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OBIIIAA XAPAKTEPUCTUKA PABOTBI
AKTYaJIbHOCTBH NIP00JIeMBbI U CTENEeHb ee Pa3padoTAHHOCTH

['maykoma B Poccuu 3aHMMaeT BeAyIKMe MO3ULUK CPEAU MPUUMH HEUBIICUUMOMN
CIICTIOTHI, SIBJISISICh BaXKHOUM MeauKko-couuanbHoi npobnemoii (Hepoes B.B., 2013,
2019, Kucenesa O.A. ¢ coast., 2013, Tham Y.C. et al., 2014, Weinreb R.N. et al.,
2019, Erb C., 2020). ITepBuunas oTkpbeIToyronbHas riaykoma (ITOYI) — camas
pacmpocTpaHeHHass KiIMHM4Yeckas ¢dopma 3aboseBaHus, coctaBisisi B EBpore,
Awmepuke u Poccun ot 70 10 90 % Bcex cimyuaeB rinaykomsl (Hectepos A.IL., 2008,
Hepoes B.B. ¢ coasr., 2014, 2019, Bertaud S. et al., 2018, Wang W. et al., 2019,
Medeiros F.A. et al., 2020, Zhang N. et al., 2021).

HecMoTpst Ha pa3BuTHE U BHEAPEHHUE B OQPTAIBMOJOTUYECKYIO MPAKTUKY
COBPEMEHHBIX BBICOKOTEXHOJOTUUECKUX METOJI0OB MCCIICIOBAHUS, UAarHOCTHKA
[TOVT npeacTaBisieT CI0KHOCTH B CBA3H C pa3HOOOpa3neM KPUTEPUEB TOCTAHOBKU
JIMarHo3a U KJIMHUYECKUX mnposisiieHuit 3adbonesanus (Hectepos A.IL., 2008, Jonas
J.B. et al.,, 2017, Karvonen E. et al., 2020, Schuster A.K. et al., 2020). HNmerorcs
MHOTOYHMCJICHHBIE MCCJEJAO0BAHMS 10 JAHHOM MNpoOiieMe, OAHAKO PsiJi BOIPOCOB
OCTaeTcsl He MOJTHOCTHIO M3ydeHHBbIMU (ApyTionss JIJL., 2016, Momanna EH. ¢
coant., 2017, Kypeimera H.W. c coast., 2019, Kucenesa T.H. ¢ coasrt., 2021,
Werner A.C. et al., 2019, Lu P. et al., 2020). Tak, He pacKpbITa pOJjb KIMHHKO-
reHeTnueckux xapakrepuctuk [IOVYT ¢ uenbro onpeneneHus: CTpaTeruy BeICHUS U
JICYEHUS MAI[UEHTOB.

N3BecTtHO, uTo [IOVT, siBnsisicb MHOTO()aKTOPHBIM 3a00JI€BAHUEM, OTHOCHUTCS
K TpyINIE MaTOoJOTUil ¢ HACJIEICTBEHHOM MPEAPACOI0KEHHOCTHIO, BOZHUKAIOLIUX U
Pa3BUBAIOIIMXCS TTPU B3aUMOJICCTBUM HACIEICTBEHHOCTH U OKPYKAIOIIEH CpeIbl
(Epuues B.IL. ¢ coart., 2014, ITerpor C.}O. ¢ coart., 2016, Zhou K. et al., 2019,
Kreft D. et al., 2019, Allison K. et al., 2020, Stein J.D. et al., 2021). CymiecTByoT
HECKOJIbKO T€HOB, B OTHOIIEHWU KOTOPHIX B MATOT€HE3€ TJIAYKOMBI MOAPOOHO
M3Y4YEHbl MPUYUHHO-CIIECTBEHHBIE B3auMocBs3u (AcraxoB FO.C. ¢ coast., 2012,
Wang H.W. et al., 2018, Rashid M. et al., 2019, Neustaeter A. et al., 2021).
JlanpHeWmmii MOMCK W WICHTU(DUKAIMA MyTaIlui, UTPAIOIMUX BaXKHYIO POJIb B

pazsutun  [IOYI, HeoOXomumbl UIsi OMpEeNETeHUsT pUCKAa BO3HHUKHOBEHUS



3a0oneBaHusi y TMpoOaHAOB M UX POJCTBEHHUKOB, a TaKkXKe MPOBEICHUS
npO(UIAKTHIECKIX MEPONIPUATUN B CEMBSX C BBICOKUM puckom [IOVT.

Pacno3naBanue (EHOTUNIOB B  KIMHUYECKOM MPAKTUKE  YCIEIIHO
UCIIOJIB3YETCSI TPU HEKOTOPBIX IIUPOKO PACIPOCTPAHEHHBIX 3a00JEBaHUAX
(Henamesa H.M., 2014, 2019, XapeBuu O.H. ¢ coasrt., 2015, Ocaanuko H.B.,
2019, Alshahrani M., 2019, Fischer A., 2019). DToT moaxoa co31aeT MPEAMOCHIIKA
JUIsL  pa3pa0OTKH HOBBIX MEPCOHATM3UPOBAHHBIX METOJOB JTUATHOCTUKU U
natoreHeTuYecko Tepanuu 3aboneBanuit (Henamea H.M., 2019). ®denortun
dbopmupyeTcss Ha  OCHOBE T€HOTHIA  3a00JIeBaHHMsl TPU  Y4YacTUU  pAla
(bakTOpoB BHENIHEHN cpeibl U 0OBIYHO 0a3upyeTcs Ha KOJUYECTBEHHBIX MPU3HAKAX
naiueHToB. C 1enpto onpezeneHus: GEeHOTUIIOB JJIs aHaTU3a CI0KHBIX MacCHUBOB
MEIUIMHCKUX  JaHHBIX  MPUMEHSIOTCS  CHEUUATM3UPOBaHHbIE  IU(POBBIC
JIITOPUTMbI, MHOTOMEPHBIE METO/Ibl MATEMAaTUUYECKOT0 aHAJIN3a, — TAK HA3bIBAEMBbIE
texnonoruu Big Data (IIsetkoBa JI.A. ¢ coasrt., 2016, Basile A.O. et al., 2018,
Balyen L. et al., 2019).

B cBs3M C BBIICU3IOKEHHBIM, BBISIBICHUE OINPEACICHHBIX KIWHUKO-
TEHETUYECKUX XapaKTEPUCTUK Ha ocHOBe pazueneHusa [IOYI Ha oTaenbHbIE
(GEeHOTUNBI C y4eTOM 3HAYMMBIX (PAKTOPOB PHUCKA PA3BUTHS JIAaHHOW IMAaTOJIOTUU
SBJIIETCSI TIEPCIEKTUBHBIM HAMpaBlICHUEM TIpu  pa3paboTke 3PHEeKTUBHBIX
MEePCOHU(PUITUPOBAHHBIX TIOJIXOJIOB K JMArHOCTUKE 3a00JIeBaHMsSI W BEJCHUIO

IIannMCHTOB.

