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[Abstract]

Specific drugs have been used to treat diseases that were uncurable in the past, and there are noteworthy

In recent years, great progress has been made in the treatment of neurogenetic diseases.
curative effects. For example, oral intake of PCT124 can improve the squatting and walking ability of
children with Duchenne muscular dystrophy. Intrathecal injection of Nusinersen Sodium enables children
with spinal muscular atrophy 2 to stand and walk. Meanwhile, specific treatment in the early stages of the
disease should be emphasized. In addition, this paper put forward my views on the issues that need

attention during the specific drug therapy, as well as the comprehensive treatment such as nutrition, nursing
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and rehabilitation after the therapy.
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’Y-EHTW{ y-aminobutyric acid(GABA)
Y- TR A L7

y-aminobutyric acid A receptor(GABA,R)
FZ£5%  Behcet's disease(BD)
1B 30 725 3 11 32 S 2 LS

distal myopathy with rimmed vacuole(DMRV)

JIf8 I3 R4 e L 00 5T A
cytoplasmic antineutrophil cytoplasmic antibody(cANCA )

KNERJRIE  phenylketonuria(PKU)

SRR EEA phenylmethylsulfonylp fluoride (PMSF)

FWY HARE  apparent diffusion coefficient(ADC)
FREETILERZKEETIRNE epigallocatechingallate(EGCG)

F NG LT Y
intraepidermal nerve fiber density(IENFD)

TR AKKEFZE  epidermal growth factor receptor(EGFR)
WAL R 953 hepatitis C virus(HCV)

B E
A — B E A

heterogeneous nuclear ribo-nucleo-protein(hn-RNP)
AT 45 1M 5P fractional anisotropy(FA)
KK EEENF  long read genome sequencing(LRS)
RN TR R LS Sy PN

autosomal dominant cerebellar ataxia(ADCA)

G AR 3 A A 7 A A S < AR

autosomal recessive juvenile-onset Pakinson's disease

vimentin( Vim)

WL

(AR-JP)
T R ROV 3

ultra performance liquid chromatography(UPLC)
HBEAY I ALEF  superoxide dismutase(SOD)
HBEAY AL 1 superoxide dismutase 1(SODI1)

PARIZ LS 1 3R % T 1A 25 4
dentatorubral-pallidoluysian atrophy(DRPLA)

HELJTE  tandem mass spectrometry(MS/MS)
WEAEHR IS magnetic resonance spectroscopy(MRS)
EILPRFAPE LR magnetic resonance elastography (MRE)
WAL %  magnetization transfer(MT)
WAL %X b magnetization transfer contrast(MTC)
WAL 5% %% magnetization transfer ratio(MTR)
BT IRZPE  single nucleotide polymorphism (SNP)
S-100# 4 S-100 protein(S-100)
HE W3 proteinase 3(PR3)
G HE M Z K G-protein-coupled receptor(GPCR)
2 AR PR next-generation sequencing(NGS)
L% HL B electrospray ionization( ESI)

St i I AR AR

quantitative magnetic resonance imaging(qMRI)
SE it S o A
it L [ 390 S B telomerase reverse transcriptase(TERT)
JE T B S %K short-tau inversion recovery(STIR)

quantitative sensory testing(QST)



