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[ Abstract] Hereditary ataxia (HA) is a group of neurogenetic diseases with high clinical
and genetic heterogeneity. In order to improve the understanding of this disease, experts in the field
of HA in China have improved and revised the 2015 version of the "Expert consensus on the
diagnosis and treatment of genetic ataxia" and developed this consensus. The revised consensus has
been repeatedly discussed and finalized at meetings of Chinese Society of Neurogenetics. This
consensus includes molecular genetics, clinical manifestations, diagnostic tests, diagnosis and
differential diagnosis, treatment, and genetic counseling of HA.
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dominant cerebellar ataxia, ADCA)

ADCA [B# — 7 30~50 % B 2 420 i 1% 5%
Pk WA LB T AR M R IR

1. & 88 /> I vk 2R 55 2k (spinocerebellar
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UF e R 3 A/ H Ay 224 35 K i (spinocerebellar
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MJD . SCA6.SCA7.SCA17 ,SCAS1 Lk Fe thi IR A% 41 %
T H BR % 5 1K ZE 4 (dentatorubral-pallidoluysian
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FIT R 1l DR 2 AL 975 /N I P 5% R 98 e s S5 0 355
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UL CTX R 5 IR [& Bt K P T g o] UL AOAT
AOA2 }% SCANT £ % 5 WU N % & Q10 (coenzyme
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Figure 1 Genetic testing strategy flowchart for hereditary ataxia patients
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1. it & M B2 25 % #K K (hereditary spastic
paraplegia, HSP) & 22U . HSP J& — 41 DA B it -8 o
HEAT VAV RAE 1 B 28 R GEast AL s , FUARAE PR I
RN T IR ZEMITC J) s HSP A2 2 BIBR | id s 2e
P AU MR R AN, o]t A BF SR R E AR HSP
B FE R 52 PHAE TS HA S50 /i 2 5
SCA3/MJD AR-SACS %5 .

2. 4L (Huntington's disease) : F 2L 4
2 M1 HTT e A 58 728 5| S 1) i G o0 A S8 1 st 4% 1 ol
SRS, IR FE RN EEMNEA A Fiz
B AR AR AR D RE AT = HRAE” . AR
AR LB S H AEBRERE S EAV B, &5
SCA %51, W SCA17 F1 DRPLA L 7] 4 AR f1 &
E AT RERLAT SR ol o SR I S
FER TIPTS5l 8

Z ARB e EETE R

L ARB AL P IR AT PR T G . TR dh 2
Z 5t %= 45 (multiple system atrophy, MSA ) (8L & P %
AF L 9 AU 3L 35 2K U8 (sporadic adult onset ataxia,
SAOA) , Forfr MSA /)M 5 (MSA-C A ) J2: % 1] 4 o
o LA B 002 T RE R8T AN R P 2 5% 2%
N BRI SR R Ry T, AT TG 29 LI
Pl 2 52 B, I e sk A IR A Ay 22 5 HA U BE 1A
ZEAR R 5 B

2. AR LT R ARAFPE LU S F5 A W
g RS B AL T R 0, 280 DL TR Y, R84
FELLT 8RB (R 1) o IR H L SR AEAR
PAFTEZ R LA R R T LA

— JRYT R

HA 124 W 2 A 80 IR 7 7 I IR AT L
SIS PEXTIE IR O L 45 G R IRYT RR
B H AR AR R (R i R YRR H W AR T
fe)). MAERIFIE T ZI4PIG RIS, BT —
SETRAE (R YT ik (A Z B2 T = JE 0% (G IE
B 2AE o

AL 7/ M ig

SR Z FERORYT T AR R XA [ (41 IR
RV T XREVRTT , AT B s etk

(—)iz B hg IR y7

1 A5 S PR AE IR - H FT % JC B A AR 259
AP HA SR R LB 0 IR AE R . [ P9 A K 43
25 ) X5 400 F I PRI B B, 0 il e T T T
SCA3 [ f-SARA V47 ; FI & W A 2k 38 FRDA MR 47
SCA 71 i) SARA &5 ICARS PE43 5 {HXF SCA2 &

R PAMEILT R IH HY
Table 1 Types of acquired ataxia

A FAESE A £ i 45

T WS 25 (PURUR 25 R HUMR 25 PRI aR T e ) TG A LI ) 45
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2 HEIRAN R AE R A0 2 1 (T R, CE
i )0 IRMFER (TR, C P ) " ] gl L
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