HOEJb HUWCCIEJOBAHUSA. Onpenenuth KIMHUKO-(PEHOTUITMYECKHUE
OCOOCHHOCTH  TEPBUYHOM  OTKPBITOYTOJIbHOM  TIJayKOMbl Ha  OCHOBAaHUU
KOMIUIEKCHBIX KIMHUYECKUX, (DYHKIIMOHATBHBIX U TEHETUYECKUX HCCIETOBAaHUN U
pa3paboTaTh CHUCTEMY NEPCOHATU3UPOBAHHON JAMArHOCTHKU 3a00JICBAaHUS W
BeICHUA OOJILHBIX.

3AJAYU UCCIIEJOBAHUA
1. [IpoBecT KOMILJIEKCHOE HCCJIEAOBAaHWE, BKJIIOUYANOIIEE KIMHUYECKUE U
(GyHKIIMOHATBHBIE METONBI JJIS BBISBICHUS WH(DOPMATUBHBIX TOKa3aTeleH,
accoruupoBaHHbIX ¢ [IOYT u umeronux 3HaueHue i onpeneaeHus: GeHOTUIIOB

3200J1€BaHU.



2. YCTaHOBUTH IWAarHOCTUYECKOE 3HAUYE€HHWE MYyTalMi B TeHax MuoluiuHa, G-
Oenka, coxepxkamero 36 WDR-noBTOpoB, HelpoTpoduHa, ONTHHEBpUHA U
uutoxpoma P450 B paszButum [IOYI' u BBIIBUTH KIMHHUKO-T€HETUYECKUE
KOPPEJSILIMY Yy MAIIUEHTOB C ONPENEIEHHBIMU MYTallUsIMU B T€HaX.

3. [IpoBecTy OLIEHKY KIMHUYECKUX, (DYHKIIMOHAIBHBIX U T€HETHYECKUX (haKTOPOB
pHUCKa U OLIEHUTH uX BiusHue Ha pa3Butue [IOYI Ha ocHOBE MHOTO(AKTOPHOTO
JUCIIEPCUOHHOTO ¥ PErPECCUOHHOTO aHAJIN30B.

4. Tlpensioxxuth Moaenb nporozupoanust passutus IIOYID ¢ yuetom Haubonee
3HaYUMBIX (PaKTOPOB PUCKA, ACCOLIMMPOBAHHBIX C JAHHBIM 3a00JIE€BaHUEM.

5. C mnomoupl0 METOJ0B MaTeMAaTUYECKOrO MOJEIMPOBAHUA Ha OCHOBAaHUU
YIIIyOJIEHHOTO KOMIUIEKCHOTO OO0CJENOBaHMsI OOJNBbHBIX C YYETOM OCOOEHHOCTEN
KJIIMHAYECKHUX, (YHKIHOHAJIBHBIX, MOP(POMETPUUYECKUX, T€MOJUHAMUYECKHX,
TEHETUYECKUX TMoKa3aresied u noauMopdursma 3a00JIeBaHUs HAydHO 0OOCHOBATh U
PEMIOXKUTH pazinuHbie peHotunsl [IOVT'.

6. Pa3zpaborats anroput™m kiactepusamnuu manueHToB ¢ [IOYT mis oTHeceHus Ux K
ONpENENICHHOMY (EHOTUIly C YYETOM 3HAYUMBIX KJIMHHKO-T€HETHUYECKHX
ITOKA3aTEJIEH.

7. Pa3paboTaTh METOJOJOTHIO NEPCOHAIN3UPOBAHHOIO MOJIX0JA K TUArHOCTUKE U

takTuke BeaeHus narueHToB ¢ [IOYI Ha ocHOBe eHOTUTIMPOBaHKS 3a00I€BaHMUS.

HAYYHASI HOBU3HA PABOTBI

1. YriybrnieHHOE KOMIUJIEKCHOE OOCJe0BaHHe OOJIbHBIX C YYETOM OCOOEHHOCTEH
KJIMHUYECKUX, (YHKIMOHAIBHBIX, MOP(POMETPUUECKUX M TIeMOJUHAMUYECKUX
noKa3aTesel BIEpBbIE ¢ TOMOIIBI0 MHOTO(GAKTOPHOTO JUCIIEPCHOHHOTO aHaIn3a
MO3BOJIMJIO BBISIBUTH MOKA3aTeNM, 3HAYUMBIC JIJIs1 OIICHKH CTETICHU PUCKA Pa3BUTHUS
[TOVT u onpenenenust peHOTUIOB 3a00IEBAHUS.

2.1lpy  MOJEKyIsIpHO-TEHETUYECKOM  aHajdu3e  BIIEPBBIE  yCTAHOBJICHO
nuarHoctuyeckoe 3HadeHue mytanuii B renax MYOC, WDR36, NTF4, CYP1B1 u
OPTN c¢ yuerom ux komOuHauuii B paszsutuu IIOVYI'. Omnpenenena uacrota
maxkopHoi mytanuu p.Q368X B rene MYOC B momymsiuusix 6onbHbIX [TOVYT,

HOCHUTEJILCTBO KOTOPOH SBIISIETCS MapKepoM pucka pa3Butus 3adosneBanus ([latent

Pd No 2014107633/15(012108) ot 07.12.2015 1.).



3. BoisiBnens! panee He onucannple y nauueHToB [IOYT myranuu B rene WDR36:
C.940A>T (p.lle314Phe), c.1009G>T (p.Ala337Ser), ¢.1156A>G (p.Arg386Gly) B
TETEPO3UTOTHOM COCTOSTHUU.
4. Ha 0a3e KOMIUIEKCHOIO KIMHUKO-TEHETUYECKOTO O0OCIEOBaHUS MAalMEHTOB
npeioxkeHsl  mporpaMMmbl  OBM s OLleHKM  (DYHKIIMOHAJIBHOTO — pHCKa
Bo3HukHOBeHUs [IOVYT (CeunerennctBa PD 0 peructpamnuu nporpamm st 9BM
Ne 2017619685 ot 1.09.2017 r. u Ne 2019613358 ot 13.03.2019 1.).
5. Ha ocHoBaHuM MHOTO(AKTOPHOTO PETPECCHOHHOIO aHalu3a pa3padoTaHa
aBTOpCKass MoJenb NporHosupoBanus passutus [IOYIT B 3aBucuMocTH OT
3HaUYMMBIX (haKTOPOB PUCKa 3a00JIeBaHUs: Bo3pacTa, ypoBHs BI'Jl, oTsromienHoii no
IJIayKOME HACJIEICTBEHHOCTH, IUIOTHOCTU cocynuctoro pucynka J[3H Ha ypoBHe
RPC mo nanasiMm OKT-anrnorpaduu, KoTopast mo3BoJsSIeT IPOBOAUTH JUATHOCTHKY
C OILIGHKOW BepoATHOCTM pa3Butus 3aboseBanus (Ilatenr P® «Cnocob
IIPOTHO3UPOBAHUS PUCKA PA3BUTHS MEPBUYHON OTKPBITOYTOJIBHOW TJIayKOMBDY Ne
2752031 ot 22.07.2021 r.).
6. C yderoM KIMHUYECKUX, MOP(ODYHKIIMOHATBHBIX, TE€MOJUHAMHUYECKHX H
T€HETUYECKUX MPU3HAKOB 3a00JI€BaHUS U COMYTCTBYIOLIEH MATOJIOTHH C TOMOUIBIO
KJIACTEPHOTO MOAX0/Aa M oueHku 37 3HauuMbix napamerpoB [IOVYI' Bmepsbie
npeioxkeHsl 4 ¢eHoruna 3a00JIeBaHUsA, XapaKTEPU3YIOIIME €r0 IeTePOreHHYIO
IIPUPOLY.
7. BniepBoie co3znana mojenb GpeHorunupoBanus namueHToB ¢ [IOYI ¢ momoikio
aBTOMATU3UPOBAHHOI'O MOJYJISI HHIYKTUBHOI'O BBIBOJIA MPABUII «JIEPEBO PELLICHUI
(CBunerensctBo P® o peructpamuu snekTpoHHOro pecypca Ne 24812 ot
21.06.2021 r.).
8. BnepBbie pa3paboTaH aJropuT™M MEPCOHATM3UPOBAHHOW JUArHOCTUKH |
IUuHaMHudeckoro HaomoaeHus nanueHToB ¢ IIOYI', ocHOBaHHBIM Ha KOMIIEKCHOM
MHOTOMEPHOM CTaTUCTUYECKOM aHajn3e (paKTOPOB pUCKA U BbIIEICHUH (DEHOTUTIOB
3a00J1eBaHUs.

