE S FEEREEEN LV, £ DB T A N=T B D03,
classical type & ¥ HFEFEIFIRIAEC, 1540 FFREECTHITARREE 70D, T ARDHELEW, 1,3
OREFITHMIER ITEIEEDH V) 2 a8 AEEEREEMIE N A O D, FERNZ K> TITEEER A 5
NT< | BHER THR T 25605 5, MIROREMETEF S0 LRV,

PR & FH IS 10 AARLARTIZIEAE S 2 A HETT 2N VL 10 5 AR TIE LIEETT 283 < 20 7%
WITRREL R DB ENND D, % Dt Tourette JEBRE, HFET F1 7| EH#= 2 — w1 REHELBIONE
e 2 DJEF], FHPBIE N—F Y = X L2 R 3ERI 22 EAVEIRE ST\ 5, HARP JEREHRE

(hypoprebetalipoproteinemia, acanthocytosis, retinitis pigmentosa, pallidal degeneration,
OMIM 607236) & i#fs A #7 PANK2 [ZR b7 Z &7 5 PRAN IC@E ST,

FRAL P A

MRI T eye-of-the tiger sign 58 5, Ziu 1.5 7 A7 LI E® MRI @ T2 &5 T, 58V MEHEE
R ERN O NMIEIRIC FEE 2RO 5 Z L 2T, PANK2 ZRD AL 55 PKAN CTlIafik5
Th o7z, MRIFriA2 6 PKAN OZWNIZE 561234072 < 72wy, NBIA O TH PKAN IZOHH B
HAT R CRERMED @V, 7272 L3k 7z ¥ 37, Hartig @ > U — X Tl eye-of-the tiger sign 23 A. 5415
JEFID 5 B 15% T PANK2 ZE)B L Sivien o7z,

M FE X CHENR R N 2 — o &R T,

8 % DAEH TH AR MLERNE 277,

Pantothenate kinase 2 IB/5 - ICEREZHD D,
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B, RS C PKAN % %0 MRI T eye-of-the tiger sign Z O 7551213 PKAN Z i< % 9,
B TR2EIc oW T AR TS MREB OB T2MICET 2L RT74 ) 2RI,

R T

trr 7T A AE, MiEd (R/O Wilson %)

Neuronal ceroid lipofuscinosis

B -hexosaminidase A K{H%E, GM1-galactosidase KiEJE
infantile neuroaxonal dystrophy 3 KX OMfio> NBIA ¥ R

a fucosidosis

childhood-onset ataxia (esp. SCA3, SCA7)

A

IR ZE L e AR B

PKAN (2R 65 PANK2 G FERITIMD TEERTH 5, Hartig d 72IEFI D ) — X Tl 48 il
D96 DT LIVTERNEM S, 33HOERMH SNz, I AB AL, exon K&, /IRKIZK
% frame shift, aberrant splicing 3% O RIFEALOEEIZ DTV A bT-, SEHEALHDBEHE~T
A H %V, Alternative splicing TEZFEOFNREY & 4L U 5 12D BRI OMFR B LE LRV, T 0D
U= TR HEZWV DX c.1583C>T (p.Thr528Met) T, C.573delC (p.S191RfsX13) ZHIIKR—F
FATOHRR ST,

THETOREZEMT D ERBEVERIT c. 1561G>A R T p.Glys21Arg & I Ak v AL R AR
L 25%% 585, Z DIEH> c.1583C>T (p.Thr528Met) . ¢.1351C>T (p.Arg451X).c.1413-1G>T (IVS)
NE, ¢.1561G>A BRI T v X A Tt & IL@ O RIEE BNHEE ST,

MRFREL R ET N SIXEIE I 7 e 7 Tz EE LCHEM L, Mo — ict Roh s, Miast
PRBLAE XM JE P CHE T D, PKAN TIXBRREE EFITERE BE TR ONAL D, oA Tlddh
EOMTIERY, MR, 7V A=A ZIRMENBITR AR E BETENHTH D, RO A7
A FHBEETHD, B FURTAF UL =a—n AT =0 blINICERT 2,

169

1. ERILAS =Y - E VAN

2. VA R=TIZHLTARY Y XA (HiE), Nuryzry RBROBIOHE) CrIAFr 7=
U= (1) DEHTH D,
N—F Y = A NI IZ L-DOPA I3 TH 5
GﬁDBSﬁﬁ%t@ﬁ¢%%éo

5. VAT E D ZREOEETHL NEHEY A M=TIZ X HETHOERS, REREHN
VETH D,

Infantile neuroaxonal dystrophy : INAD, NBIA 2

Bl WYk s
BT 22q13.1

40



JRKiEfs7 PLA2G6 (phospholipase A2, group VI)
INAD @ 79% DHERITFIE S iz
MIM ID #256600
FEIEFHD © classical type : 1% (5 » H~2.5%). atypical type : 4.4 % (1.5-6.5 %)
B 1/1,000,000

HEATVED R, IRESRE, TREBACN U, DU 27”3,

Classical type TIZFFHEBNRIT & A OIKER R, EITHO VB 2 4212 6 » H 26 3FEORIIRT,
% < OIEFITITRBITEME R & 72 2525, 1,/ 3 OIEFI TIIHHEIMEOB IO EETH D, 26
TUR =7 KR, BOER, PNERZED 5, BIEZSFES DWETHTHRTH D Z LREL,
FIFEECTRMMED 8 D WM O BRI X 5 ATIEE 27" U, ARREIR (B ZEE, R, IRIR72 &)
2R 5, 1,/ 3DEFITIITANAEIEZRBD 5, PR THFERIL 94K TH D,

Atypical type OFIERFIT classical type £ ¥ 352 < 10 A%V, FIERITIALE S, KRR TIE
EThDH, SiEREILEN, 2 EEBGRIT TE 2V, SRREENE, IRIE, R EIX classical type
ERERTH 575, FErDERERITR Sy,

Karak JEMERET, BiRMG E U TREIBEE/DMMET, A =7, &g, MR T2AH . MRI T/h
IR, Bk & IS E ZRD DL I NFT L DF R E L THE SN2, PLA2G6 815128 B3 ]
EENziz, INADIZEEND Z LIt/ oTz,

BT

W RIS ISR T 5. R b e 2 28 b@@%@h%ﬁfﬁ?ib%_mbéwﬁf%é
MRI B{% Tt 95% DAl C/NEERR, 50% DAERHI CHATER, Eg_ﬁ@m%%« o D7
— o AWK LC T2 AL C/ MO BRI &R0 B, E 7o, B, KB C IR % D 2 B3

VY, Atypical type @ MRI 1 Tlid/MxZE#EIEL 83% DIAEHIIZ Eé’i UIN Yxﬁﬁl?’?%’fé@%?%%?ﬁ ERVASN
PLA2G 6 BAn 12 BEGMREF] D 8T% TR AEM TR A7 2o A FE2E0 5

B AR L RRE AR

PLA2G6 {5 F TlE 44 BISTERPFE S4.32 B I A AER 5 H3VIRKICE S flameshift,
2/ BRI AT T A AENER, 1 RRKROMERD D,

Classic type Tl null alleles T atypical type (& ~T v G 27, IWEOBE R TERITBIR ST
(ERANAR

PRI B ARREH I 220D BRI KA E /J\Hu@%%ﬁ CIREER & E OB ORI &R
D5, MEFRIIIRARNLTE & 7 A — 2 A 2RIZERD . /MK TIE Purkinje cell & granule cell
& DIMIT ORI 2+ Do WHFRIER E 27 = v A NRMMEE, HJEZ, /PIK, Hee, BRI D
Nd, A7 zvAf RE=4 Y U AHEOMEOBRK TEE 30-100um ThY, =2a—r 74 7 AL M aE
TG, AR & BVE TR JE B R O 8k DIk & 2389 5, Alzheimer 4 ¥ L O PD
EHH I, BETITHA 7 Lewy /MEE | KIMZEREEE Tlda X7 LA VD Lewy /IMAE

41



I Fio, U UL o BEPEORRIFMERRME 2 BTEREECRIBEE IR D D,

A7 xzrA KR Lewy /ME, #fRIFHEMEZELZ 72 6 THFIIAITH 523, HilEH OB LA &
VABBRIZE > THT2 6 INDAREMN & 5, PLA2GE B AE T ITMBEHERFC 7 R R — 3 A 2D\ Tl
WTHERMAZ TI— L TWDHD, 8iE & OREIIAHTH D,

