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Nonaka myopathy (MIM 605820) is caused by homozygous
pathogenic variants in the GNE gene. It is a recessively
inherited early adult-onset myopathy that usually preserves
the quadriceps and presents with bilateral foot drop, usu-
ally caused by anterior tibialis weakness. In patients with
Nonaka myopathy, serum creatine kinases are slightly ele-
vated, muscle weakness progresses slowly, and ambulation
loss develops after 15—20 years. The current study aims
to raise awareness of Nonaka myopathy that occurs as a
rare phenotype due to pathogenic variants in GNE gene.
Detailed family histories and clinical data were recorded.
Whole exome sequencing was performed and co-segregation
analysis of the family were done by Sanger sequencing. Also
the homology model of the mutant protein was created with
the ProMod3 algorithm. We identified a bialelic pathoge-
nic variant (c.830G>A) in GNE gene, which explain the
patients’ clinical status. We present the main findings of
two siblings with Nonaka myopathy together with detailed
clinical and genetic profiles of the patients together with a th-
ree-dimensional mutant GNE protein model. We think that
the clinical characteristics and the effect of the (c.830G>A)
variant will facilitate our understanding of GNE gene in
Nonaka myopathy pathogenesis.

Key words: GNE myopathy, distal myopathy, sialic acid,
Nonaka disease, rare diseases.

JIAJTEJIBHUN TATOTEHHUM
(C.830G>A(P.R277Q)) BAPIAHT,

IO MOPYIUYE ®YHKILIIIO TEHY GNE

I BUKJTUKAE ®EHOTUIT MIOTIATIT HOHAKA

Miomnarito Hornaka (MIM 605820) BUKINKAaIOTh TOMO-
3UTOTHI TIaToreHHi BapiaHTy B reHi GNE. lle miomarist
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3 paHHIM IT0YaTKOM pPO3BUTKY B JIOPOCIIMX, SIKa YC-
MagKOBYETLCS PELIECUBHO Ta 3a SKOI 30epiraloThcs
YOTUPUTOJIOBI M’SI3M i BUHUKAE JIBOCTOPOHHE OOBM-
CaHHs CTiM, 110 3a3BMYail CIIPUMYMHEHO CIAOKICTIO ITe-
PEeIHBOIO BEJIMKOIOMIIKOBOIO M’s13y. Y MAali€HTIB i3
mionatiero HoHaka genio BUIIMK piBEHb KpeaTHUH-
KiHa3M CUPOBATKM, TOBIbHE IPOrpecyBaHHSI M SI30-
BOI C1aOKOCTi Ta BTpaTa 3IaTHOCTI CaMOCTIHHO Tiepe-
MilaTucs po3BuBaIoThCa Yepe3d 15—20 poxis. [ToToune
IOCJIIKEHHS CIIPSIMOBaHEe Ha MiABUILIEHHS 00i3HAHOCTI
npo wmiomatito Honaka, fIka BUHUKA€E SK PiIKiCHUIA
¢eHOTMIT Yepe3 IaTOreHHi BapiaHTM B TeHi GNE.
[IpoBoaMTBCA HeTabHA peecTpalis iCTOpiii XBOpoOu Ta
KJIiHIYHUX JaHuX. ByJo rnmpoBeaeHO MOBHE CEKBEHYBaH-
HSI €K30MY i KocerperaiiiiHuii aHaji3 poAuH 3a J0-
nomoroio cekBeHyBaHHS CeHrepa. Takox Oya0 CTBO-
peHO MojeJb T'OMOJOTii MyTaHTHOro Oijlka 3a BH-
KopucrtaHHs anroputmy ProMod3. Mu igeHTHbiKyBa-
1 fianenbHUil matoreHHuit BapiaHT (c.830G>A) y
reHi GNE, sSiKuil MOSICHIOE KJIIHIYHMI CTaH TALiEHTIB.
Mu npencTaBisiEMO OCHOBHI pe3yJibTaTh JBOX MiTEH i3
OIHI€l ponuHM, sIKi MaloTh Miomartiro HoHaka, a Takox
IeTajibHi KJIiHiYHiI Ta TeHeTUYHi Mpodisi MalieHTIB i
TPUBUMIpHY Mojeiab MyTaHTHoro 6inky GNE. Mu BBa-
J)KaeEMO, IO KJIHIYHI XapaKTepUCTUKW Ta BIUIMB Ba-
pianta(c.830G>A) cnpusTUMYTh HAIlOMY PO3YMiHHIO
pousi reHa GNE y maroreHesi miomnarii Honaka.

Karuosi caosa: miomnartiss GNE, nuctajbHa Miomaris,
ciayjoBa kuciiota, xBopoba Honaka, pinkicHi 3axBo-
PIOBaHHSI.
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