IMPAKTUYECKAA 3HAYNMOCTD PABOTbBI
1. BkiaroyeHue JONOJHUTENBHBIX METOA0B JUATHOCTUKH: TOHOMETPUU C aHAIU30M
OMOMEXaHWYECKUX CBOWCTB TJla3a, MHUKPOIIEPUMETPUH, ONITHUECKOW KOTEPEHTHOM
tomorpaduu ¢ QpyHKIMEH aHTHOTpaQUK B aITOPUTM KOMITJIEKCHOTO 00CIIeTIOBAHNUS
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nanneHToB ¢ mnojo3penueM Ha [IOYIDT mno3Bonsier pacmMpuUTh AHANa30H
JIMarHOCTUYECKUX BO3MOXHOCTE M BBISIBUTH JOMOJHHUTENIbHBIE MOKa3aTeNH,
3HaYUMble I pacyeTa (aKTOPOB pHicka 3ab0ieBaHHMs W TOCIEAYIOIIETO
paszeneHus NaleHToB Ha ()EHOTHUTIHI.

2. IToka3zana HEOOXOAUMOCTH IPOBEICHUS Y KPOBHBIX POJCTBEHHUKOB MIpoOaHga —
nanuenta ¢ [IOYIT MOneKyIsipHO-TEHETUYECKOTO UCCIENOBAHUS C  LEIbIO
onpeneneHuss maxopHo wmyranuu p.Q368X (c.1102C>T) B rene MYOC c
UCITI0JIb30BAaHUEM cTloco0a BbIABICHUS MyTanuu p.Q368X B reHe MUOLIMIIMHA, YTO
MOBBIIIAET €r0 JUATHOCTUYECKYIO TOUHOCTb.

3. Ucnonws3oBanue aBTopckoit Mojenu «Crnocod MporHo3upoBaHus pucka pa3BUTHS
MEPBUYHON OTKPBITOYTOJIbHOM TJIayKOMbD» IO3BOJISIET CO3aBaTh ONTHMAIbHYIO
JIMarHOCTUYECKYIO CTPATErHI0 B 3aBUCUMOCTH OT HaJMYUsl KOMILJIEKCA 3HAYMMBIX
(dhakTOpOB prcka 3a00I€BaHMUS.

4. ITporpamma OBM 111 OLIEHKH (PyHKIMOHAIBHOTO prucKa BO3HUKHOBEeHHS [IOYT
MO3BOJISIET C YYETOM KIIMHUYECKUX, MOPHOPYHKITHMOHATIBHBIX U TEMOIMHAMUYECKUX
nokaszareyied CTpaTu(pUIUPOBATh TPYIIIBI PUCKA y TAIIUEHTOB C MOJ03PEHUEM Ha
3a00JieBaHUE.

5. Ilpumenenue y naruenToB ¢ [IOYT" aBToMaTU3MPOBAHHOTO AJITOPUTMA — MOJIETTU
JIepeBa pelieHnd kiactepu3anuu marueHToB ¢ [IOYIDT — oGocHoBaHO muis
muddepeHnranuy uX Ha (QEHOTUIBI 3a00J7€BaHUSA C YYETOM HHIAMBHUIYaTbHBIX
KIIMHAYECKHUX, MOP(HODYHKIIMOHATBHBIX U TEHETHUYECKUX MapaMeTpOB.

6. /I moBBIIICHWS KadecTBa AUArHOCTUKH M HaOmroneHus OonbHBIX ¢ [IOYI
1EJeCO00pa3HO MNPUMEHATh pa3pabOTaHHBIM AJITOPUTM TEPCOHATU3UPOBAHHOU
JIMarHOCTUKHU 3a00JICBaHUSI U JUHAMHYECKOTO BEJCHUS TAllUEHTOB Ha OCHOBE

aHanau3a (pakTOpOB PUCKA U OMNpeieNieHrs (EHOTUIIOB 3a00JIeBaHUsI.

MeT01010THSI 1 METOAbI HCCJICIOBAHUSA
MeTo10I0THYECKO  OCHOBOM  JIMUCCEPTAIIMOHHOW  paboThl  SIBUJIOCH
KOMIIJIEKCHOE IPUMEHEHHUE METOJIOB HAYYHOI'O MO3HAHUS C CUCTEMHBIX MO3ULIMH C
BKJIFOUCHUEM PETPOCHEKTUBHOTO M MPOCIEKTUBHOIO KOTOPTHOIO OTKPBITOTO

HCCICAOBAaHUA C HCIIOJIBb30BaHHUECM KIIMHUYCCKHX, (I)YHKL[I/IOHEU'H)HBIX,



MOp(l)OMeTpI/I‘-IeCKI/IX, reMoaJnHaMHu4YCCKHuXx, MOJICKYJIIPHO-TCHCTUYCCKHX,

CTAaTUCTUYCCKUX MCTOJIOB U ITPOrpamMMm MaTCMATHYICCKOT'O MOACIIMPOBAHUS.

OCHOBHBIE ITOJIOKEHUS, BBIHOCUMBIE HA 3AIIIATY
1. Ilpu opranpmonorndeckom o0CIeI0BaHUH B KOMIUIEKCHYIO 1uarHocTuky [IOYT
1eJIeCO00pa3HO BKIIOYATh JOMOJIHHUTEIbHBIE METOIbl HCCIEAOBAHUSA C BBICOKOMN
WH()OPMATUBHOCTHIO: TOHOMETPHIO C OMPEEICHUEM OMOMEXaHWYECKUX CBOMCTB
¢bubpo3Hol 00o0souku 1naza, mMukponepumerpuro, OKTA, urparomumx BaKHYIO
poib B hopMUpOBaHUH (PEHOTHUIIOB 3a00JICBAHUA.