16

1. AZh7ZRIRIEeu,

2. PAP=TEARA7 0T 2PN I AR T 2= U L TRIRTE B,
3. TAPARIEIZOWTIIPUSEIEIZ B D IRRZ1T 9,

Neuroferritinopathy : NBIA 3

SRR B Y

A5 7% 19q13.3-q13.4

JRINEs 7 FTL gene D 4 exon @ 460insA 2248, F I 458dupA.,
BT PEY)  FTL : ferritin light chain

MIM ID #606159

IR P 39 % (13-63 %)

B ST 100 BILLT

FRNFAE O BERER S L <IZVA =T % 1-2 IR, B ORAMSRER T 4 £ 5, $EERIEIEIX
PERSEBN AN 50%., JWFTEY A B =T 43%, S—F Y = AN TE5% TAME N Y 2 A0 m R, BT
FNTHD, ANHEHV R b=TRORBEREIIAOND, EEO YA b =T [ZEERF I CREEOBRITIA
SHORTE SNAE T D M ORI TR RV, T 5 L EEER L X P =T WERR LN D
97 %, 5~10 FCTHIRKITIEA Y | FIER 20 FE< DWW TRHMEL e 203, FEFMETH D, /IMKK
. ENEMEIREL, FRAEVEIXE SRR Z,

458dupA ITHEATNH | N—F Y = XABNE D, RAEE, MEAHN R 55 (460insA & D
FEH), AAANZ R (c.469_484duplént) b s S 10 IS TR ORI A 6 v, (KEEME T, BER
W NTUE, BMTREEZ AT, REITZBEEN E(L T, neuroferritinopathy T 541 % HLAIE 7 $E (AR
HMEBIEIR 2R 7200,

7T v ARAFHNFFRIL 498-499insTC ZHT, 20 sk fRIC T O EMEIRE CHAE L, Sk oo i
IZE D 40 ARICIT ERGEBREENZIA & 700 | /MMAER, BEAON KRS, B O RMEEED, S8Rk E
iR %, 460insA Ein AR LI NMIER, RAEEZRO LM TER D, 646insC EHRE 7T A
RAFTENSFT 2 HFANFRTHOLIL, 60 kR T/MMIER, PEERIRE, BERKESRY, s T, BE R
EOATHSEHOA =7 BETHLIN FTEOFH MR T E27RT, /=% Y =X A BHEFILR,
474G>A BERIBANA VRV R AVGZER TR GBIV, 10 fRUICKFAMES T TRIE, RO TR &2 R,
N—F L V= ALEHBN5,
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FRAHT R

MIF7 =V FUREITITE A DB, FEMLIEO L TIR T 5, FAEBLIATO 2otk TIRig 7
cVFUREDKRTIXL 41 E D,

MRI THIERINTITHREE, R, ek, #o, $UR. BE. KIMBUE DS T2 mMai g IR &
725, HATHI L 70 D MRRFEE ST 5 & AR, BIRENEIE L 25, 2l b I K
LUENE, Fehu b B b, C468_484dup 16int JEf CII/MNKEME A RD 5, T2*IC L 2BOWE S &
0. IR HRORIE ATE B TR E BRSO R ML & 72 D

B AR L JRRE AR

72 F NI TR 21k O 7 = U F 2 EE{ FTH1 ferritin heavy chain 1 £/ 7 & 19k D7 = U F
#84H FTL ferritin light chain 72572 0 | A&t 24 A5 £ > THZEOBREEIT 72 NEBIZ &K 4500 @
BT A2 AT, 7 = VT UEBHIE Fe2ta FestICESCCIET 5, 7= U FUITMIEIZH Y Fe2r
BRA A O & BTBHERE LA LTV D, FIRFICY = U F UA3ERICBAEL, T 7 AETOEk
OHEIZBE L T D,

I hAaY R TEANLOEGRICERE MBI E L, 80k T A X =135 < ORI RIS PICFE
LTW5, 81X b= KU 7T mitoferrin £720 I b2 KU T ORNBEIZAFET 5, Frataxin 13
har RUTET v Xa T, 8B 7 AKX —% X7 EERICB T 2 WEEHEZIT-> T\ 5,

Neuroferritinopathy (23517 % #is 728 B ib‘ﬂ”h% FTL CHRumlicdv, 7=V F o 12 @R
DIpReE b S, BRIERRIC R Z KT T, SREEEEIC LD | MRRO L Ny 7 AR RITIE
EHT D,

Bl C exond (26, exond (2 1 DB FARPHE SN TVD,

BEEE D &R
DNA X7 VA F RER ([FF%) B UNRTET X BE
c.474G>A p.Ala96Thr
c.442dupC (c.646_647insC) p.His148ProfsX33
¢.497_498dupTC (498insTC) p.Phe167SerfsX26
c.460dupA (c.460_461insA) p.-Argl154LysfsX27

*E?fxfhffﬁ%ﬁﬁ IR, R, BE, BREL. ok, AR, Purkinje Mild OB & 7Y A —
A ZT0 D, MRKTFAIZ ?ﬂ‘*l*]j’oJZU%HH”%W@ﬂ]\MVE?E?foEHﬁ 7V T IAENERICEED, i
51T Perl Qféé\i’o FOHLT7 = U FUHURTHIETH D, 7 = U F U BGPEE AMRITHGE Tl DIREED RV,
st O 7V AREE S 7 = ) F RSN L S b,

Neuroferritinopathy TIZEEDILENEELIIA N L A%/ U, heme-oxygenase-1 (BRI A KL AT
FHE XN D) BB L EER{EY(4-hydroxy-nonenal) DEFE 2 ¢ 72 & 97, MR AR5, Tld caspase-3
& pb3 DFBUEIRN A H AL, TR b=V AT X DM RFEINTND Z LR ENTWD, [FA
FRZI har R 7oEb AN, I hay R T TORERA B L RIZ X H8EE. IRWT
S haURUTEE, ZUCKV TR = ARAETLEEBEZ LD,
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%
-

1. AT,

2. B L — MANTEE)

3. VAM=TERLTRUYOTEELRRY U X AEFITAH,
4. FREGES)IFUERIECTI U U EER AR,
5. ISR AE DBS 13 1 Fil#is 23 & v i)

6. IN—F Y = ALK L T L-DOPA (X %)
SRR

1. Huntington disease, SCA17

2. DYT1 dystonia

3. Choreoacanthocytosis, McLeod syndrome
4. SCA2, 3

5. HFEMEN—F Y =X

Aceruloplaminemia (Hereditary ceruloplasmin deficiency) : NBIA 4

BARER WYL RS

AR 7 3923-q24

JRKER T CP

B TEY /Lo 7 A3 ceruloplasmin
ERIIREHESERE~T 2 BEERRH Y | 1ZL A EBEEG~T u LK

MIM ID  #604290)

FIEFM R ATIE %) 51 % (16-72 %)

BHFE 5000 A, 172,000,000 A (HA)

YRR

Aceruloplasminemia (X523 & NIBICERE T 2B ETH S, 3 FHE U THERFE (PR RIC 10 4
PLEERATT 22035 %), MBE, MEIERNZET 6D, RIER & U CIIFRakES . BB Y A
FRIT, BHESEHOCA M= PMMEAP L OREFITROND, BENER), N—F Y =X AhY
BEHEEDS RO, BEIRIFFIERNICBE MR EATT 22 L bbb, FERE LTE 5D, RBEEERH Y . 50
A E RGNS, MEBEAMEITE B 518 KUK 93% DIER] TH LI DA, AT RZN D,

AT BESEROBREBNL S TEGH D . FERFIZZRV, HRET R ITER 2 TR, BB, B
HE)- 7T h = ZAOMERDH D, AlEAE & B EDN D FRITITHRIER S 0 & OG0,

&G

REESKRTIHME L T T A 30, 72 FURENER (IEF0 12 FRE) 245, M
Here X720, 7Jxud oA —BiREITELS | NERERIN AR 5,
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MiEH (10w g/dl BLF) . SRIREE (45u g/dlLATF) 1K T 5, 7= U F U RE (850ng/ml) 1XHIN,
RO BRI VIR T D0

AT RESERTIRIMEE Ve 7T AV LYWTIER O 1,72

Thd,

MRI TiZ T2 @R TR L OVIMIK, WEEK, BIREL. #odk, BUR, R, BE CIERMEZRD,
FDG-PET CHJE RN IR IREE DA, HEITHIC TR, KIMEE S & TR AN L8 D, ~
T A IRO MRI TI/MMZERE O A EHE STV D, SR OB RIZAIK TS 2 5, B TE L,

