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ZCOHIT

JEAE G A S0 A B A (TR PR IR BORAFJE - 3E) TR 28 M ARSI D JEAR R AT A 2T ) (RS
PEE) TlX, 19 ORI BAMFERT G o U CBERIF R A D T D, 19 TRIBDI B O 1 TR BDE E#Ew &
LU CHRESI, B3R A JRVIE (idiopathic basal ganglia calcification: IBGC) IZFDH>HD—>THY, A
WFFEBET IBGC OBEURIFFENED HILTND.

ZDBE, RS SR (I BSER P AE A %) 23 D272 b T, TR M BB A IRALIE D2
WEDFFIX |PFITENDLZ Lo Te. TORARREICHOWTULIREICH > TR BIEE 2. AN
&, IMANAPABEZROF51E 202112 HEIZLT, BGEILIEETEED LN TN, JIEO TP A IRILIEZ
WEDFGIE 2021 EDIEVE, ZOXAMVZHH LI, KRR ER A KAIE IR EL TWD s, T2
DRHIeHT TEE ICHEADENINLTOD R ThAIE b,

RIS, FEANEDO—BOFRENXON, ZH7o—F v—hOMERARED TR BMESNS LI,
D, DRA - JpRe), DRBEET AL 708 O A HIBMINTWS. ZNHDFLHEO T, REEAEDIZE DM
RREMINC BT DM IEED & N TND. AIEIT, WEEARIR AL EL, £z, 28T VAL 7, RAH
TRIRERLBR P OEMETHD. ZOIH7RIRPUICTBNT, LY ANAFZELHED B, ZHHO BT ZER 45 1% —
JEHED SN T D EIIFESNTND. A BIOSETIDS, FrRPERE R A KALE O BRBLG C&R A1 Thi,
ANE DI REFR BN CTR IR BAFE 70 & OWFSENSHITHESR T HZ MBI SN S.

JEA G5B A HEE MR B BOR IS it 28 VR RIS o B AR A A2 )
WFEAERH EP.%@%#



REILHT--T

2018 4ED 3 AER, ENFER TR E AN H AR EEMTF 2260 387445 (Japan Agency for Medical Research and
Development: AMED) |Z3531F D #EvE M5 32 L7 S 36 T RP s M SR IS A TRAVIE D2, W RefR ], AIIE
DI DT T ARINIGE | D3RZE 52T, 2021 TN IRAVIERZHR O F-51& 2021 1% 2021 42 J 25 H
IZTATLZ. 220, ZLOBRIROD AR BIRE D DI et A\ 72Tz,

B 3g Mk B JEAZ G PR {LIE (idiopathic basal ganglia calcification: IBGC) IZEk, EAFIAIIZ 7 7— /L5 (Fahr's
disease) EMFIIVCEIIRETHD. WAL 22 FLEENDIEA T EFL A58 i B EEE VR B 5w IR 78 3
(WFFEAREE R D)) OBIRZZT, Fepk 28 ARFEENGIE PR MR B 2 36 1T 2 FA RO R A w98 ) (WF
ZERFRE P B ) ITHRAS AL, BRIRAZR S SR A fikfe L C& 7.

ARl TSN IRALAERZ IR O F51E 2021 ) TIIA A IKABIE Bfk a3t R ELTZ23, 4 Wlid IBGC IZFHE
L, 7o —MDZHYE, ZER, FEIZEFEOMRLED T, SGET&To7. ZHE, TEROWNAEIL, 2o
Ta—F ¥ —N, WEAEM, B AR EARE L, AR & D OVE A PE AR R IR HE 25 b (diffuse
neurofibrillary tangles with calcification: DNTC) & D BF#E N B <o b7 Th-o7-. DNTC (ZBL Tix
2010 4EEEDEITEBEITFERRAA LK, TREL PSS, BRIRAVICHIERZ SIVIIEBI I/ > T, FhZo iR $k%7\f)
, EATHOMIERE THHL03, 4 BITTITIRELFT ORI E DT

BUE, HRARRZIG I, AT PRSI THY, FEHEHATEXLLOIFRW. 20720, Z<OBHFE D%

FZOETZT, REMENSTZBURTH L. BERHEBIT o723, 0 RERARTERCH A T IS D 3
ETHD. TP THY, TET U RERDII G LD, 2D, BEOHKATTITIT L2 ZaEEE

DNFUTCR, FPIRITART A LI, FoIELL T, MEDKATITH BB EZ BV L. FrlZ45 M, #
3B, TTICOWTUIELRDFEEN RSN,

ARIDSETIRAS, BIEOBRROIEST OBHITED, oIz B IBGC ORREREM, 1 HRIER 5 —
JERESNDZEEFESTND.

S EBFTEE R MRS A A PR AU E P2
(CSEEE)
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Clinical Questions
MR EEZAIKAGELIXEDLORI/R TN ? |
[FESE LBIRZE B2 TESV. |
[DNTC LDBEERZH X TIEEW. |

[Keywords]

-Fahr’s disease 77 —/VR

+idiopathic basal ganglia calcification (IBGC) #ZiEEERAIRIVEE

«familial idiopathic basal ganglia calcification (FIBGC) FRiREM4s3s4 K ERE A RIVIE

sprimary familial brain calcification (PFBC) JRZ&MESE IR A IRALAE

«diffuse neurofibrillary tangles with calcification (DNTC) FRAbLZ 1S N FE AR RRHEE LR

Clinical Questions

| QU MR R LILE DR RER T ?)
A.

ALERT, MRERER R SN2 A R ATED (T ), BRI REAR FRE/RE IRV A K b
TR BERAN LT O 2R3 M R JER% A JRAVIE (idiopathic basal ganglia calcification:IBGC) LT\ 5 (M4
PWrILHE | ) | RIREITIE T, BERNS R —F = XA, FBEAEREIN T, /NMIEIR 72 & 2 R B AR SE IR
M. SHIT, FIBEGIRCBARF FE DV HIBA L7 EGNE, SRR FEVE IR A A7 JRALJE (familial idiopathic
basal ganglia calcification: FIBGC) [Z4y¥EL, FEio PFBC LIFIX[FFwHTHD V.

ZAVET, RAYDORREFFE Theodor Fahr OARNIHRL T, 77— /WREMEHSNTE2. LL, W I3%E
RS LU TR 2L ZANHY, ZNFETHLELDOAHBHWLILTE -, BIE, VS TIEEIZ primary familial
brain calcification (PFBC) D& B MEIIVTWAD, ERRHIR LR, 2Wi EREORH — NN THS.

31w AYE IBGC (INFEH) 866 CT it



| Q2 rEsemiRE g IS,
A.

1930 4F, RAYOIFELFEEZ T AR —/v 77—/t 1 (Theodor Fahr) (1877-1945) 2SHIBIEFIZ#EL, £D
TR ML SN TS 2 LI UIMNIZ A RAEZ R U7 E Bl T2 AL AR SR Bl s S g, F-20
FIREEGNLT #=—% 2L T2 SRR SRR IR TE Th o728V b Y, WOK T I Z O KD fF
HIZREREBNIIL TORNEEB Z DIV TN, ZOIORRELHY, ZOAFRIHEVIFELLRNEEZ LN T
Wo. Fe, 7 VIRIE BB LU TBERZ2FT A HY, ZHETEH 40 IEWELOAFBHNWGILTEZEN)
LSS Y. LKA OMNAKALEHEI O CRAE, FICSESERIEROIER], SESFRENEG END
ZLIFFEFETHY, ZDIORBLENG, 77— /VEGEEEEVOA L VD ABUND.

2010 AFIZFe & 13X, MNICA IRALZ R LT BB R 08 (Cu), #igh (Zn), ~ 7 %27 Mg), 8 (Fe)d
AR EFHL QDI EE RN Y, ZHUIZORBIZE T DD COALFEHRE ORALEZLND. Zh
B FRDIIZIE T E OEIGYER B IR R F 3 SR A 50T, MHEEEA I B 7=, Ly, 2012 2P EOR
B OIEPRE K F0, FIKEE LTI BE)EMIRNICEDIAT NV AR —4—Ths PIT-2 Za—
RI 2B SLC20A2 DR HESNTZ Y. Feab BARANZEITS 69 JEFID IBGC D DNA ZiRFEL,
SLC20A2 3151 IZHT-726 DDOERE LT 9. 20, BCKTIEL IBGC Tid7e<, primary familial brain
calcification (PFBC)&EWHYAFRADBIRIEINTWA. FO B I, — R A7 (secondary) JFL K54 A HEE X
primary CT&HY, N A KALIZ LT LY L ECEZ (basal ganglia) (ZFR G720, FE M (familial) O D & IVFE M
(sporadic) D DI R —EBLITE Z DRV VST B AT O TWA. fEDNS, FIEMEDIEFNIZREL,
Kb THRBEED CQOKZETEETHS. LnL, BARTIIIAREMEDOREROXREED, MK EH~TEZ A
G35, BARTITEIER O M ECH GEOBE CT 252 L3 MR EOMBELE o T, EERITITEmLIZWL
ZebdD. MMFEMEIXIBGC &L, MfxDHDHZEAZRN TRERD A KA KT MOIEFA L NLL EZBDOONTHE,
FIBGC &3 T 2D RWEE XD, MR FREICH B R A 15D &3 DB A KL ARO HZEDS, ZOFR
ORI CHY, KRLiedlB 25, IREERIIMEIZ IV AT AR LE R LoT WEML TIE®H 523, IBGC T
1, APKARITEORELS, FRTTAA L, £/ MM E OSSR oD, File s HIEflH s
BIDOZRDNIL, A ERITA R e, TR 2RI AR LA RO DI EFIb o7,

R "B BT B E &0,

I Q3. [diffuse neurofibrillary tangles with calcification(DNTC)E D BEURZ 2 TIEEV, |

A.

DNTC 1% 1992 1248 145 A 8 +5728, Non—Alzheimer non—Pick dementia with Fahr’s syndrome &L C 5 JiE
Bl iR L THRELIZBOTHS ¥, BRATTHLBH THARWRER AR ORI ERTL STH
T2FFAFEBRIIT R/ B TA ST bz, SHI/NRE R 113, ZOHREBORBL LR DNTC (4

JRALZPED OVFEAAEMIRFRAEZLIR) SO BAEIRBIN Y oA MTRLE L Eh TRy, B
F O T Kosaka—Shibayama disease (/NI « S8 1LIR) D& RS WBIL TS, /NI L2 1R D& PRI EFt o

77— VRO FREIA BN E DB E S TS, DNTCIEERRAIIZIE, FREE LY HOFBEIAE O
BNCZEDBDL D THD. R FINTIEE NS AEB PN £, **fiﬁﬁfﬁwﬂﬁﬁ)@' FHIERVE IS
DB, POFERRAIRKIEZEOL DO TS, IWELFARYITHEE S /2 DNTC OSHES CT it T, AIKALIT lem
ZHZ DFREEDOBRK THHAY, /NRIE L25GR ST HE LTEF TIEACK (R 10mm Afifi) THY, WSO EL



DT LAEBRR A RAGIZIEONA IRAAR THY, IR O A PRALOFREEIZ DN TIXARRER) el i S & D JE 51 0D # A
MLETH%. —J, IBGC OAJRIITIEEERZ TOICEA L, Wb /4~ = (Seahorse) $R” , “4) (F
23) E (comma—shaped bead) JR” &N o7248% 227X O ZEMERSH S, F7-, IBGC OR2WiEHETIE, Y7
FIRALDFFEE LT, MHAE R A KA A T/ SRR EZ, R, MM BB (178350, K VB R 2L 2
AT LA L DS D ERN AT JRAL 27RO DT LA Z81F T, DNTC Tl ARG IRALIS T VY A~ — i R
SRS ERFNE NS DL 735 6B ORI DS LB CThDH. EHIOERIK T, IBGC & DNTC O#ERNZEETHZED
H70<72<, DNTC ZAERNZHEEZRI T 5Z81TTEA . BARARIZ, 2010 FOPFIER LG, JHELAT b &
T, DNTC LERRHE SHTIEBE 7R h -T2,

R R S IFZE T ORI B LGB L2 b2 D 2t 357 m—> '"C-PBB3 X, DNTC @
JREREI AT, VU b X VIR LR INTRE ST 5 0. &5 7 a—T7 DU B EBHE TORBHED LI TEY,
A OERAEBENESND. HARIZEWT, IBGC & DNTC ORfREZHALINIL T ZEIE, A BIFZED
BEELFREDO — D> ThD.

Xk

1) et R A RKAIE (PR #Ep27) - #EifEHcze~Z— (nanbyou.or.jp)

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

3) Manyam BV: What is and what is not ‘Fahr’s disease’ . Parkinsonism Relat Disord 2005; 11: 73-78.

4) Hozumi I, Kohmura A, Kimura A, et a/ High levels of copper, zinc, iron and magnesium, but not calcium, in
the cerebrospinal fluid of patients with Fahr’s disease.Case Rep Neurol. 2010; 2: 46-51.