2. IIpu renernueckom ananuze myranuii B reHax MYOC, WDR36, NTF4, CYP1B1
u OPTN ycranoBieHo, uTto MapkepoMm pucka pa3sutus I[IOYD sBusercs
HocuTeNnbcTBO MyTanuu p.Q368X (¢.1102C>T) B rene MYOC, xapakrepusytoieecs
reTEPOreHHOCThI0 KIIMHUYECKUX MPOsBIECHUN, MaHU(ecTauueld B Bo3pacte 10 60
JE€T W TPOTPECCUPYIOIIMM XapaKTEPOM TIJIAyKOMHOM OINTHYECKOW HEWPONATHHU
(75%), oTsgromeHHOM MO riIaykoMe HacleACTBEHHOCTRIO (87,5%).

3.Ha ocHOBanmm MHOTO(AKTOPHOTO  aHajJW3a  OMPEICICHBI  KIMHUKO-
(GyHKIIMOHATBHBIE M TEHETHMYECKUE MoKa3arenu, accouurpoBaHHbie ¢ [IOVYI, ¢
pa3pabOTKOW aBTOPCKOW MOJENHM MPOTHO3UPOBAHHS M PACUETOM CTEIEHHW PHCKA
pa3BUTHS 3a00JICBaHMUS.

4. Vicnonb30BaHWe KOMIUIEKCA KIMHUYECKUX, (YHKIIMOHAIBHBIX, T€HETUYECKHX
UCCJICIOBAHUM M METOJOB MaTEMaTUYECKOTO MOJICIUPOBAHUS CIY>KUT 0a30il s
onpenenenus yetbipex (enotunoB [IOVI, xapakTepusyromux TeTEepOreHHYIO
npupoay 3a00IeBaHUS.

5. Ananu3 (axkTtopoB pucka W onpejerncHue (HEHOTUNOB 3a00JIeBaHUS SBISETCS
OCHOBOHW CO3JaHMS aJTOPUTMa TEPCOHATU3UPOBAHHON TUATHOCTHKHA M BEICHHSI
naruenToB ¢ [IOVT'.

CreneHb [0CTOBEPHOCTH TIPOBEACHHBIX PE3YIbTATOB HCCIICIOBAHUS
OTIPECISICTCS JOCTATOYHBIM M PETPE3CHTATUBHBIM 00bEMOM M3YYCHHOW BBIOOPKHU
W TOKa3aTelIe MaleHTOB, 00CIICIOBAaHHBIX C MTOMOIIBI0 COBPEMEHHBIX METOJIOB
WCCJICIOBAHMS C TIPUMEHEHHEM KOMIUJIEKCa MAaKeTOB MPOTpaMM CTaTHCTHYECKOU

00pabOTKH M MOJICTTMPOBAHUS MACCHBA JTAHHBIX.



AnpobGanusa padorbl. Beictymenusa va Xll, X1V, XVI MexnynapoaHsix
KoHTpeccax Poccuiickoro rimaykomuoro oomectsa (Mocksa, 2015, 2016, 2018, ),
HAy4YHO-TIpaKkTU4YecKod KoH(pepeHun «CoBpeMEHHbIE TEHJICHIIMM B paHHEH
TUArHocTuke TiaykoMe» (Axyrck, 2016), XIV XapOuHCKOM MEXKIyHAPOIHOM
cumriosuyme 1o odTampmornorun (XapouH, 2016), HayYHO-IPAKTHYECKON
KoHpepeHMH «310poBhe M oOpazoBanme B XXI Beke» (Mocksa, 2016),
MexayHapoIHOH Hay4YHO-NPAKTUYECKOW KOH(GEpPEHIMU CTYACHTOB, MarucTpOB,
JTOKTOPaHTOB «COBPEMEHHBIM MUP U MOJIOZICKb: BUACHUE U JUATCKTUKA PA3BUTHS)
(Kaparanga, 2017), 7th World Glaucoma Congress (Xemscunku, 2017), V
Kuraiicko-PoccuiickoM MeXIyHApOAHOM aKaJeMUYeCKOM O(TalIbMOJIOTHUYECKOM
bopyme (Xapouu, 2017), 13th EGS Congress (®dmopenmusa, 2018), XV
Bcepoccuiickoii  HayYyHO-TIPAKTUYECKON  KOH(PEPEHIMH C MEXAYHApOIHBIM
yuactueM «®DenopoBckue ureHus-2018» (Mocksa, 2018), XII Poccuiickoi
['maykoMHO# mikose u KoH(pepeHuuu «l maykoma: Teopus U npakTuka. ' opu30HTHI
HEUPONPOTEKLIAM) (Cankr-IlerepOypr, 2019), HAay4YHO-IIPAKTUYECKOU
oramemonornyeckoir  koHpepenmmu (ITensa, 2019), XII Cwnesne oOmecTBa
opranemonoroB  Poccum  (MockBa, 2020), MeKperuoHaNIBHOW  HAYy4HO-
IPAKTUUECKOM  KOH(pEpeHIMH  «AKTyalbHbIE  BONPOCHl  O(TaIbMOJIOTHUN
(Openoypr, 2021), Becepoccuiickoii KoH(MEPEHIIMN C MEXIyHAPOIHBIM y4aCTUEM
«I'maykOMHBIA YHHUBEPCUTET: MEKIUCIUIITUHAPHBINA Ttoaxom» (Cankt-IletepOypr,
2022).

Myoankamuu. [To Teme auccepranuu ony0arMKoBaHo 69 ne4aTHbIX padboT, B
ToM uucie 33 — B PEICH3UPYEMBIX IEHTPAJbHBIX HAYYHBIX H3TAHUSX,
pekoMeHgoBaHHbIX BAK amg nyOnukanumy —pe3yiabTaToOB AMCCEPTALMM  Ha
COHMCKAHHME YYCHOW CTENEHHM JOKTOpa MEIWIIMHCKUX HayK, 3 — B MHOCTPaHHOM
neyatd. M3gano 2 y4eOHBIX mocoOus JJisi  Bpauel-o(TalibMOJIOTOB.
HemnocpencTBeHHO 10 TeMe TUCCEPTAIMOHHOM paboThl moTy4yeHb! 2 naTeHTa PO Ha
n300peTeHus, 3 cBuaeTenbcTBAa PO 0 perucTpannn 371eKTPOHHBIX PECYPCOB.

Bueapenne pe3yabTraToB padoThl B NPAKTHKY. TeopeTndeckue W
IPAKTUYECKHUE TOJIOKEHHUS, pa3pabOTaHHbIE B JUCCEPTAMOHHOM HCCIIEAOBAHNUH,
BHEJPEHbl B HAYYHO-TIPAKTHUUECKYIO M MEAArorn4ecKyro NeATeIbHOCTh Kaderpbl
o(pTambMOJIOTUM € KypCOM HHCTUTYTa IOIMOJHUTEIBHOIO MPOo(hecCHOHaIbHOTO
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obpazoBanus (MII10) BI'MY, Bkito4YeHBI B y4eOHO-METOAMUYECKUE MaTEPHAIIBI
JIOTIOJIHUTEIBHBIX MPO(ECCUOHANBHBIX MPOrpaMM MOBBIIICHHUS KBalIU(DUKAINH, a
TaKkKe MPAKTHUUECKYI0 pPadOTy Bpaued KimHHUYeckux 0a3 kadeapsl — Llentpa
nazepHoro BocctaHoBieHusi 3penusa (IJIB3) «Onrtumen», I'bY3 Pb T'opojckoit
knHndeckor 6ompHUIE! ('KB) Ne 10 r. Va.

