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Mon: My

Bospacr: 1rop

NH3: 999999999

[aTa B3aTus1 obpasua: 09.08.2021

[JaTta noctynneHuns obpasua: 10.08.2021

Bpau: 23.09.2021

[aTa neyaTtu pesynbTaTa: 25.09.2021
NccnepoBaHue PesynbTaT KoMMeHTapuit
He#poceHcopHas He o6Hap MpoTecTMpoBaHO Hanmume MyTaumit: c.35delG, c.-23+1G>A
HecUMHApOMarbHas (IVS1+1G>A), c.101T>C (p.Met34Thr), c.167delT, c.235delC,

TYroyxocTb, reH GJB2

€.313_326del14, c.358_360delGAG (p.Glu120del), del(GIB2-

D13S175).
Pe3ynbTaT npuniaraeTcs Ha OTAeNbHOM 6naHke.

BHuMaHue! B aneKTpOHHOM 3K3eMnnspe 6/1aHKa Ha3BaHUE UCCIeN0BaHNs COEPXMUT CChIIKY Ha CTpaHULY canTa
http://www.invitro.ru/c onucaHnem nccneaoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCYJ/1bTauusa cneunasncra.

]

-

M.M. / Noanuck Bpaya



Onncanue pe3yjibTaTOB UCCJIET0OBAHUSA
VIH3 999999999

®.1.0., 2020 r. p., o6cnenoBanca B OO0 «HezaBucumas naboparopus MHBUTPO» c uemnsio
BBISIBJICHUS MyTauui B reHe GJB2, npuBoadmux K BO3HUKHOBEHUIO HECUHIPOMAIIbHOMN
pernieccuBHOM Tyroyxoctu (mpoduis Ne 7963). Okomo 75% Bcex ciaydaeB HACICACTBEHHOM
TYTOyXOCTH OTHOCSITCSI K PEUECCUBHBIM HECHHIpOMalbHbIM HapymeHusMm ciayxa (PHHC) wim
peneccCuBHON HECHHAPOMAJIbHOM TYTOYXOCTH.

Ilpu peyeccusnom mune naciedogamus pebeHoK NOyyaem Om Kax#cooz2o u3 pooumenei OOUH U MOM e BAPUAHM 2eHd, KOMOPblil
8bI3bI6ACM OAHHYIO POPMY HapyuieHus cayxa. « PeyeccusHvlily een npoasnaemcs iuib 6 nape ¢ OpyeuM makum dHce 2eHOM U Gbl3bléaent
myeoyxocmo. [lpu smom podumenu pedeHKa He cmpaodarom HApyuleHuem CIyxd, maxk KaK OHU UMEIOm OOUH HOPMATbHbIL 6apUAHM
OAHHO20 2eHa 8 Nape 2eHO08, NOJVYEHHBIX Oom ceoux pooumeineil. Tem He MeHee, OHU AGNANOMCA HOCUMETAMU 2€HA DeyecCUsHOl
HeCUHOPOMATLHOU 2YXOMbl.

Taxum obpasom, y pebenka modcem Oblmb HApyuieHue Ciyxd, mo20a KaK e2o pooumenu u 6ce opyeue poOCMEeHHUKU MO2YH UMemb
HOPMANbHBILL CIYX 8 TI0OOM 803pacme.

IIpuuem 6 maxux cemvax y Cavluawjux pooumeineti MO2ym pooumsbcs HeCKOIbKO 0emell ¢ HACIeOCMBEHHLIM CHUNCEHUEM CTYXd.

1100 HecunOpoManvHOU GOPMOU MY20YXOCU NOHUMAIOM MO, YMO CHUMCEHUE CIYXAd He CONPOBONCOAemCcs OpyeumMu NpUHaAKamu uiu
3a001e6aAHUAMYU OpY2UX OP2AHO8 U CUCHEM, KOMOPble Nepedasanuct Obl No HACIEOCMBY éMecme C eYXOMOI.

Haubonee uacmo npu necunopomanbHoil peyeccusHoll my20yxocmu evlasisiom mymayuu ¢ 2ene konnexcuna-26 (GJB2). Tonvko oono
usMeHenue 8 IMoMm 2ene, komopoe ooboznavaemcs kax mymauusa 35delG, omeeuaem 3a 51% 6cex cnyuaes 8podcOeHHOU U pantell 0emcKol
myeoyxocmu. HM3gecmuvl u Opyeue usmMeHeHus 6 3mom 2eHe. bnacodaps nposedeHHbiM UCCIeO08AHUAM U3BECIHO, YMO 8 HAwel CmpaHe
00uH uz 46 sicumeneii agsemcs nocumenem mymayuu 35delG.

