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dno
Mon: Myxx
Bospacr: 32 ropna
NH3: 999999999
[ata B3aTus obpa3ua: 06.05.2021
[Jata noctynnenusi obpasua: 08.05.2021
Bpau: 08.06.2021
[aTa neyatu pesynbTaTa: 08.06.2021
WccnepoBaHue PesynbTaT KoMMeHTapuit
leH GIB2 m. CM.KOMM. MpoTecTMpoBaHo Hanuume MyTaumit: c.35delG, c.-23+1G>A

(IVS1+1G>A), c.101T>C (p.Met34Thr), c.167delT, c.235delC,
€.313_326del14, c.358_360delGAG (p.Glu120del),
101kbdel(GIB2D13S175), 309kbdel(GIB6-D1351830).
MpoBoAMNOCH UCCEeNoBaHNE Ha NPeaMET BbisiBieHust CUHAPOMa
KepaTuTa-nuxTnosa-TyroyxocTy.

Pe3ynbTaT NpuiaraeTcs Ha OTAENbHOM BaHKe.

BHuMaHne! B a3neKTpOHHOM aK3eMnnsipe 6/1aHKa Ha3BaHUE UCCeN0BaHNS COAEPXMUT CChIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccneaoBaHus.

PesynbTaTbl NCCnenoBaHnii He SBMSOTCS ArarHo3oM, Heobxoamma KOHCY/1bTauusa cneumanncra.
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M.IM. / MNoanuce Bpaya


https://www.invitro.ru/analizes/for-doctors/1079/7713/

Onucanue pe3yjabTaTOB UCCJIET0BAHUS

MH3 999999999

®.U.0., 1989 r.p., obcnenoBasics B OO0 «HezaBucumas nadoparopus MHBUTPO» ¢ nenpio
BBISBJICHUS HaumOosee dYacThiXx MyTanmuii B reHe GJB2, mnpuBoasmmx K BO3HHUKHOBEHHIO
HECHHPOMAJILHON pellecCUBHOM TyroyxocTH (mpodumis Ne 7961GJIB2).

Okono 75% Bcex ciaydaeB HAacJEICTBEHHOW TYrOyXOCTH OTHOCSTCS K PELEeCCHUBHBIM
HecuHApoManbHbIM  HapymieHusM ciyxa (PHHC) wnu pemneccuBHOW HeCcMHAPOMAJIbHOM
TYTOYXOCTH.

Ipu peyeccusnom mune Hacne0osanusi pebeHoK NOIAYYaAem Om Kaxnco020 U3z pooumeneli OOUH U MOm Jice 8apuaHm 2emda,
KOMOpUlil 8bl3bl6aem OAHHYI0 (OPMY HAPYUEHUs CyXd. « Peyeccugnvlily een nposeisiencs 1ulb 8 nape ¢ Opyeum maxkum dice
2eHOM U @bl3blBaem myzoyxocms. [lpu amom pooumenu pebenKa nHe cmpaoaiom HaApyuleHuem Ciyxd, maxk Kax OHu umerom
00UH HOPMATBHBLIL BAPUAHM OAHHO20 2eHA 68 Nape 2eH08, NOJYYEHHbIX OM C8oux pooumerneil. Tem He MeHee, OHU AGAAIOMCA
HOCUMENAMU 2€HA PeyecCUBHON HeCUHOPOMATLHOU 2yxombul. Taxum 06pasom, y pebenka modcem Oblmb HaApyuleHue Ciyxa,
mo2oa Kaxk e2o pooumenu u 6ce opyeue poOCMeeHHUKU MO2YI UMEMb HOPMATIbHBLIL CIIYX 8 I0O0M 803pacme.

Tpuuem 6 maxux cembsx y Cabluaugux pooumeneii Mo2yn poOumbCsi HECKOAbKO Oemell ¢ HACIeOCMBEHHbIM CHUNCEHUEM CTYXd.
1100 HecunOpomanvroll GopMol my20yXoCmu NOHUMAIOM MO, YMO CHUICEHUE CIAYXAd He CONPOBONCOaemcs Opyeumu
NPUSHAKAMU UTU 3a00NIe8AHUAMU OPY2UX OP2AHO8 U CUCMEM, KOMOPble NEPeddsaiiuct Dbl RO HACIeOCMEY 6MeCme ¢ 2LYXOMO.
Haubonee uacmo npu necunopoManbHOU peyecCusHol my20yxocmu 8uisAeaom mymayuu é 2ene Kounexcuna-26 (GJB2).
Tonbko 00HO usMeHeHue 8 IMoM 2eHe, Komopoe obo3navaemcs kax mymayusn 35delG, omseuaem 3a 51% ecex ciyuaes
BPOJICOEHHOU U panHell demcKou myzoyxocmu. H3zeecmuvl u Opyeue usmenenust 6 smom eene. bnacodaps nposedennvim
UCCNIe00BAHUAM UZBECIMHO, YMO 6 Haulell cmpane 00uH u3 46 scumenei sensiemcest nocumeiem mymayuu 35delG.