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

6) Yamada M, Tanaka M, Takagi M, et a/ Evaluation of SLC20A2 mutations that cause idiopathic basal ganglia
calcification in Japan. Neurology 2014; 82: 705-712.

T) PRAE Dy R R A IRAVIE DI REMERH OMEAR . Brain Nerve 2019; T1: 59-66.

8) Shibayama H, Kobayashi H, Nakagawa M, et a/ Non—Alzheimer non-Pick dementia with Fahr’s syndrome.
Clinical Neuropathol 1992; 11: 237-250.

9) Kosaka K: Diffuse neurofibrillary tangles with calcification: a new presenile dementia. / Neurol Neurosurg
Psychiatry 1994; 57: 594-596.

10) Ono M, Sahara N, Kumata K, et a/ Distinct binding of PET ligands PBB3 and AV-1451 to tau fibril strains
in neurodegenerative tauopathies. Bramn 2017; 140: 764-780.


https://www.nanbyou.or.jp/entry/3839
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Clinical Questions
[ZORRDBE ST ARIZIZE DL NNBDTTH? |
[FRAEFIRCFB LI 2
[RIEHETTH 2

[Keywords]

number of patients BHEE

-age at onset FEAELFEHD

-sex ratio H&lt

-familial FHEME

IECHIT
KB TOIEMEREFEL, FHELWRIEE D, T KR8 Do TR, BEREL VAN (R 77k
7 A=) RIEAGHEE E AT BGR A S 2 LITHHT A ED BTN D,

Clinical Questions

Ql. [ZDOHRKRDBEIAITBRITIZEDIDBNNDDTTH? |
A.

ORENCBIT D EMRBEBIZDD TR, BEE CT THL RN AR - Th, 13EAETEER
DFHFHND. Fiz, BRI EST 2 IRMED RN A TRAVIE L 2 DILDIEFILHY, ZDOERINTTHLVGED
Hb.

BEAFSRIC 1T 2 B B EkIT 2020 4F 8 A RBIMET, ZHIEM: (B A RHBAGIZ 5 Te) 1T 64 ZR, IIFEH
145 £ CTh 5. FEMRERATER OBIFN TERWERIHHD. 1ZEAE IR T, BESME/RE T CT 21k

HUTBRIZ, BRI 72N A IR LA FER S DIE BB G Tl D7ed st 300 44, FERRITIZED 2~3
oL EOBENFAETHEHESND. Fox B OORFIFPECHiATLZ 1| FH O CT BpOMHKE T
1L, 65 LA ED 2.6 %, EAEERD 1.6 %D 512, A EROBE (BEE 1 mm LLE) PLEOAKILEZZEZD TS, &
E IR IKABICEDbObLHHEEbNDN, ZORHEMTENDL, PEFFEICBI D5 ERERIVL S
KOBEDFETHAREM D RIBINT- V.

Q2. [FIEFEELH LT ? )
A.

FROIDICIEMRBE RO ERIIREL SO, RFICHITDIEMRA R, GHFM, FHkiTbnoT
UWR. ROV T, OREIL BB IZL Q&2 2,

BEWFFED B ERIEGNZ F1TF DFEL VLD AN OFEHTIIBIAEEI T ThH L3, BERAFMIT 16 7% 5 89 ik L MFIA
<, FIEFENIZIEGIF LOPIEHI & 5023 %, B HIIFIEEIOFAGE 1X 4:6 L0024tz £<, A5
TIXEIE 1:1 Tho7-.



F7, BASBA# A TEFIA A CIL, IBGC OFFEERE (FEEEHR) Z A TR, 2020 41X
115 44 CTh 5. 2015 FLELARE, AIEDSZAGE AEFTRFADFE N EDNDIIITIRY, 32 A 0BG BT
FUTHIML TS, ZHEEFEL 30 mE DRI S #E £ CTIRIAIEIEL, 60 IAICE—22d5 Y. Ll
I A D3RR S AU TR ATREPED E V.

Q3. IFIEHETTH? ]
A.

AU RN CTHRIET DB TIY, ZOHEIIFERIEESID. FHEGIOK H-4(40~50%)T, Vo (P)
DEEIZDD SLC20A2 EOHBARTDEE PR OD-T 19 iR R - DO OE-DTH B I/ MK H 2%
FK+I12BD PDGFB #EfnFDAEREEK) 105 T RO TS &0, #ilzt, PDGFRBY , XPR1 ", MYORG®,
JAMZ29 O 4 SOBIRFOE RN, BEITT DR B ODRR D, BIEETAFCT6ODFRREE T2
FAINTND. MRS T MYORG ODERENRONDHIENHD. ZNHDEIn 12 BROME IXFEWNAELIZE
FCEIEG THLEHERISN TN,

JHKE725 6 DDOBILFDIS, SLC20A2, PDGFB, PDGFRB, XPR1 O 4 DIZOWTIL Y R T (5
PE) 15 (AD) , ZRLISD 2 > MYORG, JAM2 \ZOWTIE, & Y@ fRIE (M) 15 (AR) Tho. s
REEMSE AR DB AL, FARRURRE LTS AHEMIZE VT2 50%HWTHHN, R A REE a0 H &
Wi, RICEBEADBRICHRRD FNAETNAMERIL 1/4 THD. F-, RCEE AR EFF->TWD T, ME
RTHEES CT OB AIRALDBBADNDGERC, EOHRKRITEVR ALNLZELH5. IMEEIDOLE, BIatEER
B T2, Z<HiClIdD, de novo 25 H (HrBlIZEiR A B) DRERIL MG I TG & 1219,

FIBGCORELEEZF58E

Others SLC20A2

(unknown)

PDGFB

X

1) Yamada M, Asano T, Okamoto K, et a/ High frequency of calcification in basal ganglia on brain computed
tomography images in Japanese older adults. Geriatr Gerontol Int 2013; 13: 706-710.

2) M i, TR, fRM(E Dy R A KAVIE. B EERIR 2021; 70; 64-69.

3) FrEEREE (FREHR) A REpTRi g2 - MRl Ht#— (hanbyou.or.jp)

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



5) Yamada M, Tanaka M, Takagi M, ef a/ Evaluation of SLCZ20AZ2 mutations that cause idiopathic basal ganglia
calcification in Japan. Neurology 2014; 82: 705-712.
6) Keller A, Westenberger A, Sobrido MJ, et a/ Mutations in the gene encoding PDGF-B cause brain calcifications
in humans and mice. Nat Genet. 2013; 45: 1077-1082.
7) Sekine SI, Kaneko M, Tanaka M, et a/ Funcational evaluation of PDGFB-variants in idiopathic basal ganglia
calcification, using patient—derived iPS cells. Sci Kep 2019; 9: 5698.
8) Nicolas G, Pottier C, Maltete D, et a/; Mutation of the PDGFRB gene as a cause of idiopathic basal
ganglia calcification. Neurology 2013; 80: 181-187.
9) Legati A, Giovannini D, Nicolas G, et a/ Mutations in XPRI cause primary familial brain calcification associated
with altered phosphate export. Nat Genet 2015; 47: 579-581.
10) Yao XP, Cheng X, Wang C, et al Biallelic Mutations in MYORG Cause Autosomal Recessive Primary Familial
Brain Calcification. Neuron 2018; 98: 1116-1123. e5.
11) Cen Z, Chen Y, Chen S, et al: Biallelic loss—of-function mutations in JAMZ cause primary familial brain
calcification. Brain 2020; 143: 491-502.
12) Ferreira JB, Pimentel L, Keasey MP, et al First report of a de novo mutation at SLC20A2 in a patient with
brain calcification. J Mol Neurosci 2014; 54: 748-751.
13)Nicolas G, Jacquin A, Thauvin—-Robinet C, et a/ A de novo nonsense PDGFB mutation causing idiopathic
basal ganglia calcification with laryngeal dystonia. EFur J Hum Genet 2014; 22: 1236-1238.
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Clinical Questions
[BIE, EOLSRE JREBHREZ LN TOETH ?

[Keywords]

*blood brain barrier (BBB) IfiL #% %48 FH

-glymphatic system AU /3%

+inorganic phosphate (Pi) ZEH§V.

*neuro—vascular unit (NVU)

IZU®IZ

ZZHUE, IBGC OIRBEFEIA LG BIEL, 45 L ~L TOU TR O3 A TW5. IBGC T, Vofighk
AF AL AD T, IR B P (BBB) D&, N DY L7k (Wb ‘glymphatic system’) 2559528
PHEEINS. FHELITHEER G VY BB WVEE -0, TNETHLCR > TEF-FOMEICHOWTE ST
5.

Clinical Questions

QL. 1B, EDIORIRRE - RBBEEZLNTVETA? |
A.

IEHERIRIR SO BRI A THDN, BIEDELZA, VR AT AL AD A, ki BAM (BBB) D15E,
ROV 7 (WA “glymphatic system” ) DRIH- 13 2 HILTUWA.

1) VVBRRAZTRZ LV ADERFE

o2 1IN A IRAIE X, FRIZ SLC20A2728 B 83 OBER 1 O SR (P IR SE CTHHZ LA MEL
727 MR A~D Pi OEIAZE TS, MO PUIRIEZ SR ZL, Iha N7 OGRS, ATP EEAED
KTFZ &I, — 5T, MRS OE Pilx, #1895 perivascular drainage system?1Z{3 > AL, Ca 45D
T D EAR LR EE-THIKAL (calcification &V IV IEMEIZIE mineralization) Z KT HEE 2 HiLDH.

ARSI T, TS KO DT R MEAFMEY RN T o AR —Z — M MFAET 203, s 13, KT
BWTEEICIAL (PITL, PIT2) 72003 ET 5L, F2MAL (PITL, PIT2)I3/IMMIZ SV VL, N CTH LAY
IZE S TRBDZENHHZ LML, Zbid=a—nuy, TR A, 8N FEL TS Y.
F7He2 1%, SH-SYBY #ifd, AL172 fifalW>7 Mgz AV 7K PRREO BT, Mo Lo EED
ABMERL TS .

2) Mm#KEEF (BBB) D& E

2018 4E, HEEEER KFOZES NV —TF )b, PEBC BEDTZ Y — MENTEITWV, FTKERERER LU
THID T MYORG V733 A=, AF R, AR @ PFBC OJN#E s 1% [FELTZHDTHS. MYORG, D
T FEEE AN BRI - ] BRI &4 5 L CuD S100 B B PED BT T AR A MIHBLT HZLAVRENTWD. F



7= myorg /7T U ATI, $URICHIKILZELDZERTRDHI TS, MYORG 13/ MIKITAFAET DR
BOls o N\ E TS, REENOREITEESIZIES. BE CT M T, MR E M AR LD HNL0
PR CHD.

EHIT 2019 4, PEMHLKRF-OMIET V—T 00, &5 ) Ly —7T AT, AR O PFBC JRKEIZFELT
JAM2 99338 &N 7=, JAM2 1 X occludin <2 claudin & tight junction 2% 5. D iE{s 28 B 1% tight junction
IZHERE L H 25| XL 2L, neuro-vascular unit NVUIZEHEEL T EE 2N TWAH. —J7, PBC 2475
AD OJFRER &L CRIEE AL TV % PDGFB-PDGFRB (2L 537 /LRI JE AR recruitment (fi5h) <
WEGHIR & T AR A ROTEKRED KL G 72 BBB FEREMERF O ZEfih L0 > T D Z e S TD.

EFED22D AR OJFIKEAR T D% A, mineralization DIERLANEZHFIKEL T, BBB X° NVU D F & A
BG-LTWD AR B 2 6D, LinL, AIRIE~ELDEEM72 00 A = A LI THS.

3) BNDYL /% (WS ‘glymphatic system”)
FIRGREL il 3 90 ~ =B 0 .45 ) PRI ZE ~ A 6 (CSF) E7e D 0bwd 5 “BiNY L 73 (glymphatic system) 72
BiIomVBRREE, 2L ColEkeK vy ba B LB R ORI A IRALIZ AU B 5L TnD L4
MWD, U SR OFEREIC OV TIEZFEMIZIEIOITZIL TR, perivascular drainage system
#idL 1% PBC 1235175 mineralization O Jii{E 29 £ Tx5.

ot ke CHIEER
W = i 2 B LA - R

HEMER
ipi =2 8%

R EMnEREE - MBIk - HEHY

hEERHD
\ R
AQP4 perivascular drainage system

R
TAAY A+

!
iR

B B> /37 (perivascular drainage system)

[ sz ]

VD% “glymphatic system (B SHE) " O BEREI Tl . Rk Ginterstitial luic), A B (cerebrospinal fuid), i 7 FAIEE
(perivascular space)lZFH BIZAZEBL TNV, & PiIREEZR W LY RS0 B, PVS 28/ NEROD F RS9 7 0 AL JEE iR (basement membrane) [
~JiidL, perivascular drainage system® % /L C, —JFAMEIZIERES N, Ca Ziad LT 2 EAE LEERAETRL, TSRS trap SHHEB X
HILD. SCHR 1) K0, KA1 TR, —HZ .



