V. Z DM

c BIESEEORAHZ —
- I B R IR RN B B/ Sk D RN
http://www. med. gifu-u. ac. jp/neurology/fahr. html
If; B R ZFEFTHBEANR P77 — % (ZRZICETAEHR) »6bANRET,
c 77— VIRB—LR—Y
http://www. gifu—pu. ac. jp/lab/yakuchi/Med_Mol_Therp/Fahr_Home. html
Is; B BB K P> > IEEFESIP-H -7 7 — AL b AN E T,
« 77— IVIRZEITA R A
LN OHRANRT>ZZICETHER(ELOFEMNNR) - BEIA FIF7A VAN

i‘a‘o

39



BHEF :
i5Fh -

~N~ 60O o A~ W DN

(fRmEE fm W)

Em265E2A1H () 13:00~16: 00
BRI AEXERERE F ERPLENERIEE->TE)

SLC20A2 BIEFERDIRFRIKRT (NeurologydDE D)
IFBEFERAE EMaEE /BREXE HEAE LA =
PDGFRB/PDGFB BIEFER. BEMRIFICOVLWTORE
IFEEFAE EVMaESE SFHSE

77 —VERUBEERRICH T D EEFRIF
REAFE HEAFH HbhEE - &R
SLC20A2H codeT B VEED T AR—2—PiTOBRERIT
IXEFERKE EViaEE (CHHEE
77—VBREOEELY OIPSHROERE Tk
IXEB A% CREFREESE FiEHRA - EEEZ
(FRERE) 77— BBREDOIRAR
MBAFREMEFMEESEAERRITESITRIR mEBRASE
B (SHEXE, MR, SEOMFTHEE)
IFEFERKE EMaEE RME D

Ik EAFEFE

R B ﬁa)%hu& CHREDHIITEAe-A—=HfaxT iE’fﬁ'FéL\
e-mail: hozumi@gifu-pu.ac.jp or fax: 058-230-8121

BB : T501-1196IETHAERE1-25-4 IRREERKE
EVIRESMEEAN BY :”K Tel: 058-230-8121

41



(BEt4 H—b2—)
http://www.med.gifu-u.ac.jp/neurology/fahr.html

it i e AEETT R0
EEXE=EE

EPTF - G

g EAg Link

HOME TR FERE

T -BEERBFALEOTS ., RREEE OB HA Consultation on Fahr’ s dissase or Calgification

23, #EBGEN

L RBAPHERE - BERTE, (D7 U5 RS REE U
o MNEERE L) 05 FHEORE) MRBOBEREENL §
THEYET. ?

CIor— gL TRERBOMAERLE IR EDBEERTT, 51
HOF. —ERBEERH L. IR AEDAVER ., -
EEAY AT ERFOH R KBS FRADHIREL,

P——

CENE WERN-ZEH BRER 59
- BERAE:
1. EECHEE: 058-230-6253 (W)
(FEORZ. BRAMEBEFSEBEAESND, FYELSBES R THEEEY)
2. AL CEE: dwopumiPafuacin BT
3. TPy RCHEE: 058-230-6256

¥
BREXPEeSuRs
BREATASE ELRHRH BENE-ZEeen PUSkTeT sk

CHRY | AEHE | SRR | BRERBAOEEA | BIUNREOEEA | B | S1EHE | ULy

Cronyright {07 2008 S B H0%

43



LT EE0,

. %V\Vf‘ﬁf *‘?fél’ﬂ
B (R IERREEY
B fRE (N
3659) IZSEIE L7
A TIELWER

i

BRANBYRZ TS %
HEDTLIEEW,
LS BEWWELE

P

H

BIEIXZEA

oy I ER A

REREZRAFRE-EFED
T501-1194 R HHIE 1 1
el:058-230-6000 Fax:058-230-6060

147

T

HIFHg) (8
- EEFERAEE

81|
of I Bk S AED
K R
y,
=@mEs ZTle  Bue N
E3 i
%.Mm%%%
RAR o
Toprer ) T w s i
R Rl égtzaJ@_xJ olE
”:g?‘ AEYUT,
| Bt
FER S
SRR
BKIE o
wa
BMEXAE, rRIb
8l
=hE
PN 4 WM@WWJ R

EXRE

ZRBEPER =PSB
IFEPELC

wwwmgm~¢

BEXFRESH
e

EEBR
&R 1.C




TEENRE

JRE B OMAIEDIAA IR E E I T RREISIEFINICT 7 — LK &

MRenNTERUEED, 27 FEYVENT 70—-FHH D BREEEZAIK
{fLiE (IBGC) EWSEMTHM—ENTEHUTco BRRIBZDEHREZET

IR A&

 RERY =T —ZFRAULY / LT E e NPSHildZ &R

URFEZERWTERL, FIRaEREOHAEZBHRUTRDET, XIE
BEREDED OBNATICEDWBNNRERET 7OEILDEELT

WZX9,

FEYIR
2014.02.14 7 7—=I)Li@DWebt 1 b Z2BULEL
B4E 7 7 —ILRNREBELIHESNELE
2014.01.27 WHFEEDFHXH NeurologylciBEcsnFEL

