CIrMy

uM. B. K. PazymoBcKoro

JTIDO
aK/lep /1

AP0

4 /TDO 40

PDODDBE

AKTyaJIbHOCTB

CommacHo COBPEMECHHOM MEXIYHAPOIHOM

N3YHEHUE TEHETUYECKHUX ACIIEKTOB TYT'OYXOCTH

AsTtopbl: nywakos Uropb Anekceesund, Mnywakosa Bukropua AmutpmueBHa, CTyAeHTbl 6 Kypca neguatpuyecKkoro ¢akynbrera
®reo0y BO Capartosckun MY um. B.U. Pasymosckoro MuHsapaBsa Poccum

HayuHbiM pykoBOoAUTENb: K. M. H., AoueHT l'ymeHtoK Onbra ropesBHa

KJIaCCH(PUKALINH,

TYTOYXOCTb OIPEACIISACTCS KaK HApyIICHUE CIIyXa, 3aTPydHSIOIICE
BOCOPHUATAE PEYHM M KIACCH(PUIUPYETCS HA HEUPOCEHCOPHYIO,

KOHJIYKTUBHYIO ¥ CMEIIAaHHYIO.

Kadenpa rocnutasibHOM NneamaTpmm n HeoHatonorum (3as. Kad. npod., A.m.H. KO.B. YepHeHKoB)

Heap

N3y4uTh rEHETUYECKUE ACIIEKThI
TYTOYXOCTH Y JIETEM.

 AHanu3 ncropumn 6onesHn un pesynbratos NOoAHoOoreHomHoro cekseHmposaHma AAHK nauueHToB B Bo3pacte 1-18 ner
(h=13), HaxoauBLIMXCA HA AMUCNAHCEPHOM Yy4yeTe y Hesposnora u/wam cyppgonora no nNoBoAy TYroyxocTM M Ha
ob6cneposaHumn B KAMHMKe getckmnx 6onesHen YKb Nel umenun C.P. MuportsopueBa, r. CapatoBa.

| BapraHTBI TYroyxocTH

‘O,Z[HOCTOpOHHHH KOHAYKTUBHAA TYroyxoCcTb (n=4)

‘,Z[By'CTOpOHHHH HeMPOCEHCOPHasd TYyroyxocTb (n=9) ]

‘ Oo1yue QeHOTHITHYECKHE IPH3HAKH

N SNy v}

[eHeTHYeCKHE BAPHAHTHI HATOJIOTHH y IAIJHEHTOB C TYTOYXOCThI)

1 pebeHoK
KBG-cuHapom

cuHagpom HOHMca-BapoHa

1 pebeHoK

1 pebeHoK
cuHgpom Kabyku, tun |

1 pebeHoOK
cuHapom KoddpuHa —
Cupwuc Il Tmna

1 pebeHoK

cuHpgpom bopbecoHa-
dopcmaHa-J/lemaHa

1 pebeHoK
cuHapom PenaH-
Makdepmup,

1 pebeHoK
“cuHgpom KopdpunHa-Cupuc
VI TMna

Jlnuesomu lmppouedanbHan BanbrycHas
ansmopodunsm dopma ronosbl aedopmauuma cron
Kudockonmnos LaHAIEBHELES S Tpusybeu cton

wenb

'
B

Y o00HOU nauueHmku C€ 2ap2ousau3mMom, KAArnaHHbIM
TOPOKOM Cepoua U KOHMpPAKmypou Cycmaesos 8bif8/eHda
mymauus 8 2eHe IDUA (mykononucaxapudo3 1 muna).

1 pebeHoK
ayTOCOMHO-AOMMHAHTHAA
YMCTBEHHAA OTCTaNOoCTb,
™R 13

1 pebeHOK

anuaenTnyeckas sHuedanonaTma pasBuUTuUA,
™nN 91 c reTepo3nroTHblM HOCUTENbCTBOM
naToreHHoro BapuaHrta B reHe GJB2 u
SLC26A4 (HecMHApOMabHaA
HeMpPOoCeHCOPHasA TYroyxocTb)

1)
2)

1 pebeHOK

X-cLiensieHHasA YMCTBeHHas OTCTanocTb, Tun 30+

reHeTnyeckoro obcnepoBaHmua, B YaCTHOCTU, NO/IHOreHOMHOTO ceKBeHnposaHua HK.

Y nauueHToB C HeMPOCEeHCOPHOM TYroyxoctbio B 90% cay4daeB BbisiBieHbl T€ UM UHbIEe NaToreHHble BapuaHTbl FreHOoB.
HelipoceHcopHasa TYroyxoctb B co4eTaHUU CO CTUrmamm An3ambpuoreHesa ABasAeTca NoKasaHMem Ana nposeaeHMUA MONAEeKYNAPHO-