PR

A, AN OV AREFREIFRE ORI REERL TERY, 5% 0 PBC OJFREM V]I, BBB, NVU D
MUY o 7R LN ST TN REHTFER D FRALE WO IBFSE D B B0 T — < I B F A b 7o b3 2803 1]
Frsns. FIREE R —R T2 7B O 1L~V B L OV L FE R REfR AT IR B A iR 375 T
O CEHEETHY, IO ITH BRI~ DN HEE 2 HND.

Xk

DR 2 R VIR A RAVAE D43 79 HE - Annual Review #h#% 2022 o HAfAL 2022; 117-123.

2) Hozumi I, Kurita H, Ozawa K, et a/: Inorganic phosphorus (Pi) in CSF is a biomarker for SLC20A2-
associated idiopathic basal ganglia calcification IBGC1). J Neuro/ Sci 2018; 388: 150-154.

3) Morris AW, Sharp MM, Albargothy NJ, et a/ Vascular basement membranes as pathways for the passage of
fluid into and out of the brain. Acta Neuropathol/ 2016; 131: 725-736.

4) Inden M, Iriyama M, Zennami M, et a/The type Ill transporters (PiT-1 and PiT-2) are the major sodium—
dependent phosphate transporters in the mice and human brains. Brain Res 2016; 1637: 128-136.

5) Takase N, Inden M, Sekine SI, et a/ Neuroprotective effect of 5—aminolevulinic acid against low inorganic
phosphate in neuroblastoma SH-SYbBY cells. Sci Rep 2017; 7: 5768.

6) Yao XP, Cheng X, Wang C, et al- Biallelic Mutations in MYORG Cause Autosomal Recessive Primary
Familial Brain Calcification. Neuron 2018; 98: 1116-1123 e5.

7) Cen Z, Chen Y, Chen S, et a/: Biallelic loss—of-function mutations in JAM2 cause primary familial brain
calcification. Brain 2020; 143: 491-502.



4 DUTHELE
RfE Zh I RIS e BRI it PR
Clinical Questions
[Rp 581t B A A IR{UAE (IBGC) DB R ELEIIE D L5 DH3H D0 ? |
[Keywords]
-diagnostic criteria Z¥rE%E

IXCHIC
AR DT EL, TRETHRA R4 B IRBSN CEITREEN DD, 4%, ERR#RE 2L T, HROMI &
BOET, 40, SETEEICETOERNLREENBLETHD.

Clinical Questions

Q1. MeRMEEESAIKIWE (IBGC) DZMELEIILE DL D350 ? |
A.
WK T, primary familial brain calcification (PFBC) &L C, LA FD X972 criteria 2MEPESHL TS V.
progressive neurological dysfunction T DRI LR
+bilateral calcification of the basal ganglia {8l J&EA%Z A R AL
-absence of biological abnormalities =47 FR0HL 5 2 ZRD 720
-absence of an infectious, toxic or traumatic cause J#&¥%%, HEEZ2WUIMEDFIR 20
«family history (autosomal dominant inheritance) SV (5 Ye o RREM: (EVE) B ix)

DODETITIIEMEDIEF DO XRERDS, BKDOHE LT OHIR NG, KRS, BER OB, ephfisk,
FHEOFAHE CT Z#dZlid M EOMBEL E 0 T, EHULIZKWIEL RERFAFE THSH. EFLIX, kD
criteria (ZHEHLL, IBGC DRI AMEZAERKL, WRTHRD A AR 72 OKRRZE TV (2021 410 22 Hik
FIRGR) . FRLICBIARHEA LIz 2. 7eds, FHEBH (FRNITHEE O D BENFET D) SHBHLTEFNIE
F It IBGC (familial idiopathic basal ganglia calcification: FIBGC) &L TEY, PFBC ¢FE% Ths. DNTC 1%
IBGC LB ERIIC XSO D TH LY, ARNIIS T DERIR B2 WA I E L TVau.

_10_



e Mt B AL A KA LIE -2 W AL

(Wb5 T 7—/IR’)

<TZWrERE>

1. B CT L, MAIEEZE S RN AR EEDS.
M AAMZIZIR 7240 JRAL A RO IRV DO DM CH 5. JRIIETHERIT, KRESELTHRR (ET 10mm
YL EOBOZBER, 10mmm ARIHZACR) BLEOL DD, D\ NI RO BRI FE R A RIS Z TN
BRAZ, MR, R BB MBI, KIM B 28 A IR(b AR D DL TEHRTH.
F1 mkE 2B W AR AR b BNt OIS,
HE2 ARAADOREIICELT, KK BERFIHHALIZLOR, ZEETHEEOA Kb E ST O

fIKIBEZEZ D,

2. TRRICTRTLORBMNAIKILE ZRAIZETZ TR BB TES.

F22bDEUT, BIFURIRE & (MIE 2 V27 A(Ca), HEHEY L (P, IPTH 23R EE) , MR IR IR RE
EHE (M7 Ca ARAE) , RSPESMERIH R R REAR TE (Albright B $8F8JE) , =271 (Cockayne) fiE 5
BE SRz RUTYR, =T 475 4= —/L (Aicardi-Goutieres) SEERE, #7 (Down) JEIERE, BIFIRE,
A5, B (HIV BEZRE, EB UA/VARERYGYERE), 1 SMEG - BURHRIA IR L 2 BRoM 5.

1 iPTH: intact parathyroid hormone A2 %27 gIFRERAR/L T

H2 NREITIE, EREDOIOE RAGH B FIEIAED M A KL THD ATREMEL HERI S, 277 Db

REDBIGFRRRIPLEEND.

3. TRRITTRT LI BARETHEDOFMH - RIERE 2T 5.
G, REARER (BENHIERR, 7V a— U KAFIEZRE) , T, FEMFEEIRAE, SRAVE, N—F V=X
b, AREEGES) (PKD 728), /MMIERZRE OFGHR - RIEIR 2395,
1 PKD: paroxysmal kinesigenic dyskinesia FE{EMIEENHERIET AFRT
2 HEREEONLEFEE T, MR2%ILY, LITUIL ERROIEREZFROLZENBHD.
PR A FT L TR EE O JE BN e E (A 7 IS TERWRE) 02655,

4. Bz T2k
INFETIZHESN TS IBGC DR IKE R 713 e RN () Bz Tl SLC20A2, PDGFRB,
PDGFB, XPRI, &Yt RiEitt (BTE) @I Tld MYORG, JAME 1360, ZHICE BATRBDHLD.

5. FREFRIPT R
I BB I PSR 72 A PR AL 2588, DNTC 23 Tel DB R, SME, BGYE, Iha RUTH 72
EDRHIMEIR B E DRIV TEDL D.
73 1 DNTC: diffuse neurofibrillary tangles with calcification (31|44, /II—481L9%) ZOEEOHEE
RELFERIRZ W CHY, ARNIIXERRAIC IBGC LOEHRNEE T 5.

&

Wi

ol
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2

Definite

- 1, 2, 3, 4%l H 0.
- 1,2, 3, 5&MITHO.
Probable

-+ 1, 2, 3EMWIZTHO.
Possible

< 1, 2% H 0.

<EEESE>
modified Rankin Scale (mRS), &% 558, MR OZNENDOFHEA— V&2 HWT, Wi n3LL B4 %t
KR35,

H AR A& H 201 745H27H
H ARG KGR H 20214E10H 22H

ik
1) Ramos EM, Oliveira J, Sobrido et a/ Primary familial brain calcification. NCBI Bookshelf[online].
https://www.ncbi.nlm.nih.gov/books/NBK1421/, last update: August 24, 2017.
2) HAMRFDR— L= HARTA
https://www.neurology—jp.org/guidelinem/pdf/syounin_04.pdf
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5 2ZWr-oHE

RAE Dy I RERL R 2/ B RS pehie N AR

Clinical Questions
[RF 8 B A% A JRAVAE (IBGC) DZBIIE DEIITITIMN ? |
[ R B A IR AVAE (IBGC) DB DBRIZAFIZIE R TN EH EH RO 2RI RidH 5% 2 |
IR B AR A IKALIE (IBGC) i3 B FRE TR TE 500> ?
M2 M B A% A IRALAE (IBGC) IZILFE BIb H B D0 ? |

[Keywords]

- differential diagnosis #EBIZKT

«causative gene JBRKEETF

-physical characteristics & AR

familial FEME

-sporadic PNFEME

IO

R LR A PRAGAE (IBGC) OFZWHIBRAZ WS ECTh D, MEEZ WY, Bin T, WL RIZELDS.
M4 FZWriYE ], 18 s Mt ), [11 SRR b e b TEROZEZ0.

| QL et s R L (IBGC) ORBBTLERIBIHLY OXIATIN ? )
A.
WAL TIL, T4 BRI |25 B L QWS EHBROBOS S, BliziEDs7n—F v—
M TR Y.

[ i A PR Ak 1
(Brain Calcification)
— R A KA . £ HOAKL(EEmEEE )
g I BA 1
1 ) 3t (Primary) ikt (Secondary)
}J%%é%i%?g)%u (Primary Brain Calcification) i“:f:ffff
- AL E LT R I | 1
4 —————————— T S R CRETH AT 2185055
; r Rt 1 1 WRME——
T AR 2 o R Fiefkat F A& {= F 4~ BH(1diopathic)
SLC20A2 MYORG EERSELGT + BRIFER
PDGFRB JAM2
PDGFB
XPR1
A4
FIBGC EF MR it G K ALSE (PFBC) BFR MU E KA (BGC)

BAAKEDZHOO—F+—
(k1) &Y, FGEEFUIEHE, —5ED

_13_



o, ERIZENE, EBRIR TN ERIRZN ) 22 ROZZED. TR AR AL S O TRIDOZE O
Fr¥—MIEOETRTRT2.

IR

1) BIFRERE & (BRI AR E, B RIS L5038 MR F R IR e JU e E %)
My Ca, P, iPTH ORIEITNLHATHD. P, BRI R EE TEL DY, (B IERIETIX
Albright #8fge (FIZERS, 3K, NEGG, BCTHERE, 55 4 B8 - o d O RMEE) D 7.

2) I RYTRNEHEE
JERITRE K, AT, i VKT, S0, 0aM, EE, KB5S, 2T AR, B2

3) THNT 47T 4T —)V (Aicardi-Goutieres) FEFERE
FERII/NGIE, JEHE, AR=T KB, RO IR L. $iRY Bk %, g, BERP o1
B—Txar o EXAT TV O, 5 DOFINE T, &Y RENE (H1E) B,

4) Cockayne (27 AY) FE(ERE
FERITER S &, AR, /NEEE, AN, MR aRZAME, S8, BOLRBUE, MehEB) @R, EA
FREFRE . DNA BEBIn T ORE, GRS ER .

5) Down fEMERE

6) Diffuse neurofibrillary tangles with calcification (DNTC) (B4 /IR « £281L9%)
W IN RIS - BAR OFBEEL 235, AIKABIZRIRDBEER, IBGC THE S TWD LI ZRERNL T2
FIRAL DGR FIFIEFI O WG ILEZ7200.

7 AEEEAKE
FRCE I CITR A RIS, RR~BEROA KL DGO HID.

8) RYYE
FEHENHLNIEFEINZ BT LY T IR~ S, AR 0y A VA, Bl L~ A0 A )L A ZE D
YUEIC LB DN, 1=, HIV IE, AL AMERKE, EB AV ARYWE, 7 VB F%E, fadhiE
(cysticercosis)’2 .

9 BJEH (SLE), Mm%

10) FUEHER &
Pantothenate—kinase—associated neurodegeneration (PKAN) (= Hallervorden—Spats %) : S B ER 128k 1L 5
(eye of the tiger sign), Neuroferrinopathy : #{#% (28R DL, Wilson 5 : FEEAZ (ZHRTE A .

11) FE5%
TPV PR IR E

12) #ERRERSER
hE (—Eb R, ARKER, 8), SME, BEREFRIE, RN G, BURBIARERLE.

13) Z DML GREF]HE)
Carbonic anhydrase I ZR$8%E, Polycystic lipomembranous osteodysplasia with sclerosing
leukoencephalopathy (PLOSL) (= Nasu—Hakola 47%5) , Moebius JE{&EE, Kenny—Caffey JEBERE type 1,

Autosomal dominant dystonia—plus syndrome with brain calcinosis 72&.

_14_



| Q2. ISt EEREIRILIE (IBGC) DR OB RHC R T & S R MR B R OB RIS 5 2
A.

SR K& F DO BN L AR RA 2 B KT RIT7AR. SLC20A2 BinFARBE TII - V=X L0 &b
% ABI 2P, PDGFB BAR AR TIXHEBE N Z<HEINTND 2V BEEDFRECAF 20T
(paroxysmal kinesigenic dyskinesia: PKD) [IH FE{EVEIEEN R MESEEE T 7 h— 3 A (paroxysmal kinesigenic
choreoathetosis: PKC) 7% IBGC DE#H THRHZA MR RONDTLDDHDN, SLC20A2 AR T EREEHEDHT
0D, ZOIR, AN=ANIRPTHD > 50, Fle MYORG ZEETIL, S CT Wit TR/ L e K kA
ROLNDFHEANDHY, SR E LS TIUKHETHERNB ASNLZE0H5 7.