2014.02.01

YEGTERDAY

P OB oy

TATAL

'S

AT-COLNTERBIE

BEDREYI R

BRI

®RIE I
I B AR PR R 2 R TR AR AL B E AN TR BIRAEIR
IRy B2 SR R 2 TR R A HUR

IxBERKE EYhoER

T501-1196 IKBERIKEMAFFE]-25-4
TEL & FAX : 058-230-8121

E-mail :

L A LERE

(REICEILEHRIEIIES)

Copyright (C) 2014 IRBEERKRZE EYHEEF All Rights Reserved.

45



ﬁ%lﬁﬁ“’!ﬂﬁﬁﬂtﬁ (7 7=ILiFZEa8)

HEICEITHZBERIIIED)
ZMAARZA )

1. B=E

RINEEZ P/ INNERZFIC, RERBEOAGRILE E

FIRENEBRIRICT 7 — IR EMRE N TE Tz, BEFRIIC
H. INFET. ZOREZERITA0EWVRADMEDNTE .
. EERRIC,

1) mAIRMEEZAIRIE

2) ETHEDMEAEIR

3) HIEZHNEEZZHRL

4) BF. PELBVUIMEDORRED G

5) RIKFE

E-LEMEEDL S RIEHFRERNEEZARIIE (familial idiopathic
basal ganglia calcification : FIBGC) D&M —MILL TE . 2012524,
Nature Geneticsic. FENSFIBGCICHWTY VEBEHIEAE (type-lll sodium-
dependent phosphate transporter 2 : PiT-2) D&{nFSLC20A2/CEE %88
el EPBMESNc, COMIXIBKREREEE L >Tc, BERNICH. REBLMRE
Wik BBETE., REFDOHS0%ICC DBEETFDEENRD SN, TR
?W%bf:?)l\%'l‘é@ﬁ%?%\ HIERICZ DEBELFOEENRO SN, DT &

C RROFKZICEWT, VU VBEXEAPT-2AAEE L. 1 v ERmExaE P lENE
ﬁﬁé%kﬂb#@% ZELLLTWBZEAEREBLTWS, S, PiIT-20##E
BT P DBLCFERORITNEEN S,

—h. FIEEBRAEDH T, FIBGCRKRDAKILE &b, REBFZMICKINEE
COFARICZHOBRRBEZTILZRD2EEZ. “ARIEZHED VXA EEHRR
FIRHEZ{L®” (diffuse neurofibrillary tangles with calcification : DNTC) &
INREBRIE LA . |ME LD, BRI/ - IR E WS AMRbELNRTL
%, COEBEDHEEMEZRNTZIEHFETHD. ERF. 7FLANILTDRHE
RO, NEINEERND,

46



L. =T

MEHITIEINET (FR26FT1AET) 200EMEL Z2EHF U, LH L.
AR DR EIRR THEIT U KPR 1 FRlc 81 2BECTRARE T, RNEE
RICPPRO AL 2RI FE1~2%H D, Efeo FEACEEROBELZ NI L
Mo, TOREE LU THEEEEH D EHA L TWLWS,

3. K&
KIEH DFIBGCDHIB0%DEER T, U VERENIRIK PiT-20iE{5FSLC20A2(CE
Eb\mb@bbhﬁ_ (IBGC3&EmEASTINTWS) , HOEBGFEFERESINLTWVWS
. EFIEE DR, EBERTERINTEST. EREGFEUVTOEEICIES
1§za>é bfok%%ﬂﬁb\z\gfa%o MAB DO REDERIEREFRBETH 5,

4., TEIR

IN—F 2y VIEIR R & RN BREIR. BEEIR. FBER. SRAERREHRA T
HBo ZLIE10~40RITHFT T, BoBZ EMNEL, FEBEEHMERICHEITL
EEHCTAENSEBRVICEDODND I EHH D, EITEEZCIERBREEZISND
M. ZELZKRT. REESHTIFERW, PIZEAFRIEDF ICHIER D /INR-LEILRD
FET %,

5. BB
RIEMEESFRUEERT T h—t (PKC) Z&H I 2EFALELIIFRSE STV
Do

6. BEE
RICBWEREE, ETFHEIIEERINTLERL,

7. WEM
2010F7AD 5. HFIERATIE LT, EEOEMDOER. BRADINEZED
T\l\éo

8. EHE#
WTEE T TEED4IERICL %,

1. GRERCT L. MAIEEXKICIASHCTRHNBAIRILZRD B,
MEICHES>EBNARIEEB DN S OZR< (BWMEICE T2 XERD IR

DARKERZRE) o IR EDRRIEDOBEEIEMOR L,

2. BASHOETEDHRERZET 5,

47



SHENEE, BB, BRER BIEER. 71— LEEES) . TAh
ho. BWFSBEIE, TAVE, /\—F>V S XL, FHEEE (PKCH) . IBE
REH B 5.

