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TEHETUYECKWE ACIIEKTHI MUOIINHU

YysBakoBa BepoHHuKa AjleKCeeBHa

ctygent, ®I'BOY BO IOYI'MY MunsgpaBa Poccuu, PO, r. Yenabuuck
JIa3oBuK Biaanumup EBresseBuu

ctyment, ®I'AOY BO «HOVpI'Y(HUY)», PO, r. HenssOuHCK

Annotamnusi. B COBPEMEHHOM MHUPE B BEK KOMIIBIOTEPU3AIIUU U I/IH(bOpMaTI/I3aLII/II/I B YCJIOBUAX
IIOCTOAHHO B03paCTaIOHIeI;I HaArpy3KH Ha 3pHTeHBHBIfI AHAJIN3aTOP HEUM3MEHHO YBEJIMYNUBAETCA
YaCTOTa PaCIIpOCTPaHEHHOCTH aHoOMaIuu pe(bpaKI_II/II/I, B YaCTHOCTU Muonuu. [laHHOE 3abomeBaHUe
SIBJISI€TCSA MYJ'IBTI/I(baKTOpI/IaTIbeIM — Pa3BUTHE MUOIINU OIIPpEeHdeJideTCA KaK HaJlludueM OIIPpenesIEeHHBIX
TeHEeTU4YEeCKUX NeTEPMHWHAHT B '€HOTHUIIE YEeJIOBEKa, TaK U €ro 06pa30M KW 3HHU.

KiaoueBbie ciIoBa: pe@paKuHH, MUOIINA, TeHeTUu4YeCKad IMPpeapacCIIOIO2KeHHOCTh.

ITo marHBIM BceMupHOM opraHu3allui 30PaBOOXPaHEHUS, B MUPE OKOJIO 285 MUIIJIMOHOB YeJIOBEK
CTpagaloT OT HapyIIeHU! 3peHus, U3 KOTOPHIX 19 MUJIIMOHOB - JeTU. 12 MUIJIMOHOB JeTell UMET
HU3KO0e 3PeHMe U3-3a aHOMaaul pedpakium, IoToMy JaHHas mpobiaeMa akKTUBHO 00CyXKIaeTCs B
Hay4HBIX KPyTrax, a TakxkKe nIpuodpeTaeT MeAUKO-COITMaIbHYI0 3HAYUMOCTh.[6]

Pedpaxkiius ria3a - xapakKTepUCTHUKA ITPETOMIISIONIEN CHUJIbI ONTUYEeCKON CUCTEMHI I'J1a3a,
HaXOOsIIeNcs: B COCTOSSHUY ITOKOSI aKKOMOOAIIUH, oIlpeessieMas 110 ITOI0XKEeHUI0 3aJHETr0 I'JIaBHOTO
(oKyca OTHOCUTENBHO CETUYATKY, BEIPaK€HHAS B YCIIOBHBIX eOUHUIIAX — TUONTPUAX (AuTp).[3]

HopwmarnbHoe 3peHue (3MMeTponust) HabIiogaeTcst IPU Copa3MepHOU pedpakium, T. €. Korma GoKycC
MIPEIOMJIEHHBIX B MUONTPUYECKON CUCTEME TapaJslyIeJIbHBIX JTydel OKaXkKeTCsT Ha ceTdaTKe Tia3a.[3]
VXymiieHue e 3peHus], He CBI3aHHOe C HapYIIeHUsIMU CO CTOPOHHI 3PUTENbHBIX ITyTel, IEHTPOB U
CBETOBOCIIPUHUMAIOIINX 3JIEMEHTOB, BO3HUKAET IPU HECOpa3MepHO# pedpakiiuu, KoTopast
MIPOSIBIISIETCSI B HEYETKOCTH M300pakKeHus Ha ceTyaTKe Triias3a:

1. BiuzopykocTs (Muonus)(pa3BuBaeTcs y 20-30% mKonbHUKOB, 80% HaceleHUs IIJIaHEeTHI)

®oKyC ITPeJIOMJIEHHBIX B MUONITPUYECKON CUCTEeMe ITapaslyIeIbHbIX JTydel HaXOOuTCs Imepen
ceTYaTKoOu riasa.[1]

2. 1anbHO30PKOCTH (TUIIEPMETPOTINS)

CDOKYC IIPEJIOMJIEHHEIX B HHOHTpH‘IGCKOfI cucreMe IapajljieJIbHBIX nyqeﬂ HaXOOUTCS 3a CeTYaTKOu
rjia3a.

3. AcTurmaTu3m
CymecTtByeT 3 Buja BO3HUKHOBEHHUS aHOMAJIMH: BPOXKOEHHbIE, TPHUOOPETEeHHBIE U TEHETUUYECKH

obycroBneHHbIe. [TocnenHre N3HAYAIPHO 3a/I03KEHEl B T'eHaX U IIePefaloTCcs OT POOUTEeNIel 10
HaclencTBy.[5]
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Bo BTOpOi#i monmoBuHe XX B. CTAlIU M3BECTHHI 246 MaTOMOTUYECKUX I'eHa, BHI3LIBAIOIINUX PA3TUYHEIE
aHOMAJIMM Pa3BUTHUS U 3a00JIeBaHUM OpraHa 3PeHUs.

CymiectByeT TpexdakTopHas Teopus 3.C. ABeTucona (1995), cornacHo KoTopoi Ha ¢popMUpPOBaHUE
aHoManu# pedpaklny BIUSIOT:

e HebGmaronpusaTHele (aKTOPHI OKPYZKaIOIlel Cpemsl;
® YCJIOBUS 3PUTEILHOU OeATeIbHOCTHU;
* HacCJleICTBEHHbIE (PAKTOPHI.

KnuHUKO-TeHeTHYeCKHe UCCIeIOBaHUs aHoOManui pedpakiiuy Havyaau TPOBOOUTECS CO BTOPOH
IMOJIOBUHEI XX B., UX K€ MeTOAbl COPMUPOBLIBAJINCH B TeYeHNE MHOTUX JIET.

KnuHuKO-TeHealorndyeCKul aHannu3 — U3ydeHue KIIMHUYECKUX U IaTOJIOTUYeCKUX IIPU3HAaKO0B Y
MMaIeHTOB C aMeTPONusAMU. MeTO[I IT03BOJIAET CUUTATh, YTO aMeTPONUsSI MOXKET HacJIeJdoBaThCs Kak
10 ayTOCOMHO-IOMUHAHTHOMY, TakK ¥ II0 ayTOCOMHO-pelleCCuBHOMY Tumny. 9.C. ABETHUCOB U
O.A.IlaHTesneeBa IPOBEIN MHOTOYMCIIEHHEBIE UCCIIEN0BaHu 10 TeHeTuKe aMeTponuu. Aranus 1200
ceMel B 3-4 MOKOJIEHUAX IIO3BOJIUJI YCTAHOBUTH, YTO IIPU ayTOCOMHO-TOMUHAHTHOM TUIIE
HacnenoBaHus(44,2 %) aMeTponuu BO3HUKAIOT B Bo3pacTe 12-15 n1eT, IpoTeKawT KIUHUUYECKU
Oosiee GnaronpuaTHO, 6€3 ocrmoxHeHMH.[2] 'eH MOXKeT peanu30BaTh CBOE ENCTBHUE TOJILKO IO
BIUSHUEM HeOIaronpusTHHIX YCIIOBUM BHEIITHEN CPEebl UJIU IIPU B3aUMOOEUCTBUU C APYTUMU
IaTOJIOTMYECKUMU T'eHaMH, a IIPU ayTOCOMHO-peliecCuBHOM Tume(54,8 %) xapakKTepHbl paHHee
BO3HUKHOBEHME aHOManui pedpakium (0COO6HHO MUOIINK), CKJIOHHOCTD K ITPOIrPECCUPOBAHUIO U
OCJIOKHEHUIM U OoJiee TsKeloe KINHUYECKOoe TedeHNe IIPoijecca B IMOCIIenYIOIINX ITI0OKOJIeHUSIX.
BryTprCeMelHEIN aHalu3 KINHUYECKUX IIPOSIBIIEHNY aMeTPOIINHU IT0Ka3aJl, YTO IIepefaeTcs TOIbKO
BUJ pedpaknuy, a He ee CTEIIeHb U XapaKTep KJINHUYEeCKOro TeueHnsda. PakTopamu, BIUSIOIIUME Ha
9KCIIPECCUBHOCTD T'€HA, ITPH HACJIEICTBEHHBIX aMETPOIIUSIX MOTYT OBITh I10JI, TEHOTHUII POOUTENIEN U
(akTOpHI OKpPyZKaIOIEN CPENEL.