Bl R IRZE BT, Ta BUAME R FIR ISR TE, To B4 MR F RIS RE R T 36 L OMA MBIl FEIR iR
HEAK TIE CTR.ONDA N T T A MEARM B $52 2 0E (Albright’s hereditary osteodystrophy: AHO) EFFIELAHIK
&, 1B, MIBER, TF5 - s orE, Bt FEIERRE DS R IR T 5.

Sha RUTBNTRIE, 512 MELAS (mitochondrial myopathy, encephalopathy, lactic acidosis, and stroke-like
episodes) [IZIBUWTC, RS &, MAEAE T, M VAR, @ MEEEE, EMRe: - 8%, BB S, - s,
WAL E D S RBRHEICIEE T 5.

| Q3. MREEERARIGE (BGC) A FRE BT CEE0M ? |
A.

FEM: IBGC [ FHEME R I8 M RL A% A JRAVSE (familial idiopathic basal ganglia calcification: FIBGC), primary
familial brain calcification (PFBC) IX5 0 4 EE ORI TIZRB T, BEFHIME ORI AR ERIC
HAGRENTZ. FIBGC (2B T, ENAMIIWTHI 40 % T SLC20A2 Bin +A %, $ 10 % T PDGFB Bin T4
BRSNS 299, F70bh, BIIRE KB G A RIIRHATHS. MBI TRHEINDZE
135 T O E DO~ OFFENFFEIEORM IR TIX SLC20A2J5 5T 4.3 % ¥, PDGFBZESC 2.9 % ¥ O HEE
Thoto), FEEE, BETFEREN RO STIER TIXOBIZFHRIETHLZENN B LI — A D722, de
novo 28 F CHTHRZESRIE ) LB 2 LNDIEFIH I E S Qg o1,

L7235C, IBGC IZHBIT DB FR A, B ORI AED I T TAN~ AT AN E TELMA TIX
7oy, BUE, HFEEETH, BRMRALL COBB - REITIT o TR, FHEf], MRS, Frik/2 3 2% EIL,
RGO R L £ B INOBE FRT A i TL QO B FIEATIE, A, M Tl (s B, I
TR R, ERREFAEAERT) S IR OB Z B ST XK EL 2D,

| Q4. IespE A RLE BGC) IS HIb 501 ?
A.

RIS LTI, DASE T DIEBIO GRS, KL~ THV AR5, 4, KEHRE A
FRBEE T OB S LHRRECTHS [HOBBOF v— B ). A A TR WELFIKOFH CT
AT LI LRI & DT, EIICEITUC SR 55, IEHICH Gl E T AR ISR
BIEGRT, K, IETE RS R DT FITIE, EbRIREThHHZEIHIR 57 —xb b7
V. HREDEON, de novo ZREBALNISEFORELHD *1. BCKTIL, FHAEDOLOLIFEM OO
BIBEBEDZE 275, PFBC OAFIMRESTZ .
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1)

2)

3)

4)

5)

6)

7)

8)

TRy Dy RpREPERER A KAGIE
https://www.carenet.com/report/library/general/rare/cg002755_020.html)

CareNet.com [#H/DEEIFTA 7TV ) (ABIH 2021 4£ 12 H 02 H)

Sobrido MJ, Coppolla G, Oliveira J, et a/; Primary familial brain calcification. NCBI Bookshelf[online].
https://www.ncbi.nlm.nih.gov/books/NBK1421/, last update: August 24, 2017.

Yamada M, Tanaka M, Takagi M, et a/ Evaluation of SLC20A2 mutations that cause idiopathic basal ganglia
calcification in Japan. Neurology 2014; 82: 705-712.

Kurita H, Ozawa K, Yamada M, et al.: Evaluation of headaches in primary brain calcification in Japan.
Neuroland Clin Neurosci 2021; 9: 459-465.

Takeuchi T, Muraoka K, Yamada M, et a/: Living with idiopathic basal ganglia calcification 3: a qualitative
study describing the lives and illness of people diagnosed with a rare neurological disease. SpringerPlus
2016; 5: 1713.

Mitsutake A, Matsukawa T, Porto KJL, et al A Japanese family with primary familial brain calcification
presenting with paroxysmal kinesigenic dyskinesia — A comprehensive mutational analysis. J Neurol Sci
2020; 418: 117091.

Yao XP, Cheng X, Wang C, et al: Biallelic Mutations in MYORG Cause Autosomal Recessive Primary Familial
Brain Calcification. Neuron 2018; 98: 1116-1123. e5.

Sekine S, Kaneko M, Tanaka M, ef a/ Functional evaluation of PDGFB-variants in idiopathic basal ganglia
calcification, using patient—derived iPS cells. Sci Rep 2019; 9: 5698.

9) Keller A, Westenberger A, Sobrido MJ, et a/ Mutations in the gene encoding PDGF-B cause brain calcifications

in humans and mice. Nat Genet 2013; 45: 1077-1082.

10) Ferreira JB, Pimentel L, Keasey MP, et al First report of a de novo mutation at SLC20A2 in a patient with

brain calcification. J Mol Neurosci 2014; 54: 748-751.

11) Nicolas G, Jacquin A, Thauvin—Robinet C, et a/ A de novo nonsense PDGFB mutation causing idiopathic

basal ganglia calcification with laryngeal dystonia. Eur J Hum Genet 2014; 22: 1236-1238.
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6 ERERIEIR

PRAE D I R RS I BROR AP A e PO Y

Clinical Questions
[EDISRBRIERZ BT HDH>? |
[ REEEESHE 2T D00 ? ]
[EDISILREHIERZ R T HDD>?
[BRFEBAERD> ? )
MCANAVERTDEDN?

[Keywords]

-involuntary movement AREEIES)

*neuropsychyatric symptoms *ﬂaﬁﬁﬁa‘fiﬁ

*headache BEJ&E

*seizures TADA

XUz
IBGC DHEE ST EIIEIRD T IDEE IR E T2 ETHEIZEZETHD. IBGC L2Mrani-iE
DT XTOIERNDZOEBICHK T HONEINE BRI/ R 2 ET 5.

Clinical Questions

QLIEDISRERIERZ BT DDOH ? |
A.

R ML R A JRALIE (idiopathic basal ganglia calcification: IBGC) OJEMRIZH AR RICIRFT5. HEAE
RN/ —= 0y = X N2 EHEASMIEIR, /MR, FEAER  (RTEHEEEEIRSE) , RREMEA R TIER ETE
DO TEERMEDR DD, A5\ N THHE, ’C%ui)*/u’i’mu&)é b7, FIEFHRIL 18~80 mEENHD. /)N
R, FEMIXZEAEPRETHD. KTDEREITIETHS. £z, BEMZREITEHHIME DR, MBI
SEER CT FTRMNSRO0DZEbHD . 5 Bl iﬁfﬂ“bfliﬁ FHONTHEAEMEBE R A1
7 (paroxysmal kinesigenic dyskinesia: PKD) [ [HFr F&{E M E RN 3558 éﬁ&’k7*7%~yz (paroxysmal kinesigenic
choreoathetosis: PKC) 1& & T 256055, FIZHILIET, S8EEL 2T 058130 IKILE Z 11 N EAME
TR IFURRMEZS (LR (diffuse neurofibrillary tangles with calcification: DNTC) >9& DRI 2NIREL 72 52 L 3573,
BUE, ZOHRBITD Tl B 2 01, MEZWITREMRICEIOIDE 2720,

Q2. [ A B ERZ 2T 500 ]
A.

BT A RZTBD T ABRGITIE, SLC20A2L5EH D 8 T 4 BT/ \—F> Y =X 1%, 2 il PKD/PKC
ZOTz. —J7, PDGFBERBETIL 4 #ilH 1 o/ N\ —F V=X L5, WS OWMETY SLC20A2 %
BEFCTR—F Y =X LERBOLMANDL V. —JF, W THESN TR, ZREES), A=
7, orofacial dyskinesia [T ETIXFEHITITLAL RO LN TNZRN Y,
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IR—=F ) = ZALTENAES I Z2VDVEETHD. 7 3—F 971 common disease THY, IBGC HBE T,
IR AFROFFEE AL TS5BS 7). =% =X LT IBGC & DNTC &R TE5HE0
IFRHLIL 720,

Q3. TED I RIEFERE BT DDH?
A.

2014 FEOFRATIL, 202 Bl 42 51 (21 %) ITIEHRER O TR DAL V. SRR, BEOET ), FiiE
TNE T DFBHE ETEZERRELE THSD. DRETOFELWEITIRE X EIZ A TIN TR T12 FEE
REZDORHENZONTEBRBN-E &0,

Q4. TTEHIERD ? |
A.

Fx OFRETIE, BERLOVPLEERLOETIEL DT, et L, —B AT HHE L) 221372
o712 (IBGC T 32.9%, HAAN—f%T39.8%'%,28.5% V). HEJA OMRITFHER &3 e >z, St
DOWET PDGFB BnFAREBZTIVEN LA P, DOETHOIEFIEITZ 3720723, 6 BT 5 FHlo
PDGFB #Hr 7 R BHE THR OF DY, %@9@f“uﬁn\1tﬁmrb> DA 10,

FEIR 1 TR ERO BINDIEIR Tl D708, AJEIZIITDIER O MR T A TER L3RR, “RIEDIEREE 25
N5, FDOAN=ANIEET 7y7n”\y77<f°§>675>, IBGC JHBED M55 B ~D B 5-4E 2 1UE, (500 &
DBIG-ARREIIND. FEREED B G-I R BT LS & o0 TR A .

Q5.TTAMDAEETDEDN? |
A.

2014 FEOFIE TIE, 202 FilF 28 B (14 B IZTADANRLNTZ V. I CTHRE 2 DXAT DI IARE
ST Y. ODETOFELWERER AT E/ A TSI TR,

X

DA &, HPEA, GARED, il AT DRSS A K AVIEDRRIR B  BARHORES. BRI A
#% 2014; 54 (suppl) : 66.

2) PR : Fahr . $REEGAE GF 2 OV, HARERIREE, 2014: 750-755.

I &, fRfE i FRIEMERLER A IRKAIE (WD “Fahr 5 7) OO S EE). AL 20205 92: 56-
62.

4) Sobrido MJ, Coppolla G, Oliveira J, et a/ Primary familial brain calcification. NCBI Bookshelf[online].
https://www.ncbi.nlm.nih.gov/books/NBK1421/, last update: August 24, 2017.

5) Shibayama H, Kobayashi H, Nakagawa M, et a/ Non—Alzheimer non—Pick dementia with Fahr’s syndrome.
Clinical Neuropathol 1992; 11: 237-250.

6) Kosaka K: Diffuse neurofibrillary tangles with calcification: a new presenile dementia. / Neurol Neurosurg

Psychiatry 1994; 57: 594-596.

_18_



7) Yamada M, Tanaka M, Takagi M, et a/ Evaluation of SLC20A2 mutations that cause idiopathic basal ganglia
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an autopsied patient with an SLC20A2 mutation. Neuropathology 2016; 36: 365-371.

9) INigASE, )1 B2, PJFULSE, fhi: Parkinson DA 23972034072 Fahr i —HIRfF]. %5 56 8] A A
MR R PSR 20155 121.
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11) Takeshima T, Ishizaki K, FukuharaY, et a/ Population-Based Door—to—Door Survey of Migraine in Japan:
The Daisen Study. Headache: The Journal of Head and Face Pain 2004; 44: 8-19.

12) Batla A, Tai XY, Schottlaender L, et a/ Deconstructing Fahr’s disease/syndrome of brain calcification in
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7 ELFERIRE

PRAE D I R RS I BROR AP A e PO Y
Clinical Questions
[ R MR ERA IRALIE (IBGC) O WT, BRI FAZ2MAEILMA 2 |
[Keywords]
-cerebrospinal fluid (CSF), CSF test MR, BamE
-hematologic test, blood test M EHET
-biomarker AW FEH)~—H—

Clinical Questions

| QIR A RIGE (BGC) DR, ERHICH /BB A 2

A.