B AR L JRRE AR

Aceruloplasminemia Tl a7 AI VB TFOERENEOND, 40 FREDODEEN ML TWND
M, Wi D hot spot X720,

EABRTTAI TSRO 95%DHETHY, 7xuX X —EBL LTOERRH Y | Mk ok
ZRBENT 5, S BHIT free radical scavenger & L CHIEHT 5, EAr 77 AI VBB TRENELD &
FREDN D OIS O F S WR LR Y | ZORIAHMRPICE N FER L, RN TRALAY A b L 223
KT 2%, MNTOBMEAIA FLARERLTWD Z EIE 4KBL R — o~ m ViE-2-7 V7T b R
ENREF LTS ZETIEHENZ, 2 ha> FU T O complex I & IVAREIZET 25056, 2 b=
Y RUTHREEFE LA LN E STV D,

FRR AR IR IEH O 2-5 5 & 700 BRI, PR THE LV, SKiTMtiel v &7 X b
YA N TERNERT D, MBIIIBE TR SN D05, FFEEGITA N, Bl B M8k 2780,
PERIFOJRIK & HEE S D,

R T

NBIA DOt &
Wilson J7
Menkes 7

HFA associated hereditary hemochromatosis

= L b o=

1. REUERER L— FESOER R ZIBIRIT RV N, JEBIRE TITA M L Shvi, S dmtsR-RiEE
HEECRFRIEIRICA RN & STz,

Fatty Acid Hydroxylase-associated neurodegeneration (FAHN) :dysmyelinating leukodystrophy and

spastic paraparasis with or without dystonia, spastic paraplegia 35

B WY ERIES M
AR 7E 16q21-q23.1
JRRE{s 7 FAZH
BATEY  FAHN
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MIM ID #612319
FAEHHD ¢ 311 5%
B 1/1,000,000 LA T

3-11 M CHIET DM, R/ A b=7, IER (ReEZEE, IREEBEE) z2 RBICE
DI T, EATIEIHAOMSRERES . CTANAZAEL D, NBIAIET 2HEED—DT, 7THROMEN
0%, XFRED DREMEIUBRREE 2 £ 5, ahfE ., TS boRd, IRER & U TEEET, HiEF
Pezg, GRIEE 2580, IRERES) R TR, T HEIRR, % LrEIRERES fRE 2580 5.,

FRATFIT AL

MRI CTIREFEROEA A 2588 5, WATPEIZ/NCEER, R, 16, iERE. TOFEHZ2RD 5, MEL
FMi T Do

‘B #C granular histiocyte % %

FAHN (A) ¢ PKAN (B)
KIMZEHET FAHN (2580,

1. VAN=THEMEIH LAY a Ty, Hia) LIk, FFE=Y 0 X koL rynfunbshnbd, B
RITEGNZ L D, FEIAY U X LmNEH S D, DBS, WAEERGENT, SRIEN 72 &6 hEfT S
nTn5b,

2. IRV EOHED TR
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<EEERE>
Barthel Index85 LI TEX&RET S,

BHNE e e
Hr, HBh B2 odss v AEHERRENICE K 2D 10
1 B W Bh (722 20E, BT 28> TN L TH59) 5
248 0
B, 7L—% 7o L AROBRIEL G T GETH ML & Te) 15
BT —
0k BEEDOWMAIN B IR E D 10
7 FEAZ LT A RETH A NI 2B 5
B
B EZIIR AT HE 0
Bz (Pemm, 52, WEx, ONTHID) 5
3 EBE
B 3T (KARDERSE, BIERE & T N— 2 T NABERR L E L TODIB AT F O%EL & "
Te)
4 MUEHME o
ERAI B, KB 2 D KR, AR B E BT 5
B FEZ TR ATRE 0
EhA 5
5 A
NI Y E NG = 0
45mPL BT ik A (R, BRITa 3R O o F #1203 15
o 45m P DI BIAAT AT RO EE 10
AT
AT ARRED A R 71T 45mPh_EDERERHE 5
LS 0
B, B30l oM HoF EZR D70 10
7T BEEAE | MBEEREETS 5
AHE 0
HAL, i, 77 AT —  EEOENEE T 10
8 EHRx RO AT Bh . ARHERY RN, 0 BL EIX B 0 TIT 2D 5
A=Y EIN 0
KERT2 U, GER ALIEDO T Al HE 10
Pk —
9 G EXITREEDY | el LEOTOBANNCN B EE T L8 L G Te 5
—)
LS 0
AL IR ZF OB Al HE 10
PER= B
10 5 EEITREEDY | IURZR D BN BIEE 28L& T 5
a—)
LS 0
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KW K OV FHEE B OIS 2381 5 B

1. AW D BRRIE LR @E%%# B LT, W LIS OBEN R VBT, W
NORObDEHANTHZE LR (7272 L, S oR 2 T HRRIERE TH > T,

RATREZe B DIZIR D),

2. 1BIRBARATL IR 2 HAEE M EIC DWW TIE, @MU R EREEO T CIHREB ThIL TV D IREET,
BT 6 % AR Che b BV R %E%ﬁ#ﬁ#é LT D,

3. Tk, JEROBREN FROBEEESBE T EU LIS LI2WETH 52, mEERER 4 kb
D EBRERFIZOWNWTL, EEREERORSRET 5,

I
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AT FIE
O BE

1. =
B HEFITENTEFLEFRTRITRBLTVSILTRESNSERMEERT. EEEAREMLE
ERRERT . BEELTFIE PAX6 BILFTHA KEEFHERISHBEEDEBOVENTRERD.
RENREBEIRELD RERORIEMEE LI BANSEA AN ALSNHHERTHD, EEE
T, BEDSEREENREMICRELTEY., BH2ENLBRFEICRET 5.

2. [RE
BEEBEGFIE PAXCEIGF THAZEARICHRBASNTEY ., COBEGEFDRTILDOEEEREKIZE
THREEERTFENFR(NTOTL)TEHILTELLESN . BTYILLNEEDISSICITBRERIELED,
PAX6 BIGFDHEEEEILFEDNFBICEOTEDKIILTRIET H2DOMNIFHATH S,

3. fEK
MNOELYRBEOHEBRERBO-OIZRAETRTHY . FAENFEAEL N DIZEREHRZ
%, FRIREHHRTIIEN S MRLERICHRET S, FHULOEFTARNE. KEAFEAZH
95, AEIIHVECITEETHIN. RRICONABEHRIMERSELY , RHEHIC(TEEAHA
ABEIZBALTEHENCXR)B\BAELIVETIE S, FEEGHITIIHERICRAENGFELTEY.
SEICHALURICEAEOEHABRICEON ., EUAENGINENEXRAZEILSS,

4. Ak
ZRITHLTELAREH DN B AEI 2N XDERANEESND, T RO BRAEI5
LTIXBRAEF#E. AL LEOBRAEIZH L TITHRERERED SR OEAEFHEIT. BRED
KBRS LTS B GRS IS FHAEE T, AENUXRICKYR AN EYETLGEEICITA
[EFHETT (REARYIRGVLREAEBEN S S CHBBEN OGS OBREEED, RIRITHLTIE
BRNICEERNHNIERROBEFHEITI. ABHERRICH L TOREILLIAREEEL,

5. F&
AEBIPNVEFIVAREOTEENSTEDRNETZRD . KENREBEZTR LGS, RIROR
B ZLTERERRIEELETETIEALNEND, AEGHIEER S CHRNEIC DOV TITETHET
HY . BUCABINLEINGEVMEEICIEKRADEGEE-EHLEH D, BUGRHHAICABEFHEITL. F
FRNEIZDOWTIEERICh > TRARE MG T 2RENH D,
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O EHHFEIILELEE
1. BEH
912,000 A
2. FIROWE
T (FEREGFITOVWTIXREBEEFATHEN, PAX6 BIEFDNTORENEDLIBAN=ZALT
RIRBEIZESNIDOVTIEIFTBATHS)
3. MRMIBERE
FREE (BRI CEMERRIZSOVWTITABRENEELLEL, AR/ RIZKDBAETIZONT
(TERIBPIBIEMORBABEBEMRERRICHCTITSN., BRIV G S CIEHIVESELLV B ER
SR EMABELLED)
4. REIOEE
DHE (ARHIBES S CKRABEIC OV TITIETETHY . BUABRNESNELMEE(ZIE KA
DEsHEET-EDTELH 5, BUILEHHICAEBELTL. BEEERISICHT AR CRNELESL
TOBELHD EEICHDEBEABBENNELLD)
HY (FLOHAMARKRBEOEFAEARIERDOZEESE)
6. EREENLE
HY (FLHAMARKRBEOEFRERARIMERDEREE S )