3. TRERTLSBRHAGRILZZLITEELHEREATE S,

FREDELT, BIFERIRERE (MBECa. P, iPTHAEREE) . AERIFIRER
HEEETE (ILECaEE) . BHEARMERIFIRIREEETIE (Albright8£RE
fE) . Cockayne (A7 ) fEMRE. S IR U FPIKEEE. Aicardi-
Goutieres (P AT« - I—7 « I) fEEEE. DowniEf&EE. BRRK. ME
2%, B (HIVIESE. EBUAIIARPEESE) . 5 - ME - HHEIREEGEZ
R T %o

EolcXmlb. HabDE LT, KEMKERIXKIEIE. Hallervorden-Spats
J®. oculodentodigital dysplasia(ODCC). lipoid proteinosis. Nasu-Hakola
fm. MoebiusfiEf&af. Alexanderfi’/s & DIRENH %,

4. RIEEDBBEULIEHEDEN,
KIEEZH T M. RIEEN 2 < & HSLC20A2. PDGFBFEDORKETFE
EHHIBA U IEAIZFIBGCIC 048Y %,

48



FR25FET7 7 —ILIRtARYRE

MARESE
R{E Ih

HEaiEEH
KX &
=P/

MmO E
—H R
FLAEX
RIFRHEEZ
INEREA
EFIHE
EA=LEIN
INIRER
IR TR
ekl vd
SLIREA
=iE 13
HORE®:
TAREBETF
HTEEF
"ma &
FH AR A ER

55
M th—
NGRS
W &
SHER

S ERAF AR, 2

IR A EPIAEAR HUR
FRAZELHARAR 2%

RRIFERZARZRAMBIZAER B
REBKEZIPSHIRSHFTPARRAR D PRI R ERT  /ERUR
IR REBRZEDRT B
IXERITEERNFERMT Y — HEHR
[FEER-YBPNED -2 ayi=t S =

I B KFEFEGER - S8 B 2R
ATF«ANI—~Tr7o)Zv o BRE
FLIREERI RS AERL 556D

B RFEFEOREMNE HR
HEODERAEYIL ZBERE

HORKF MR ATRE 2R

SR ARZFEHEAR B
BUARZEPMEFEET HR
BEEMIRF/NEREEREZY Y — B
EERENIVANAAY A T AMFARERRRESY  EHIF
BIRFRFEAEAR iR
BIIKZEZEHEEFREREZ HR

I B KFERFRRHREARE B
AEFBEEIOYILY Y NEBHFR IR
Ik B KFERF RN B3
BNERMKZINRER PR #8

49



3 et

EENERE
1. @3

. B8 (3X)
R 7 Fehrfs. BAEREE 20145118308 FGTE

. ¥ (2&30)

Hozumi |. Roles and Therapeutic Potential of Metallothioneins in Neurodegenerative
Diseases. Curr Pharm Biotechnol 14: 408-413, 2013.

. ¥&8 (3830)

T I EOFahrfRORERERR EFZDHPH. 243: 323-324, 2012.

Iv. & (8&3Q)

Hozumi |, Kohmura A, Kimura A, Hasegawa T, Honda A, Hayashi Y, Hashimoto K, Yamada
M, Sakurai T, Tanaka Y, Satoh M, and Inuzuka T. High Levels of Copper, Zinc, Iron and
Magnesium, but not Calcium, in the Cerebrospinal Fluid of Patients with Fahr's Disease.
Case Rep Neurol 2: 46-51, 2010.

Takagi M, Ozawa K, Yasuda H, Douke M, Hashimoto K, Hayashi Y, Inuzuka T, and Hozumi |.
Decreased bioelements content in the hair of patients with Fahr's disease (idiopathic
bilateral calcification in the brain). Biol Trace Elem Res 151: 9-13, 2013.

Yamada M, Asano T, Okamoto K, Hayashi Y, Kanematsu M, Hoshi H, Akaiwa Y, Shimohata
T, Nishizawa M, Inuzuka T, and Hozumi I. High frequency of calcification in basal ganglia
on brain computed tomography images in Japanese older adults. Geriatr Gerontol Int 13:
706-710, 2013.