ENAOBZEIRUECH DI, —ROERBRE CII AP REEZRO LN ENMELMETHS. [11

FERIRB N ICHD IO, MIFRIRE B OERIZIX, iGN T L (Ca), Vo (P), A 27 aIRR IR LTS
(iPTH) DR EIIHEETHY, Iha RUT BEAHAE ORI XM 3 O OFLEE - BB ORI E/R &8 24
TCThD. i, 256-OH B4 Dy ORUENE XL D R ZIEIZIBUTHRERES 272572, IBGC OB MIFIC
BT 1,25~(OH), B3 Dy OAEIZIE R Th-o7273, 25-OH B4 Dy OIEIFE TH-7=. LL, 2D 25-
OH B4y Dy (M1 B AN SEICERD HNDMEE D LS THY, IBGC HBE THRICHSLOEIIE W V.,

EELIIOTC, HEME T T A~E ESME (inductively coupled plasma—mass spectrometry: ICP-MS) %
MWT, IBGC B ORI T oMigh (Zn), #i(Cu), £k (Fe), 7 2D .AMg) &V HABOENIERH A H
B L OEE AR TERICHEBICEME THHIEEHR LT 2. UL, ICP-MS ZHWANERHHIRE, —f%
BRAEEL T K UIZLL, OT YA~ —fF7e & OMIREMWRBOBE TH EABEOLN TS Y. Fiz,
IBGC #BE 2, ¥ SLC20A278 BB E OBEIE T O P DIENEESL > THBEIC LR L TWDZ LM LT (M)
Y. P OWRBBIIBER P O A0S, MIREE, 0 E PSRV TH RS, FEEROARKIZE DT
HEHERIEND 9.
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Xk

DR Dy, SEHEEE, (CERERE, i Ree PRI A IRAVIE (IBGC) (IZB 3 DM E—2 AT AR T A2 DA
RIS T, AR MR SRR d 1) 2 SRR A R AL AT 78 (H29- 8 %5 () —— % —033) , ¥Rk 30 £FJE
(53 f5) T TE s .

2)Hozumi [, Kohmura A. Kimura A, et a/ High levels of copper, zinc, iron and magnesium, but not calcium, in
the cerebrospinal fluid of patients with Fahr’s disease. Case Rep Neuro/ 2010; 2: 46-51.

3) Hozumi I, Hasegawa T, Honda A, et al Patterns of levels of biological metals in CSF differ among
neurodegenerative diseases. J Neurol Sci2011; 303: 95-99.

4) Hozumi 1, Kurita H, Ozawa K, et al Inorganic phosphorus (Pi) in CSF is a biomarker for SL.C20A2-associated
idiopathic basal ganglia calcification (IBGC1). J Neurol Sci 2018; 388: 150-154.

5) R Ih RN ILIERAIKALIED 4y 7R BE  Annual Review #8% 2022. T4 HRREE 2022; 117-123.
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8 BiTRE

HhEA ERREREKRTS ) LE AT
T R ERREREAER TS L E AT
Clinical Questions
MR MR ERA IRILIE (IBGC) OB WiE D 55 2. T, BIZFEHREDO R/ T&KENZ? )
[Keywords]
-genetic test BEFHIRE
+genetic diagnosis BEinF2ZWr

Clinical Questions

Q1. MR MEEERARIAE (IBGC) D2 Wiz #H 551 T, BEEMREDO R T&HENI? )
A.
FRBETBIOEROBEH

R RS A IRAGIE (IBGC) OJRIKE R 1-E LT, SLC20A2, PDGEB, PDGFRB, XPR1, MYORG, JAMZ
D 6 DNINETITADNSTEY, 2055 MYORG BEY JAM2 W3 YRt (B Bis X, Ll
ND 4 AL Y O REENE (M) BB RE s 9. £z, Bia A ROMISEELL X, SLC20A2 73
b @<, PDGFB BEAUTIRWTEW V. BB 0 B BT DA BRE, ERCA KD/ —
72 EDERRIEHD B DJRKEAS F 2R VIAT Z81E, Z<OGEREETHL. Fo, BROFEHLL UL, —H
LB IS BN U R A - KRIRZE BN S\, SLC20A2 \ZBAL Tl EZE AR DA S LI A m <, 1
HORATRBZNTUE ATREMEN DY, BB FR2EE I TOICHIZVIER N LETHS.

BEFEHIBREOEIG

F RN DORIEE DDA, WE S ITBISE CHHH AL, BEFHOREOHEISAHHES 2 DD,
F72, IBGC OFHEEL T, W7 A IRAL DBV 72 I8 HHEEIR D T M3 RO HIDT, IELWFEHEFENEL
NN —2ZpV D7l Tau, 51, EMEZRBEEEIC DWW TERIATH DAY, FrEZHRE - (de novo 28 4) 12 L0 %
FELTEFIOHELHD 1V, 20720, BILNITIHIZR NN A IRALAFED DI, ZIRMEDIMNA R AE d
JRKZA L TORWEBNZ DWW T, IR CTh-> Ch IR IR EDOBEIC N HDHESE 2 HND.
7212, AR BOIBFRIECETEAIBLE 58 27 AFIETBRE R TR O TN, IEZZI1THZ
LIZED AN, T AV NeEa Gl b e, RANDREESGT-OZ TEMT2MLENGHD.

BEEBREDF L

AR FIETH DRI AT — B HE S (polymerase chain reaction: PCR) ¥R EEY) O [E 2218 ELiC H fEMT
(o —1R) VDB EIC, 6 BT OTXTOTIY U ERGEL TREEITIZEE, WRRT, aAM
VLT L0 REETHY, fRIT R ROBIE T EKVIAESDE 272, FRN ORI E 228> TRIEHR
WEY, YO RBE (VR SRS DD FE R T, ED RS SLC20A2 BX Y PDGFB W T
WU AEZATOZENEIDHND. ETe, ITBURNHY, & YR (H1F) BRI D5 R TlX, MYORG,
JAMZ IZOWTHESE IR ZATO ZER IO HiLD.
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T RTCOBIBFEx G LU TR RS Tt 2 34 25 6120%, Wit —r o —2Hnic=ry
—MEATE LT RT ) MENTEATOZED IO HID. 2720, RHTI RO 6 B T2 TR, HHWHBIET
IZOWTOERIFEMMPFONDLZEITIY, FIENENS /2 E OO BARPER BB RN 503, IR
FIT 5. (secondary findings) &L C I MHSNH ATREMED B D72, ZIRINET RICBI T 2BR G #ta 30,
FANZ DR 2T > TRLER D L.

F77, SLC20A2\ DWW TCIItEEE B o EE N B W=, 7L A CGH (comparative genomic hybridization)
B8 OREIER RN T 27120 Ot 2, WATL CEMTHIENBESNLD, kR —roth—2 v
TSR ZAT ST 6 (R ) DRMTAT o To 5 60) 121, —H IR E R B UL AR R BLE[RIRRLT,
WEAE ROV TOFHIiZ & T T TOZEN AHETH L.

B, SN EENREMNEH T50EIDINTHONTE, BIEFRIRE DRSO b3 cE /s
ZELHY, MEARE D MfEE OBRTFIIRES, £ RIZOWTOA(LFIIEITRED, BINEL THEEIN
L% E 5.

BILFHIREORRIE
AN 4 FFEERR RN SOE I3V T, FIBGC 138 n AR A O PRERIE R A L L TRz i s 7z (D006-
4 BIEFHIRE, 10Q).

Xk

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

2)Nicolas G, Pottier C, Maltete D, et a/ Mutation of the PDGFRB gene as a cause of idiopathic basal ganglia
calcification. Neurology 2013; 80: 181-187.

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

4) Legati A, Giovannini D, Nicolas G, et a/ Mutations in XPR1 cause primary familial brain calcification associated
with altered phosphate export. Nat Genet 2015; 47: 579-581.

5)Yao XP, Cheng X, Wang C, et a/ Biallelic mutations in MYORG cause autosomal recessive primary familial
brain calcification. Neuron 2018; 98: 1116-1123.

6)Cen Z, Chen Y, Chen S, et al Biallelic loss—of-function mutations in JAM2 cause primary familial brain
calcification. Brain 2020; 143: 491-502.

7) Sobrido MJ, Coppolla G, Oliveira J, et a/; Primary familial brain calcification. NCBI Bookshelf [online].
https://www.ncbi.nlm.nih.gov/books/NBK1421/, last update: August 24, 2017.

8) Keller A, Westenberger A, Sobrido MJ, ef a/ Mutations in the gene encoding PDGF-B cause brain calcifications
in humans and mice. Nat Genet 2013; 45: 1077-1082.

9) Ferreira JB, Pimentel L, Keasey MP, et a/ First report of a de novo mutation at SLC20A2 in a patient with
brain calcification. J Mo/ Neurosci 2014; 54: 748-751.

10) Nicolas G, Jacquin A, Thauvin—-Robinet C, et a/ A de novo nonsense PDGFB mutation causing idiopathic
basal ganglia calcification with laryngeal dystonia. Eur J Hum Genet 2014; 22: 1236-1238.
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9 HBRE

BH O OFRRT IMATIEET RUE IMEERETJEt 2 — BRI RE MR 0 B
M AEAN EFREEIRIIERH A &1 BRI PIIIEET MBS REA A— 2 TSR
Clinical Questions
W, RN B RERAREIITD 2 |
(W79 2 CRABBVRERAT Rixd 50> 2 |
[BRER CT MRE TE DBV DR TR A RALIZ R 20500 ? |
IMRI BREESCAKIMLHE SPECT BRETIXMLEED? |
PET RRELITIEMA TES02?
[Keywords]
«IBGC or PFBC, so—called ‘Fahr’s disease’
*brain calcification AXPNAJKAL
«computed tomography (CT) oLt a—&—kEZHELE
-magnetic resonance imaging (MRI) H5 FE0s ) 8
+single photon emission computed tomography (SPECT) WNIL{ES > F 757 4—
+positron emission tomography (PET) [BEEF Bk EHe

Clinical Questions

Q1. IZWr, | HBERBEBREIITH 2
A.

AR AN L DN A RAVIE D2, #ERZ1TOICh > T, ETHAAIKILZRBDO LI EZFEHL, KW
TN A KA Z RN TR B ORIV MEITOZ e RO HIND.

KL RBEOFF|ET4 ZWERE | THR RO TWDEINND, DA EITI T D8R MR A KL AE
(idiopathic basal ganglia calcification: IBGC) ®FZWrEeE 2 Ti, TEERE CT b, WA EERZ 2B ORI
T AIRILZERBDHZE P BEHAAELL THIT O TS, T7ebbligRAL L T, WA IKILZIEH 357
DOUEE CT G M ETHS. BHE CT BfRICBRL T, 3 — RN & 21T & A K b E & Rk D8 B A3 F
FELTp D72, B CT Z2ATH oMt snD.

SOIZBER OFZWrEEIZ BT, BIFRIRIRE A g H /LoD A (Ca), U (P), A 27 MEIHAR RS VE
> (iIPTH) 23], (AMER] R ARFEREAR TE (M5 Ca RMH) , AMEAMERIFUR B EEAR N E (AL 7 F AR
B E B IE (Albright’s hereditary osteodystrophy: AHO) |, =4 A EMERE (Cockayne syndrome: CS),
SRR TERIEE, =HVT 17T 4 =— )VIEERE (Aicardi-Goutieres syndrome: AGS), Z v JEMERE (Down
syndrome) , JBJEUR, MG, B[ b MaE R 2T AV A (HIV) BE, = A2 A2 «_R—)L+7 A4 )L A(EB WA/l
) BRYUREE ], W Eg - SME - UG R 72 & DIRINEW 21T ZEb BB L > TWD. BHER MRI X260
BERNZATH L CH MR E RO ATREME S B DIED, B LSETRFHE{S: (susceptibility weighted imaging, SWI)
I E DA B2 FWHIET, CT TIRRHSHERI N EEL 22 50 N R 28 & IRAL IR ZE DRI AT 72 1R
WOFONDATHEMED S5, BT SPECT 728 OEIBIRE L, BEROIRBZERT 5 L THE LD R
DILDATEENEIZH S, LAl SEBIZHHTIERFE O MR MR A L &3 DI B PR H WA LT S o R &
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THY, FATOBWIEIEIZ B W TIIRETEHN CT LSO BRI TS THLHE TN Z 20,

Q2. TR2WT&1TH) A CHRIRYZREE AT Fidd 50> 2 |
A.

T PRACRE D BIg R A L ORFIT, BHHE CT TR AL 25 To MBI S A IR L 2380 5 28 TH
5. PEIARALO EFIE, RESBER (B 10 mm 2L E)HLL iﬁﬂ((% 10 mm AR5 0D AR 5L JEAZ A7 X
TENTIMAT, /MRS, BUR, R S BRI, KM A B RE 22 SIS A Kb 2b D LS TS,
712U, RIS JEARERS/ NI IREZ I TAR AR, Wi, TSR, /M7 el L O, IEF N Ty LIXLIEa
JRALDS RO DENL THHT=80, K@ TIIMRICEEZ T 5. 612, FUKER B L2H DR,
FIRMETRIDO A KA AR T HDIZHON T, AKIEDORESIZEL TR AIKILEE 2%, [K]

X SAES CT THERINLDAKILAE
30 M &MED PDCF-B AR+ SYERIT RO Ml 2L ER D
£ RAEHT L.

Q3. EHER CT ME TL DLW DBFHE TRHANAIKALIZ R 225070 2 |
A.

