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NccnepoBaHue PesynbTaT KoMMeHTapuit
ATpodusi 3pUTENBLHOMO CM.KOMM MyTauusi He BbisIBIEeHa.

HepBa Jlebepa

MpoBoamnock UccnefoBaHWe Ha NpeaMeT BbisiBNeHns ATpodus
3puTenbHOro Hepea Jlebepa MuToxoHApuansHon AHK.
Pe3ynbTaTt npunaraeTcs Ha OTAENbLHOM HriaHke.

BHuMaHve! B aneKTpoHHOM 3k3eMnnspe 6/1aHKa Ha3BaHUE UCCNEN0BaHNS COAEPXMUT CCbISIKY Ha CTpaHuULy canTta
http://www.invitro.ru/ ¢ onucaHnem nccneaoBaHus.

PesynbTaTbl NCCnenoBaHniA He SBMSOTCS AnarHo3om, Heobxoamma KOHCY/1bTauuda creunanncra.
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M.M. / Noanuck Bpaya


https://www.invitro.ru/analizes/for-doctors/1208/9255/
https://www.invitro.ru/analizes/for-doctors/1208/9255/
http://www.invitro.ru/

Onncanue pe3yjibTaTOB UCCJIET0BAHUSA
VH3 999999999

®.1.0., 1980 r. p., obcaenoBaics B OO0 «HezaBucumas mabopatopusi IHBUTpo» ¢
HeNbl0 Toucka MyTanuil mutoxonapuanbHou JIHK, mpuBomsmmx k arpoduu
3puTeibHOTO HepBa Jlebepa (mpoduas Ne 76101HKI).

Ampoghua 3pumenvHo2o Hepsa - ceHemuyecKu cemepoceHHoe 3a00.1e8aHue, XapaKmepusyemcs CHUMCeHUeM OCmpombvl
3peHUs pa3TUYHOU CIMeneHu MAXCeCU, HAPYUWEHUeM YBeMHO20 3DeHUs, USMeHeHUeM Noiel 3PeHus; MUNUYHO MAKHce
nobedHeHue OUCKA 3pumenbHo2o Hepsa. Modwcem conpogorcoamvcsa OpyuMu 2IA3HLIMU U 8HE2IA3HLIMU CUMAIMOMAMIUL.
Ampodghusa spumenvroeco nepsa Jlebepa - mumoxonopuanvHoe 3a601e8aHue, XapaxKmepusyroujeecs oCmpbimM Uil HOOOCMpPuIM
08YCMOPOHHUM MEONEHHbIM CHUNCEHUEM OCHPOmMbl YeHMpanbHo2o spenus. (He nymams ¢ amasposzom Jlebepa!). Aennemcs
OOHUM U3 BAPUAHMOE AMPOPUU 3PUMETLHO20 HEPEU.

B 95% cnyuaes swvisagnsemca oona uz mpex yacmoix mymayuii. m.3460G>A, m.11778G>A uau m.14484T7>C. Bce onu
UBMEHSIOM CIMPYKMYPY 2eHO8, KOOUPYIOWUX DENKU Nep8o20 KOMNIEKCA ObIXAMENbHOU Yenu MUMOXOHOPUL.

3abonesanue manupecmupyem, kax npasuio, 6 eospacme 15-35 nem (00HaKo 6o3pacm Hauaia 3a601€8aHUSL MONCEM
sapvuposamv om 1 0o 70 nem). Xapaxmepuzyemcs oCmpbvim Uiy noOOCMpPpbiM 08YCHMOPOHHUM MEOJIeHHLIM CHUICEHUEeM
OCMpOmbsl YeHMPAIbHO20 3PEHUs, NPU SMOM He CONpo8oxcoaemcs 601bl0 6 2nasHuix Abnokax. Ha pawnux cmaodusx
3a001€8aHUSL YACMO OMMeUAemcs NOpaX3cerHue Yyeemogo2o 3peHus. MHo20a 6blAnAmMc He8poI0cUdecKUe CUMNIMOMbL!
mpemop, amaxcuu, OUCMOHUS, CYOOPOSU, A 8 HEKOMOPbIX CIYYAAX — CUMNMOMbL 3a0071e6aHUs, He OmMIuYUMble Om
pacceannozo ckieposa. 3abonesanue xapaxmepuzyemcs HenoHou nemempanmuocmvio (00 50% y myocuun u 10% y
JfCeHWUN) U Oonvbuell 4acmomou 3a00Ne8anus Ccpeou MYX*CYuH (Mydcuumsl Oonerom 6 3-5 paz uauje OJHCeHwuH),
Iposoyupyrowum paxmopom Hauana u paszgumus 3a001e8aHUSA ABAAIOMCA (YAKMOPbL pUCKA — CMpeccsl, KypeHue,
ynompebienue anko2os, Oelcmeaue MmoKCUHO8, 1eKapCcme u UHGexyuil.