Inden M, Iriyama M, Takagi M, Kaneko M, and Hozumi |. Localization of type-lll sodium-
dependent phosphate transporter 2 in the mouse brain. Brain Res 1531: 75-83, 2013.

Yamada M, Tanaka M, Takagi M, Kobayashi S, Taguch Y, Takashima S, Tanaka K, Touge T,
Hatsuta H, Murayama S, Hayashi Y, Kaneko M, Ishiura H, Mitsui J, Atsuta N, Sobue G,
Shimozawa N, Inuzuka T, Tsuji S, and Hozumi |. Evaluation of SLC20A2 mutations that
cause idiopathic basal ganglia calcification in Japan. Neurology, in press.

50



V. FE (#3X)

EHRADE, BE T HOEEERT 7 - IRGOBEERED A I 21— 5ESNKE

O. FRIREE. 38: 1907-1912, 2012

VI, RES

®RIE D 77—E BRERAEAMEEY - NNEREARIRICE) O FREDOHE  EE

FEREMRBHAERERRMAEE FH22FERE - 2BEMRBEE 1 1-15 (FH235FE5A0)

RE T BRERAERMEER - NNERZAEKCEDEGCFERORE: BEESBREMEE

FAMRBRRMAREE 77y —IUR (GRERAERNEER - I\NERZAIRICE) OZH7h
RO ERFEDRAE FR23EERE - 7 BIARMESE | 1-5 (FA24556A)

TEMRT. MK . WH B SRKE. RE T BREEAERMEEY - WNEREZAK
LEDEGFEEDORE: EEFBRFMRBEHANMRBRRMREE 7r—/ILF (BREDEIE
RINEER - NNERZAIR(CE) OZWTEAOHEIL ERFRADRAE FHR23FERE - 218K

HRES 1 7-8 (FH2455R)

AR B, BRNE. ANBX, REF 3 BREMAMERMEER - NNERRER(CERE D
BRZ AW ZRTERIXENEIC L ERBEENY—H— OBt EEFERPMREHRHERER
RATREE T77—UF GREMAERNEES - IREREORICIE) ORBITADE &8
FORDORRE TH23FEMRE - NBIARJMES © 13-15 (FH2455AR)

RBE AR & i BR:T7r7-IUE GREMAERMEER - N\MERZAIRICE) O
PRNEDREN ORBEOREICET SR BEESBAREMEBH AMRB=BRIAREE 77—/
B (FREERAERNEERR - NNEREAIKIE) OO FREORE, 5 CICBREDREIE
BEEDRAEICEY BT FR24FERE - MEMAREE - 1-4 (FH25F3A)

AR &, WA EoM H— AWES. BOFE. Ik BB 8AKE, 7= RE
I BADQEMICE 1 HSLC20A20R R | BEEFBRPMABHAMRBRRIAREE 77—l
B EFREMAMERNERER - WHERAIRIE) O2FREOERE, 25 CEREDRE &

MEEDRFAICET 25 FR24FERE - DBMERRES © 5-6 (FH255F3A)

RE 3. EHE. ALBES%. SAKE. £FHE  SLC20A2hicoded BPIT-2DETE - HaLHE
i BESBUSTABWAMEBERAREE 77— UK SRUEMAERMERY - |\
REERILE) OAFREORS, 550CBIEORTIEABEOREIET 2R Ta24F
ERHIE - HEMERHRSE 1 9-10 (FR25538)

BE I 77— GERETREARNERY - I BMEREERILE) OBRHEORT & AR
DEIRICE T BHIT: EESENEHABHAMREERIREE 77— L5 (RN
BEY - JNEREERILE) OAFRECRE. 5 ICBIEORYT L AREOMEICET 3
Wi 22~ 24EERAMRREE 1519 (TH2553A)

VI. 201

51



2. ER

. ERFEz

ISTERH2013 (International Society of Trace Element Research in Human) (2013/11/20.
Tokyo)

Roles of biological trace elements in neurodegeneration (ALS and Fahr’s disease (IBGC))
From molecular mechanisms to therapeutic strategies

Hozumi |

N, YVRITL-T—023v7

Ik BRERRS - BIEMERE £ ORIRSFRAMER (2012/11/22, IKE)
HRRERABRAN O CGE - KRS —r U — iPSHIlgZERL T—
®E I

. BRZs (s - FWKS
8520 A AMRPRFHAR (2011/5/18. BEE)

SRERCTIC & B BMPIE IRAL D ERARAVIREY
W B REFEE. M B B E BRE AR 8 &F I

FE31EBARBFHEBZEHFES (2011/11/19, BXK)
KRIEMICHARREZRU IcFahrfs D 14)
IVRER, NBAETF. BE B HRHEFER TNE— &E 0. % - FERAA

5 108EI H A EHAHFRFZLAIMIS (2012/5/26. FLi%)
KIRMEICBAAIRIEZ R U TcFahrfEi D 14)
AVERL, NBAERTF. BE B HHAFER TNE— RE I M H— FREFND