O fA#EHT
BAFBHFMRERNE HOMREBRARER [HFOHLMEARKEDOEFHE
MERRE KBRAF BRE #EE £Z

A7 LARBERBRETHON SR BRMMBEREERBEDEZRAASSA QL IR
DEHRRE RRZFEHARFREERFHRN EHIR LAEE

o0



<EEREE>
Definite ZXR&ET D,

A, ER
1. HIEMEDORAEECGE1)
2. =BGE2)

B. &R
1. MEEMSERE T, BN EERENI TR ERIEEFTHRALGEEDNEZOMBEELZRD S,
(GX3)
2. IRERE.OCT REFT. ERERREZED D, (X4)
3. MREBEMERET, ARGHNERECAHREALGCEDAREREEZRD S, CE5)
4. HIEBIEMERET. BNEEZROS, CX6)
5. BERBERET., MREEKZRDS,
6. ERBKIREEZRND,
7. REREBET. BNELZRHD. CE7)

C. HAIZ kT

CANILRZRA VAR K HHL T E M
AMERFIIERNFHERAERIE

. EMRFAESL2ICHIUFI0R—<

N —H—F

. ICE (iridocorneal endothelial, YT ¥ A IRA K ) iE1=EE
6 Hpl3 REFFIEFCES)

a b~ 0N =

D. RS\ & HHE
PAX6 BIFZEEIZHESERE (X89)

E. BE=rZH
1. PAX6 EBIFITHLNRMELRFEELLII 11pl13 SBEH O REFZEH S,
2. RRAIZBVWTELBAREEEGRADEEREZEDS, (£910)

<EZEOHhTIN—>

Definite :
(1) ADLWTIhH+B D1T+HEDOWT IO EE-L+CERNLIZED,
Probable:

(1) ADWLWINMN+B D1EIV2%FH-L+CERFRANLI=ED,
(2) ADWITIhHI+B D1EELUV3EB-L+CERMNLI-ED,
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Possible: A DWLVIT NN +BD1ZEi#E-L+C ERLEICIIRN TEHLY,

F1. ABHEMR. BNE. RNEE, ARG EELE DR EHEICIYRNETERT,

F2. MEREOEEICKVERZFRZS,

33, 60~90%A AR,

T4, ERSOEMER. PLEMRM. FOEELNEBEENTHEBRELD,

5. mEAICKY. palisades of Vogt DFERAEN B, MEF LG S-FEEMBOEA. ERDOAILLETHRA
BREOAEREEZLEYSS,

6. $980%IZAHT S,

7. BBAOHERFEIZELY 50~75%&HT 5,

L DL D il

LY — S == 1T =7 PR3 2
= s A MR A KIFEB T EOT SZ2 = B Xdh DNE DA 5 g A
= ® >, 3 BG O

PAX6 EinF(FERIBDM . PRME, BRIV 7NV RE BERICERBRLTEY ChoDFER
DIERREIZEY . BERE, TADA ., SRNHEREES. BREE. VL2 —ARMIEGER QTR
BHHEZHICENH D,

o010, BEBARBIMEELN2/ITHRYIFERGNEGTHA,.
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<EEESE>
DN~ DVFTIMNEZETELDERRET S,

1) UTTMEUEDEEZRRET D,

H =2 —
P

e

<

e

BEBRNFIRT. ER SR ADR) AMEELGLD
EERRIHETRFLEADIRDEIERA0. 3LULE
BRBRENERTRIFGADIRDBEMRANO. 1LLE, 0. 3K
ERRLHECTREF LA DIRDBIEIRNO0. 1K

T RBEIBERAS10ULTHY  BHEEENZOONT | FRIKICHFENCREZZOLVRRT

%60

I 2 I-TEOH THRELEDEANESF TRIFLADROBRHFREEFIHERICIE. 1 RELOEEENE

I2#179 %,

EEEREEHYEIE. PIDDEFREFNAT—ILET /4 BIZET 20 ELINET B,

2) modified Rankin Scale(mRS) . BE-X&. FROZNZTNADFHERT—ILEZRAWLT. WIFhHh AL EE

XNRET D

BHAhRmodified Rankin Scale (mRS) ¥IEE#ESE

modified Rankin Scale

SECINER

0_ FoZJAERATRL BREAERES FOMMEBIEN & E(C/RVMREETH D

1_ EIR(EEH D> TEBHSHREE (R ¢ BEARS KOMBERIR (LD D0 FRELURTNSITD
BHEDO#HOEEIITZD TUVWEASDEHCHIRGIRVREETHD D

2_ BEDREE: FAELARIN 51T D TOEAESIEEN (CHIRR (EH D 1Y
FEAEUFIOFEEI NI AN TITADIDITTIERL HEEEFIBIZIUTWDIRETSHD
M BROEDEIDDZ EEFMBRUICITASD

3_ PEHFEEOREE: B AHI@EHEZFI A U2 IR EC(E9TEh
AISHhOMENZEHEE T DN HITENMRL ZHELETDIN, BEHT. BE. BIZUIRHOHEER.
[CITRD N LR ECENMBERE E URWVREETH D

4_ PEENSEEDEE BEST. BE. BIZURHFOHR. MLIREICE
FITOBENEKCEMBARETSHD MEhEBEET DN, FHRAME IR E & U/RLVR

RRTHD

5_ EEDEE: BCHENDNMEIZNE LT DIRETH D,
BlzED., RBERRE, BICNEBELRTFOZMHE
£33

6_ T

B ARMKNZE 2R
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BE-X& (N)

. JEIRIEL .
. BICOED. BEFELNECHBVEEDEERLVH LA HEEFE - BEEFICKELL,

. BYHEDOI XL, BEROEEDTIXEVLELT S,

BE-RBERfFISHDONIZEET D,

. BNV SERE OMRBERBERE, DOBIRRBLE) ELEET D,

0
1

2
3.
4
5

. FEMICEROMNREFERIKREL TS,

g (R)

. JEIRIEL .
 HEEDETLREDFHRIFHEN . HEETE - BEAFICKERLL,

. FREEQEDICBEQEYNGE DEKLH D,

MR KA BEER DI T8, HAWSEEZABEDHELEFHETRUNNELD,

. BROR5HHNIEARHGBETEBEEFRANBE,

0
1

2
3.
4
5

. [EVRAH AL TGRS EB R EFANDE,

3) CKDEEENFBE—IIVINFTOHEADBZEERERET S,

CKD BEff EHEE— vy

EORES A1 A2 A3
REOTEE
0/8) E% |BREOR  =EEEAR
RER/Cr H
(g/9Cr)
0.15%% |0.15~0.49 | 0.50 LIk
GFR E9 ERE-3E -
g 61| =90 4§ = ALY
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BE~hEE . e
FEE~RE ~ |
G3b 30~44 Lol F oI
e gy WM Tl @ 7
G4 |WEET 15~29 7= DI I~
KEEAS
G5 | (Eskn) <18 7R 7 7

FEEGREE - GFRES - EERESEEHELAT—UICEYFET 5. CKDOBEEERIET, REEFT 2, LMETE
CREQUAVERDIAT—CEREIZ, &, ALY, FOBICRAT—UNERTLIEEVRIEILRTS
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X ZMMEERUVEEE D FEOBEIGCHITPEBRER

1. RBEMICAVBEERIER. B REFCRL T, ZIMEE L (RFERORENMBRVEECE. WITNOREA
DBEOZERAVTEEULZ AR (22U, HERmDiRia%Z R I ERAREIASE Tho T, HESRRIREREDICIR
3) .

2. BERBRCHBIIZEEEDFEROVTE., BYIREFZFHNEEO T TAREMINDNTVSIARET. B 6 1A
B CTHROBVMARRZ EEINHIRTID2EETS.

3. RS, GEROEEN LEEOEEENRET—EMU LICRHEULRVETHIN ., BEEREEEZRETT 2N
ERBEIOVTE. EEEBROIIRET D,
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AT FIE
O BE

1. =
B HEFITENTEFLEFRTRITRBLTVSILTRESNSERMEERT. EEEAREMLE
ERRERT . BEELTFIE PAX6 BILFTHA KEEFHERISHBEEDEBOVENTRERD.
RENREBEIRELD RERORIEMEE LI BANSEA AN ALSNHHERTHD, EEE
T, BEDSEREENREMICRELTEY., BH2ENLBRFEICRET 5.