HW\]EW’EF FZDOZWRME I, 2NV TI RGN AR ZRBD D, — T, BN IKABIE LSO
BB ITHBITDEEH CT MRAEITIBW T, IREEROAKAGITHY 20 % THIR, 2~3 %THERRIZERD, FES NS
Ebl J%ﬁﬂﬁ“é_}:ﬁ:%&%éhfmé b,

Q4.TMRI BRERCHK MLt SPECT MREIXMED ? |
A.

T CITR 7@, W AEYE FIX MRIRAE BN YT SPECT MAd M8 DB R A T,

MRI 4 b, APRAEHRZEI T iR CE~RAE 75, T2 imFimG CIRIE 7=, T2+ TlIEbIc
IKAE B OIRELL TSNS, MRI TIEA K BIRZ DAA T di A ~ 12 M 0 15 28 703 FER O ARAE 5
DIFZELLUTHEHESNDAY, SWI 228 OALFHE B E WD ZET, CT CHEiI IR EEAe N i PR 28 (RCRsek
) LA PRACIRZE (R REMER) OSERNCA A7 ERBIEOND ATREMEN 5D . * O AL R A 2 2 LTk

Hifli CT (3R A AREBRR A CTHLH, MRl AL U2 RGIELRINT 2246 C, WEDOTHEIZ —EDH
MR SN,

i SPECT itk Tl, fIKALRZIC— L OMIMIR F 27 =d o8 Ebdbius, AR ZZM
MFAR FERBDIeH o7 TDHELDHY, —EDRMERIHFLIL TN Y. bbb, ARALREOFHGEL

T, B SPECT MDA HPEIZEDLO TIREM THHEW 2 D.

TN A PRACIE AT 59 2 TlE, KRB A IR L% R LD Dk & 7R SR AR T 2 B H3 %5 . MRI AR
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TIZBITDINZERE, AEREE, T2 BE 5IRE, MG SPECT MAEIC 1A MLk & 72 & ORA 7B R,
PERIRE BA W 592 TR EIZRDAT AN ELND AR ILH 5. EREC IR MR A7 E B2 Wi S
RS ERITIE, B CT RIS CCOOMEZ i T T2 2 ML ThhneE 2 binb.

Q5. [PET MREIIEHTESH? |
A.

PET #&(X, B2 PET VA RITEo TR & 22 P97 E - b Re - I LA 72 & &R Al 95 2 8 A3 ]
HETHD.

T 18 kT VAT AR TN a—A(BF-FDG) IR L ET T — 07 E ORIRAICERETHZ NS
R TVDEN Y, —RE7R N A IRAGICIZEERE L2272, AJRIEDRHEIZFTHZ XN EETHD. —F, N
FPIEBEIZRBNT, AKACZTRD DRI JERZ IR, A KA Z RO 2N —EO I I T, MG ER
RBPEEZ R T HEEK T 2RO T2 THME 2SN TG 102 F-lMiMiE SPECT L[RERIZ, FF4Aa072
N BR AR 5 DN RR B DO A T 59 2 CREILRDRENEITH .

K7 AEEERE (Down syndrome) (23T, HEAEFEDORFANGTInARIRHAEDE NBEC, XTI D
REIFRRAE LA LR E DT Y = —IREDPNIC LIZ LR B D2 e S Tng 9. PET Zfv7e73im
ARIFERLH TR E DRI, EETLIT N ANA~—HEOFMITE A THLM 5 W, FREOBWIZIX
RNIVEBFREIZES 21 NYI—OERPLETHD. MNAKALIEERE DR T, AIKIEEZ LI OVE
AoTERRR E R MEZS (LI (diffuse neurofibrillary tangles with calcification: DNTC) (28T, JRFRFLAIITINN
FIRACITIN A TN A IR R 278 BT, #7 PET ([ZXDIMNF IR A ORI 2K EA T2 rraet:ns
B TOD. UL, ARBEERESCIE DNTC B ICB1527 PET @i TG Sh TEoT, 4%
DT —H2EFERO TR E DD,

X

1) Yamada M, Asano T, Okamoto K, et a/ High frequency of calcification in basal ganglia on brain computed
tomography images in Japanese older adults. Geriatr Gerontol Int 2013; 13: 706-710.

2) Adams LC, Bressem K, Boker SM, et al Diagnostic performance of susceptibility-weighted magnetic
resonance imaging for the detection of calcifications: A systematic review and meta—analysis. Sci Rep 2017;
7: 15506.

3) Sahin N, Solak A, Genc B, et al Fahr disease: use of susceptibility-weighted imaging for diagnostic dilemma
with magnetic resonance imaging. Quant Imaging Med Surg 2015; 5: 628-632.

4) Wu Z, Mittal S, Kish K, et a/ Identification of calcification with MRI using susceptibility-weighted imaging:
a case study. J Magn Reson Imaging 2009; 29: 177-182.

5) Azad R, Mittal P, Malhotra A, et a/ Detection and Differentiation of Focal Intracranial Calcifications and
Chronic Microbleeds Using MRI. J Clin Diagn Res 2017; 11: TC19-TC23.

6) Ciraci S, Gumus K, Doganay S, et al Diagnosis of intracranial calcification and hemorrhage in pediatric
patients: Comparison of quantitative susceptibility mapping and phase images of susceptibility—weighted
imaging. Diagn Interv Imaging 2017; 98: 707-714.

7) Ones T, Dede F, Gunal D, et a/ The clinical utility of **Tc—-HMPAO SPECT in Fahr’s disease. Ann Nuc/
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10 JREFTA

10-1 IBGC ORHEFT R,

i BASE SHTR RSN ZE T s By 0 B
B HEEH FEER IR ER IR
Clinical Questions
[MRERMEEEZ A IKILIE (IBGC) DiREAARRFERIREEBIIATA 2 )
[IBGC DREFMRFRILIEZIZa PN TEDD? |
[Keywords]
*IBGC Hr3éit & B A IRILE
DNTC AIRILEZHED A MR RRHER LI
-autopsy JREREHE]
*neuropathology &y F

| QuISRBMEERERIE (BGC) OREAMENREILT?

A.

ZIVETDOEZA IBGC AT DR B 78I FT FITAFEEL 722V ISR A KA A 78, A IKILAE
ZEO O FEAMARRRERHEZ (LR (DNTC) 25 e ZEMERR, SME, BGE, Iha RUT IR E O AEHE
IR DRI TEDE D, LEITWD (14 Wi EEHE | 25 0) . IR BRRTAATV, BRAIR B A0 0 OB R
HIRR SR ROBEEP LI THD.
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X1 SLC20A2 ZERMB] V. (A) KRR, B, WEER, BIREE, B A E I GFHORENRDLND.
(B, C) BAMEEFT .. Hematoxylin and eosin %fa. (B) IR & ER. LRI GIRALIERHBNS. (C) /MK, FERHN
Ja & <> B RALDN A>T D.

| Q2. MBGC DIRESMRIRITE SIcas LR TEDN ? |

A.
FUTRT20ERIL IBGC OIFFALGR SRR R ET T2 o> QD RIS SO R B 2R R ORI 1T =
I PR QAY k-3 AN

£ 1 FREERESRKIE (IBGC) DREZEHMRRICE 52 Ve

54 BN R RN =R PR T B K7 AT FE AT I BR 77253 B
Y = HER (Fram bt 78 2d%) ifi FH A 36 (%)
HE ST TEL:0561-62-3311 TEL:025-227-0673
E-mail : myoshida@aichi—-med—u.ac.jp E-mail : kakita@bri.niigata—u.ac.jp
Xk

1) Kimura T, Miura T, Aoki K, et a/ Familial idiopathic basal ganglia calcification: histopathologic features of

an autopsied patient with an SLC20A2 mutation. Neuropathology 2016; 36: 313-324.
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10-2 DNTC O¥RHEFT R,

wHER ZFEER RN ER ST

Clinical Questions
[DNTC DIREEF R R A2 ]
[DNTC DIFBEFEIRRILIE ZIZ2 PN TEBD?)

[Keywords]

- diffuse neurofibrillary tangles with calcification (DNTC) RILHE 2L OV E AR FRMEE LR

*neuropathology %R B

*neurofibrillary tangle (NFT) iR F#R#EZE{L

tauopathy ZU7Z/3XF—

Clinical Questions

| QU TR RS O A MEARERIRARMEZEA L% (DNTC) DREEMAF I
A.

DNTC (&b CRAIEIET, MEEATILAI ATSHE ML B0 Hh B AL b FARAE 2L (NFT)
PEEHIL, 7Y A<—RICHDNDENBHIEEAEHDNR. FT P IRE72A PRIEAE 23850
% YNFT 32 & ADEHEE L TSN E AR T, DNTC 13X 74/ S F —I2pEns. SRR TIEa
PR DS I BHE TR S A7~ —H— R LIRS, TEE R TIC R BRI L DM
HIREI L EETHD. SHITR BT, SBAMEZ 729 Hk 2 i ASVER /&, MAFREH 28 THY, Mt i ca
JRIEAG 27§ Z e ORI A IRAIE (IBGO)EDIERIDHIE L2 D2 D30 5.
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K2 FIRIEE LD OEAMMRIFHHEL LR (DNTC) DIREA
(A) BT 7SS 2 88 2 5 R BT CIIAMEASE, ATSARE R B IRV EE 2580 5. Kliver-Barrera Bufa. (B) KINE
(IEZEOMRRFHRAEZ AL (NFT) 23805, FT VB ks o HuilfaEde . (C) WA EK, Bk, /N ikiz7e
Clza AL A %788 5. Hematoxylin—eosin 4uf4..

| Q2. TDNTC DIREZEIRIRIZE ZIe s F AN TXDH 2 |

A.
RN 2D OVE AR R F AR AEZS (L% (DNTC) DR BRI R ICEE T 2 L MG

ik 4 FNER K PN E R ZE T
24 & HEH (R 7E #d%)
HHE S TEL:0561-62-3311

E-mail : myoshida@aichi—-med-u.ac.jp

ik

1) Shibayama H, Kobayashi H, Nakagawa M, et a/ Non—Alzheimer non—Pick dementia with
Fahr’s syndrome. Clin Neuropathol 1992; 11: 237-50.

2) Kosaka K: Diffuse neurofibrillary tangles with calcification: a new presenile dementia. ./ Neuro!/
Neurosurg Psychiatry 1994; 57: 594-596
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11 #ERZ

M th— B TNLE R T R A BB Y - T B E?ﬁ
THER IR RFRFECESROIZER AR RL 8
Clinical Questions
[P IRAL TEAI REFRUTIZE D IS Rb DR D% ? |
(RN IRALDERIZATH 72 DRI B CREHE B 1Xf35H 50> ? |
MR R B A PRI LA JRILE 2 1D OV E A MR AR HE (L% (DNTC) IZER R AR CE 2 DH 2 |
[Keywords]
*brain calcification f¥PNAERIL
- differential diagnosis #&5/Z2HF
«history taking %2
-clinical examination EERRRZE

Clinical Questions

Q1. INAEIKIL TR NEFERUTIZIEDIIRB DR HDH ? |
A.

BN AL DEER T R ERBLL T RIS FRROBDOBETHILD W29, PN AR
FH<ET, BBEFT RO —>THY, FH/NREITIE, e RAHREIERE D ARMERDHS.

K1 R A CUR 3 b LITEAHE)

Al FOR B RB AR T E (Rr 38 MERS KLU R 1)

{2 LRI FOIR IR AR T

e PRI PR IR R T

PHRXAFRLIEALIE : BB VANV ARRYIE, 7V ETIE, % RIESE R BIERERE, by 7T X << TORCH JEfHE
(MY T IX=, RE, FANATaT AR, Biffis LA A )V R) 728 D4 RYEEGURE DBEAE

BEH M) T v =T R E OB R MLAE J%

Ih=aRUTIR

THIVT 47T 4=—)b (Aicardi-Goutieres) JEWERE, # VL AEMGERERE DBAR - F 5 IE P YL O R FL 5 E
PRI B AR (RS —37 « 0 = — /S —JiE G EOAE B AR A LIE)

MRE7 =V F E

g, BEME, BU G

IR 2D OV F AR AR HEZ (LR (diffuse neurofibrillary tangles with calcification: DNTC)
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| Q2. IBPERICOBAIZTS b DRI A CREE B LT ?
A.
KERR T, PR A H ASERIDS % L725 (R 2).

FK2:\RI DD DR - BAEHEE

HH
HEZRE] R FR D TRIR IR R G IR IEE
FLDR B oD i IR
i 3 2 5 o YL iE DREFE
B FEREIRROAT TE DA M
EHEFIS
TR, SMEIE
SEANE FAIE, HOR B IBHE
BREEH Rl DR R FAE IS KO S I (Ca)
AR PR R RE A T Uy UL (PD)
A2 7 MR R A L2 (IPTH)

b= RU T FLEE, ©LE R (MK, B6R)

IRz RUT DNA BEfn i
SLE, /& 4% B 3 LML E 2RI B2 B bk
PR 7 2 VT 7 VF o (I3, #ik)

R TR

RPN A IRAL 2 S IR BRI I D725, BAG TR AL WY, BNCE BT DIERITIE, B ARERIFIER
FEHEFRE (AMED) N EE AR 2R B A= 7 F 7 (initiative on rare and undiagnosed diseases: IRUD)%{&%
THZELAHETHD.

