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MREEHE  TREERRMEEERS S IKILE

BREL  [REEFSREEEEERKWERES FHRE]
BErE

R EL A A RAGIE L, MR AL IR 72 A Kb 278D, TRED Wik H 5
EERRB NI N b O &R MR A JK{LE (Idiopathic basal ganglia
calcification : IBGC) &EFKT D, S bIT, FIRFIRESFRE U LIIEGNL, &
TR R R R L A% A JKALJE (familial idiopathic basal ganglia calcification:FIBGC)
29 %, PFBC LRIETH D,

AR TIX SLC20A2, PDGFRB, PDGEFB, XPR1, MYORG, JAMZ BARF D X /X7 B o — RiEl
T Y L ZEOMED AT T A AN R RS — 7 = o — TR L, Ik
ST VIVBHEE 1%L F O —HRER L FWiEA - RERIZOWTIET 5, M
U — RIS — 7 o —DF — 2 OMER LB GEE, Vo T —ECL s F v v
TV == U —TOMT 21T 9, RBREEXREK - FAED 2 ©—FE KRB
27 DREEEGICE LTI e E TOMHAEH Y — R ORI — 7 o — Tl
W#EE o760, MERRE L2, ST A 7120 TEANY T ha—7 — Tl
TELEHDIZBEHLTUTHMET 208, NV T ha—F—CTRHETERNSTHDICE L
TS Lew, F7c RFdsEikichnz . TRk & i iseimny 5,

Ein+4 position (hg38) HGVS. ¢
SLC20A2 chr8:42471165 c. 289+937G>A (NM_006749. 5)
(1) BREFE

MEHEML L7277 5 DNA 22D | 3% 8T DA RIB s F D7 Al < HE = — Rl
TV EEDA b BRI N T VXA =T a rhH D W ENEE
¥ (polymerase chain reaction 35, PCRIELWE) I XV EHME L., Ry —47
—HL0EFX Y ET Y == I KA BETEIIREZITV., A SEE T
DI AELSE 72— REIRICEB T 52— 0 v 7 TR AT RE 7o R H BB EE oD 3 JE i
B DA EZ RN T 5, JRANMKO D2 T A E T 208, R 2137205 13
BENTZDNA bZITAND, ZOHEEELx OFEFN LV BT 2D LT 5,

(2) EHEECHEERE
EBERIICHWSNTWD e R A0 77 L ARSI E DN G | R ENMEIZRBLT
A HEHI A OFEAHET S,

() EREEICERIBREZITI L LT IREBMEOKHAE
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(4)

(5)

(6)

(7

(8)

(9)

Briz/p L, AREITBRAMZET 550 TRV,

REICETHSEEK
AR AP R W2 B2 S 60 2 H LA,

HEZZFETDIEBICH - Tid, ZERICHEZIT O HEREROLK
HITE DEFEIT R,

Bk DB SR
PEFERERIC TRA D A ATCIRFUC DN T ICHIN L AREOH LIAZ O
ZHERT %,

ﬁ@@ﬁﬁﬁ%
WERT AT DIEA AL 1D FLdk 7~V R SR E 1R
(B Ze % ERER M4 EDTA-2K (7213 Na) kL)

BiEORRE
ML Il LA 28R 5,

Bk DR
BRIMARIE, NI E LR RS T 5,

(10) BRAE DR H KM

EFE (7). (8), (9) ZW7=THRIKIZOWNT, FIC AN TEIRICTRATICEZET S
(BEIZJEC T, RGAIOREM S ), FEEHOBHIZEAET L Z & 2FAET 5,

(1) REEEERTRED 7 ~)VOREKEHE

RRIRBGAT 7 XA 1D 72 5 ONSRAEELA 1D 25883 5,
RAEREEIL, YREEREORNAERT 5, EREHEE 2L NIRRT,
- EAAE ID

- WETOMAEE (KB4, b — FES, BIEE

- I B 1

c WA KT A 2 EFOMERR

- R EREALE ®

(12) Bk Z EREERE 2 b BARE T (L OBAREBFTICHEZEET 5B 51
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HicoTik, BRFERENF) L THRET 50 ET KM
FEHOBABE LRI L T D,
TEBLAFZA IR A RO T, BRI IT R R A T

(13) REHFH
L

(14) MEDOBH LiAH, BRWEHLE
PASAETE AN S DNAWFZERT BinTHE=E (O SBEETHREAE=S)
T292-0818 TIEWRAHEMI T SHE 2 TH 5-23
https://www. genetest. jp/

E-mail : onjk@kazusa. or. jp
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