O0bem u cTpykTrypa auccepramuu. Jluccepranms usnoxkeHa Ha 333
CTpaHUIaX MAIIMHOMMCHOIO TEKCTA, COCTOMT U3 BBEACHHUSA, 0030pa JIUTEPATYPHI,
ONKCaHUs MaTepuansa W METOJOB HCCIENOBAaHUM, TIJaBbl COOCTBEHHBIX
UCCIIEIOBAaHUM,  OOCYXJEHHs,  3aKIIOYEHMs,  BBIBOJOB,  IPAKTUYECKUX
pEeKOMEHalui, CHUCKAa HCIIOJIb30BAHHOM JMTEpaTypsl, BKiIouaromero 96
oTeyecTBeHHbIX U 413 3apyOeKHbIX UCTOYHUKOB. JlMccepTanus WUTIOCTPUPOBaHA

45 tabnuamu 1 50 pucyHKamH.

COJEPXKXAHUE PABOTHBI
MatepuaJ ¥ MeTOIbI HCCJIEI0BAHUS

HccnenoBanus BbINOJNHEHBI Ha Kadenape odranbmonoruu ¢ kypcom MJIIO
BI'MY, r. Ya, B IJIB3 «Ontumeny (rinaBHblid Bpay — K.M.H., M.A. I'u3aTtyumsa),
r. Yoa, I'Kb NelO r. Vda (3aB. opTaibMOJIOTHYECKUM OTACJICHHEM — K.M.H.,
A.T'. SImnuxaHoB). MoseKyIsspHO-T€HETUYECKUE UCCIIEI0OBAaHUS IPOBECHBI Ha 0aze
7abopatopur MOJEKYJISpHOW TeHeTHKH desoBeka WMHcturyra Ouoxumuu u
reHeTukn DOI'BHY «Ydumckuit  denepaibHbIi  HCCIEAOBATENLCKUN  IIEHTPY
Poccuiickoit akagemun Hayk (qupextop — A.0.H., mpodeccop D.K. XycHytnuHosa,
CTaplIMi Hay4dyHbId cOTpyAHUK — A.M.H. JLVY. xemunera). Cratuctuueckas
0o0paboTka pe3yJabTaTOB palOThl BBHINOJHEHA IMPH YYacCTUU JOLEHTa Kadeapsl
onoMmenuuuHckoil uHxkeHepun PI'BOY BO «YduMmckuii rocynapcTBEHHBIH
aBUALIMOHHBIN TEXHUYECKUN YHUBEpCUTET», K.T.H. . A. JlakmaH.

PaGora ocHOBaHa Ha pe3yJibTaTaXx OJKCHEPTHBIX, HAOIIOAATEIBHBIX U
KJIMHUYECKUX HUCCJEeIOBAHUM, TMpoBeAeHHBbIX aBTtopom B 2012-2020 rr.,
BKJIFOYAIOIIMX 6 3TarnoB B COOTBETCTBMU C MOCTABJICHHBIMU LENBIO U 3aJadyaMu
paboTHI.

| sranm paGoTrbl — 0a3oBoe odTanbMoJIOTHYECKOe 00cjenoBanue. B

uccienoBanne OblM BKIOYeHBI 624 marmenta (1199 rnaz) ¢ [IOYIT paznuunabix
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cTaauii, HaxoausIuecs moa HabmonenueMm B [{JIB3 «Ontumeny, r. Y da, I'Kb Nel0,
r. Yda B Bo3pacte oT 45 110 93 (B cpennem 64,59) net, u3 uux 448 (71,79%) sxeHmmH
u 176 (28,21%) wmyxunH. VYdYacThue TAIMEHTOB B WCCICIOBAHUU OBLIO
MOATBEP)KIACHO WX MMHCHhbMEHHBIM corjiacueM. [Ipy acMMMETPpUYHOM TEUECHUU
IJIAYKOMAaTO3HOTO TIPOIiecca KaK bl 00JIbHON paccMaTpUBAJICS B BUE OTACIHHOTO
KIIMHAYECKOTO Cydas C y4eTOM JaHHBIX XYXKe BHUIAMIETO Tiasza. Kpurepusmu
UCKIIIOUCHHUS SIBUJUCh HAJIWYHME COIMYTCTBYIOUIEH OQTaibMONaTojaorud (Kpome
HAaYaJIbHOM BO3PACTHOM W HEIMOJHOW OCJIOXHEHHOM KaTapakTbl), aHOMAaJlUu
pedpakuuu (cpeaHE W BBICOKOW CTENEHEW THIEPMETPONUs W MHUOIMMS,
acturmatusMm Bbime 2,0/), a Takxke Hadu4Me B aHAMHE3€ BOCHAIMTENbHBIX U
OHKOJIOTHUECKHUX 3a00JI€BaHUN OpraHa 3peHus U JPYTUX CUCTEM OpTraHu3Ma.

B koMImiekc cTaHAApTHBIX METOJOB JAHMATHOCTUKH OBLIM BKJIIOYCHBI:
BU3OMETpHs, pedpakroMeTpus, OcckoHTakTHas ToHoMeTpus (Nidek, Smonus),
odTasbMOCKOHs, OMOMUKPOCKOIHS, TOHHOCKOIHS, MaXWMETPHs, CTaHIapTHAS
aBToMaTudeckas mnepumerpus B pexume «lnmaykoma» (Tomey, I'epmanus),
YIBTPa3BYKOBAs YXO0HOMETPHS.

Il 3Tanm pa6oThl — fonOIHUTEIbHOE 0PTAIBMOJIOTHYECKOe 00CIeJ0OBaHUE
IIPOBEJICHO C 1IETIBIO BBISIBIICHU HH(OPMATUBHBIX MTOKa3aTeel, aCCOIUUPOBAHHBIX
c [IOVYT u umeromux 3Ha4eHue 115 onpesenenust GeHoTUunoB 3aboneBanus y 348
nainueHToB (696 rna3) ¢ pasnuunbivu ctaausimu [IOYT B Bospacte ot 45 o 87 (B
cpennem 61,28+10,13) net, uz uux 257 (73,85%) xenwmun u 91 (26,15%) myxuuH.
OHo BKIIOYATO  OQPTATHBMOTOHOMETPUIO C  TNPUMEHEHHWEM  aHalIM3aTopa
onomexanudeckux cBoMcTB riaza Ocular Response Analyzer (ORA2, Reichert Inc.,
CIIA), mukponepumerputo (Macular Integrity Assessment — MAIA, CIIA),
yibTpa3BykoByto jpommieporpadpuro  (Y3I) ¢ 1BETOBBIM JOMNIIEPOBCKUM
kaptupoBanuem (IIJIK) (Medison MySono U5 5-12 MI'nu, HOxnas Kopes),
onTUYeckyro korepeHTHyto Tomorpaduio (OKT) 3amnero cermenta riaza, OKT ¢
anruorpaducii (OKTA) JI3H (Optovue Avanti RTVue XR, CIIIA).