Q3. TRpRME BB A PRIE & A JRILFE 1D O AR MR FARMEZ LR (DNTC) IXER R ISR TEHD
D?
A.
DNTC 1%, BIRER TlINAA~—H =037, ARTOEBINKEE THHT2D, ZWrOT- DI TR FRIZ N
WL THD. DNTC OREEZWNIL, WEZAZENLETHH-0, BKIZIE, EZWHIL TR 2,
2010 EDO 77— /VIRDOMFZEHER R LARE, HIHEH 60 T, DNTC SHEE 2 Wr ST fEFll 372w,

ik

1) Manyam BV: What is and what is not ‘Fahr disease’ Parkinsonism. Relat Diord 2005; 11: 73-80.

2) Donzuso G, Mostile G, Nicoletti A, et a/: Basal ganglia calcifications (Fahr’s syndrome): related and
calcification features. Neurol Sci 2019; 40: 2251-2263.
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3) M Hi—, THER, R Zh: FRstEREREAIKAIE Br3Elia# 2021; 70: 64-69.
4) Quintans B, Oliveira J, Sobrido MJ: Primary familial brain calcification. Handb Clin Neurol 2018; 147: 307—
317.
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Clinical Questions
MRp Rt E A% A IRAVAE (IBGC) BE ORHIERICIIEDISRLOBHVETD? |
[BGC B DGR R DERIZ BT T2 2
BGC BE DREMERIZH DR ZH OB BLIEFRYIIEIIM T ? |
BGC E& DREFERITH§ 2FMRIEI I T TT 22 |

[Keywords]

*psychosomatic symptoms ﬁ*‘?ﬁ@lﬁ

*psychiatric diagnosis ¥R

-pharmacological therapy ZR¥HRLE

snon-pharmacological therapy FEZKMRERLE

Clinical Questions

Ql. MRt EEAIRAE (IBGC) BE ORBMIERICIIE DIIRLOBHIETH ? |
A.

IBGC 2B FIICHEE SN BE TR DTE T, EEIEE T 38%, Rk i 21%, sRankneks
T 14%, TAMARIELEER A HHE T 225 Th-7= 2. —7J5, IBGC BEDREHIERIT, LIZUIZAIEDH)
Ho DT BHEIERIT/RDZ 203, BREDOEF K TR K D, YEECITEI DA b0k & K0
JERRIE IR - FREE £ TIEAHAMELHVY, HBRERIT—E LRV, ARIEOME—ORBIRIFEER D Z LY
05 Y. A IRALONECIREE L EEAIE R I X 7 B I b Y2 RS AEIRIZAE B Ui KBS0 9EI
HVIDERVAFEL 720,

LAREDLE 2—NZX DL, FEMERD 31%E MBS F7- 12 IEREE | THY, IBGC BHIZRADEEN
HELLIZG A A KACDORREICED T, "=y —RIC— 8 U7z /O R85 -1TEh PR E AN H B2 IRl %
DIAIC B ERDD.

Fio, FAEMHIZE IO A RTVERRIEIR O 203 MBI T2 Z &2 2812 HTHLEIR TR R R ES 2 H R
BIRHY 10, FHE TP EDOLFEOIEFNRESNZ ¥ MTALORGE#E YIckiud, BEENICE
WrS7z IBGC B O—H CITHEIER RO DA A 22 DN KD 566 5D, ZOIINT, wEITHRE
SV TWRNFE BRI 7R IR ORI T IBGC ERAEN B D ATREMED DY, BARFMEHT DEEALL LHIZ45 %
OWEIIHZ 27259, KBS, (ERRESITOZIDBIBENR B IXZ W LRSI TRY Y, R4
B CHEPEL TODH DD EIL IBGC NARZWOEEREL TWHBEITZWEE DD,

PR AR S KOS HE R G AR 1 [BIFREEATHOZE ARSI T 9.

Q2. NBGC BFE DOREHERBDOERIZWIXM TN ? |
A.

IBGC B ORI IERF A THLT-0D, FBAERZS IBGC BEIZBW UL, Z0ERE R T 51X
R TORGHFZRBDERB B ORI RITA2D.
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RN IEN A IRAL DSBS DTS, FOMMNAIRAEDS, B3 O RN g ORG # - ek & R R B4R
RHLDOMHIPAFL TOD DN MEE T DI LITHLIRGD THL . 72ex L, AIKIEAE 2D O EAMErRE
JFERHEZE AL (DNTC) bEERIIRBIZ205% 1928, T ETITHR TR 30 Floo#iE o A L 5HFE 13D TR .
ZAUFAERTIZ IBGC & DNTC Z#HI TEDERIRAVRH M A 2 2<, JWBL RN LD HEE 2 T Hll> T
HIEM—RTHD. /NRICEIT DI RAHE TS, vk - ks RO 573 -1l A= 5 - It re a1 B A 72 g B
DHEHNLEFND.

2%, FBHIERD VDD RERER B (F G RMIERLD) DR L) DR -S4 L, ICD-10 (WHO) TiZ
FO6 DR My OV HE AR NS SRR BRI KD ZF DA DR #plE S | /e S L LT, BT DR AER IS U7
A DI DT HIDREIEIZ > TN .

B EICOF2 AT 227 LL TR, BEITASBRERDALNIZGEX, HREHEE T
WHZEERE T DRAE R E R LTS B 8N B 2 6N5. WFIL, —BNERRERRRE - IV )7 DFEE
RdIUE G AT REE b,

| Q3.71BGC B DRHRERICAT SRR O BB LI BFEILIT T2
A.

— B DREFFER DD ATEEE D HBLL TODEWORIE T T, FEFEIZ B O IN IR kIS AN E &
LWDTIERWNEE 2 5. FEMEIZ WIS LT R EO R EDET /T REME R H 0D Th D,

FFEHEREIZ BT NIBGC ISR R 32 REAER | & TIBGC SRS AR B O D) & e (S8R L QO e
FLWR, VT AT — VRO BGREL T, lx AORDZT LG T TREMENZ W O OF5e A & T3S
THHNEELNEE NS, BUEDER - HE @k - AT O E |-, EERE (S REE - ArREE e
FHEOBA) ~OXFITBEIZONDTHD V. FEEE, FAER B CIIEEREN SR KD IBGC
BFT, FEERE L T HRIRITIZ A, Wi# O BB I LKA RERESNDIEE DAETEREL KL T
VoY e N B AN TAN

BARFRNZZEID DUV IBGC BFHE~DA L ZE 2—FREICLY, BB O 72 WEFIER D HEITTHI L~
DARGRARLE, BIGHDRNEBOBM DT, BIRL) DRI DSR2 E 2o Loz,
PERDFERRLZWIREDTE B 1213H TUIEVIKWERD ZEL LR 2250 55128 TE, ICD-10
D F06 gl 72— L TR T2 B EIND.

BAMRER COAIGIEEOL A, HEROEMRHZREHEETO 2 THIEWDN T, fhat@ kL A iR
BEAEEZIICD LT EELDOIHBEE O RO NS, AW FEFEI) /e AN KEWDS, Ut EE N
BAINIRNZ LI LD Y EH OBIEND D FHHH AR IZ LD KR ENT20, ISR W2 TS L7 S i
BEOREITROITRESTORMNHDHTZAD.

| Q4.1BGC B ORI BT TS 222
A.

IBGC BHFIZX L COMIEHIEOELICEL T, BTV AL LR —2 ) — XL EORBE#HIZIDH DR
DAFFELZRV. ARG SE DAL 13 BLEE P CrHERIE CTH D720, BRWERIZRHIEE T2 ERH D, Hil 21308
P AIIEAR £ L C Parkinsonism 23 EIHALTEY, FUREAIRIE (RS ASEHIEE) NEAMEIER 2SS TLE
IAREMED B D, IBGC IZLDMEFEIR IV VoD DG B (B & RFIE D DI 72 &) IZ LD MER L b A
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BEOEY T hn— L TELREMLH LY Y00, B - BINERIELEE O T DI R AMEL TR
fRIACHS.

Xk

1) Tadic V, Westenberger A, Domingo A, et a/ Primary familial brain calcification with known gene mutations:
a systematic review and challenges of phenotypic characterization. JAMA Neurol. 2015; 72: 460-467.

2) Westenberger A, Balck A, Klein C. Primary familial brain calcifications: genetic and clinical update. Curr
Opin Neurol. 2019; 32: 571-578.

3) Ramos EM, Oliveira J, Sobrido MJ, et a/ Primary Familial Brain Calcification.
https;//www.ncbi.nlm.nih.gov/books/NBK1421/, last update: August24,2017. GeneReviews®

4) Uno A, Tamune H, Kurita H, et a/ SLC20A2-Associated Idiopathic Basal Ganglia Calcification—Related
Recurrent Psychosis Response to Low—Dose Antipsychotics: A Case Report and Literature Review.
Cureus. 2020; 12: €12407.

5) BuW, Hou L, Zhu M, et a/ SLC20A2-related primary familial brain calcification with purely acute
psychiatric symptoms: a case report. BMC Neurol, 2022; 22: 265. d

6) Ishitobi M, Kumashiro N, Nakao K. Clinical features of bipolar disorder with idiopathic basal ganglia
calcification: a review of case reports in the literature. Neurocase. 2019; 25: 145-150.

7) Nishii K, Shimogawa R, Kurita H, et a/ Partial reduced Pi transport function of PiT-2 might not be
sufficient to induce brain calcification of idiopathic basal ganglia calcification. Sei Rep. 2019; 9: 17288.

8) Takeuchi T, Muraoka K, Yamada M, et al Living with idiopathic basal ganglia calcification 3: a qualitative
study describing the lives and illness of people diagnosed with a rare neurological disease. Springerplus.
2016; 5: 1713.

9) Nicolas G, Charbonnier C, Campion D, et a/ Estimation of minimal disease prevalence from population
genomic data: Application to primary familial brain calcification. Am J Med Genet B Neuropsychiatr Genet.
2018; 177: 68-74.

10) Ukai K, Kosaka K. Diffuse neurofibrillary tangles with calcification (Kosaka—Shibayama disease) in Japan.
Psychiatry Clin Neurosci 2016; 70: 131-140.
11) Tamune H, Kumakura Y, Morishima R, et a/ Toward co—production of research in 22q11.2 deletion

syndrome: Research needs from the caregiver’s perspective. Psychiatry Clin Neurosci. 2020; 74: 626-627.
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Clinical Questions
MBEERREDOERATCE DI RIERETRMEST DMNERHD) ? |
[FIERTZWT (PREE W) S HARTZ B OIS 23H 57> ? |
[Keywords]
-genetic counseling B AV &Y

Clinical Questions

QL. NEBFHIREOEMANCE DIORFRERET ILERDHDH ? |
A.

R I L A 7 SR AV (IBGC) DR B A D Wi 12 37> Tl DL FO L7 HIZ AW Chhba L
BAEATV, TR BRAEART=H 2 C, AANDREEBLLE N,

1. IBGC @ 6 DOJRKRIEEFDOWT IDNTIRIFIEZE RIS R oD o Te 581003, AL TR AN MLk
(26, W, FEBE) G, FURRMEZRZZHL TODEREMERHY, £z, BERRIEST—E D
B, FAUEBEZHA L TCOD AR LI L.

2. AERBOBFIESEITZEOE LA AF LT, BlRR TR > TELT, ZF e LIz
FoT, FIBNDE AT AR FERE TEDH DT TIT RN L.

3. FTTITREREL THHN TS 6 BIZFDIZNNT, REIDFIKIBIRFIFIET D ATREMEDR 4312 H D952
&R0, Ehi T HBARFHIRAE B ARDORHERE DBRHICEY, FEERITIT A ET D M B A5 R T& 0
(fARaEtEL72 %) FTREMES DO HT L.

4. 6 DORRBEFDOWTINZERENROD-T2355TH, BUEDETFCTIIREMEZ A T 502890 0H)
B3 CcEd, BEFRAHDZEE (variants of unknown significance: VUS) EHIEZIL, ZRTHIZE S CHIERR
BED) r— AL B 295 k.

5. WM —r o —z2 W8 R i 2 i3 25 51, ARBO 6 SOJRKREE 72T
T, HOHWHBIEFIZHONWTOERIFRNELNDTD, FHEMEEE L OB R MHEE BB E T
DIRRZE RS, ZIRAIPT AL (secondary findings) &L TP HIE S b AlREMED D &

723, EFC(5) D ZIIFTRIZHOWTIE, S DBRICHENCO R4 ~EE RO Z B BN L T4
BN 5. BRI, WEMEEZ A T 5280 MELE 2O, IERIEBLO T HLIEHR DT DI AH A
REZRBURTER B O FIK L2 0 Z R THY, K5 ROPRPERE 2L > THIERRIE 2 IO 5 B IR &
(Z722EE 201, “IRIFT OB RICBEE T 28 ART A WEaBBEITTD.
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| Qa.rsemaimmt (REE B MBI OBITAHED ?
A.

