+ 2518 - IREHT £ 2024 5F 7 A% 40 %% 14 #1 ] Mod Med Health,July 2024,Vol. 40,No. 14

- ZOISHT -

SLC20A2 HXMHAZMHERTHEWL 1 HlikE

TA4EE

R, bR

(1. ZMNKRFE_ERAZEAH,HH 2N 730000;2. M EARERAZAF,HHF 2% 748400)

[ %]

TCARE 1 Bl AR R SR R ER R RAT I ERZFHEF, KM CT 2457

FRMARY MmN E R LR 2RSSR E, AR LB N 5T SLC20A2 AR RE, A HA
JR AR = E R TR R R T R A AL RN Z R B, EREAALSHA AR SN RLR

AR R R BRI R s RFAER —

WRPR —F kR 2EREL L5 EEMMIERERKALE R

AR . Sl R S R R R AR TS AR H G R E A F LR 4

[REA] ARFHBL; HAHARTHL;
DOI:10. 3969/j. issn. 1009-5519. 2024. 14. 040
XERS:1009-5519(2024)14-2518-03

R R RV T A R — i o L A st A M b R
5 XFR Fahr 5 » FLRFAE 2 0000 35 IS 15 45 1k f % WL
0 AR AZ /NI R B 2 L R TR IR B
Iz AL L I RRE IR R 2 RE L B R ON 8 B
5 A D REIIGR RS MR R = RO R L DA G i R
UNPGIR A A R LR A M AR AR, AT, R
B 7 MEEE S Fahr 94 ¢, T 58 200 DL H1 2 65 R 56
(PN S N U2 | = ToR ) B o R 3= A NSO =i
i, H TSR R0R YT 7, SURXHE TR YT
1 6% R

BELB .56 5 HT R E 10 L WEARTE . E
W EME 3 4~ H7F 2023 4F 8 Atz W& N R B#E
10 AFHTJC B 52 375 TR o B0 Sk 9 L ol o7 B OB R R B F
AT, 300U B4 Bl E R AR AT E R 2R, MU R
B, JE IR S H  JC R /IME B, 512 BE B AT Sk S CT
RS K70 ¢ 113 el VAN N i N o N o ] 1 I I 7
“MAAAREGAAET BV SG T AR Z E 250 mg (B 2
PO VEEIY 5 mg(BEK 3 U0 %5 WAE 1A 97 E IR 28 i A
B . 0 R R 3 R R A TN L S HE AR T, RN
JH RARLRE 0 6 R RS By e A, B R B TR M, S
BEREZY NG AL B R KENE 750 mg(5 X
400 BESFRKEME 20 mg(BX 3 %), 2 H
3N H B AL R YE A I R ORI %, 7R
WOFINE , FLRE R B S0 L R ARG JOvE A HLL R B #
BANRE EBAT, 5 B TR CERRTE,
AR, ok 2 TR TG K, 58 35 3k 5 CT
SRR T2 U B Y | P iR 0 R R A L B
(] s A G 25 5 X R 4 5 Ak 9 kL (BT L) 5 Sk Fii A il
7R 5 DT 0 B = 5 L /0N B X R 4 A e b (I
1b), fB A DL Re R SRR 1 5 4k o . AR 3 RO