2. [RE
BEEBEGFIE PAXCEIGF THAZEARICHRBASNTEY ., COBEGEFDRTILDOEEEREKIZE
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CREMEHMBEXID |, 2) BEREMERMERSE VI8 FAF (F8)RZE (EXMMERFEA L. 3)E
CREME R von Willebrand EF (VWF) R Z fif (H 2 R E XM von Willebrand #5) D3FERERRE
3%

2. RAE
T N o e e e e s I )
AVEEZ—), F XA TN TN D EERFLZR EERFHAERLELODREB SR DRI
BREINDHIZE XA ZEERFNERHONDIEN., HIDRELLEDIGENENEHRSN S, A
B EERALTCEEHPSHRUERER - REGMOBCRELRE . BEEMESR, FiRk Dk EE) Ff-o
TLAHH, FEBIDHFBITHRMETHD. BLARL TELEAFTHATH S,

3. fEIK

1) HE®REMEXME FI3 RZECTIE. MOBEFELRSEZHRNLE—RALGREPT., aPTTAPTT BED
BERMOERHFYRETEIHEVDICELHAST . BRALNT 5, AOESHWENTHIHA K
EOHEMAZNA, BERODEDEIZTHHMT HATEEEAH D, RICKEITHONT SO TEMIC
Y, v IREFRITIELH D, HiMNT DEMLIC Ko TH L RN ERED(EHHE) A EEMEA B
%, 45 ICINEFE L TEE MO W N TIERHR RIS DA H DN H M TIEERRICEVE
EERECL. MG di5681H5,

2) BCHREMEXRMYF8 RZMAETIE., HMFSHMEIcFoTHLUERNEhIoTREISEHE A
BEMEELLON S BARLHLGE THMCHANENEFZHKT L LS., IRkFE AGERE
4 F8 RZ4E)LELGY . BABAHMIEENTH D, FIC. BEEWN. HIFER ., BEREA H i =& AR RS m
BEF BEHHELGYBRLIDTIENVETHS,

3) HEREMZBXM VWF RZEOHMFERIE. BHTEETHD. EHIE. BEHSHIEEDED
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(3)_&KITBED I ME T (FHAOIME. 7 1%%F) (CBIRL-H MK DBEEENEL,
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vers. 2010) D KIAZELHMBERZE (L, AHXI/ 13 EFIZH 115 LR LI= &5 Z4RGH MEKRDIEHEER
DEHNGEHEICERTHSI, F-. EEESBLRFICHELT, EEHFZREASLGNVRICEDHEIE
Thbd,

FEBIDFHITAFR . REHLFESNTOLID., £ TEREEDRREZERTEIETH D,

B_#®&EMR
(1) —fL L2 RS

68



FXII/13 1V EER—DHEERIRE - CHIETIVERAAELTUEZTHREEGEZAVW-EEREE
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APTT ZRIELCHRERBBOEENRHONDD TENREEE) . EANIHEATHS.

(1) F8 A~ EEA— (EEIHNEIEF) fiiRIRE ; — 5 & 0 2 & xf BE fn $7% (Z 4k 4 (CERFE 5 IR U - fE 1 0D dn #%

BEELT, 26 37°CTIMEL THSLIETF F8ERZRAE T S (RNERFE)  REEER (Z/4T1) EX
TEAERGAT DAEEZ—HHY. BREMERE A TEEEHNZL\DOT, FEF F8 FMHA 50%%
B -HFRERZAVTAUEESA—HlZEHTHEBL,

(8) iIrFsECHulA* " FEEEMIUAIE, FICKHEERER ((L/TOYRE ELISAGE, A L/YAMELRLE)
FAVTREZMICRESIND, F8 1o EES—, BIE 1R F8 HEilfdkd, REFWHFETRES
N MEICEFET S F8 BEMALHBITEE T A LA ARELD T, mE, B EORBEHEIC
FRATHALEFEN TS,

o HmEREFALCLVL F8 BERAGERREMHERBEMM LFEETHIENRESNTLLDT,
A-(DEA-GB)DEVEDFHRERRICEHEL,

10



4. TDMDEE
(9) VWF: RCo (von Willebrand [K|F Ristocetin cofactor ;&) @% . IEH . HAHLNFEHN (H M)
(10) VWFAg (IR =) . @FE. IEE. HAL(IE i (K k)

C &2k
GEEM) MRFE. EXME VEAFFS)-F8 EERZAE., £TH R F8 RZ fif (BiEM I ENEIREL
E) . GE{EE) von Willebrand J5. B 2% & 14 von Willebrand J& .. £ T® Z 1% von Willebrand SE{ZEE (DM &
BEE ., REEMEM/MRIZLZAE, FIKBREEIE TR, Vo N\ RIT BRI RE LGS ORBELCRREELHD
EESREMERME von Willebrand fEIZEE) . B C & 4 H IS X11/13. i)V AE B fEIREF L

D BEFHMERE
F8EEFDEEMNEN (RikM HEEME I KEDBRSY)

<BWohTI)—>
Definite: AD 2 TZ+B®D (8) Ziifit=L . CEBRHLI=2 D,
Probable: AQ £ TH+B®D B) F=-lE (N ZFimf-L. CEERRIILIZE D,
Possible: ADZ T i-d3D,

3) BCREMEXM von Willebrand AIFRZJE (B2 REMEHER KM von Willebrand &) D2 TR %
Definite, Probable Zx& &9 5,

A FEIRRF
(1) REMFEL-HIFERIH D,
(2) von Willebrand (VWD) D REEFEAVHELY,
(3) MM K DEEENEL, FTBED M B R (Fif, SMF. IR, D IRLEE) (IS HMBEE,
(4) BuBRE F MM /MRELE DIBFIE S A,
(5) WFEMRE* (B D28H) T VWF BED/N\SA—F—DEENHSLEE VWF:RCo(von Willebrand FElF
Ristocetin cofactor ;&) . VWF iR EMNEAEED 50%LL T,

B REMA
1 —iMmREERE
(1) MR ERHDHDITIESE
(2) APTT; EEHSWIIIEE
(3) IM/MREIEE., B, HAHLNFIEM
2 BHENBEE[ADG)SE]
(4) FVII/8:.C (&) IEFTHAHLIIIEE
(5) VWF:Ag & VWF:RCo; @ % . & &4
(6) VWF:Ag & VWF:RCo DELE  BE, REENLEEICHEL

11



3 MEEZHMRE
(7) VWF A2 EEAR—; VWF & GP (Glycoprotein)lb EDIEEERZEEY SF A (A EES—) BEE
IHhIL, VWF:RCo 1 RIPA 7Yt/ Z AWV IEEEMTLDORERESHERBTCT 2 BFEEMIRRE) THEERIC
BHTEHENTES,
(8) I VWF Bk e AR GEEEM) ik, FIHEREBR (1L /TOvNE ELISAE. 4 4L/90
JNELGE)ERAVWTREFZMICHEE SN S, PR VWF BEER (U EE2—) . REZHNAE TR
HEnbd,
4. ZDMDEE
(9) RIPA (Ristocetin—induced platelet agglutination) ; IE& . . $HAULNIREN
(10) VWF RILFIY— IEE . HAVWEEE (ERFEVILFI—RINH AL FEL)
(1) VWF 558 VWF 25 FVII/8 RiaRFZix 5L T, EEAIIC VWF EMZAIEL ., TOEUREE, 3
BHEHE TS LICEST MAINSDBREREDHRLFEFHTEST HENTES, 7212L . EUIR
FDETPLEBIADEMRE AVWD [CHEHEMNERETIEAL,

C SRl EZ B
1BIE von Willebrand & . £ T D Z X4 von Willebrand fEIZEE (L MEFEE . AREMM/NMRIE LA, B
IRHEEEEIE TAE, U/ \RIF B EISIEMEELE DRELEREENHSHIEE D HEHEEZ KM von Willebrand
fEIZEEE)  BECREME MR Xi/13, B R&EME VII/8 AFRZE (BXMEMER A KE,

D EEFHRE
VWF B {EFDEEMNEN (RiktE EENE VWD DERSY)

<EBWohTI)—>

Definite: ADETH+B®D (8) Zidiif-L. CEBRMLI-EL D,
Probable: AR ET+B®D (N Zimf=L. CEBRMLIZDD,
Possible: AD £ TZimf-LT-3 D,
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<EBEEESE>
CBRIFERICEFELLO (1)~ @) OWFhhZE1ELEEILEHIZEEFEL. HRET D,