Bnu3HeNnoBLI METO — U3yUYeHNEe PAa3BUTUS aMeTPOIINM B PA3HBIX I'Pymnnax OJIM3HEI0B, Ha
OCHOBaAHMM CXO[CTBA U Pa3/IM4YUU UX TEHOTUIIOB M CPeQbl, B KOTOPOX OHU pocnu. 3.C. ABeTUCOB U
O.A. ITauTeneena o6cremoBanu 56 map MOHO- ¥ OU3UTOTHBIX OMU3HEI0B. AHAIN3 IT0Ka3aJl, YTO
BHYTPUIIAPHBIE Pa3nuyusd pedpakliny HauMeHbIINe ITPYU TUIIEPMETPOIIUN U CYIIeCTBEHHO OOJIbIIe
IIPY MUOTUHU. DTO, IO MHEHUIO aBTOPA, CBUAETEJILCTBYET O OOJIBLIIIOM BO3[AEeHCTBUY I'€HETUYECKUX
¢akTOpPOB Ha GOPMHUPOBAHNY MUOMIUU, a TUIIEPMETPONUSI U SMMETPONUS, TI0 BCEUM BEPOSATHOCTH,
IIPEeCTaBIAIOT BULOBYIO pedpakIiinio 4eIoBedeCKoro rjiasa.

Muonus - MynbTH(haKTOPHOE 3a00IeBaHue, Pa3BUTHE KOTOPOTO 3aBUCUT OT T€HETUYECKOH
ITPeapacIIOoKEeHHOCTH U ()aKTOPOB OKpPYyKarolel cpennl.[6] Muonus ¢ HauboJIbIIe YaCTOTOR
perucTpupyetcs y metei 9-15 neT, Ojisi KOTOPHIX XapaKTePHBI IPHU3HAKH COeOIUHUTEIbHOTKAHHOMR
gucria3uu(ciabocTh COEMUHUTENBHON TKAHU) M3-3a YEero T1a3Hoe I6J10K0 PacTATUBAETCH.

B HacTosiee BpeMsi eCTb MHOT'O TEeHETUYEeCKUX NETEPMHUHAHT PA3BUTHUA MUOIIUN:

1. Hamnu yyactok Ha 15-1 xpomocome (15g14), oguH 13 BapuaHTOB KOTOPOT0 HOCTOBEPHO
accouuupoBaH ¢ Muonuel. [ToaTBepKAeHNe IOTyYeHHBIX Pe3y/IbTaTOB yUeHble IIOIyYUIu Ha
0as3e maHHBIX OMM3HEIOB BenukobpuTtanum. KimroueBol y4acTOK pPaciioioXkKeH BOIU3U Tpex
TeHOB, U3 KOTOPHIX ABa UMEIOT HEIIOCPENCTBEHHOE OTHOIIIEHNE K PAa3BUTHIO I'Jla3a.

