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Mon: My

Bospacr: 42 ropa

NH3: 999999999

[aTa B3aTus1 obpasua: 07.07.2022

[JaTta noctynneHuns obpasua: 07.07.2022

Bpau: 30.07.2022

[aTa neyaTtu pesynbTaTa: 30.07.2022
NccnepoBaHue PesynbTaT KoMMeHTapuit
ATpodusi 3pUTENBLHOMO CM.KOMM MyTauns BbisiIBNeEHa.

HepBa Jlebepa

MpoBoamnock UccnefoBaHWe Ha NpeaMeT BbisiBneHust ATpodus
3puTenbHOro Hepea Jlebepa MuToxoHApuansHon AHK.
Pe3ynbTat npunaraeTcs Ha oTAeNbLHOM braHke.

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

PesynbTaTbl NCCnenoBaHniA He SIBNSAOTCS AVMarHo3oM, Heobxoamma KOHCY/bTauu4 criedumnasancra.
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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 UCCJIET0OBAHUSA
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 CMeneHu MAXCeCMU, HAPYUWeHUeM YBeMmHO20 3PeHUs, U3MeHeHUuem Nofell 3peHus, MUnUYHO Maxice
nobedHeHue OUCKA 3pumenbHo2o Hepsa. Modwcem conpogorcoamvcs OpyuMu 2IA3HLIMU U HE2IA3HLIMU CUMAIMOMAMIL.
Ampodghusa spumenvroeco nepsa Jlebepa - mumoxonopuanvHoe 3a601e8aHue, XapaxKmepusyroujeecs oCmpuim Uil HOOOCMpPuIM
08YCMOPOHHUM MEONEHHbIM CHUNCEHUEM OCHPOmMbl YeHMpanbHo2o spenus. (He nymams ¢ amasposzom Jlebepa!). Aennemcs
OOHUM U3 BAPUAHMOE AMPOPUU 3PUMETLHO20 HEPEA.

B 95% cayuaes 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 npasuno, 6 eospacme 15-35 nem (00Haxo eo3pacm Hauaia 3a601€8aHUSL MOJNCEM
sapvuposamv om 1 0o 70 nem). Xapaxmepuzyemcs oCmpbvim Uiu nOOOCMPuIM 08YCOPOHHUM MEONEeHHbIM CHUICEHUEeM
OCMpOmbl YeHMPATbHO20 3PEHUs, NPU 3MOM He CONposodcoaemcs 060avl0 8 2nasHvix Abnokax. Ha panuux cmaousx
3a001€8aHUSL YACMO OMMeUAemcs NOpaX3cerHue Yyeemogo2o 3peHus. MHo20a 6blAnAmMc He8poI0cUdecKUe CUMNIMOMbL!
mpemop, amaxcuu, OUCMOHUS, CYOOPO2U, d 8 HEKOMOPbIX CIYHAsAX — CUMNMOMbL 3a0071e6aHUs, He OmIAuYUMble Om
pacceannozo ckaieposa. 3abonesanue xapaxmepuzyemcs HenoaHou nemempanmuocmvio (0o 50% y myocuun u 10% y
JfCeHWUN) U Oonvbuwell 4acmomot 3a00Ne8anus Cpeou MYX*CYuH (Mydcuumsl Oonerom 6 3-5 paz uauje OJHCeHuH),
Iposoyupyrowum paxmopom Hauana u paszgumus 3a001e8aHUSA ABAAIOMCA (YAKMOPbL pUCKA — CMpeccsl, KypeHue,
ynompebienue anko2os, Oelucmeue MmoKCUHO8, 1eKapcme u UH@exyuil.

Bapuanm ¢.152A>G 6 eene DNAJC30 ssnsemcsi OCHOBHOU NPUHUHOU AYMOCOMHO-PEYECCUSHOU @opmbl ampopuu
spumenvHozo Hepea Jlebepa. B Poccutickoii Pedepayuu pacnpocmpaHeHHOCMb OAHHO20 NAMOEHHO20 8aApUAHMA 6
20MO3ULOMHOU U KOMNAYHOHOU popme docmuzaem 22% 6cex ciyuaes ampoguu 3pumenvhoco nepsa Jlebepa..

B o6pasne JIHK o6OcinemyemMoro mpoBedeH MOMCK MIECTH YacThIX MYyTalui
vutoxoHapuanbHo JIHK m yacroit myramuu c.152A>G B saepaom reae DNAJC30,
peryaupyromero paboTy MHUTOXOHIIPHUH, MPUBOAAIIMX K aTpO(UU 3PUTEITHLHOTO HEpPBa
JlebGepa.

I'en MyTranus PesynbTar
Mutoxonapuanehag JIHK | m.11778G>A MyTanusi BoisiBjieHa
Muroxouapuanbras JIHK | m.14484T>C MyrTaliusi He BBISIBJICHA
Muroxonapuanbaas JIHK | m.3243A>G MyrTalust He BbISIBJICHA
MuroxonapuanpHas JIHK | m.3460G>A MyrTalust He BbISIBJICHA
Muroxonapuanbaas JIHK | m.8344A>G MyrTalust He BbISIBJICHA
MuroxonapuanbHas JIHK | m.8993T>G MyTaius He BbIIBJICHA
DNAJC30 c.152A>G MyrTaliusi He BbISIBJICHA

BreisiBiena mytanusi m.11778G>A B romonyiasMu4ecKOM COCTOSIHUH.

Takum o0pa3zom, n1uarHo3 «arpodus 3pureabLHOro Heppa Jlebepa» moarBepxaAEH
MOJICKYJ/JISIPHO-TEHETUHYEeCKUM METO0M.



[Toutn 50% Bcex cnydaeB SBISIOTCS ceMeWHbIMU. [l 3a0oneBaHus XapaKTepeH
MAaTepUHCKAWA THWII HACIEIOBAHMS, T. €. MyTalMs NepeaaéTcss 4Yepe3 UUTOIIa3My
YKEHILWHbI-HOCUTEIIbHHULIBI.

OOcneayemblii MOXKET mepeAaTh JAHHYIO MYTAIMI0O CBOUM JIETSAM HE3aBHUCHUMO OT HX
noJIa.

[Ipn HEOOXOAMMOCTH TOJYYCHHS ITOTOJHUTEIHLHOW HWH(OpMAIMU MO pe3yjbTaTaM
o0cienoBaHus pEKOMEHIYETCSl KOHCYIbTAIUsI Bpada-TeHETHKA.

PexoMmenaoBaHo:

OO6cnemoBanue aeTei, OpaTheB U cecTEP (MPU HATUMYNN) HA HOCUTEIHCTBO aHAIOTHYHOMN
MyTalluu.

K.M.H., Bpau-reHeTuk MLII. / IToanuck Bpada



