INVITRO

®PNo

Mon: My

Bospacr: 10 ner

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
He#poceHcopHas CM.KOMM MyTauns BbisiIBNeEHa.
HecnHApoMasibHas PesynbTaT npunaraeTcs Ha oTAeNbHOM HnaHke.

TYroyxoctb 4.M.GIB2

BHuMaHne! B aneKTpOHHOM 3K3eMnnsipe 6/1aHka Ha3BaHWE UCCNea0BaHUS COAEPXKUT CChISIKY Ha CTPaHWLY cainTa
http://www.invitro.ru/ c onucaHmem mnccnenoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCYJ/1bTauus Crieunasincra.

M.M. / Nognuck Bpaya
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Onncanue pe3yjibTaTOB UCCJIET0OBAHUSA
VH3 999999999

®.1.0., 2012 r. p., obcaenoBaics B OO0 «HezaBucumas mabopatopusi IHBUTpo» ¢
IEJIBIO BBISIBIICHUS HAM0O0JIee YaCThIX MYTaIMil B TeHAX, IPUBOISAIINX K BOSHUKHOBEHHIO
HacJeaCcTBEeHHOU (hopMbl Tyroyxocta (rmpoduins Ne 7961GIB2).

Oxono 75% écex cryuaes HaciedCmEeHHol my20YX0CMU OMHOCAMCA K PeYeCCUBHbIM HECUHOPOMATbHbIM HAPYUWEHUSIM CYXa
(PHHC) unu peyeccusHoii HeCUHOPOMATbHOU My20YXOCHL.

Ilpu peyeccusnom mune HACIEO08aHUs peOEHOK NOIYUAEm OM KAlcO020 U3 pooumeneli OOUH U MOM JHce 8apuanm ceua,
KOMOpulil 8b13bl8aem OanHHyI0 Qopmy Hapyuienus cayxa. «Peyeccushbviily een nposeisemcsa b 8 nape ¢ Opyeum maxkum
Jice 2eHOM U 6bi3bleaem myeoyxocmo. Ilpu smom pooumenu pedenka ne cmpaoarom HApywieHuem Clyxd, max KaK OHU
umerom oOuH HOPMALLHLLIL GAPUAHM OAHHO20 2eHAd 8 Nape 2eH08, NOAYUEHHbIX Om c8oux pooumenei. Tem ne menee, oHu
AGNAIOMCA HOCUMENAMU 2EHA PEYECCUBHOU HECUHOPOMATLHOU 2TIYXOMBbL.

Taxum obpasom, y pebenxa modxcem 6bims HaApYweHue cryxa, moaoa Kax e2o pooumenu u 6ce Opyeue poOCmeeHHUKY MO2ym
UMems HOPMANbHLLL CyX 6 atobom eozpacme. [Ipuuem 6 makux cemvax y CAbLUAWUX pooumenei Mo2ym pOoOumbCsl
HeCKOIbKo oemell C Hacl1e0CMBEeHHbIM CHUIICEHUEM CILyXd.

1100 HecunOpoManbHOU QOPMOU MYy20yXOCMU NOHUMAIOM MO, YMO CHUMNCEHUE CAYXA He CONpOo8oMNCOAemcs Opyeumu
NPUBHAKAMYU UMY 3A0071e8aHUAMU OpY2UX OP2aH08 U CUCHeM, KOmopvle nepeoasdanucb Obl no HACIe0Cm8y emecme C
2NYXOMOU.

Haubonee uwacmo npu HecuHOpOMAIbHOU PEYecCUsHOl my20yxXoCmu GbIsGIsIIOm Mymayuu 6 2ene Konnekcuna-26 (GJB2).
Tonvko 00HO usmenenue 6 Imom 2exe, komopoe obosnavaemcs kaxk mymauyua 35delG, omseuaem 3a 51% ecex ciyuaeg
8PONCOEHHOU U paHHell 0emcKol myzoyxocmu. HMszeecmubl u Opyeue usmeHnenus 6 smom 2ene. bracooaps nposedennvim
UCCIeO008AHUAM U3BECHO, YO 8 Haulell cmpare 00ur u3s 46 scumeneil aeisiemcs nocumenem mymayuu 35delG.

Ilpu peyeccusHoii HecuHOpPOMANBLHOU mMyz2oyxocmu mymayuu oonapyxcugaromes marxoce 8 cenax EYA4, GJIB3, GJBG,
SLC26A4, DFNBL1.

Ilamozennvie sapuanmei ¢ cene GIB6 uawe ecezo svizvi6aiom pedkyio aymocommuo-00MUHAHMHYIO POPMY HEUPOCEHCOPHOI
myeoyxocmu. I'en GJB6 xodupyem 6enox xonmexcun-30, yuacmeyowuii 8 NOCMpoeHUulU ujeiesvix KOHMAKmog Hapsoy ¢
KOHHecUuHOM-26. belok @uinoansem cxoocylo QYHKyuio, yuacmeys 6 noooepicanuu 2omeocmasa uonoe K+ 6 nepunumge
sHympennezo yxa. /lannas popma myzoyxocmu sA61semcs 8PONCOSHHOU U umeem OOIbULYI0 8apuadenbHOChb MANCECMU
nposenenuil. Haubonvuwiyro Kiunuueckyro 3Hauumocms umerom npomsoicentvie oeneyuu cena GJB6.