IBGC 1%, Bl s CIRE T IESIER OEITEBOE DI LD TEXDE NI A FIED HLoio TR R
THDHT0, FIERTZE (RIKFZE) OEIC OV CUIEEICRHFNT2HERSS. ANEHHNLOMNOGE
WA EN DL AR T, FIREBLIOREBEBEIV 72 BT — MDA EEENT 5317 T
1TV, RO+ 728 iR 5157292 C, T HLERHHEE 2 DD, REES ORIERTZ W (FRKE 2 W)
WZOWTHE, JFRAIIZSERE T RETRWEE X HN5. £z, IBGC 1XBUEHIL LULEERBIE AR 24 k%
BITIERZE Y LW B 2 5N A7, HARTZETOBIGIZIZRDRNEE NS,

X

1) Miller DT, Lee K, Abul-Husn NS, et a/ ACMG SF v3.1 list for reporting of secondary findings in clinical
exome and genome sequencing: A policy statement of the American College of Medical Genetics and Genomics
(ACMG). Genet Med 2022; 24: 1407-1414.

2) T/LERICBIDAI2= = ar TRt AT OIARTA—Z D 2: R — 7 = —Z AT
ARSI R HE R AR PRI A (S 30 1T D BARAY 58t (SGETEE 2 WD) .
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RfE Zh I RIS e BRI it PR
Clinical Questions
[EMRIEIIE DIOIRBDORHZN? |
[FERMBIEIITE DIHRBDDBHHH ? |
[Keywords]
pharmacological therapy ¥
*non-pharmacological therapy FEZRIRIE

IXU®IZ
RPN AT RALD TR, BERINH, #88J8A 35 L7 R AR MR IEIL A0 > TRV, BEYR, SEIRSMERIER,
TAD A, TR U CHERIEN T TS,

QL.TEYFEITIZE DIHRLDORHEH?
A.

RARRZRIRIRERI T EIZ W 502> TR, fiflaL ~L T, Bb s R A — )b (calcitriol) 1), 5-7I/L 7Y
ik (5-ALA) P OB BN HESNTWD. SHERIETIEH D0, AMEEESHCEMERIC/=F T
(quetiapine) 7e& DHFUEMIFHIE VWL TOD. FEHIERIZ OV T, 12 FEREZ D%t 22 RL
T2 E T, F 2, RELEANCH S —F U VIR OB DB HER SV TODIERIAHY 10, HLi—F V)
HNE RSN, B EBN SR M A% 32T T (paroxysmal kinesigenic dyskinesia: PKD) /F/EMEE B 5
M 2 BK 7 5 h— 3 R (paroxysmal kinesigenic choreoathetosis: PKC) Tl — X I L X< B
(carbamazepine) 3G &N TdhH + 7.

ULAE, EISLAFTEBR3E 15 N B AR 2 AF 72 B R A% (AMED) OBFFEHEIZ R\ C, SLC20A2 EREBH VL
PDGFB 28 B35 O ) BYR FBRF B0 N T2 REMERR AR (iPS AHAE) 23MERIS -, Ehun2 M W R b
SEHILT, EORBUMPHIBLITEI. Sle20a2 RIE~T AL Pdeh Bin BB~ ABEREN, EHH0~
TAZBOTHOIMNICAIRAE DR TETZ. 514, ZROEIFHALIZAIERA ) —= 7, AR R Mt S D
ZEBHIfES A,

£72, — 7, RREE A 5% e DT 21D COBIBFE T, SLC20A2 O—>DIEETY RO HETE
PEDIK) 30 $E T FLTWTY, IBGC DIMNAIKILRIEREZ RS EL TORWEE %, MREMICR ML,
DFEEIL, IBGC BEDVEENT AR —4— (PIT-2) Z /I TH B ES T HZET, IBGC OFIE T B0k
RIS TED ATREMEZ RIEL TS, ZOFRIT, 5% D IBGC DIEHRIkIEZ S 2 592 TH %D EE/R R,
272 BEE 2 A 10,
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| Q2. EEmRRECLE OXSRbONBE 2 |
A.

IBGC DIFEENFEIAI S TOZRWENR T, =8 F U AOHHIERMPIEIT. Fl—F RN THT La—/L
ZERE T IO ZEN G T DA Dz V. s w A (Ca) OB REHIRT 202372, B4, IXTL
IeENRTGUADEN T R FIT B OEEOHE OO NS, MEIR, EEI R THA. MEIRPITRNY X
ROWMNERLTHIENDY, + 7 ERIZEE Chs. EEhIESRMEEIEM, fEh (Zn) 8 (Cu) OFAE
IR MEEH L R E ThAAZTTF F 1AL (metallothionein) Z NI A1ER 22 8 fE 2 OB ENEIEIN, K
MR IO HELESINS. SBIC, FHINERICIG U — BRI T —ay, FATE RSB RY)T
b5,

X

1)Keasey M, Lemos R, Hagg T, et a/ Vitamin—D receptor agonist calcitriol reduces calcification in vitro
through selective upregulation of SLC20A2 but not SLC20A1 or XPR1. Sci Rep 2016; 6: 25802.

2) Takase N, Inden M, Sekine SI, et al Neuroprotective effect of 5—aminolevulinic acid against low inorganic
phosphate in neuroblastoma SH-SYbBY cells. Sci Rep 2017; 7: 5768.

3)Kono S, Manabe Y, Tanaka, ef al: A case of Fahr’s disease presenting as chorea successfully treated by the
use of quetiapine. Clin Med Case Rep 2009; 2: 1-3.

4)Yamada M, Tanaka M, Takagi M, et a Evaluation of SLC20A2 mutations that cause idiopathic basal ganglia
calcification in Japan. Neurology 2014; 82: 705-712.

5)Kimura T, Miura T, Aoki K, et a/ Familial idiopathic basal ganglia calcification: Histopathologic features of
an autopsied patient with an SLC20A2 mutation. Neuropathology 2016; 36: 365-371.

6) M7 LE, &)1 B, PEJFULS, fli: Parkinson S OA PRI 72234072 Fahr S5O — R, %5 56 [ H A
PRGBS ADEREE 2015121,

7) Takeuchi T, Muraoka K, Yamada M, et al Living with idiopathic basal ganglia calcification 3: a qualitative
study describing the lives and illness of people diagnosed with a rare neurological disease. SpringerPlus
2016; b: 1713.

8) Sekine S, Nishii K, Masaka T, et a// SLC20A2 variants cause dysfunctional phosphate transport activity in
endothelial cells induced from idiopathic basal ganglia calcification patients—derived iPSCs. Biochem Biophys
Res Commun 2019; 510: 303—-308.

9) Sekine S, Kaneko M, Tanaka M, et a/ Functional evaluation of PDGFB-variants in idiopathic basal ganglia
calcification, using patient—derived iPS cells. Sci Rep 2019; 9: 5698.

10) Nishii K, Shimogawa R, Kurita H, et a/ Partial reduced Pi transport function of PiT—2 might not be sufficient

to induce brain calcification of idiopathic basal ganglia calcification. Sci Rep 2019; 9: 17288.
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W Hi— BOETLE R TG RN RE Y - TR RERRE 7

Clinical Questions
(51, RRIXEDITHETeD ? |
[T« FPREBRETDIEFIIHVET D ?

[Keywords]

sprognisis %

-progression iE{T

-natural course H 2B

-calcification ARk

‘gene EEF

| Qu T4, mRIzE OIS |
A.
BUREA CHAR I %, BIRICH, RRETIEICR T DL B 200 TOS. T, BARIBICEL T
A BOHAEICDE DB BB L ELEABND,

| Q2. e FaesE T o R FEBYET 2 2
A.
BRI Tl b,

R I TFRARMEITIEL B 2 DN TWDHL OO, Bl RITIE, THREARRBEZ RTHLN R T RISV E
A NG IKALDOEITIZEL T, @t IBGCFIBGONZBWNT, JRIAE ORI, M5, Al
HOENLTHITE, JE.LfK%T“i SLC20A2> PDFGB> PDGFRB DNEIZ A IKALOEEE D IEL, HEHITlE

B, AR TIEERB OGS, ARIEOEITENERE I TOET V. LhL, IMNAKALOFEEE Lk Otk
ITEDMBNTALHTHYERA.

Xk

1) Nicolas G, Charbonnier C, de Lemos RR, et a/ Brain calcification process and phenotypes according to age
and sex. Lesson from SLC20AZ2, PDGFB, and PDGFRE mutation carriers. Am J Med Genet B Neuropsychiatr
Genet 2015; 168: 586-594.
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I BET BILRS KR HEETH - EEEET

Clinical Questions
[FIBGC DA DR ZRORBETIZEARSDBHYET D ? |
W4 AR O DB BRIIEI TIXINTTD 2 )
BT 'Y T DHBEMELZDEREIL ? |
(SIS T AR BEIEE DI THIZRWTT N ? |
DOBRR SRR DO AR NT 2 |

[Keywords]

‘FIBGC ZIRMERS SR A IRILAE

-disease notification ¥4 &5 &

+psychological support LEERZE

-quality of life (QOL) ZAE{EDE

Clinical Questions

Q1.TFIBGC D ADHZ DR ERLHEETIIL ARBDBHIVETH? |
A.

EHDIL, 2012~2014 FI20NT T, W4 (FIBGC) 2 EH T B Te N (SLC20A2 BAR 12554 :6 44) \THEEA]
DAHE 2—RBEEEML, FHEbHRNOATET DA 2 OREL LI SIRO LI OV THE L V.
EHIZ, 2017~2020 FFI2NTTH, Wi 25 TN N (PDGFBEAR T2 5 54) ITHE BRI DA L 22—
TaEFERLIZ 2.

INHOFERTIE, EHO0EREFTDHANG, 2Mi4 25 T NIRRT HERME ) T74 ) T
FIEVIFEICRNERE, THHIGEET DO TIIROINEVI R L ERFLIRNBATE L TODER - 0Ma 2 7.
ZLT, RUR Tho7e B ORI Z R TEI NERST RTO AR, RO AN, BistEo 7/ i
REVIZ AT DNT72 N EFE- TV, &, EBESCA L H — Ry N TRZBL THIFEHRN DN L,
BLOTZARAER N BT D DMRIA I T2 | O TF IR L Tz, FREBR BRI T MR 2 ITHETTL 72 A
T, % COREIHHIRIRZ RERS N, RIFIIZREE > TV, SHIT, FAEUSO EATIZ
(77— 95 ) TN PRAL ) EFRL Th 23 0h - Th B2 7, R-CBRAME AR Tz,

SLC20A2 AL 28R (variant) 238507 (LR, SLC20A2 D N) & PDGEB &5 2B R AR 577 (LA
F, PDGFB ®N) TIZHBLT DIERZE WIS I B> TRY ¥, BLFOIINTHRS H > TOBEERIZI W TEN
MRNER T2, SLC20A2 D NDEB IR TN =DV TEBIFEE THY, FIINIETHETIER LI 2300372 AR
Lz Tz, Fe, TREDBBEIZIZNZEEELINR VI EWIITTEIE Z< D ARESTW . T
(2K LT PDGFB D N3 bR - TZ D13 10 FR2NBHE T 2D B 05T DD LR | LU 8 &
SIS 22 ) THY, M4 B 2N R 24 Ut Cuve, Wi, T ICE 3 LR b L7
TTOMRDEND | L, ZIUTRRIETE L D E T2 iAo THHARDENMEL IED TV EEET AD
Wz,
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| Q2. mmeo LERSEBIZE ST IZEN TR 2 |
A.

RIEARIBIFIE DRI LR O 2 Wit Tz S5 3 2BR01E, MERAFLRMIETHY, WU Thian
7D, »uiﬁé@f;&%%y%ﬁzé; B V. EMETABRORERELTIE, BEORHIRBETIML, K
(9 DURRE R NFBAVE | B8 S IIXEEARX ISR MNETHY, EN#EL T — /=y eeblchmTsZe
MEFLW. BEOKEFHI ﬂﬂr%bf;bi‘%Jrﬁv\fgﬁifF’aEJ%ﬁ”@f%ﬁ‘é:):, TR CE— RO TIHR<EBI
T TR LRI 5 28, EEARERIIRINASZDHIICL, BWHFRIZBVEREEDITIBZHAIENE
TTHD Y.

EHOOMETIE, M7 =Ry MREBICENTHLINFO T X THRLTLLED NS TUIELRNI L,
THANZEDKREVR B THDLIEN D> TR LERIZ), BEICEDFRR TII Wb TRIFbL AR XIZY)
VR Z T2 1728 DFEV RS, B - FEA~EOW SRR R DR N E R, hSRZETH RS Al
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