E2TOHAREZFBRERS (2012/6/22, TWcE)
KIEMEICHAARREZRUFahrfmi D 14
IVER., WEBAET. BE B, ISR, FE— HEF_ . % Hh—. BENND

Neuro2013 (2013/6/22. =#F)
Tr7—IUREBEELEY VEEND Y AR—F—PIT20N 7 AR D BEICET 2185
LS. ALESR. SRRE. FHE. EEF

AGIWINA AT AT XAFEE2013 (2013/9/27. #8hH)

RIEEORFUERERARIE (77 —I)UR) ICBBELUCERSLC20A2Ic&E T2 ) VBNV AR
— NEEDIRES

BRE—BS. LHMER. &FHEE T8 8 &E B

AGNWINA AT A TV AFAFE2013 (2013/9/27. i)

52



BREEERAIKILE (T77—UK) EBELLY VBN S Y AIR—F—PIT-207 0 AWAICE 1T
% BEDIRES
AWLES, EHEER, 2FHE= RE I

V. EREs (t5R)

BOTORARZRRBXEMEAR (2011/7/9. 2EHE)
RFRMEMAIENRNAIMEEICE T 2EEF I X T ILEDRT
BARE. BANE., BT M _#5— RE

it

V. fRE-BES- &

RBRE

it

]

VI, i&E

FH23FEEEHBERPMAEMPE BAERBRRIMEEE

77—V (BREEAIMERNEER - Y EREAIKIGE) ORI RO &aEE DR R
R (2012/2/4. IRE)

KIFEICAAIRIEZ R U TcFahrfs D 146

IVREE. RBARS. BR B BRHFER ZNE— RE . K H— FEANM

TH2IFEEEFEARZMAERMES #AMERERRAREE

77 —IUR RREmAERNEER - I\ SREARCE) OZETAEOREL SRR DR MR
2L (2012/2/4, IKE)

77— ILRBEDORRD T O T A — AT

BAME. BO84. BOME. ANB4E. KR &, FEF I

FR23FEEESBERFMRERDS #AMEERRAREE

7 7—IUR (FRERAERINERR - B sREAIKMCEE) DRI EDREL &REE DR AR
FUE (2012/2/4. IEE)

WiE (D7 —ILREBEONRZZ., ITEEEFERALLDDT 7Y AT LEE)

HE )

FR2AFEREFBERNFIMREMS® BAMRERIRMRSE

77U (REREEMAERNEER - I\ SREAIRCE) O AEDREI &REE DR
W (2013/2/2. IKE)

FEMNSDSLC20A2ZRICDVWT DRE

STHE

T4 EREFEEARPMAEMPE HRMMRERRIAAEE

77 —IUA (BREAAERNERR - N EREAIRIE) OBRTEOREL &REREDRRR
FIE (2013/2/2. IKE)

HADIEFICEH T B5SLC20A2DIRFR

lWEH =

FH2AFEEEHBHERNZMABMEE HOMRERRIAREE

7 v — LE (ESOMTRAM BN E R o JWBY SRR RIE LAV R MESRR R EMEEST b B MBRIKIT

53



s J JVIPY TN TS LR R L NI S 72N 2K J Mg N YUNIZK NN N WAL ) Va2 /A HEE L VTR IV 1T TG H
ZWF (2013/2/2. IEE)

PiT-2 (SLC20A2) DESEEREITIC DT

LS

TH2AFEEEHEERNEMRERE AR ETRMFTEE
7 7—=IUR RERAERNEER - /NN EREAIKICEE) OZMAEDOHEI &RBEEDFR R
HE (2013/2/2. I%E)
WIE&ISEETm GCHEE, BE - REDEBD ICKLENHAR)
E Ih

VI SRERBE

F38EIE L RERARMEMRS (2011/10/28. ELL)
BRlEEE BRUENRNAGIRE (IBIC) ORRKREFE — 77—~ - 2LILE (DNTC. FEF
WY IINA T —BUERANE) —
®rE B
REBRZIPSHZTRET (2013/6/3. =#R)
METFahrim DFRRERRRA,
®RE
FEERBRZZMEES (2013/11/11, ERH FEARETIE)
Roles of biological trace elements in neurodegeneration (ALS and Fahr’s disease (IBGC))
From molecular mechanisms to therapeutic strategies
Hozumi |

T REESFRP2MESS (2013/11/14, #Im HEARIENE)

Roles of biological trace elements in neurodegeneration (ALS and Fahr’s disease (IBGC))
From molecular mechanisms to therapeutic strategies