1. FEFEHIN :
(1) B dir B9 7
(2) EBEEM, mEEROMM (B 21X, EEN, GHEA, HRERWN, K& WIEA, BIEN, #ER, B
W, DEEN, 28— X 2 MEBREEZRE D FA IS
(3)Hb 1 8 g/dL LT O AN, &5\ it 2 g/dL DL EDZ#E % Hb KT % & 72 5 3 Him
(4)24 BERIPIIC 2 AT L E 0 421l 3 B I AR IUERER I % 2055 & 9 % HA I
2. BRAE M :
FiebAto & Tolim**
* U H AR AR B IEHE S JBAT) 3 3412 5 2 & 248
LA L OCERMEO MG, BRI D CIRIMERE R TR E

1. EfEHMm:
(1) Eeanpg7eH M
(2 EEEu. EEfFIOLM (FIZ L EEN. BN BERA. KE. BN, BBIEA.
BHEE. BERN. DERN, ISV MNERBEFESHAREME)
(38) Hb fE 8 g/dL L TOE M., 5L MK 2 g/dL LLEDEEL Ho {BEE FZEH-59 Hin
(4 24 BERNIC2 BEUFDEMBHDVEFMEKEMEHELT S
2. BRyEHMm*:
LS DETOHmm* *
Y BAERRE AR MM E(UBATE S EI(ZT S LEHERE
CEHRMRUAERBMEOEME. BECECTUEMABEEEETAE

SRS ALY N OVEE FE B OIS 2 3 1T 5 A

1. RAZWHTHAWV D EERIER, MAEFTRSICE L T, 2R LICREEOREN L WEEITE, Win
DORFOHLDOEHANTHE LI X2 (72721, SRR ORKRZ2 R RERE Th > T, MR
REZ2 HDIZIR D),

2. IRRBRMATR IR D EIEE IS OV TR, MU R EFHE IO T CIREMTOIL TV DIREET, &
T 6 4 H Tl b IBOIRIEZ ERIHT 2 2 L L35,

3. k. JERORBREN ERROBEMEESFETEL LIZEY LRNWE Th D0, @R ER AT 5
T EMMBERFIZONTIX, ERERORNG LTS,
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288 HOREMEZRXMERERFRZIE

1. =

MR EEE T BT DI T X X7 B Tl 28ER 17, ERMEPEESE TIZAWERTELL
BT B0, LMD DO EMmieNTEITKLE12Y, 95< 7> TRHEICERLST < 20, BRICH
DVTRWTEEZR P T X EVWHINZBITHREBE CH 5,

CCTIRRZ9HEEIRFOEFEICKY., 1EEREMERMEREE X1/13 BAF (F13) RZ4E (B
CREMHIME XD |, 2) TEEREMEREERS VII/8 AF (F8) RZE (RXMEMERFA) 1. 3)IE
CREMEER KM von Willebrand EF (VWF) R Z fiE (B 2 &£ XM von Willebrand #8) D 3HERERRE
5,

2. FRA
BEEKIZEDIUEES—P TN ENDHEERFEDREESHENTRICRESNS-DIZE HEE
RFAEKONSIEN, HIMDRRELGHHEENENEHREINDS, SHRLGERKER - REMOEERE
RE.EBEMRE. BIR/DBREE) ZH>TLESN . EFDOHFRIIFRIETHL, BERANTEHE
HIEREATHS,

3. fEK

1) BoAEMHRERME F13 RZETIE, MOE F 28E I 205 — 072 RAEPT, APTT 72 & 0Okt
EIRFDOEIZSH £ BE TITRVOIZH I ST JHRHMT 2, (KOS WES Th DA -
FIE D MR Z N, FHIKD EDOFHAIZTH IS 5 AMREMNH 5, ACKEICHIT 5D TH
Mz, vavyZ7REZEZTZELHD, BT BEELICK>THRA LRI EE S(E HHIE)
ATREMED B D, FICZ SO TEE AN O H M TIXREZERIC DA H SR O H I TIEER
RICEVEFEZEIL. MMM LLE5550H5,

2) BHoREMEXME F8 RZETIE. HMERNEEGLD NS, RALELE T HMCHARN
HINEZFETHENS A, MERK AGEEME F8 RZ i) SEAY  EASINEMIEENTH 5, i,
BEEN. RN, BEAEMOEREREHOGE L. BHMEGVBIOTEENBLETHD,

3) BHOEAREMHXM VWF RZEOHMAERKIE. BHTEETHS. EHlE. BENSBIEEDELD
FTHADEEEDHMIERERARET HM. FNIRELOEEDOHETRTEFLFET S,
BICKEICHMLTEMIZAEY, Sav REERITIELD D, FHChiE & TEZENO H I TIEM
FRFERIT, DB AN D 2 N DML TIIERRICEWEEZEZ L, EmiE 255805
Do

4. AEE

A 1EmEx
MEDE=OIZIE. T EDRBERFNETLTLEINEZEND TH S, 8] REHEOCHIZIEMEEE

74



EETIBLELHD,

1) BEREMHEXREFISRZAETI. KLz 5 7-DICEMFISRHALEN T 52 L PN ETH D,
272l BEPURICE 24 v e B2 —RREEAGIRRETLERH LSO T, EH L FI13 BFELIR
<D< le bz, EMTEFETHREEDEBE., BMEHA#HIETHD,

2) HOREMEXM F8 RZETE., FHHHMICHLTIEHFEON L NELFRETINELAH D, -1
L.F8 FAEICIERELENIENZ LD T, EMHILE VIVT BAF. HHVIEERETOrOVEVES
FRAKERET SN/ RIEMEE) , F8 AU EEA—HMEIET. HEHEEFSEENEELTLSIGEIL.
DDAVP (BEER/ NV TL v ) & 5I12&Y VWF HAEML., VWF IZk>TREILSND F8 jEEMNEMT S
DB D, ZDF8EMIEIMDIEE ([EUREE) SR CERRED) ISIXERIZE>T)I—230hH 50
T.BE5RRICF8 EHDEEHRTEIRETHD.

3) HEREMERRM VWF RZETIE., Hifl% 1k %182 DDAVP, H DL\, VWF &4 5 F8 iEfEil
FERETEMNEFDECHENDEOCHEIZE>TVWF DEIRREEFHNKEKELDID T, TNE
NOEFIDIEKICEST-EFLABNIDLETH D,

B iikiR#t BREREE
BEARAEMHERXMERRFRZENDEDRERIEIFHTHIN. TN ENOEERFICHTHEEH

AHAHIORERTHED T, REFRELLTRERIGENATEESRADEEZLEDILENH S, iEHI
[CELTHRIFMHIEDIRNERLY | Bl—HEE R HREING,

a. BIBRERATAMREDHYAIOTFRAT7IRGEDRENFENENTHLAIENZ L (BEF(E
RIZEIG (XEEUN) , FERIR. MARGE. BREELGENHLEEE. BIBERERTOMREDOEBREEEZS,

b. AEEMMEDEMIZ(E rituximab PHAHUORKR)Y A, THFAT)ULEDZRELEET S (R

R s [ 2L

c. BE.BRAEMAL/70T7YUE(VIG) (FHEINTULVEN, 2L, BEREMEERXM VWF RZIE
TIE. VWF ZEELANLIZHBFEEESE LI EAH S,

d. lLMEREICHEET HIHEE, MAZ—FHICRET A-OICMERER, REREREZLEET S,

e. I—OWNTIL, HOREMEXYE F8 RZHEIC F8 5 LA EMNFZEDLRGRIZLIEREAEE
AN TS,

5. F&

1) BEREMEXM FI13 RZEDFRIEBRGEL, HMIEE IR EW THEZWHT S 56123 1
SN MAET 2 B8 1 F, R )BT L CHIMSET 25230 1F], BT L TR
AR R OREFI 3 2 51, FEAEH 1 FARG TR P OIEFI ) 2 B, M OIEFN 3EITH D,
2) HEREMEBERMEFSRZETIL. F8AUEES—(E, REMFIBEICKY—BIEEMRETHIENEL
D BT HIEEDETE, F8 HERANERELTWSILLHY . EHMREZ SO RADRZAE
EHRDLETHD, RTEF2~3FLE< HIMFE L)L RENFIERETDORERNAZ VDT, RELE