Ipu peyeccusnoti HecuHOPOMANBLHOU My20yxocmu mymayuu ooHapyscusaromes makice ¢ 2cenax EYA4, GIB3, GJB6, SLC26A4, DFNBL1.

B o6pasne JJHK ob6cnenyemoro BbINOIHEHO cekBeHUpoBaHue Mo CoHrepy 3K30HOB 1, 2 U 9K30H-
UHTPOHHBIX coenuHeHui reHa GJB2, a taxxke mouck npoTskeHHbIX aeneruit 101 kb del(GJB2-
D13S175) (NC_000013.10: ¢9.20,757,021_20,858,394del) u 309 kb del(GJB6-D1351830)
(NC_000013.10:2.20,797,177_21,105,945) B nmokyce DFNBI1 Meromom aienb-crieiiupuIHON
MLPA.

Jlannbie myTanuu B reie GJB2 He BbISIBJICHBI.

AHK ®.N.0. red GJB2

d.5411.1 N

[TomydeHHBINA pe3yiabTaT HE MOATBEPKIAAET IUArHO3 PELIECCUBHOM HECUHAPOMAIBbHONU TYTOYXOCTH
y o0cienyemMoro, HO U He UCKJIIOYAeT ero, Tak Kak BO3MOKHO HAJIMYUE MYyTallUi B JPYTUX reHax
(GJB3, GJB6, SLC26A4, DFNBI1 u ap.), npuBoASIIUX K HECUHAPOMAIBLHON TYTrOyXOCTH.

TeopeTnyeckd BO3MOKHO TaKKe HAMYUE Y 00CIEAYEMOIro CUHAPOMAIBLHON (OPMBI TYTOYXOCTH
WIM HECUHIPOMAJILHOM C JAPYrUM THUIIOM HACJEAOBaHMS (2yTOCOMHO-JIOMHUHAHTHBIM MU X-
CUEIJICHHBIM — BCTPEUAIOTCS CYIIECTBEHHO PEXE, YEM PELIECCUBHBIE (POPMBI).

Ecnm HE TOYHOW YBEpEHHOCTH B JIMAarHO3¢, HO €CTh OCHOBAaHWE IMpeEAIoJiaraTh HaJUIHe KaKoro-
au00 HACIIEICTBEHHOTO 3a00JI€BaHMS, IIEJIECOO00PA3HO PEIINTh BOIIPOC O MPOBEICHUH 3K30MHOTO
CEKBEHUPOBAHMSI, TTO3BOJISIONIETO MPOBECTH OTHOBPEMEHHBIN MOUCK MyTaIlui B OOJBIIIOM YHCIIC



reHoB. B OO0 «He3apucumas madopatopusi MHBUTPO» nanHoe ucciegoBaHue B HACTOSIIEE
BpEMSI HE IPOBOJAUTCA.

[Tpu HEOOXOAMMOCTH MONYYECHHUS TOTMOJHUTEILHON HHGOPMAIIUH IO pe3ysibTaTaM 00CIeI0BaHuUs
PEKOMEHAYETCS] KOHCYJIbTALlNsI Bpaua-TeHETUKA.

PexomenoBaHo:
1. OcMOTp BpauOM-TE€HETUKOM JIJIsl UCKITFOUEHHUS CUHIPOMAIIBHBIX (POPM TyTOyXOCTH.

2. B OO0 «HezaBucumas nabopatopuss «MHBUTPO» BO3MOXKHO MpoOBEACHUE UCCIEIOBAHUS B
npyrux reaax (GJB3, GJIB6, DFNB1 — npodumu NeNe 7953, 7954, 7955).

JKenarenbHO 00CYIUTH € JICHAIIMM BPa4yOM BOIIPOC O TOM, HACKOJIBKO I1€JIECO00pa3HO MPOBEICHUE
JTAHHBIX UCCJIEIOBaHUM.

K.m.H., Bpau-reHeTuk M.II. / Iloamuchk Bpaya



