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Perrault &% (Perrault syndrome, PRLTS)Z uj$ =
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HE F-4X=2 HSDI17B4, HARS2, CLPP, LARS2, TWNK,
ERALIC| &#1A 9lor Z} §77} wolo] wte} PRLTSIH
E| PRLTS6 @3 0 & Lo {Th? PRLTS5= AFEA| DNA
(mitochondrial DNA)E QFdslol= Twinkle Tid& 2
3 3Kencoding)st= TWNKR-HAL] E9H0lE Ho|H =
2A1735H AES FHohE 497 Bk ARES obl =
W 217t ¢l A SOl disl = @y} 3
7 gk},

= PRLTSS #
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Perrault syndrome 5 is a rare autosomal recessive disorder that is characterized by the
association of sensorineural hearing loss and ovarian dysgenesis in females with diversity of
neurologic deficits due to variants of twinkle mtDNA helicase (TWNK) gene. Since neurologic
deficits develop gradually, patient is often misdiagnosed with other neurological disease
during early age. Herein, we report a case of genetically diagnosed Perrault syndrome 5.
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Figure 1. Pes cavus was observed in both feet. Figures are showing high arched foot (red line), left, and hyperextension of the toes, right.
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Table 1. Commonly observed clinical features in Perrault syn-

drome 5

System/organ

Clinical feature

Endocrine system

Peripheral nervous system

Central nervous system

Musculoskeletal system

Ears

Eyes

Development

Ovarian dysfunction

Lack of secondary sexual characteristics
Hypergonadotropinemia

Primary amenorrhea

Gonadal dysgenesis

Thyroid dysfunction

Sensory axonal neuropathy
Electrophysiologic abnormality
Hyporeflexia

Brain/cervical spine MRI abnormalities
Normal early psychomotor development
Ataxia

Clumsy gait

Positive Romberg’s sign

Muscle weakness
Muscle atrophy
Pes cavus
High-arched palate

Sensorineural hearing loss

Nystagmus
Ophthalmoplegia

Intellectual disability

i

Figure 2. MRI images from the patient. (A) T2-weighted coronal slide showing mild cerebellar atrophy. (B) T2-weighted detailed sagittal
slide to show the mild cerebellar and brain stem atrophy. MRI; magnetic resonance imaging.
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