5543 B 5 %
2022 4E 5 J

#W ok %
Anhui Medical Journal 617

ERE/NNTELLFFRF 1I0E 1 fIFXHMES

MR EkE OLUH

[RSEIA] ARG R FERE A /M2
doi; 10. 3969/]. issn. 1000 —0399. 2022. 05. 029

e

B Lotk 54 &, NS ATERRR B RIS I
3AEY ABt. BF 2019 F R ZELWEIFER T HILE, L5
AL ARAT O e ST G B, TP R R REAT AL, B B2, e e
M2 KB, %8 2 RG24 LB RIA7 &, TR gy
K2R 5 IR, R SGE AR B B, 2020 4F B 2= H 34T E A
o, IR 3 50 ST ARME 58 BORE 4 B4 EMOE W, B % AT
HEREZ R, iz i2 W L8 R, U R 2 1
50 mg—RPHIK T HRFRA S mg — KRB IBITIE, B WAEIR IS
HYff. 2020 458 H , ZANRIBEFIBEHAN, R 2
YR EN R R E R . e, T
W2, oR/IME R AR IE R, BRI e, AR o, 515
KIAGWE, 26 ARG AT EAER, 2R PR BUR W] 5] 7k
T EEMRGE . DRI VOEE, IO RS ILEK I AR, AU A I e
BEC+ +)  BU R S+ ), 45 0 Babinski 4E ( - ) , BUF45
Bl AT, W E S5 sl SR il BRI R 0 AN R
A, Romberg fEMHAIMRFE S H DA Ar : ABed B Pk,
G A T A AR G R WL o b ST A7 N I R R R
5 e B8 23 PR A 25 4 4 - CORUAMIAFE 3 Jik i 37 328 3 i 1 5 (2 %A
i w2 ik o, 7 DA 5 (3D 37 v ¢ M 44, JUT ARG I A5 I, 7
AR WL R 8 s DHEIR G BB AR PRI 2 5 mL, L5 MRI
(DR E Ta=RVAN T | R EN S e i UG Z 7 v P L VAR VA DA
W47 45 < FMY 108/63 mmHg (1 mmHg=~0. 133 kPa) , 7.4 99/
74 mmHg, (iliZ22 W) 2 F KRR ANO10_intron6 c. 1163 —
2A>G ZRA B ERAR (B 1) o 2Wid 18 A8 /0N i 1 5 2
10 BI(SCAL10)” o fEBE K112 T LASCHIORBR A% iR 10 5 B |
i Q10 SFLRAVRYT , B A IREAT A E

VAVNVAYAYVAYAYA

& 1:ANO10_intron6 c.1163-2A>G

A A A
NVAVAVAVAVAVAU
Sanger #llF3AEE (IE[, K
T GEZE2 W) ZEAG T HE 78 ANO10_intron6 c. 1163 —2A >
G Aa WS

0

h

B 1 R,
2 g

R, 5 6/ MRS GEE C J Fie BE TR 7 B 2 3 40 AR AL, S

BOH WAL HE SCAT  SCA2 [ SCA3 [ SCA6 ,SCA7 %, SCA10 .M
AREPRCENL, EELIREM AR £, KO 12 ~83 2K
AU BRI T, SCALO I PRI B LA R0 i 1 /AN i
ARFITG g 7, AT P Bt 150 ) e A TR A0 7, ] ] o 22 28 1 ot
20 PRBE AL P R IR A7 o 00 A A LA A T R 2 (H A
WL LR G3E Bl S A 0T i A P e AR o A A SR D
FEPG AR & B T V82 SCA10 B3 Kk , SCA10 21X P~ [E
G WL B AL P AL SR A o BT L T S W A A G
SCA10 s 445 7>, SCAL0 344 Jy X Yo o 1A i ik
e AT UL e R BRE B A% HR AL 1 oK B W, ELRT RE 9
B RNA Bt 7

FEAr LU A ELE % 1 SCAL0T ™ - DGEABHEAT M/ i
LI, o) 2 R RAE S AT @ L5 R
J EE B A A FRME AN b JRC A 2 3 5 B e 1 i/ B
V3B 3 @ PN AR LS8 s @B 42 11 1E A A L/ i 52 2
M RAR . SCAL0 i B A A : ORK B MRI, Jay BR /1N 11 522
a5 /NG T EC RIS ) IZ K B 5 )M HL 1A < A )
SO e P R B D R B P AN o JR P R A A P I
s O A 2 R MR . HE R I3 98 2 SCAL0 2
WA bR o SR IR R LA ETR 2R 8 O 2B B, B JE SRR S
TG A AE , 455 %0 IR A S DRI i 4, 7T 2% P2 o