BALETHD,
3) HEREMEXRM VWWF RZETIE., RCEGNSERICET DEHFETEZE THHN ., BEICER
LTREIChE>TBESZEFNEDEGN, B, —BERLE-RICBRIIEHNELHIDT, TH
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MREZETCRIBEOEBHEENVLETHD.
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O EHOHEIHELEE
1. BEH
#9500 A
2. FFHOHE
T (B EREERREORENETESNENBBEINTOAEL,)
3. MEMLAEAE
RFEN (RHEBECREMFIZEL AL BN+ RSN TLAEN, )
4. REDOES
DEGAET . BREBRERYERT,)
5. BHiE%E
HY (FRIEROBIHEESY, )
6. EREENE
BEVERICEEEME1EL ERILE-FIZEEMEL. RRET S,

O fA#EHT
1) TEXRMEIEMFES BXEOREATIFSAEREER]
REE TRERKRFNERZ A% BHP—H

2) TEAMmizIEMFS Bof&EEHME FXIT/13 SHEEEREZER]
REE WERFEEERDFRES Zik W 8%

3) EEFBRFHREMME HAMKBEERMESE THCREMEHMAELRD M9TAL] OF

OHORERE L [HEM] SERESOER] OBE
REE WBKZEFRSFREFZ &R —#F AW

117



<EEEE>
1) BEREMEXRMRESE X1I/13 AFRZAE (B REMH IR XI) Q2 EELE
Definite. Probable Zx{& &9 5,

A FEIRE
(1) BEFLRNICHEL-ELERLIHS,
(2) EXRM/EEMERSE XI1/13 AF (FXI/13) RZIED R IEEHEL,
(3) &KITBEEDIEMER (FHMAOIME. 7 1%%F) (CBRL-H MR DBEEENEL,
(4) PUBREZECHRIVMRELRE DBEIZEHNEL,
(5) BREL,FXI/13 2B H/\TA—2— (BEFHE. MIREDL 50%LLT) DEENH D,

B ®&EMR
1 —RERERE
(1) LM - BEFIEELS. ERLTWSHEHS,
(2) PTEAPTT - BRIFEERLZLS. EELTWSHLHS,
(3) M/pR% - BEFIEERLLS.BLLTWSELH D,
2 BFENEERE
(4) FXI/13 B, FXI/13HiRE - BE. MFLLHETLTWS, =L, —BOEH. HIZIE.,
FXI/13-B 47 1=v B 2AENRE DRI TIE., HREEATORFHAAS FXI/13 BAIZKDEEICL
THRELLERBEHE AL IENH S, FXI/13 BIMDZEDE T (I AHXI/ 13 ZEEL, thDEED
BERFOETEZE > TEBE~PEEIZIETIH5E(EDIC. EEOHEELEIZLSZZREFXI/13RZ
FETHAHENZLY,
(5) FXI/13 LLiEME - 1 FXI/13-A T 1=vrEEHRANREDFRE DEF TIFIETLTLSA, i
FXI/13-B 47 1=y rEEMAI REOEHI TIEIEETH S,
(6) FXI/13-AHT1=yb FXII/13-BHT1=yh, FXII/13-A,B, FiIRE - HLFXI/13 BEEHRADZA
T/HERICES T BRRGREEFEFTETLTLS,
3 HEEZHIIRE
(FXI/13 AVEER—WEFET S *x IEEMBETUETHRHEZEPTIVRYAAZREIZKDIEEMIES
DX ERAHRERQ7°CT 2 BHEMEBER)LE DEEEMRETHM],
(8) 1 FXII/13 HEHRAMNFEET D * (A1 L/TOYNE, ELISA, 1 L/VOTNERE DREFHIRE THE
%),
* JEHUAR, FEAV N VBENRRER THAELI-FKDMENERH LD TIET 5.
18 X113 EFZIFXI/131EREFRY B,
2 FXII/13 R &SRB REHNFEE B REMH MR FXI/13
(Autoimmune Hemorrhaphilia FXIII/13; AHFXIIL/13) | EBEFRT D,

C RNk
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BERME GEXRMY) XN RZIE (BT HRERE) . R FXI/13 RZAEFEFE LM EREEE (DIC) F i,
SME AMFG EDMBRBEER EEMEER. FEEAN/ vk - 22054 VEBUR. EBERERER
B GEEMXBE, 70—RGE] BEREMNSE VII/8 BFRZE (BRRMMAR A ; AHA) ©EX
4 von Willebrand (W) fEIEEE (B IECREME WE ; AVWD), BCREME VII/S AFRZELED
oL THEEREHEREHIRELR E,

<EBWohTI)—>

Definite: ADET+B® (8) Zidf-L. CERRIMLI-E D,
Probable: ADET+B®D (7) Zimf-L. CEBRI LIz D,
Possible: ADET#iHT=9HD,

<sE>
A JER

AHXII/13 DEERAEIR X, SHEMED KIS -HEHIOASBEEDARERHEMIZESETTEE TH D, EH
(F. ZHEEHHTHHBECREE GBI L EERE X11/13 AFFXI/13]ISET 50t E K. &
HIEDAE. FXII/13-A YT 1 =ybk FXII/13-B HJ 1w EHEDECRFIZEIIBRETESR)ER
LT RABEEEDEMARERARKIET 5.

B ARER M2 IEMFS/RBESLUIZE(CZE SO H MEHEZE 2010 &k (Bleeding Assessment Tool
ver. 2010) D K OTGAF L HM BRI E (X AHXI/13 FEFIZEH H5 LR LT- K570 SHRGHMAERDEHEER D
BHNGHEICERTHA, F-. EEEFBLRBICHELT, EEMZREASLOELSIICEHEIRET
Hb,

FEGIDFHUTIFFE REMLBEINTLLD, 26 TEREEORREZRET I NETH D,

B ®&EMR

FXII/13 AV EER—DHEERIRE - CHIETIVEURAAEPLTUEZTHREEGEZAVW-EEREE
TERINIM, mHEEDFXI/135E ML OEEER FXI/13(FXI/13a) DEEFUZEET 2HADAER
HITHDT EENBETHD, FXI/13 AVEEF—ZEET DRI —=U 7R ELTIE, EHID MmIE LR
EXMBOMBLAN: 11 RERESHBRN—KRMTHS (1L, B R TRIZES [LEL) 5 BREFTRE
BREBRL. FXI/13 BTN AVEES—R ITHANEAFRZE ITHANERANTIDICHERATH S,
FVII/8 4 EE #—® Bethesda B D K32, EFIDRAFEZERBUFRLTRENBORKELESL. BE
EMEAETSHIEICKY . FXIN/13 AV EER—D QWliZRE T HELARETH Do

PFXI/13 BEEMAEDOREZHNRE - B3 LEETO AHXI/13 EFDRRHAFFE/HER R
FXII/13 BEMADEAETIELGVD T ADKRHBEDERITHETH S, FEhE/FEEER
FXII/13 B 24uiKIL., ELISA WNREBD AGEL. 1 L/ /RybTOvrTytA A L/ 9O 574555 H
WHERRAREEREZTRESIATWS, BHRMICIX, 2R FXI/13 RZEITBREH L. BEL
FXII/13 #EEMALHYFLN. TDEEIEEREBOAREICKY ., BIEREERT S,

B, JABREER/BMRE
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(1) FXII/13 HEFIRGHER; AHXI/13 DEZEZE., AEABRTHIEERSHNCTELIENAHS; AHXI/13
DRAPLCHAADEKIZE>TIE, (@Hlaﬁb#ﬁﬁﬁé;ﬁuitéckl'otot)Fxm/13 ZERY HIRMEMK
HEDHREDERBREDTTENFHERIND, NI, REINMSOD FXI/13 HEDHREEPRERBEBFOL
MAEEEZILI TS LETEERTH S,

(2) 2472y $, o HOEBHERG BG. v 2841k, o HEERLE. ZThThBEEZELL
EBELTLSHRILTLS,

(3) ZB#5 a ,~plasmin inhibitor ( & ,~PI) (%% « ,~P1 MSMiE o ,-P1 ZEL3) ;FXI/13 SEMEAIEED 50%
UTICIETYSE BB o, Pl ECHEBERTI S, =1L, AHXI/13 [THFEMGRERRR TEGL,
(4) mmmm FXII/13 /R E (HAHWNLEM)  EERENBREINSD T, EXMEEM FXI/13 RZAE

AHEMERN T HDICERATH S,
AHXI/13 ZEHSERERBDRREZERT HEFFARTH D,

CEEFHRE (L, REEDHEEITAER)