Hozumi |

54



77 —ILRDEES h&E SRENDe-X—]LEIE
REZRROFRBEST. e-X—LEEORENESNLBESALIREA, BFE2H0
WRBORT, WHRORRE. e-X—ILICTRELTED E UL,
(ZRICHET BERISES)

FH24F2AFEEA—I

SEBSICTBCLDZ EEFEL EIFET,

FR24F2B48IKEICTT 7 —IUKw CRERMEMAIERINEER - IR A IEIE) 3
ﬁéﬁb‘ﬁ?ﬁ1ﬁén\ LENSELZRBEEANES L. BABKRENTDN. SMEDL S IZHIE

. BENRBBRENRINTVREVWSEWTHEZTEE £ U,

5FBZ24E2)%12E& HROB—RE XA Fvr—  YIRTA VIR TREET7 7—IL
ROBEIANS Y VEBEXEADEENR DD > WSHXH., FENMSHKEINEL
feo CTNIITRNTOEERICAVEENHZEWVWD I ETIFBWTTA, “RENMDISEL
RR BEENEWRR EESEBRIIRD ILEVWSHIRTY, iz, EVABERRIEES

[CHEICTEWTZAT T, NS KRWEHEBL TH ERBWVWET,

SHEDHESPEUSBBEVWEZRLUEITET,

AMNSETNVWELES, TEELLEEIL,

7 7 — IR ZE I
RE I

FR25F2AREA—I

CEBICTECLDZEEFLULEITFTETD,
Sl > CER2F2A2H (1) IREERKZICTIHAROSENEEENE U,
CNETEEIADEEDLSDEFII180ELTT, ZORICIFFAEMERT. TNETHIK
ROAREHEONS T, BABEILCTTRESZN>LABEOSNET ., REREICFIZOHDOEED
BEIADBSNDEHAINET, AUTHBRIEEDDITTIRBVWERBWET,
MARTIEBEESADHRTESZVWDITTRHDIREADN, ECTFEENRDI-LADS
NET. TOTFrOEHRIEAEL. TOBREOBERMNT OBIRFAMEN R VB BT S

55



IRV L IR — e e T JOATAIINT S N e NN S T NS AW T WANF I e T ASS jder O 0 L e peded S F T AN e AN 4 N

SVNRVEOERENRERRTH DI EMNEZ SN, REERORRICDENDHDTT,

FIEBGTFEENRONSHRLTH, BETADPSHlgEER2Z LT, MIlBERWVWTRR
ERIUKEDBIREZED I ENTE, £le, BEEDODHEEADBND XD,

Sk, BESANDOEERBREMR. BESARTOBRRIBZEZILEEROBN. EEE
##ﬁb@mgaaﬁmﬁ$«@$ EEHEZEZTVWELWEBWET,

BHUADZ &, WRICDODWTHEHELLWTC &, TRCBRRES éb\ibtb"ﬁﬂf\c_@‘f@<
W, SBREESHBHRZAYICEBSLLEEI L,

77— VAR (BIR)
®RIE

FEHR26F2BREA—IV

SR TBC LD EEFLETFET,

K> TERM26F2A1H (1) IRBERKRZICTHMAROSEIRHESNE Ui, INE
TEENS DEE S ADEFREIFHN2008TY, FOHITIFIREMIEIRT. HMADAEIRIEHIE
REIFCTTCEOD e ABBENET, ERICEZOHOBEDEESANE SN D SHER
ENET, RUTHBRIEESDITTIEBRVWERWET,

AR TIEEBEBEBSADPR T, FICREFESH S A TIE, WEEIDAICY VBN TV AR—45 —
D—D2THBPiT2Ic. WIBIOH IC/IMRARMREF (PDGF) . EFDH5 & bh
DFEUR, BB, DFLARNILTHRIDEIDAANZXLDPHBLTEXLRLZDT, AE
E. EITFHEOHERICDOEND XTI,

e, ABREBESADESKHLA>cEl BRAA) ZirHhs Tl RN 5 BiPS
MEEED ZENTEDLDICHRDELDT, BEEOHENMIRINDEBWVWET,

I5IC, BEIALCRIEEDARPIVIE2—52NU T, BEMDHTETV. BERNGRE
EU7OEIZIHEELTEDET,

OV IR PED A IIBESA L CRIE. FREOEESDCEBBRECXENH T
TEDHDT, WHTI TR BHERL LTS,

S BEIANOEERBEREMR. BEIARLTOBRIBEZEZZICEESDER. EEE
BODSBVWLSBFERBNDRBFELEZI TVWELVWERWET,

BUADZ E, WMRUCOWTHEHEWT &, FECERBECIVE LS TERCES
Vo FELBEERRICAIT T, BREBAWVWELTEDET,

SERLEESHBHREZARDCEBSULILE W,

77— Uil (31R)
®RIE

56



1 #HREREzY Y —

2 Ens #HatREB RIS
3 RERREMNIPSHIILZER U BRI
4 IFBEEBAT EREAIPREE EYRBRPHAE

b IRBAZPRZER EZRMATHE MHEAR - EFF

pAR g

6 77— I/LIRRZICEHTENR-Y

57



LLEIA KT > TRk 26 422 A 24 BBk

Fahr & & 13 (& #RIZ2OWT0)