Bapuanm ¢.152A>G 6 eene DNAJC30 ssnsemcsi OCHOBHOU NPUHUHOU AYMOCOMHO-PEYECCUsHOU @opmvl ampopuu
spumenvHozo Hepea Jlebepa. B Poccutickoii Pedepayuu pacnpocmpaHeHHOCMb OAHHO20 NAMOEHHO20 8aApUAHMA 6
20MO3ULOMHOU U KOMNAYHOHOU popme docmueaem 22% ecex ciyuaes ampoduu 3pumenvhoco Hepea Jlebepa..

B o6pasne JIHK o6OcinemyemMoro mpoBedeH MOMCK MIECTH YacThIX MYyTalui
vutoxoHapuanbHo JIHK m yacroit myramuu c.152A>G B saepaom reae DNAJC30,
peryaupyromero paboTy MHUTOXOHIPHUH, MPUBOAAIIMX K aTpOo(uH 3pUTETHLHOTO HEpBa
JlebGepa.

I'en MyTranus Pe3ynbrar

MutoxonapuansHas JJHK m.11778G>A MyTanus He BbISIBJI€HA
MuroxonapuanbHas JJTHK m.14484T>C MyrTanus He BbIsIBJICHA
MuTtoxonapuansHas JIHK m.3243A>G MyrTanus He BbIsIBIICHA
MuTtoxonapuansHas JIHK m.3460G>A MyrTanus He BbISIBJICHA
MutoxonapuansHas JIHK m.8344A>G MyTaiusi He BbISIBJIEHA
MutoxonapuansHas JIHK m.8993T>G MyTaiusi He BbISIBJIE€HA
DNAJC30 c.152A>G MyrTanys He BbIsIBJICHA

JlaHHBIM pe3yNbTaT HE TMOATBEPKIAaeT, HO M HE WCKIIOYAeT JIUarHo3 arpopuu
3puTenpHOTO HepBa JleOepa, Tak Kak CyIIECTBYIOT ApPYTHeE, Oojiee peaKhe MYTaIlHH,
NPUBOJSIINAE K JAaHHOMY 3a00JICBaHUIO, KOTOPBIX B HACTOSIIEE BPEMS HACUYHTHIBAIOT
okoJ10 60.



PekoMeH10BaHO pEHIMTH BOIIPOC C JIEUAITUM BpayoM O 11eJIeCO00pa3HOCTH POJOJIKEHUS
oOcneoBaHusl I TOMCKAa MyTalliii B JPYrUX TeHax, MNPUBOJALIIMX K arpoduu
3pUTENBHO HEPBA.

[lenecooOpa3Ho pemuTh BOMPOC O TPOBEACHUHM SK30MHOTO CEKBEHHPOBAHMS,
MO3BOJIAIOIIETO MPOBECTH OJHOBPEMEHHBIIN MOUCK MyTalldil B OOJIBIIIOM YKCIIE T€HOB C
EJIbIO BBISIBJICHUS MYTAllMi B APYTUX T€HAX, MPUBOAAIIUX K JpyruM Gopmam aTpoduu
3pUTEIBHOTO HEpPBa, a TaKXE O CEKBEHUPOBAHUM MUTOXOHAPHUAIBHOIO T'€HOMA,
MO3BOJIAIONIETO BBISIBUTH peAKUEe (QOpMBbI MUTOXOHApPHAIBHBIX MyTanuid. B OOO
«HeszaBucumas nadoparopuss UHBUTpPO» JaHHBIE UCCIENOBAHMS B HACTOSIIEE BpEMs HE
IPOBOJSATCA.

[Ipn HEOOXOAMMOCTH TOJIYYEHHS! JOTMOJHUTEILHOM HHGOpPMAIMU M0 pe3yJbTaTaM
o0cie0BaHusl PEKOMEHYETCsl KOHCYJIbTAllMsl Bpaya-reHeTHKa.

K.™m.H., Bpau-reHeTuk MLII. / IToanuck Bpada