& EIE1E#E . E-mail: wmx322@aliyun. com,

SLC20A2
FEZESES Q189
X EkFRIEAD B

)P ORGP 25 B BROAT L RN LA, R T B
U, PR SR AN A B PR L P EE TR LA
LB AT G R B A DN G A 43 e B H: At
BOANNLBELAREL LT LB 75 0
LA A IR B — 2 K AR E
RS TR B F AR A7 00245 4% 95 58, 50 25 1l ok 4
N5 BRI — S A B P T R Sk 5 CT RS 2 78 W
A6 R /I U7 R AZ AN i 2 5% Xof R A 5 A ok (I
2) s FRIA I NZ R A AN DR A I, = 4 TG A e iE
AR ARACL B CT R BRI AT, e Sk ol CT 4
P& 7R WU L BT /N L0 5 55 | B 2 M B 2 TR R R
B A K (B 3D 3 B 0 A AR oA it 25 A1 ARG AL
FAEEE(E O, LR MR, B JER . &
VI, 0 12 77 VB 1 TS T 8 ) ) R 2 Y Rg
B, BRIk 2 B A7 A8 B A, U0 TE 218, KoK g
0%, 5 WA PR X 7P 0T O, R R S A A S B 2 R T X
FReG 28, LA UL WY G 22 40 55 B, PO BT 4 9.1
JE LA v V0 B R B2 B A 5 | R R R A AR R
WSHE g AR RER LA AR
B PO N BAE BT . M R R AR D
A 2 08 L PR 2SR AR 55 AR 2 IR AR T fiE
I3 FLIR | 25 4 20 23 A0 JC B Ak L BE 1 2 RE L b 98 s A
Y ALY A oKk WL SR, A AR R SRR I A
fiti 258 U/L(109~245 U/L) & T MR E f 191 U/L
(72~182 U/L) & T g . M 45 | il 8% 35 1E % . &
O HL PR DL S A 0 IR £, 22 305 4 R oK DL 4 A
SH MR ST A R U B AR AR L Sk CT PR
N IRPa 3 QB9 o VAN o [ I YN <3 R s R N ]
5 55 X RS A A Sk A% W s RCA) 35 RS T ) i
55 NI FR R A5 AL AL MRA L B 1 4 % 0 £



HRELT A 20244 7 A% 40 %% 14 81 ] Mod Med Health,July 2024, Vol. 40,No. 14 « 2519 -

50 R 7 A UL A A A O A e AR P SE L RE A Ab
BF R 7R SLC20A2 H A FE —Ab 4 5 748 5, A8 S
B e 1794+1G> A 5) . HEBR H A 5 - I R
LW R R A, AT E AN E 30 mg
(BER 3 WO HCE LK 7 258 XHIE J6 Y7 L 0 IR A WL W & 2%
. JEWIBE DT B RS R S, ARG C T AL
N By [ 4, e B B0 B S i 3 a7 SRR TG B I N
B, HAH IH BZ 2 000 B R e HE 2 A i B, HL

KRB A B HAE R .
2 i it

Fahr i /& — B 2% UL A U0 35 J5S 75 45 £k 1 958 5
1930 4F FAHR %5 1 K iH X — B4, X Fpfs ol T~ 9
FR“Fahr $§7, 1974 4F 5 A8 4 & 1k 25 i 1 85 16
FHFAS B R i 8546 . B AT, Fahr 395 09116 R 12 B2
FET AT HEM ST REBE AR L I CT 49485 5 7 U B8 S
A b 38 G At A T R 5 Ak HE B PN 5 Ak 7
kR PERIN R K. BHAr, 3R A Fahr 952
Wrbn it . Fahr g4 BRI RTE 1/100 77 LR 5 1 B
IS BN B I 3 Bk SR M R R L K
M AT BB AR e PRHT A 58 A8 B B 12 | TCAE R A BE 8t A%
AR SEAT S S CT A A s WU 3 JEE 4 Ak B
RN RN AN TN NN 78 N2 = R P
Sl th T M B G A S R ORRSY L R 2 RO AL R A A
XFAR AR D 2 B DT AR . 7E i 4R 4% (MRD
) TIWI fit T2WT 30 1L 851 15 5 248 595 0%
HE R S bR B AN AR A O — B B L 9 AR AE
T2WI FARAE 5. TIWI L &fE5. d CT Hife
G0 Pt N5 A B AT %000 D7 1 . Faher 96 8 % & 9 48 i
FE 40~ 60 50, Il R IR % B £ BE L i3 Bl B A B &
DL A AT K A O & 1 kR LB LA
R R L R A R A L A DRI L ST M IR
MRS 3T 1/3 # sk il CT 4278 KA 45 1k s 4t
EBA I AR AR Bl 2 R A0 AT IS (1 KL T R
B RAEAR . Fahr 5 (2 W& HEML PR 2 W, B O
HEBR bR 55 1 T A el K H At S B0 N £ & S 4R
o kb . H ETIC AR RO YT 7 2 AR RHREIR T .