1930 4, FA Y OFEFEFE Theodor Fahr NEANFEEMN 2WMEL LER L I D, EOLARIH
i SN TVWB A, 1850 F2> 6§ TITES], FIRBEIIITOATVWD, ELEABOMERY ., bilateral
striopallidodentate calcinosis (BSPDC). familial idiopathic basal ganglia calcification (FIBGC),
primary familial brain calcification (PFBC) L BfEE T 40 ifVWARBRRBENTNS 2, HARAZIC
Theodor Fahr iX7 VY A <= —J{DAp & 725 T3 Alois Alzheimer & R ZAEE TNV TAT R
FEORBEOER., R ThoT,

BEDHRE LWL LT, 20124, PED D, Nature Genetics {Z FIBGC OEFIZIBWNT, U
VBN T U ARR—F—DUEDTH B type III sodium-dependent phosphate transporter 2 (PiT2)%
code T HEIETF SLC20A2 ZEEPHE SN 3, Bx DAARABITZ2HRELEFH T, R
DFRIEHITZ OBBFERPBD O 9, HEMA~DOKE 2 milestone L7207, & HITM/IMKRENR
REKRTF (platelet-derived growth factor)® L& 7 % —® subunit B % code 3 5 &f=xF PDGFRB D%
E73 Neurology [ZHig Sz ¥, x DHARABIT DB TS 1EHIT PDGFRB DEBETFERBFHED
bhie, LaL, BREROKRE., BEET»L, ZO0BBEFIFERBLEF THINITO VW TIIHETE T
W22\, ¥7= PDGF OEEZ ligand D—>Th 5 PDGF-B % code 3 55T PDGFBIZ 2>\ T#His
B o, e OREBLEIOH T, K 1 FOREKFTCZOBBFERPBOOND LHEEL TV, F
2oL, &BY 4 BOFEFARLKEZEE 5D 5NBH TIIRRBEFIIR o> Ty, x0T 7—
JVIRBERFZE Tid, 2010 E2> 5 JRRARE ©, BARER OF % o3, BHE CT THRAIKKEER and/or
NREEIRIZ I A R A B R 5. ERECHE TR E BN 3RKIEEEL TWAEHFZIEL
T& 7, 2014 4 1 AR TH 200 BIOFEBR DOBRGERH D, 2 KFE., 3KFEOBET, FITITEIFRER
BRETELEZE2 N, BE TR 2o iER]. Cockayne SEMRREE, Aicardi- Goutiéres (71 /LT 1 -
d—7 ¢ THERE (AGS) RE VI BEbhEMNbH -, ThHUHDEFITH, KR —F
P— (NGO) 2L BB T, AGS DJRRBRETFREE IR INIEFD 261H o7,

BREOAKE LT, BB Tk, EROBRBREE, ZEOLT - BEERE, SFEYFRNRESR)
b, 77—WRT72PH FIBGC L LTELOHLNTETRY, TOZWEELRBEINL TS, Lk
L. RESIMREBITH Y (FRHNLHIOEH CT 2K T 5 Z LITERICITTRTH S, 2K,
EFRABARKMERDRPE O, 13E A CBERDES G DRPOTHEET D) ZNETOLAKHOMEED
%% (FIBGC, PFBC...L EbnTHEMFLUMNIIL., ZOMSIE BRIV, FREEZH
FOAC N

77— VR =RREEEEAKIIE (IBGC) & LT, BMEELED DON, BRFRTIX, %O
RLEOBRE, BEN, FATHDI LEXOND, FRBITIX, BETF. 0F V-V TOREBMHAIC
ESW-BEiEE, pEF—BENTHY ., TORRT, RITRTEIRT 7 —/VROLFR, HITHERE
THLOLEbNhA,

—F. F c BEFIZEDFWNARMEH L ITHIC, BEORRNLRERE. BE LFREOAHOBRE %2
EZ2X, HRDETRVERIC, BEEED B AMRES~ORRE., ELEFEACRBITIHMERBL

58



RBESNDILERMBETHDLEZ, ZFENPOOTERYBY ., EFE, E:2iom LT, EELE
WeEEZTW5,

Fio, SHICERIBE. BEE GRATEDRBEEIIR 22 THRY) 1220 TH#EiIR, B,
FH L, BEIARIFA L ELTELDTITLFETH B,

RICBEEDBRROKEFIZ, TS, TEREZBY -V,

7 7 —/VRIFRBIEER RERKRTE EWBEEER RE
B E-mail: hozumi@ gifu-pu.ac.jp

AR RIEAE
#% A RALEE (1BGC)

FRIRE B (xETs)
- A & TTHERE)

FIBGC3
CockaynefE{&E¥

Shas R 7 IKERGE
DowndE

B IR - I B 3

BREE (HIVINSE | EBVER %)
hiE- 5 8- R AR

Fahrj& @) Framework

BEIR

1.

