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WccnepoBaHue PesynbTaT KoMMeHTapuit
leH OPA1 CM.KOMM. MpoBoaMNOCh MCCnefoBaHME Ha NpeaMeT BbisiBrieHUst ATpodum

3pUTENBHOrO HEPBA C MYX0TOM MOUCK MyTauuii B "ropsiumx”
yuyacTkax reHa OPAL.
Pe3ynbTaT npunaraeTcs Ha OTAENbLHOM b/aHKe.

BHuMaHne! B 3neKTpOHHOM 3K3eMnnspe 6/1aHKa Ha3BaHUe UCCeN0BaHNS COIEPXMUT CChIIKY Ha CTpaHULY canTa
http://www.invitro.ru/c onucaHmem nccnegoBaHums.

PesynbTaTbl NCCNenoBaHniA He SBMSOTCS ArarHo3om, Heobxoamma KOHCY/1bTaluuda cneunanancra.
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M.IM. / MNoanuck Bpaya


https://www.invitro.ru/analizes/for-doctors/1208/9256/

Onucanue pe3yJibTAaTOB UCCJIETOBAHUS
VH3 999999999

®.U.0., 2004 r.p., obcnenoBancas B OO0 «HezaBucumas madoparopuss UHBUTPO» c nemnsio
noricka mytanuii B rene OPA1, mpuBoaamux K BOZHUKHOBEHHUIO aTpo(uy 3pUTEITHLHOTO HEpBa C
riryxoToi (mpodwmitb Ne 7761 0PAL).

Ampogus 3pumenvrHoeo Hepsa ¢ 2nYXOMou — 3abo0neeanue, OMHOCAWeEECs K YUCTY MUMOXOHOPUATbHBIX 3a00Ne6anull u
Xapaxkmepuzytoujeecs npozpeccupyrouell ampoghueri 3pumenbHO20 Heped, NPUBOOAUEel K YMEPEHHOM) CHUNMCEHUIO OCMPONibl
3peHust, a maxadice 08YCMOPOHHEl HeUPOCEeHCOPHOU enyxomou. B pade ciyuaes npucoedunsiomes ogpmanvmonneuss, nmos,
amakcus u Hecneyuguyeckas MUonamusi.

B obpasne JIHK oOcnenyemoro mpoBenéH IMOMCK ABYX dacThix MyTanuii B reHe OPALl
(p.Argd445His u p.Tyr582Cys).

OHK P.N.0. reH OPA1 p.Arg445His,
p.-Tyr582Cys
0734 He BbisBneHo

Myrtaruu He oOHapyKEHbI, YTO HE MCKIIIOYAET JTaHHOE 3a00JIeBaHUE y 00CieyeMoro, T. K. OHO
MOXET ObITb 00YCIIOBJIEHO IPYyTUMH, O0Jee peKUMU MYyTallUIMU B T'€HE, HE TECTUPYEMBbIMU B
IPOBEIEHHOM HCCIIE0BAHMH.

Ecnu ecTh oCHOBaHME MpeAnoJiaraTh HaJu4he Kakoro-iuOo HacIeACTBEHHOTO 3a00JeBaHUs, HO
CJIO’)KHO YCTaHOBHUTH TOYHBIN JMATHO3, IETIECO00Pa3HO PEIIUTh BOMPOC O MIPOBEIACHUH YK30MHOTO
CEKBEHUPOBAHMSI, TTO3BOJISIONIECTO MTPOBECTH OJHOBPEMEHHBINM MOUCK MYTAIMi B OOJIBIIIOM YHCTIe
reHoB. B OO0 «He3aBucumas naboparopuss UTHBUTPO» nannoe uccienoBaHue B HACTOAIIEE
BpEMsI HE TPOBOJIUTCSI.

[Ipy HEOOXOAMMOCTH MOJYUYECHUS TOMOTHUTEILHON HH(DOPMaLMK 110 pe3ysibTaTaMm 00CIeA0BaHuUs
PEKOMEH/IyeTCsl KOHCYJIbTallus Bpaya-TeHETHKA.

K.M.H., Bpau-reHeTHK ML.IL. / IToanuce Bpaya