ARk, O 7 F LS Fahr 540G, 45 4
AN Pk 38 4% 3L SLC20A2, PDGFRB, PDGFB i
XPRIVO™ A 3 A Btk i 44 3L 1 MYORG . JAM2 Al
CMPK2M 5 SR, K2 50 % By Fahr %5 8 3475 9K K
1532 3L 2 W, T BEAA b T ) SO 5L R B A7 R B &
B, 2012 AE IR K LBUR A SLC20A2, &% WL iy
O HE N, SLC20A2 7z Rk AE R RIEK &,
ffr 7 8 5 g o A g 5 NI AL B B dL B s T 2
(piT2),SLC20A2 FH 248 7] 5| & piT2 W iz s i
SEWERR LR UL . Fahr 9% & 8 ALK 7T BE 5 8% iR 15 Fa
AR L b il 5 B 0T ) RE B A L 2Ok IR T AR A2 Bt 4F

AN, HAET. BB BOR L N IR R s RS b i %
FOCEEMMER X AT RE 2 0 ) JF &8 R 97 T 1k
FEIAYT o A [) B0 35 DR 266 70 45 350 437 ok A8 0T
A FEARE

WM 95 170 4 5 S8 A TP AR R L 18 R R L AT IR
FERI N IZ S - R L5 B ghiR %% LR
A B A 5 56 3 AH G 52 I = A 5 oK LB B SR R A sk
Fi CT S BB J56 55 o B I /I Jii L R i f 3k ) 3z
B Ak HE B A M (BRI I ) | S E L AR M (&
M AR A AE BT R P BRI LR M A - TG T
R 58 B XS B A R e B L S BE L A R
FAMGETE) P 23 6 CHR AR 55 B ) g Ul L FF TR It g il st
B PEE M LI M R GRS R R G A B R
RO ARG 5 AR T RE E — b UL B 8 A —
KMk LR AT A 4L L I IRl 38 () B R R R E &
JUH 22 A 52 ARG H I 2 i %=, 3k 5 CT FH
KA $E 7R B LR i T A kL. SRR
BRI IR R S Sk 5 CT S 49 % U L i 1 L
0 N AR 2 BR T3 P R A LB PR AR5
65 A5 HE B T S0 85 10 Al L FRATT R 2B 12 Bk
FERMERR WAL, JF 58 3 B I A4 B R R
SLC20A2 B fA7E —Ab e & 78 5, A8 R A i c. 1794
H1G=> A, P07 54 5 22 11 [ AN S g A i
HoA LA AR AR Ko H Ath TG E IR 57 R 5 48 47 FE PR
BB F LW R SLC20A2 AH 36 M H7 & M 3L i 45 45
fb. BB BEEE 2 Fahr 55 i 5 00 IG R AE AR, BF 5% & B
o] SR S LR I R AR R R O L T TR
SEAE R L B 25 AR IS 0 1S K, IR B T e R 5 AT
J& A R Sk B CT 273 5 P9 A 7 LA 35 i 1 ke
b FB A Ak Kk, 28 By T E IR BB AR 8 3 K, e R 7B
o b B L AT N R L PR O B A5 8 i AR A O R koY 7 ok
i CT oy EHE . I 0 i 15 26 3R TRl — R0 % R 96
I s O 2 F o kb A L AR I IR R R —, B o2 & B
SLC20A2 KPR S48 RY 71z A 475 Bl 2k 58 78 4 L5
AR FERGZEAL | TG S SR R BY 2 47 4 22 4% , o] BE [
RRABEBAF IR ERAR, GHHEE T
SLC20A2 FH ¢ 1 ¢ & 1 56 IS 17 45 16 11 IR 32 AN —
. S CT F14 BT %2 B0 PS 85 Ak 99 k4 S 4
JRPE RS, WU SC B, Fahr 05 15 5 0 40 W i %
S0, R MR 25 I o RE R L S E0AS L S R UORR.
I PR AR v A 380 05 8 D Bl A o Y 1 G Sk
CT H#5 K BT PRV HBRES IR 5 0L . 78 K% b 52 FH
MRS BT o R HEAT 4 1 0 Sk i CT 4514 L 5 LA DU
FE TR A3 AT, T 70 s 78 B 9 s a2 R T

B R SRR A A — P A DL Y 384 R R
95 o LARFAE S N 356 5 b 28 7 0 JEL Al 5 DX X BR )iz
PEESAL , TR AL R R 2218 G R R 2

ik



e 2520 - AREHT A 2024 £ 7 A% 40 %% 14 ¥ ] Mod Med Health,July 2024, Vol. 40,No. 14

AR RER 2. U AR Blis 3 R AG LIk
KRS SE Sk ml CT #1448, U Fahr g .
&%k

[1] LEMOS R R,RAMOS E M,LEGATI A,et al.
Update and mutational analysis of SLC20A2:a
major cause of primary familial brain calcifica-
tion[ J]. Hum Mutat,2015,36(5) :489-495.