IR, Il XS T SCATLO 1 Jo e S M6 97 J7 2%, AL REXHAE 3¢
FARIT GGG A AF G L TR R S R R B AL S o X
FALGE R, 7] LAY FAL AT O S i B AT
FE L REGRIRARI S5 , B T AR S5 e LA e S AT R Sl IR e, X
A A VR XA, W] R AR T R RN R IR B . X
TAL R A R, N RN SR S R IR T R 1 B S i Al B 15
#ro AN BEUE AT REA B TR L AR B A SR S TG Q10 X T
W SCAL0 S L R AT — 7 R0, AS9) 16 5 S 1 ol P
Q10 BCRR4F.
Sk
[1] TEIVE H A,ROA B B,RASKIN S, et al. Ashizawa t:clinical

phenotype of brazilian families with spinocerebellar ataxia 10

[J]. Neurology,2004 ,63(8) :1509 — 1512.
[2] HERNANDEZ - CASTILLO C R,DIAZ R,VACA - PALOM

PR AL, 230061  ZRUAHL  ZeBrh B2 A P 2~ 5 BT B s = e



v OE %43 EH S W
618 Anhui Medical Journal 2022 45 H

R im > R S RIEMEANTRERNITEIL

58 R 1 AR I 7 B2 2B B g 1 451

[SRSEIR] AR L; RPN, IR 5 /M
doi ;: 10. 3969/j. issn. 1000 —0399. 2022. 05. 030

L2

AL, 2, Bl 2 K,2021 453 1 28 HINS Rk 1 K7
THNGERL o ILE H M= i, A AR B R 3 500 g, H A=
S R FR TR I 1 RABUE LK G g, I 22 B 2L
R 14.4 mg/dL, DI BIAR 2R IR 607 | KR WLAFAE . i
R e LA 38 A ) L R 38 A WO 38 A LRRIA Y o 45 T Pk
e Byt i M IR BEA ST A AR B A MR R AL K
ML/ NBCRAE W R AR, B R s ZE B 3o 2 ER e 2% 18
GeBEVERE MLASRERR AT , 3% LA B A2 JL L/ A B A L ess i
ZLRMAE " Fe AVEAL I L FE BE B B )L AE WP =697 . A
BEAT A Bl , 2 Bp B IR B, B Pk DB S, PRI, M AEE T
TR 2S5 e, BEBERN R 2 emo I RL: FARHLE KR 9. 54 x
10°/L, M £L8 1 78 ¢/ L, ML/ TTEL 30 x 10°/L; JF DA : S0k
H 43.48 /L, HEH 30.99 o/L, BJHLI % 261.75 pmol/L, [f]
HEAHZTE 245.08 pmol/L, 45 RiAL (i 74. 61 U/L, JULIR ik I+l
T 62.47U/L, Bl RS« {5 A0 35 ML 1 B 18] 60. 3 s, IfiL
IRBEIM AN 1] 27.0 s, MR LT HER B 0.39 o/L, D - K
12.57 ug/mL, WHUIIEHR o BEE B B A TR X —1R

fEF A7 : 750000 [EPGPGL  pYdbia 4 LR R Bed Ak LR
WMEEE . AR, g0460@ 163. com

IR bR, YE 29 81 mm x 80 mm x 63 mm, % J& B LR I
BN o REFRIESE CT A 5 i B RIR A5 R M ik, 5 )&
JHF L P Bz AR IR T RETE R (I L) 5 IR A O, S AL i SiE IR
IR AR AT NS o RIS W A LS R T 1 4
PN B AR B AR L A AE BT A L AL 3R AT T A=
LB ZEMBEE- 3. ABESR 4 K, Firat LB ai B Jik i B 5%
LU PSR AR, 3 1 IS 5% R B
PRI AR I I o A e b A AR B T I
KANEACA R o )5 6 F BT, B L /MR > K ise i
SIRERH KA, IRk o A 98 s (P 2 5 Sk Ak ) 5T 2 4700 o

1 s CTCRG ks LIRS Ik A 20 A2

ARES 1, et al. Extensive cerebellar and thalamic degeneration
in spinocerebellar ataxia type 10[ J]. Parkinsonism Relat Dis-
ord,2019,66:182 —188.

[3] ALONSO E. Clinical and genetic analysis of four Mexican
families with spinocerebellar ataxia type 10[ J]. Ann Neurol,
2001,50(2) :234 —239.

[4] GATTO E,ETCHEVERRY J L,CONVERSO D P, et al. Eth-
nic origin and extrapyramidal signs in an argentinean spinoc-
erebellar ataxia type 10 family[ J]. Neurology,2007,69(2) :
216 -218.

[5] ALMEIDA T,ALONSO I,MARTINS S, et al. Ancestral origin
of the ATTCT repeat expansion in spinocerebellar ataxia type

10 (SCA10) [J]. PLoS One,2009,4(2) :4553.

[6] WAKAMIYA M, MATSUURA T, LIU Y, et al. The role of
ataxin 10 in the pathogenesis of spinocerebellar ataxia type 10
[J]. Neurology,2006 ,67 (4) :607 —613.

[7] CRUZM M S,LEITE C M B A, SCHIEFERDECKER M E
M, et al. Estimation of skeletal muscle mass in patients with
spinocerebellar ataxia type 3 and 10 [ J]. Int J Neurosci,
2019,129.:698 —702.

[8] KEREN B,JACQUETTE A,DEPIENNE C,et al. Evidence a-
gainst haploinsuffiency of human ataxin 10 as a cause of spinoc-
erebellar ataxia type 10[ J]. Neurogenetics ,2010,11 ;273 —274.

(2021 - 08 - 08 i)
(A SCHAL  XU3E, B RK)