11 3Tran padoTsl — HUcciIe0BaHNE COMATHYECKOI0 CTATYCA NMALMEHTOB.
O6cnenoBanbl 624 maruenTa ¢ paznuaabiMu ctagusmu [IOYT u 161 genosek 6e3

rNIayKoOMbl € aHAJIM30M OaHHBIX MGI[HHHHCKOﬁ AOKYMCHTAIIUN (aM6y.]'IaTOpHBIe
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KapThl, UCTOpUU O0sIe3HEH U 1p.) U pacuéToM uHaekca komopouanoctu (MK) mo M.
Yapncony (M.E. Charlson, 1987, momudunmposannsiii R.A. Deyo, 1992).

Bce oOcnemyembie cOriacHO COBPEMEHHOM BO3PACTHOM KiaccuuKauu
BO3 Obutu paznenenst Ha 3 rpynnsl: 1-9 — 215 (34,46%) GonbHbIX cpeaHero (45-59
aer), 2-s1 — 275 (44,07%) — nmoxwtoro (60-74), 3-1 — 134 (21,47%) — crapueckoro
(75 net u crapiiie) BO3pacToB.

IV »stam padoTrsl — MoJIeKYJISIPHO-T€eHETHYECKOe HCCIed0BaHMe.
Nnentudukamus myranuii B renax muomminHa (MYOC); cemeiictBa G-0Oernka,
conepxkamtero 36 WDR-nmoBTopoB (WDR36); meiporpodunra (NTF4), nuroxpoma
P450 (CYP1B1), onrtmueBpuna (OPTN) mnpoBoamnace y 611 HepoaCTBEHHBIX
nanueHToB ¢ auarHo3om I[IOYIDT u 435 nun 6e3 rimaykombl. MosekylisipHO-
FCHETUYECKUE  MCCICIOBaHMSA  BKIOYadud  BbielieHue reHoMHou — JIHK,
aMIUTU(UKAIIMIO UCCIEAYEMbIX y4aCTKOB T€HOB METOJIOM IMOJIMMEPA3HOU IEITHOM
peaklyy, aHaJIu3 KOHPOPMALMOHHOTO MOIUMOpP(}HU3Ma OJTHOHUTEBBIX (PPArMEHTOB
JIHK (SSCP-ananu3) ¢ mocnenyronium cekBenupoBanuem (ABI PRISM 310,
Applied Bio-systems). [lanHbIi pa3ien UCCIeI0OBaHUs ObUT MOICpP)KaH TPaHTaMH
PODOU Ne 14-04-97002-p moBoimkbe a, 14-04-97007 p moBomkbe a, 12-04-
97004-p_moBoJKbE_a.

V 3tan pa6oTsl — uccjaenoBanue pakropon pucka pazsurusi [IOYT'. Y 348
naiueHToB (696 r1a3) ¢ pa3IMYHBIMU CTaAUsIMU 3a00seBanus, u3 Hux 257 (73,85%)
xkeHmH u 91 (26,15%) myxuun, B Bo3pacte OT 45 no 87 JNeT ¢ MOMOUIbIO
PErpecCUMOHHOTO, MHOTO(AKTOPHOTO JTUCTIEPCUOHHOTO aHAIM30B ObLTU 000OIIEHBI
pe3ysibTaThl  KOMIUIEKCHOM  auarHoctukd  IIOYI,  u3ydeHbl  KJIMHUKO-
(GyHKIMOHATBHBIE M TEHETHYECKHUE (DAKTOPBI, CIOCOOCTBYIOIINE PA3BUTHIO JAHHOTO
3a00JIeBaHUSI.

VI stan padorsl — onpenenenne penorunos IOYT . [Ins rpynnupoBku Ha
otnenbHbie (QeHotunbl BbIOOpKkM u3 348 OompHBIX [IOYI B cooTBeTcTBUU C
pe3ysibTaTaMu TMPOBEJACHHOTO MHOTO(AKTOPHOTO U PErpPeCCHOHHOTO aHAJM30B
OCYIIECTBWJIM TIPONEAYpPY KiIacTepu3alMu ¢ BKIOYeHHeM 37 HauboJsee
MH(QOPMATUBHBIX TIOKa3aTeJled Mo KaXIoMy ciydaro HaOmoaeHus. KiuHuko-

nemMorpaduyeckre XxapakTepuCTUKY MAlMEeHTOB MPEACTaBIeHbI B Tabuiie 1.
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Ta6auna 1. Knunuko-gemorpaduyeckue XxapakTepUCTUKY NAMEHTOB

XapaKkTepuCTHKHU

IMoxa3zarTenn

Hemorpaduueckue

- TIOJT (MYXCKOM/’KEHCKHIA ),
- BO3pacT

AHaMHecTHYECKUE

- HAJIMYKE TJIAYKOMBI Y POJACTBEHHHKOB,
- BO3pacT HavyaJyia 3a00JIeBaHus,

- INIATEJIbHOCTH 3a00JICBaHUS,

- IByXCTOPOHHOCTb INIAyKOMHOTO IpoIiecca

Odranbmonoruueckue

- BI'/,

- BI'Jl kopHEaabHO-KOMIIEHCUPOBAHHOE

- KI

- PP

- I[TP,

- pazmep I130 rnaza,

- [I2C 1-3 creneneii no E.b. Epomesckoii (1997),
- mpuna YIIK no Ban Boitnunreny (1965),

- uHTeHcuBHOCTH urMeHTanuu YIIK no A.I1. HectepoBy
(2008),

- TUM ¥ UBET paxyxku o B.B. bynaky (1980)

@ yHKINOHAIbHBIE
o(ranbmosiornueckue

[Toxazarenu kommnbroTepHoi nepumerpuu (KII):
- MD,

- PSD

IToxa3zaTenu MUKpOIEPUMETPUU:

- MI,

- AvTh

Mopdomerpuyeckue

Od¢ranbMocKkoMUeCcKue:

- akckaBanus JI3H,

- orHomenue D/J1 JI3H,

[Tokazatenmu OKT:

- cpennsas TonumHa komriekca 'KC B makynsapHoii 30He,
- 00beM (pokanbHbIx noteps I'KC,

- 00beM rnobanbHbIX noTeps ['KC,

- Tomtaan HPII,

- utowaae JA3H,

- 00bem akckaBaruu JI3H,

- COOTHOIIIEHUE pa3MepoB dKckaBanuu u momaau JI3H,
- cpeansis Tonmmuaa CHBC nepunanmuisspHo

I'emognHamMu4eckre

IToxazarenn OKTA

- HHJEKC KpoBoToKa Ha ypoBHAX ONH, RPC,

- IJIOTHOCTh COCYIUCTOr0 prcyHka Ha ypoBHsXx ONH, RPC
[Moxaszarenn Y3/IT ¢ LK cocymos opoutsr (I'A, ITAC,
3KIIA)

- CUCTOJIMYECKAsi CKOPOCTb,

- INACTOJINYECKAsk CKOPOCTb,

- CpelHss CKOPOCTh,

- yJIbCAallMOHHBIN UHEKC,

- HHJEKC PE3UCTEHTHOCTH

ConyrcTByroniue
0 TaTHMOJIOTHUECKHIE
3a00s1eBaHUsA

- aHoManuu pedpakiuu (cnadoil creneHn MO,
TUIEPMETPOIUs, aCTUTMATH3M),

- XpOHHUYECKHE 3a00JIEBaHUS TJIA3HOU MTOBEPXHOCTH (CHHAPOM

cyxoro riaza — CCI),
- HavaJIbHAsI WX HETOJIHAs KaTapakTa / apTudakus
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8. | ComyrcTByromue - [1aTOJIOT U CEPJIEYHO-COCYAUCTOM, SHAOKPUHHOU CUCTEM U JIp.