Taxarce cywjecmgyiom opmvl myeoyxocmu, umerowue cyeniensoe ¢ norom naciedogauue. o 50% uz smux gopm
passusaromcs npu Hauuduu namozenHvlx sapuanmos ¢ 2eme POU3F4 u npusoodsm x ¢popmuposanuto X-cyeniennou
Hetipocencopnou myeoyxocmu. OOHOUMEHHBIL KOOUpYyemblll belok npeocmasisiem cobol mpaHCKpUnYUOHHbIU Paxkmop,
yuacmeyowull 6 pasgumue 0peanog sHympenne2o yxa. [eieyuu 6 smom pecuone Mo2ym 3ampazuéams Kax Kooupylouue
obracmu, maxk u JOKAIU308AMbCA 6 pe2YIsAMOPHbIX pecUuoHax, Hapywas cunme3 berka c¢ eena POU3F4. [aunoe
uccnedosanue no3eosiem evisasnamos oeneyuu cena POU3F4.

Kpome moeo, omsemcmeennviM 3a  AymocOMHO-OOMUHaAnmuylo gopmy 3abonesanus sersemcs een  WFSL,
aAcCoOYyUUPOBAHHbBIL C XAPAKMEPHOU HUZKOUACMOMHOU Gopmou myzoyxocmu. 1omosuzomuvle eapuanmol 6 OGHHOM 2eHe
8bI3bIBAIOM  pedkoe cocmosiHue - cunOpom Boavgpama. Cocmosnue exniouaem 6 cebs  Npozpeccupyrouyyio
npozpeccupyrouyio HetipodezeHepayuto, opmuposanue ouabema u ampouu 3pumenbHO20 Hepea 00 NOOPOCMKO8020
so3pacma.

B o6paszue JIHK oGcnemyemoro mpoBeaéH MOUCK MaTOTEHHBIX BAPUAHTOB B 9-U I'€Hax,
MyTallii B KOTOPBIX YacTO BCTPEUAIOTCS MPU HACICACTBEHHOM (DOpME TYrOYXOCTH.
Pe3ynbrath! uccienoBaHus MpeACTaBICHBI B TAOJIHIIE.

I'en Tun myranuu Pe3yabTar

GJB2 c.35delG MyTaiusi BbIsIBJIEHA B
TOMO3UTOTHOM
cocrossHuu!

GJB2 c.101T>C (p.Met34Thr) MyTarusi He BbISIBJICHA




GJB2 .-23+1G>A (IVS1+1G>A) MyTanus He BbISBJICHA
GJB2 c.167delT MyTalius He BbIsSIBICHA
GJB2 €.235delC MyTartysi He BbISIBIICHA
GJB2 c.313_326del14 MyTalius He BbISIBICHA
GJB2 c.358 360delGAG (p.Glul120del) MyTanus He BbISBJICHA
GJB2 [IpoTspkeHHbIe Aelenun/ IyTUTHKaIud MyTaius He BbIsBJICHA
GJB3 [TpoTskeHHbBIE AeTSIUH/ AYTUTUKAIH MyTaiusi He BbIsIBJIEHA
GJB6 [TpoTsikeHHbIE AeTEIUHI/ AYTUTHKAIIH MyTaiusi He BbIsIBJI€HA
POU3F4 | Jlenerun/gynimkaiuu MyTalius He BbISIBICHA
WFS1 Jenenun/gynnukanuu MyTaius He BbIBJICHA

BoisiBiiena myranuu ¢.35delG B roM03UroTHOM cOCTOSIHUM (BapuaHT mut/mut),
4TO MOATBEPIKAACT TUATHO3 HACIEACTBEHHON ayTOCOMHO-PeleCCUBHOM
HECHHAPOMAJIbHOM TYyroyXocTH y 00cj1e1yeMoro.

O6a poautenss MajJbuuKa C BBICOKOM CTEIEHBIO BEPOSTHOCTH SIBJISIIOTCS HOCHUTEIISMHM
JAHHOW MYTaLlAH.

BeposTHOCTh TIOBTOPHBIX CIy9acB POXKIEHUS B CEMbe JETeH ¢ aHAJIOTHYHBIM
3a0oJieBaHneM cocTaBisieT 25%.

[Ipn HEOOXOAMMOCTH TIOJYYCHHS IOTOJHUTEIHHOM HWHEGOPMAIMK IO pe3yjbTaTaM
o0cne10BaHUs PEKOMEHAYETCS KOHCYIbTAIUS Bpaya-TeHeTHKA.

PexoMmeHnnoBaHo:

1. KoHcynbpTamusa Bpada-T€HETHKA JJIs PEUICHWs BONpOca O TOM, KOMY €€ U3
POACTBEHHHKOB JKeJaTeIbHO IIPOUTH 00CIeA0BaHNE Ha HOCUTEIBLCTBO MYTallMM B TEHE
GJB2 (npu obpalieHuy B HaMpaBJICHUH KeIaTeIbHO YKa3aTh BBISBICHHBIC MYyTAIlUH).

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