1EXI/13AFAYTI=—VMERFOER £8HE
2B XI/13AFBHIT1I=vhERFNER £8HK
SHREMEEGTFOER SR

2) BOREMRXMERES VI8 RFRZAE (BXRMEMARR A) DDMELE

Definite. Probable Zx{& &9 5,

A JERRF

(1) SERAMFEL-HIERIHD,

(2) GEEMN) MRFEOREENE,

(3) HmMMERDEEEAEN, FFITBEDILME R SME. FilT. ki, 254G E) ITfHE--HMmBEN,

(4) MBEBEZECHM/NMRELGE DBRIRE5MNEL,

(5) HEMKRE*(B-2 B38)TF8 BED/N\SA—F—DEELNHL(EE F8 FE. F8 RENEEMED
50%LLTF) o

B BREMR

1

— MR EERE

(1) HIMmEFRE; E%

(2) APTT; EE

(3) m/MMrE; EE

BRENRE[A-0)SHE]

(4) F&CCEM); A& . ZLJUET

(5) FBAs(IRE) ; E@E . ELUET

(6) APTT RERESHRER EHOMBTLEEBOMBLSEEICHFFESL T, 37°CT2HMMELT
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75\6 APTT ZRIET 5, TASICHTHNIETRZE ITAUEES—[ZMH. ERAZFIZGTHNIETAE
— & | THMEHIET . BH. MUV BBEEEEOIN—TRAT7oFAT7ISUMTIE, REHRANEIC
APTT ZAIEL THEREFFOERNROHONLD TENFHEE) . HAICERATH S,

(7) F8 A2 EEA— CEEHNGIEF) AMRIE; —EEDREE X BTk~ IZBRERRUES O MmiE
ZRALT, 2K 37CTIMRL TALIETE FENRZRET 5 (NERF &) . TE2BER (2471) R
TEEFER (44T 2)MVEEA—DHY . ERXMEMKRE A TIEERENZLDT, &7F F8 [FHEH 50%%
BAAFREREAVTI/UEER—AiZEH T HERLY,

(8) ImF8sECHUA*™ FEEEMIKIE. EITHERER (A L/TOYNE ELISAE, 41 L/9ATNERL)
FRAVTREFNIBRHEINS, F8 1oEE2— Al fliin F8 BRIkt REFMAETHRES
N MEICEFET S F8 BEMALHBITRE T AIENARELD T, mE ., EFHIEOKBEHEIC
FRATHALHFEIN TS,

*OHMAEREECGEW R F8 BEMAKR GERREBABERE) FETHIENBESNTLSD T,
A-(NEA-B) DIEVEDIFREXRIZE DL,
4. TOMDOHRE
(9) VWF: RCo (von Willebrand E-F Ristocetin cofactor ;&%) ;@& . IEH. H DL IIEN0 (K mbF)
(10) VWFAg (1R E) ; BE. IEE. HHL N IEM (K MmAEF)

(O VA
GEEM) MR, £RXME VEAF(F5)-F8 EERZAE. £TH R F8 RZE (FBiEM B NIRRT
E) . GEIEE) von Willebrand J&F. B 2 % 14 von Willebrand J& . £ T®H Z X 14 von Willebrand fE{&EE (O M E
PEE. REEMM/NRIE 2. FRKIREEEETIE. Vo /\ RIS EHIBESEEGE DRELRREELHD
JEESREMEER R von Willebrand FEIZEE) . B O &M H IS X11/13, fu) VBB EMREFGE

D EEFHRE
F8EEFDEEMNEN Rk EEMEI R DR

<EBWohTI)—>
Definite: AD 2 TZ +B®D (8) Ziilif=L. CERSI L= D,
Probable: ADE£T+B®D (6) £f=IL (N Fimf-L. CEERI LIz D,
Possible: ADET&iE-THD,

3) BCREMEXM von Willebrand I FRZ4E (B 2 REMHER KM von Willebrand &) D SRR #E
Definite, Probable Zxf&&T 5,

A FEIRRF
(1) REMFEL-EERNH D,
(2) von Willebrand J&(VWD)D R i FEHVEELY,
(3) HIMAEKDEEENEL, FITBED LM AR (FiT, M5, IRE. DIRGE) ITE-F-HMBEE,
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(4) PuEEEZE R/ NMUEGE DBEIRENE,
(5) HEMNBRE* (B D288) T VWF BAED/N\SA—E2—DEEINHDEE VWF:RCo(von Willebrand HF
Ristocetin cofactor ;&H4). VWF IR EMEHEED 50%LL T,

BREMR
— MR EERE
(1) HMmERE,; ERHDHVITESR
(2) APTT; ZEEHSWVIIEE
(3) M/NMRE;IER. B HAHLTIEM
2 BEMBRE[ADG)SE]
(4) FVII/8:C(GEME); ETHAHNIIEER
(5) VWF:Ag & VWF:RCo; @ % . & EHE D
(6) VWF:Ag & VWF:RCo DELE  BE . hEELI LT EITHL
3 MEEZHHRE
(7) VWF A EE#R—; VWF &GP (Glycoprotein)lb EDMAEERZEE T 5F A (1o EES—) BEE
FHIL VWF:RCo M RIPA 7Yt/ ZALV-EEMR LD R EREHERGTCT 2 BENMRR) THEEMIC
BRHETHIENTED,
(8) i VWF BCHuiK; JEh AR GEREEM) KT, FIHEREBR (1 L/7OvNE ELISA L. 1 L/90
INELRE)ERAVWTREEMICHREINS, PHE R VWF BERE((VEE2—) ., REZNAETR
HEhsd,
. ZTOMOBRE
(9) RIPA (Ristocetin—induced platelet agglutination) ; IE& . 4. HAULNMIR AN
(10) VWF R LFIY—; EB. HAWEIEE (ERFETILFI—RUMNHAHLITHEL)
(11) VWF %558 VWF 2% FVII/8 R RFNZiR 5L T, BEIC VWF EHZRIEL ., TOEUE, 3
BHEETHILICEST. MFISDBREREDHER/LFELHTET HEMNTED, 112L. B
ROETOEBEDEMRET AVWD [CHEERNEFFR TIEAL,

-

N

C B RIE2 1
BE{EM von Willebrand & . £ TD Z X% von Willebrand SE{&E (DM EEE , AeeMMm/NMRIELE. BIK
IRHEBEIR TRE. Vo N\ RII BHEBENERELEDRELRREENAHDIEB C HEMEE XM von Willebrand
fEIXEE) . BCREMH MR XI1/13, B REMSE VII/8 AFRZE (BREMERE A)HE,

D EEFHRE
VWF B85 FDEEMNEN (RiktEEENE VWD DRRSY)

<EZEOHhTIN—>

Definite: ADET+B® (8) &imf-L. CEFRILI-LD,
Probable: ADET+B®D (7) &=L, CERMNLI=BD,
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Possible: ADET#E=LTI=1D,
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<EBEEESE>
BEVERICEEHDO (1)~ @A) OWFhhZE 1B ERIL-FIZEEFEL. HRET S,

1. EfEHMm:

(1) BanRI7EH f

(2) EEE., EEEROLEM (FIZ L, EBEEN. FHRN.BERA. JE. BERN. BEEA.
BIEIE. BEN. DERN, OV /NA— AU MERBEEHESHARNE M)

(3) Hb {E 8 g/dL LA FOEM. 5L ME 2 g/dL LLEDEEL Hb [BEETEL-59 Him
(4) 24 BREINIC 2 B E D2 MBH DUV EFRMEkE MEHE LT S
2. BRfEHMm*:

LS DETOHEMm *

¥ BAREMREE AR H A EUBAT)LS BT A LEHiLR
CEHEMRUVEFEOEMIE. BEAECECTLEMABREEETRE

SKRBITHEE J OVEE JE 4 B OO | 35 ) % R 7 1
1. HAZENCIO 2 BRAER, AT RSB LT, SRAE LICRBEOBEN 2VEEIE. Wih

DOEHDOHEDEFANTHE LI 2R (277 L, Ma%ls OflE 2 = BERIER S Th > T, MeRn
RERBDIZRS),

2. IRRBRMATR T D EIEE IS OV TR, MU R EFHE IO T CIREMTOIL TV DIREET, &
T 6 4 H Tl b IBOVIRIEZ ERIHIT 2 2 L L35,

3. B, JEROREN FROTEEEDEETEU RIZEY LW ETH L0, WEERER T 5
ZEPREERFIZONTIE, EREROXMR LT 5,
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