COMaTHYECKHE ¢ BeranciienneMm MK mo M. Yapmcony (1987, 1992)
3a0oseBaHus
9. | 'enernueckue - MyTanuu u noiauMmopdusie Bapuantsl B renax MYOC, WDR36,

NTF4, CYP450

Ipumeuanus: [15C — ncesdosxkcghonuamusnuiil cunopom, KI'— kopreanvhwiii cucmepesuc,
DPP — paxmop pesucmenmuocmu po2osuysl, L[TP — yenmpanvras monwuna pocosuywl, 1130 —
nepeone-3aonzs ocv, YIIK — yeon nepeoueii kamepur, MD (mean devation) — cpeonee omxnonenue
ceemouyscmeumenvrocmu cemyamxu; PSD ~(pattern standart devation) — nammepnu-
cmanoapmuoe omxknonenue, MI (macular integrity) — npoyenm cuudcennvix nopo2os
ceemouyscmeumenvhocmu  cemuyamku, AVTh (average threshold) — cpednuii  nopoe
ceemouyscmeumenvHocmu cemuamku, J3//] — omnowenue sxckasayuu k ouamempy /[3H, OKT —
onmuueckas Koeepeumuas momoepagus, OKTA — OKT c¢ awneuoepagueri, Y3/I° —
yavmpaszeykosas oonniepoepagus, L[JIK — ysemoeoe donnneposckoe xapmuposanue, ['A —
enasnas apmepus, LJAC - yeumpanvnas apmepus cemuamiu, 3KI[JA — 3a0nue xopomxue
yunuapnvie apmepuu, I'KC — 2anenuosnvie kiemku cemyamxu, HPII — netipopemunanbhboiii
nosicox, CHBC — cuoii nepsuvix eonoxon cemuamxu, ONH (index optic nerve head) —
noanocnounsiil yposeno, RPC (radial peripapillary capillaries) — cnoti cniemenus nepenvix
sonokon cemyamxu, CCI" — cunopom cyxoeo enaza, UK — unoexc komopbuonocmu

CraTucTHuyeckui aHaJINn3 IMOJIYUYCHHBIX JaHHBIX IIPOBCACH C
HCIIOJIB30BAHHUCM CTAaHAAPTHBIX AJIA IOIIYIIIITUOHHO-TCHCTHYCCKHUX U MCAUITUHCKHUX
HCCJIEIOBAHUIM METOJ/IOB U COOTBETCTBYIOIIETO IporpaMmmHoro obecneuenus (I1BM
SPSS Statistics v.21., EVIEWS 8, Statistica 5.5, GenePop 3.3, Genetic Data
Analysis 1.0). JlaHHble TpeACTaBICHBI B BHIE CpeAHMX 3HaueHud (M) wm
CpPEIHEKBAAPATUYHBIX OTKJIOHEHUU (G). J[JI1 MpoBEpKM HOPMAIBHOCTH pa3Mepa
UCIIOJIB3yeMOi BhIOOpKHU ObLT npumMmeHeH TecT lllanupo-Yoinka. B 3aBucumocTu ot
HOPMAJIbHOCTH pacIpeiesieHrs BBIOOPKU IPUMEHSIM KpuTepril MaHHa-YUTHU WA
t-kputepruit CThIOJIEHTA, KOPPEIALUMOHHBIM aHanu3 no Ilupcony wim Crnmupmeny
(pu p<0,05). [TpoBeeHBI MHOXKECTBEHHBIE CPABHEHUS TTOKA3aTeNel TPy MEXKITY
coboli (M0 KOJMYECTBEHHBIM MEPEMEHHBIM ¢ TIpUMEHEeHHeM kputepus Kpackena-
Yomnuca, Mo KauyeCTBEHHBIM — XH-KBaJIpaT) ¢ OIpEICICHUEM aroCTEPHOPHBIX
kputrepueB 1o ['oxOepry. Jlis aHamm3a MHOTO(AKTOPHBIX CHCTEM IPUMCHEHBI
METOJI TJIABHBIX KOMIIOHEHT U Kpurepuil Kalizepa, ¢ Lenpl0 BBIYHACICHUSA
KOPpEJSLUNA MKy MapaMeTpaMy U OCHOBHBIMH (paKTOpPaMU UCIOJIb30BaH CIIOCO0
BpalleHs — BapuUMakc, aucnepcuoHHbli ananus (ANalysis Of Variance, ANOVA)
u kpurepunt dumepa. B pesynprare MHOTOMEPHOTO PETPECCHOHHOIO aHaIU3a
COOTBETCTBHE MPEJCTABICHHBIX MOJEJIEH peaTbHbIM JaHHBIM ObLIO MPOBEPEHO C
noMoipo tecta Xocmepa-Jlememona. IIpoBeneHa oOlLieHKa 4yBCTBUTEIBHOCTH,

crienu(PUIHOCTH U TOUHOCTU METOJIOB UCCIICIOBAHMUS.
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[Ipouenype kiacrtepuszaluu MOpelllIecTBOBaia craHmaptuzanusa (Z-
npeoOpa3oBaHne) KOJIMYECTBEHHBIX NMepeMeHHbIX. KiacTepHbli aHanM3 C IEbio
rpynnupoBku manueHToB ¢ [IOVYT B ornenbHbIe (DEHOTHITBI OBLT IPOBEECH C YYETOM
37 mnapaMeTpoB, SABISIONIMXCS 3HAYUMBIMHA IO pPeE3yJibTaTaM IPEIBaAPUTEIHHO
MPOBEJICHHOTO MHOTO(AKTOPHOTO IUCIEPCHOHHOTO aHanu3a. Ha mepBom sTame
OCYILIECTBIICH HWEPAPXUUYECKUN KIACTEPHBIM aHAIM3 1O MeToAay Bapma c
MOCTPOEHUEM M aHAJU30M JIPEBOBUJHBIX JMarpaMM, Ha BTOPOM — BBIOOpKa
NalMeHTOB Obljla pa3duTa Ha Kiacchl OOBEKTOB C MOMOIIBI0 MeToaa k-cpemHux
Mak-KBuna. Jlnga co3ganHusi anroputma KiacCUPUKaMU — TpecKa3aHus
MPUHAIIICKHOCTH OOBEKTOB K OMNPEJEICHHOMY KJIAacTepy B 3aBUCUMOCTH OT
COOTBETCTBYIOIIUX 3HAYEHUM IEPEMEHHBIX — MCIOJIB30BaH METOJ IOCTPOCHUS

nepesa pemenunit ([IP) ¢ mpumeHeHneM MporpaMMHOTO CPECTBA «SEesy.

