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WccneposaHne PesynbTat KoMMeHTapui
ATpocus 3puTensHOro CM.KOMM. Pe3ynbTaT npunaraetcs Ha oTAenbHOM 6iaHke.
HepBga Jlebepa, MTx-[HK 12

Y.M.

BHuMaHne! B 3neKTpOHHOM aK3eMnsipe 6/1aHka Ha3BaHWe UCCefoBaHNS COAEPXXUT CChIfIKY Ha CTPaHMULY caiita
http://www.invitro.ru/c onucaHuem nccneaoBaHus.

PesynbTaTthl nccnenoBaHuii He SBNAKOTCS AnarHo3oMm, Heobxoamma KOHCYbTauua Crneunaancra.

M.. / Noanuck Bpaya
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Onucanue pe3yJibTaTOB HCCJIEI0OBAHMS

MH3 999999999

Maument, 1991r.p., o6cnenoBancs B OO0

«HE3ABUCHUMAS JIABOPATOPUA «MHBUTPO» ¢ uenpio ¢ Ueiaplo Moucka
myTauuid B mutoxouapuanbHoi JHK, npuBomsmmx K pasButnio arpodun
3puTenbHBIX HEPBOB JleOepa (mpoduas Ne 7109LE).

Ampogusn 3pumensuvix nepeos Jlevepa (Hacreocmeennas onmuueckas Hetiponamus Jlebepa; 6onesns
Jlebepa) - mumoxonopuanvroe 3aboresanue, Xapaxmepusyioweecs OCMpbiM Ul NOOOCMPLIM O8YCHOPOHHUM
MEONIEHHbIM CHUIICEHUEM OCMPONbl YEHMPATbHO20 3DEHUs,

He nymamu ¢ amagpozom Jleoepa!
Mymayuu eoznurxaiom ¢ mumoxonopuanvhou /IHK. Boioensiiom 18 annenvhvlx sapuanmos 3a601e8aHuUsl, CE3AHHbIX
€ MUCCEHC-MYMAYUAMU 8 PSIOe MUTNOXOHOPUALLHBIX 2EHOB.

B 95% cnyuaes eswvisigiaemcs oona u3 mpex madcopuvix mymayuii: m.3460G>A, m.11778G>A unu
m.14484T>C. Bce onu usmeHawom cmpykmypy 2eH08, KOOUpYIouux 0enKu nepeoco KOMHAeKcd OblIXamenbHOU yenu
MUMOXOHOPUL.

3abonesanue manugecmupyem, kak npaguno, 6 éospacme 15-35 nem (o0naxo o3pacm nauana 3a601e6aHus.
Moocem eapvbuposams om 1 0o 70 nem). Xapaxmepu3zyemcs ocmpbim i no0OCmpbim 08YCIMOPOHHUM MEONEeHHbIM
CHUDICEHUEM OCMPOMbl YEHMPAILHO20 3PEHUs, NPU IMOM He COnposodcoaemcsi OO0 6 2nasHulx Adaokax. Inasa
Moz2ym nopajicamvbCsi KAk OOHOGPEMEHHO, MAK U NOCIe008AMeNbHO, C UHMEPEANOM 6 HEeCKOJbKO Mecayes.
IIposoyupyrowum ghaxmopom Havwana u pazeumus 3a601e6aHUs AGIAIOMCA QAKMOPbl PUCKA — CIMPecchyl, KypeHue,
ynompebnenue arko2os, oeticmeue MoKCUHO8, IeKAPCME U UH@eKyuil.

B o6pasue JAHK o6ciaegyemoro mnpoBeaéH IMOMCK JABEHAIIATH YaCThIX
MyTaruii MutoxouApuansHoit JHK, mpuBoasmmx K BO3HUKHOBEHHUIO aTpoduu
3putenbHbIX HepBoB Jlebepa (m.3460G>A, m.11778G>A m.14484T>C,
m3733G>A, m4l171C>A, m.10663T>C, m.14459G>A, m.14482C>A,
m.14482C>G, m.14495A>G, m.14502T>C, m.14568C>T).

IHE Damunua, W0 12 NME MX MHE

o724 HE EEIRENEHD

Hu oxHa u3 3TuX MmyTauuii He HaligeHa (BapuanT N), 4TO ¢ BEpOSTHOCTHIO 95%
UCKJIFOYAeT JMarHo3 arpoduu 3puTenbHbIX HEpBOB JleGepa (He co 100%
BEPOSITHOCTHIO, TAK KAaK CYMIECTBYIOT 00Jiee peIKUe MyTallid, He TeCTUPYEeMbIC B
JTAHHOM HCCJICIOBAHNM ).

Kpome Toro, nacnenctBeHHbsie GopMbl aTpopuu 3pUTEIHLHOTO HEPBA MOTYT OBITh
[Py HAIWYMU MYyTalui B SAEPHBIX ITeHaX, PEryIUPYIOUMX paboTy MUTOXOHIPHIA
(OPA1, OPA3, TMEM126 u np.)



Ecnu He TOUHOM YBEPEHHOCTH B JUArHO3€ , HO €CTh OCHOBAHUE MPEANOJIaraTh
HaJM4yue Kakoro-JinOO HaCIEICTBEHHOTO 3a00JieBaHUs, IIEJIECOO0pPa3HO PEIIUTh
BOIIPOC O TPOBEACHUU 3K30MHOTO CEKBECHHPOBAHHS, ITO3BOJISIONIETO IPOBECTU
OJIHOBPEMEHHBI MOMCK MyTaruid B OojemioM  uucie TreHoB (OO0
«HE3ABHUCHUMAS JIABOPATOPUSA «MHBUTPO» B HacTosilliee BpeMsl TaKUe
UCCIIEIOBAHUS HE TIPOBOJIUT).

[Ipy HEOOXOAMMOCTH TOJYYEHUS JOMOJHUTEIbHOW WH(GOPMALUU IO
pe3yabTaTaM 00ClieIOBaHUS PpEKOMEHYeTCsl KOHCYJIbTallis Bpaya-reHeTHKA.

K.M.H., Bpa4y-reHeTuk (®UO)