[2] SAVINO E,SOAVI C,CAPATTI E, et al. Bi-
lateral strio-pallido-dentate calcinosis ( Fahr' s
disease) : report of seven cases and revision of
literature[ ] ]. BMC Neurol,2016,16(1) :165.

[3] LEMOS R R,FERREIRA ] BM M,KEASEY
M P,et al. An update on primary familial brain
calcification] J ]. Int Rev Neurobiol, 2013, 110:
349-371.

[4] BALCK A,SCHAAKE S, KUHNKE N S, et
al. Genotype-Phenotype relations in primary fa-
milial brain calcification; systematic MDSGene
review [ ] ]. Mov Disord, 2021, 36 (11). 2468-
2480.

[5] KOTAN D, AYGUL R. Familial Fahr disease
in a Turkish family[J]. South Med J,2009,102
(1) :85-86.

[6] MODREGO P J, MOJONERO J, SERRANO
M, et al. Fahr's syndrome presenting with pure
and progressive presenile dementia[J]. Neurol
Sci,2005,26(5) :367-369.

[7] TANG L O,HOU B H,ZHANG X N,et al. Bi-
allelic XPR1 mutation associated with primary
familial brain calcification presenting as parox-
ysmal kinesigenic dyskinesia with infantile con-
vulsions[ J ]. Brain Dev,2021,43(2) :331-336.

[8] ZHAN F X, TIAN W T,ZHANG C,et al. Pri-
mary familial brain calcification presenting as
paroxysmal kinesigenic dyskinesia: genetic and
functional analyses [ J ]. Neurosci Lett, 2020,
714.134543.

[9] WESTENBERGER A, BALCK A, KLEIN C.
Primary familial brain calcifications: genetic
and clinical update [ J]. Curr Opin Neurol,
2019,32(4) :571-578.

[10] KELLER A, WESTENBERGER A, SOBRIDO
M J, et al. Mutations in the gene encoding
PDGF-B cause brain calcifications in humans
and mice[J]. Nat Genet, 2013, 45 (9).1077-
1082.

[11] LEGATI A,GIOVANNINI D,NICOLAS G, et
al. Mutations in XPR1 cause primary familial
brain calcification associated with altered phos-
phate export[ J]. Nat Genet,2015,47(6):579-
581.

[127] NICOLAS G,POTTIER C, MALTETE D, et
al. Mutation of the PDGFRB gene as a cause of
idiopathic basal ganglia calcification[J]. Neu-
rology,2013,80(2):181-187.

[13] CEN Z D,CHEN Y, CHEN S, et al. Biallelic
loss-of-function mutations in JAM2 cause pri-
mary familial brain calcification [ ] ]. Brain,
2020,143(2):491-502.

[14] SCHOTTLAENDER L V, ABETI R, JAUN-
MUKTANE Z, et al. Bi-allelic JAM2 variants
lead to early-onset recessive primary familial
brain calcification[J]. Am J] Hum Genet,2020,
106(3) :412-421.

[15] ZHAO M,SU H Z,ZENG Y H,et al. Loss of
function of CMPK2 causes mitochondria defi-
ciency and brain calcification[ ] ]. Cell Discov,
2022,8(1):128.

[16] CHEN S Y,HO CJ,LU Y T,et al. The genet-
ics of primary familial brain calcification:a lit-
erature review[ ] ]. Int J] Mol Sci,2023,24(13) .
10886.

[17] PERUGULA M L,LIPPMANN S, Fahr's dis-
ease or Fahr's syndrome? [J]. Innov Clin Neu-
rosci,2016,13(7/8) :45-46,

[18] CEYLAN A C, KIREKER KOYLU O,
OZYUREK H, et al. Homozygous SLC20A2
mutations cause congenital CMV infection-
like phenotype[ J]. Acta Neurol Belg, 2023,
123(5):1757-1761.

(e H1:2023-10-10 & 18 H 1] :2024-02-23)



	1 178
	1 179
	1 180

