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AKTyanbHOCTb. TepMuH «xoAbba Ha Hockax» (XH) onu-
CblBaeT aHOMaJIUIO NMOXOAKM, MPU KOTOPOW NaLMeHTbl XOAAT,
onupasicb Ha NepPeSHIol0 YacTb CTOMbI, HE HacTynas Ha BCIO
nopowsy. Cuntaetcs, 4to XH 6€3 BUAMMOMN opToneanyecKon
WX HEBPOJIOTMYECKON MPUYMUHBI — SBJIEHUE MpPEXOAsLLee,
M C BO3pPacToOM OHa CaMOMPOU3BOJILHO UCYE3aeT, OJHaKo
y MHOrux feten perpeccun XH He Ha6nopaetcd. B cBasu
C 3TUM AMArHOCTUYECKUM NOUCK NPUYMH XH 1 ee aTnoTpon-
HOrO NeYeHns CTaHOBUTCH BCE aKTyaslbHee.

Llenb uccneposaHunsa. M3y4yntb BO3MOXHOCTU CEKBEHMU-
poBaHWs 3K30Ma 419 AMarHOCTUKM MpUYmH XH.

MayuneHTbl M meToabl. Ha 6a3e npakcuca lNomapuHo
(r. Tam6ypr, lepmaHusa) 6bl10 NpoBefeHO o6cnefoBaHue
100 naumeHTOB € X0Ab60OM Ha HocKax. CpeaHun Bo3pacT
nauvMeHToB coctaBun 6,9 = 1,2 roga (ot 1 go 17 ner),
B FEeHLEPHOM COOTHOLWEHUU npeobnajann ManbyuKn —
72 4en. (72,0%). CpegHun ctax 3abofieBaHUS COCTaBWi
4,2 £+ 0,6 roga (ot 3 go 10 neTt). [NIOMUMO KJIMHUYECKOIO
OCMOTpa, KOHCY/bTaLlMK HeBpoOora u optonesa, Ans UCKo-
YeHUS BO3MOXHbIX HeMponatunm U reHETUYECKUX MNPUYUH
Xx0Ab6bl HA HOCKax MpPoBefeHO CEKBeHWpOBaHWe 49 reHos,
accoLMMpOBaHHbIX C pa3BUTMEM 3abosieBaHUK, MNpoTeka-
IOLWMX C MOpaXeHWem HEPBHOW CUCTEMbI, U MUOMATUAMM.
NccneposaHve aTov NaHenu reHoB BXOAMT B MepeyeHb aua-
FHOCTUYECKMX MEPOMPUATUIN, PYTUHHO NPOBOAUMbIX B MpaK-
cuce B OTHOLLEHUKW 60MbHbIX ¢ XH.

PesynbTatbl. 10 pe3ynbtataM ocMoTpa MNauMeHTOB
HEBPOJIOrOM U opToneaoM Obll BbiCTaBlEH AWArHO3 «Mano-
natuyeckas xogb6a Ha HOCKax».

B n3yyeHHbIx 49 reHax 6bi10 06HapyeHo 327 BapuaH-
TOB OTK/IOHEHWI OT HOPMaJIbHOW NOCNEA0BATENbHOCTU MEHO-
Ma. Y 46 nauuneHToB (46,0%) OblnM BbiSiIBNEHbI BapuaHThl
reHoB, OTHocAWMecs no Knaccudbukaumm ACMG K naTonoru-
yeckuM (3,4%), BEPOSATHO natonornyeckum (2,4%), a Takxe
K BapuaHTaM HeonpefeneHHOro 3Ha4YeHUst C He3HauYuTeb-
HbIMW NaToreHHbIMK Npu3Hakamu (13,5%) n BapuaHtam Heo-
npegeneHHoro 3Hadvenus (31,5%). Y octanbHbIX NaLMeHToB
OblIM BbISB/IEHbI JOOPOKAYeCTBEHHbIE UKW CKOpee [06po-
KayeCTBeHHble BapuaHTbl, KOTOPbIE, NO HalleMy MHEHUIO, He
UMEIOT KIIMHUYECKOTO 3HAYEHUS.

O6HapyKeHHble BapuaHTbl B 3aBUCUMOCTU OT UBMEHEH-
HOMO reHa MOXKHO noApasfenutb Ha 3 rpynnbl — BapuaHThl,
CBA3aHHble ¢ passuTMem Hesponatui (50,0%), muonaTum
(47,3%) v naTonorn o6MeHa BeLLecTB (2,7%).

MpvMeyaTensHo, YTO BCe BbIBEHHbIE BapuaHTbl 06Ha-
PYXEHbI B reTEPO3UrOTHOM COCTOSHUU, B TO BPEMS KakK CMno-
c0o6 HacnegoBaHWs GONbLIMHCTBA UCCNeLyeMbIX NaTonorum
ABNAETCA pPeLecCUBHbIM. ITO O3HA4aeT, 4To 06Cneayemble
nauneHTbl He UMEIOT NOSIHOM KapTUHbl 3a601eBaHus, OLHAKO
[laXke B reTepo3uroTHOM COCTOSSHUM PeLEeCCUBHbBIN MeH Bbi3bl-
BaeT NosiB/EHNE NErKON CUMNTOMATUKK, B TOM Yucnie u XH.

3akniovyeHne. TakuM 06pa3oM, MOJNYYEHHbIE HaMU
pesynbtaTtbl CBUAETENbCTBYIOT O BaXXHOCTU MNpoBeLeHUS
reHeTUY4EeCKON JMarHOCTUKK y feTel ¢ XO04bO6OoM Ha HOCKax.
BbiiBneHHaa aTuonoruMyeckas rereporeHHoctb XH moxer
CTaTb He TOJIbKO OCHOBOW HOBOM KnaccudbuKaLumu, HO U non-
HOCTbIO MOMEHATb TepaneBTUYECKME MOAXOAbl K BEAEHUIO
[laHHOW NaToNoruu.
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