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1. Perrault syndrome D% %.
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PolyPhen-2 ®» 2 a2 71, 0995 for p.Arg391His & 1.000 for p.Asn585Ser. TH VY, 1ELH Y, FEEEHFEEIRE
Nz, ClOorf2 E15¥1%, Twinkle ¥ Y3278 %a—FL, ZOHEHEANYZF—AE LT +ay Y7 DNA O#HE
WICELRZ R bhroTnD (K2).
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ClOor2 BT OERIL, BICHEBOEXRIMLEBEEMNTF SN TEBY ™, SEEEEMEET SR P Dominant
progressive external ophthalmoplegia type 3 (PEOA3, MIM 609286), KU I F 2> F1) 7 DNA KIHE 7 £l
recessive mtDNA depletion syndrome 7 (MTDPS7, MIM 271245) 342 %) VR W 589 > B 86/ 22 F94E infantile-onset
spinocerebellar ataxia IOSCA) 2N FE TIZHISNTWA. TNHORBAIBHWIZER->TWw5A (K1).



£ 1. ClOorf2 8 Hp

PEOA3 MTDPS7 Perrault
Clinical symptoms
Age at onset 17-73 years < 2 years 7-13 years
Hearing loss + + ++
Female Hypogonadism — ++ +
Ataxia + ++ ++
Myopathy ++ T+ +
Neuropathy + ++ T+
Hyporeflexia + ++ 4
Ophthalmoplegia ++ GES T+
Optic atrophy = ++ —
Intellectual disability = ++ =
Dementia + — _
Epilepsy + ++ +
Liver involvement = + =
Laboratory findings
Lactate elevation + + T+
CK elevation + b T+
Abnormal neuroimaging + ++ ++
mtDNA
Deletion ++ — =
Depletion + ++ nt.

— absent; + present in some cases; ++ present in most cases; n.t. not tested
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