Fahr T. Idiopatische Verkalkung der Hirmgefaesse. Centralblatt fur Allgemeine Pathologie u.
Pathogische Anatomie. 1930;50:129-133.

2. Manyam B.V. What is and what is not ‘Fahr’s disease’ Parkinsonism Relat Disord 2005;11:73-78.

Wang C, Li Y, Shi L, Ren J, et al. Mutations in SLC20A2 link familial idiopathic basal ganglia
calcification with phosphate homeostasis. Nat Genet. 2012;44:254-256.

Yamada M, Tanaka M, Takagi M, et al. Evaluation of SLC20A2 mutations that cause idiopathic
basal ganglia calcification in Japan. Neurology. 2014;82:1-8.

Nicolas G, Pottier C, Maltere D et al. Mutation of the PDGFRB gene as a cause of diopathic basal
ganglia calcification. Neurology. 2013;80:181-187.

Keller A, Westenberger A, Sobrido MdJ et al. Mutations in the gene encoding PDGF-B cause brain
calcifications in humans and mice. Nat Genet. 2013;45:1077-1082.

59



THTEE (R)
77— (ERAEREEERIE (IBGC)) Bkl

2.

PWABEIITRO4HBIZL D,
1.

BEER CT k. MHUEERZIZH b 2NTHEH R AGIRIEEZRD 5,
TR R S ABMARKIL L Bbh 5 b0 ZER< (FIEICB T DRBERO RROB KL &)
/NI IREL 72 £ ORKALOF TR DR,
E1 FRICELT. KRR L ICRERAEIIR b AKILZE L LT WAL THY |
BeRMEDOES (IBGC) Tik, —EAIZERN T XUl EERICHEKIEZRO TV 5,
2 TROXBIZBITHAED L 512, BHE CT THREROERILIZ, ) 20%I2 7R, 2~3%IZ5E
RIZEBD, FELMEE L & BIWRTIERMELHY ., FieERTILERDH D,
FHAHBNC X 58, HSETHOLPTHENEEBEZLNDBDET D,
7. Yamada M, Asano T, Okamoto K, Hayashi Y, Kanematsu M, Hoshi H, Akaiwa Y, Shimohata T, Nishizawa M, Inuzuka T,
Hozumi I. High frequency of calcification in basal ganglia on brain computed tomography images in Japanese older adults.

Geriatr Gerontol Int. 13:706-710, 2013.

A D OETHEOMREREZET D

BARRIZIX, BE. BER (BMENER., 7o —VRIEES) ., TADA. BHIEEEIE, 385

fE, N—FrY=XAh THEES (PKC%). NNEWEREXD D,

Bl EEREEPDhIEFETH, MLy, LIELTEREZBDZLA3HD, £RxAFy
TRTERVWREBEOEHEELRDDL L LH D,

E2 BMHEEREH Y. BTV — B8R E 20 | B CT T, MEND B ERRH D,

3. TREFT LD ZMANAERILE & =T RBBRITE D

FRHLOL LT, BIFRBER (F Ca. P, iPTH BNEEMHE) . AHEFRIESEETE (L
Ca fKfH) BHEAMRIFIRIEEEETAE (Albright B RH5EBAE), Cockayne (271 V) JSEBERE, I
k= R Y 7HEFHEE. Aicardi-Goutiéres (7 A WNT 4 « I—F ¢ ) JEFEEE, Down SEMREE, B
Bk, MK, B (HIVRES., EB U A VARYMES) . 1% - JME - BEHRIeER 2R+
%

BEFET, ILIIXEE, bl LT, KREFKESR II KB, Hallervorden-Spats 5.
oculodentodigital dysplasia(ODCC). lipoid proteinosis. Nasu-Hakola J#%. Moebius fEMEEE,
Alexander 572 & OBENRH B,

4. FEROH 72 LIdRbR ., FEREZETHER. FEERZRL &b SLC2042, PDGFB% DR

HBLFREIHA U7EST FIBGC 298 ¥ 5,

F1 LREPHERECREVWTI, MEHICHEMNEEOBREZ 27 /0K - BIUHK (diffuse

neurofibrillary tangle with calcification (DNTC)) & OERINHEE CTH 525, HEZHILIRERDR

60