Ilpu peyeccueroti HeCUHOPOMATLHOU Mmy20yXocmu Mymayuu obHapyxcugaromces makxce 6 2ewax EYA4, GIB3, GJIBG,
SLC26A4, DFNBL.

B o6pasne JJHK oGcnemxyemoro nposeaeHo uccnenoBanue reva GJB2 (koaupyroiiero KOHHEKCHH

26) Ha HaNMMYKe HarnOOJIee YaCThIX MyTAllUi U POTsHKEHHOM nenerun B tokyce DFNB1: ¢.35delG,
c.-23+1G>A (IVS1+1G>A), ¢.101T>C (p.Met34Thr), ¢.167delT, c.235delC, ¢.313 326dell14,
c.358 360delGAG (p.Glul20del), del(GJB2-D13S175).

I[aHHbIe MyTallMi B I'€HEC HE BbIABJICHDI.

AHK ®.1.0. res GJB2
d-6366.1 N
[Tomy4yeHHBIN pe3ynbTaT HE NOATBEPKIAECT JTUATHO3 PELIECCUBHOM HECUHIPOMAJIbHOU

TYrOyXOCTH y OOCJEAyeMOro, HO U HE HUCKIIIOYAET €ro, Tak Kak BO3MOXHO HAJIMYUE MyTalui B
npyrux renax (GJB3, GJB6, SLC26A4, DFNBI1 u np.), npuBogsSuMx K HECHHIPOMAJILHON
TYTOYXOCTH.



TeopeTrueckn BO3MOKHO TaKKe HAIMYUE Y 00CIEIYyEeMOTO CHHAPOMAIbHON (POPMBI TYTOYXOCTH
WIM HECUHIAPOMAIBHON C JPYrMM THUIIOM HACJEAOBAHMS (AyTOCOMHO-IOMUHAHTHBIM WU X-
CIETVIEHHBIM — BCTPEYAIOTCS CYIIECTBEHHO PEKe, YeM PELIECCUBHBIE (POPMBI).

Ecnu He TOYHOU YBEpPEHHOCTH B JUArHo3€, HO €CThb OCHOBAaHWE IMPEANOJararb HAJIMYUE KaKOTo-
1100 HacleICTBEHHOro 3a00JIeBaHusl, 11eJ1eCO00pa3HO PEIUTh BOIPOC O MPOBEIEHUH 3K30MHOTO
CEKBEHUPOBAHMSI, ITO3BOJISIOIIETO MPOBECTH OJHOBPEMEHHBIA MOMCK MYTALMK B OOJIBILIOM YHCIE
reHoB. B OOO «He3aBucumas nabopatopuss UHBUTPO» nanHoe ucciienoBaHUE B HACTOAILLEE
BpEMSI HE IPOBOJUTCSL.

[Tp1 HEOOXOAMMOCTH TMOJIYUYEHHUS TOTIOTHUTENbHON HHGOpPMAIUH MO pe3yabTaTaM 00CIe0BaHNUs
PEKOMEHYETCSl KOHCYJIbTALlHs Bpaya-TeHETHKA.

PexoMmeHnnoBaHo:
1. OcMOTp BpauOM-T€HETUKOM JIJISI HCKITFOUCHHS CHHIPOMATBHBIX (POPM TYrOyXOCTH.

2. B 000 «HezaBucumas nadopatopusi MHBUTPO» BO3MOXHO MpOBEAEHUE HMCCIEAOBAHUS B
npyrux renax (GJB3, GJB6, DFNB1 — npodunu NoNe 7953, 7954, 7955).

Ecnu uccnemoBanme npoBOAUIIOCH C LEJIbIO BBISIBICHUS HOCUTEIICTBA U3BECTHOM B CEMbE MyTallMU
y 3710poBOro (OAHOM W3 BXOAAIIMX B BBINICYKa3aHHBIM CIHCOK), TO JOMOJHUTEIbHbBIC
UCCIIEIOBAHUSI HE 11€IECO00Pa3HBbI.

’KenarenbHO 00CYIUTH C JIEUAIIMM BPAa4OM BOIIPOC O TOM, HACKOJIBKO 11e71ec000pa3HO MPOBEICHNUE
JTAHHBIX MCCIICTOBAHUM.

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