I'ea ACTC1 y4gacTByeT B 3aKJIafiKe COKPATUTEJIPHBIX KIIE€TOK - MHOGUOPOOIaCTOB CKIIEDHL.
dyukiusa reHa GJD2 cBsizaHa c mepefadeil HEPBHOTO UMITYIbca Ha (POTOPEEeNnTOPH
CeT4aTKH, C Peryisiiuel pocTa I'J1a3Horo 10JI0Ka U CO3peBaHMeM BOJIOKOH XPyCTalluKa.
AHanu3s mokasas, 4To B ydacTke 1514 HaxoOsATCs PeryasiTOPHBIE 3JIEMEHTHL OJI 3TUX
TEHOB.

2. Kpuctodep XaMMOH[ U KoJieru B paboTe Ha rpymnne OputaHckux 6mu3neron (4270
4eJIOBEK) HAIlJIM APYTOU y4acCTOK Ha Tou ke 15-i1 xpomocome (15025), mpossBUBIINYT
OOCTOBEPHYIO CBA3b C OJIM30PYKOCTHIO 3a HACJIECTBEHHYIO 6IM30PYKOCTh OTBEYAIOT, B
YaCTHOCTH, CBSI3aHHBIU C llepefadell HEPBHBIX UMIIYJILCOB B TKaHSIX TOJIOBHOTO MO3Tra
red GRIA4, cBsg3aHHBIN C MeTab0IU3MOM PETUHOEBOU KKUCIOTH RDHD5, cBI3aHHBIN C MOHHBIM
TpadcnopToM KCNQ5, cBsI3aHHBIE C Pa3BUTHEM BHYTPEHHEN CTPYKTYPHI
rinasa LAMA2 u BMP2, cBsa3aHHbIe ¢ pa3BuTtueM rinasa SIX6 u PRSS56. Kpome Toro,



HCCIIeIOBaHMeE IONTBEPAUIIO PaHee BHIABIEHHYIO B3aUMOCBSA3b MEXIY HaClleCTBEHHOU
mvuonuen u reHamMu GJD2 u RASGRF1. Brj1o ycTaHOBIEHO, YTO ¥ HOCUTEJIEM HEKOTOPBIX U3
BBEISIBJIEHHBIX TEHETUYECKUX BapUallMi PUCK Pa3BUTUS OJIM30PYKOCTU BO3PACTaET
OeCcsATUKPATHO.

3. Ha gnuHHOM myiede 15-11 XpOMOCOMEBI HaIEHBl Y9aCTKU, MyTallull B KOTOPEIX JOCTOBEPHO
MIPUBOIAT K PA3BUTHUI0 MUOTIUU (67TM30PYKOCTH). ACCOIIMMPOBAHHBIN JIOKYC PaCIIOI0KEH
psAOoM C OByMs reHaMU, aKTUBHO SKcIpeccupylomumucs B cetdaTtke. G]JD2 u ACTC1 -
MOJIEKYJIBI PETYISATOPH, KOTOPBIE BIUSIOT Ha TPAHCKPUIIIIUIO STUX I'€HOB.

4. BrisiBJIeHa accolpalus CTEIIeHU TIXKEeCTU MUONINYU y OeTed ¢ moauMopdru3mMamMu reHoB
COL1A1, VDR u APOA1.

5. YcTaHOBIE€HA CBSI3b MEeXKAY HaCJIeICTBEHHBIM aHaMHEe30M 110 MUOIINU U OJIMMOPPU3IMOM
renoB COLI Al u VDR.

Takske K IIpemoaraeMbIM IPUYUHAM MUOIIUY OTHOCSAT U30BITOUYHYI0 aKKOMOIAIINIO,
HECOTJIaCOBAHHBIN POCT T'JIa3HBIX S0JI0K B OTBET Ha [JIUTEIbHYIO 3PUTENbHYI0 paboTy BOIU3H.
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