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Figure 1 Changes of feet skin on admission Fish - like
scales on feet (Panel la). Ulcer and chapped dip on feet
(Panel 1b).
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Table 1. EMG examination results of motor nerve of the proband
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Table 2. EMG examination results of sensory nerve of the proband
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Figure 2 WES findings The proband had a ¢.43G > C
homozygous mutation in PSATI gene (arrow indicates, Panel
2a). The parents and eldest sister of the proband carried a
c. 43G > C heterozygous mutation in PSATI gene (arrows
indicate, Panel 2b-2d). The third sister of the proband was a
wild type (arrow indicates, Panel 2e).
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Figure 3 The pedigree of PSATD.
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Figure 4 Skin changes after treatment with L -serine and
glycine
hand skin returned to normal (Panel 4b).

The foot skin returned to normal (Panel 4a). The
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VS 45 0 2 i Ak amyotrophic lateral sclerosis( ALS)
JULIAF 2 00 e TS 21 27 4 25 5 A

myoclonic epilepsy with ragged red fibre(MERRF)
HF 4B E M matrix metalloproteinases(MMPs)
FE-UEZEAM  Guillain-Barré syndrome(GBS)
BN TEILFF L] spinocerebellar ataxia(SCA)
BREVENLZESGIE  spinal muscular atrophy(SMA)

AP UL ZE A AR [ B BB T R
Revised Upper Limb Module for Spinal Muscular Atrophy
(RULM)

N-FIL-D- KA %[ N-methyl-D-aspartate(NMDA)
R A AR PEFE . glial fibrillary acidic protein( GFAP)
T I T S H e R A
55 1 440 i A0 7 0 P8 P
macrophage colony-stimulating factor( M-CSF)
PUTBRERB IR A RUPLIR
A type Sjogren’s syndrome antibody(SSA )
PPk  anti-nuclear antibody(ANA)
el Kennedy's disease(KD)
1R 4 %5 B i 53038 Oral Glucose Tolerance Test(OGTT)
HEPLEEY)  lupus anticoagulant(LA)
KRBT rheumatoid factor(RF)
WEIR H M BRI EH  phosphoglycerate dehydrogenase(PGDH)
W TR 22 58 TR S H e R Tl e 2 4

phosphoserine aminotransferase deficiency(PSATD)
WA 22 % IR WA K  phosphoserine phosphatase(PSP)
IR 22 R 5% % phosphoserine aminotransferase( PSAT)

intravenous immunoglobulin(IVIg)