PE3YJIbTATBI COBCTBEHHBIX UCCJEJTOBAHUM U NX OBCYKJEHUE

Junamuka 3a0071€BaeMOCTH TIayKOMOM cpeau B3pocioro Hacenenus Pb B
nepuos 2010-2020 rr. xapakTepu3oBaiach BBICOKUM YPOBHEM MEPBUYHON U 0O1IIeH
3a00J1€BAEMOCTH, IIPU ITOM €XKETOJIHbIE PECITYOIMKaHCKUE MOKA3ATENH MTPEBBIIIATN
obmepoccuiickue. B 2010 r. oOmast u nepBudHas 3a00JI€Ba€MOCTh TJIayKOMOM
B3pocioro Hacenenus (Ha 100 000 nHacenenus) B peciyoiauke cocraBmia 1086,4 u
119,8 coorBerctBeHHO (110 Poccun — 948,4 u 106,9), B 2020 rony B Pb — 1226,8 u
141,7. B nepuox 2010-2019 rr. oTMeueH pocT 0011eit 3a0071€BaeMOCTH TJIayKOMOM
no Pb na 19,6%, nepsuunoii — Ha 54,8% (p<0,001), uyTo BbINIE TIOKa3aTeNel MO
Poccun. B 2020 r. HaOm0manoch CHIDKCHHE MCCICAYEMBIX TIOKa3aTeslel 1o
cpaBHeHuio ¢ 2019 r. Ha 5,5% u 23,6% cootBerctBenHo (P<0,001), BeposiTHO
CBSI3aHHOE CO CHUKEHHEM OOpaIiaeMOCTH HACEJICHUS 3a IUIAHOBOW MEAUITMHCKOMN
MOMOIIIBIO U YMEHBIIICHHEM aKTUBHOCTH MPOPUIAKTUYECKUX MEPOTIPHUITHI B CBSI3U
¢ ma"jaemuei koponaBupycuo nadexuu Covid-19.

B cTpykType mepBHYHOTO BBIXOJIa HA MHBAJIMIHOCThH BCIIEJACTBUE OOJIC3HEH
rjiaza u ero npuaaToyHoro anmnapara B PecnyOnuke bamkoprtocran 3a 2014-2020
IT. TJIayKOMa CTaOWJIBHO 3aHUMAaJIa JTUAUPYIOIINE TMO3HIIUU, TIPH 3TOM YACIbHBIN
BEC TJIAayKOMBI Koyie0ajcsi OT MakcuMaibHbIX 3HaueHud B 2015 1. (43,2%) no

MUHUMaTIBHBIX — B 2017 1. (36,7%), B 2020 1. oH coctaBui 42,7%.
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HabmonaeMbie TeHACHIIMY 110 3a007€BAEMOCTH TJIAYyKOMON U HHBAJIUIHOCTH
BCJIeICTBUE JaHHOTO 3a0oseBanus B Pecnybnuke bamkoprocran 3a 2014-2020 rr.
CBUCTEIBCTBYIOT O HEOOXOJUMOCTHA YCHIICGHHS MEPOINPHUITHIA 1O paHHEMY
BBISIBIICHUIO TIJIAYKOMBI, OIPENEeNeHUI0 (AKTOPOB pUCKAa €€ pa3BuUTus, Oojee
TIIATEJILHOTO OOCJIENOBaHMs TALMEHTOB C IIOJO3PEHMEM Ha TIJIAYKOMY C
UCIIOJIb30BaHUEM KOMIUIEKCA WH(GOPMATHUBHBIX METOJIOB, a TaKXe H3y4YCHHUEM

0COOCHHOCTEH KIIMHUYECKOM KapTHUHBI 3a00JICBaHMS.

PE3YJbTATHI KIMHUKO-®YHKIIUOHAJIBHBIX U TEHETUYECKHUX
HUCCJEJOBAHUNI

Jlist onenku kimHUYecknx ocobennocred [IOYI mpoBeaeHO KOMIUIEKCHOE
oOcieoBaHWE TAUMEHTOB € YYETOM  KJIMHUYECKUX, (YHKIHOHAJIBHBIX,
TOHOMETPUYECKHUX, MOPPOMETPUUYECKUX M TEMOJMHAMHYECKUX Moka3areneid. Ha
OCHOBAaHHMH €ro pe3yJbTaTOB HH(OPMATHUBHBIC IMapaMeTphl OBLIM BKJIIOYEHBI B
MOCJICYIONINI dTall MCCIEJOBaHUS, HANpPABICHHBIM Ha BBIABJICHHE HamOoJee
3HaUYMMBIX (HaKTOpPOB, KOTOpble BiMstOT Ha pazsutue [IOYD u dopmupytor
OCHOBHBIE KIIMHUKO-(DEHOTUTINYECKHE KJIACTEPhI 3a00JICBAHMUS.

buomexanuveckue mapaMeTpbl poropuiibl y 00jabHbIX ¢ [IOYT

[Ipu cpaBHEHMH OCHOBHBIX TOHOMETpHUeckux Tmokazateneir ORA2 —
poroBuuHo-komneHcupoBanHoro BI'J[, kopueanmbHoro ructepesuca (KI') wu
daktopa pesucteHTHOCTH poroBullbl (OPP) — y 51 nmanumenta (99 rna3) ¢ IIOVT
(24,08+0,45 mm pt. cr., 8,786+0,15 u 9,166+0,16, COOTBETCTBEHHO) TOJYYCHBI
JIOCTOBEPHBIE Pa3INyuMs B CPABHEHUH C MOKa3aTensiMu 62 ria3 aul 0e3 rayKoMbl,
CPaBHUMBIX C OCHOBHOUW Tpymnmoi mo Bo3pacty u mony (17,48+0,27 mm pT. CT.,
10,431+0,16 u 10,827+0,22, p<0,001, COOTBETCTBEHHO).

YV nammentoB c¢ HavanbHOW cramuedl IIOYI BBISBIEHO CHWKEHHUE
[OKa3aTeser JBYHAIPABICHHOW alIUIAHAIMOHHOWM TOHOMETPUM MO CPABHEHHUIO C
KoHTpoibHOM Tpynmoi: KI' wa 10,45%, ®PP — na 11,84%, mnoBbilieHue —
poroBuuHO-KoMmneHcupoBanHoro BI'J — Ha 35,34% (p<0,001).

CBsi3u BSI3KOYIIPYTHX CBOMCTB POTOBHIIBI C €€ TOJIIMHON y MAllUEHTOB C
[TOVYT" nmoaTBepkAcHB HAIMYHUEM JTOCTOBEPHBIX KOppeIsUUOHHBIX cBs3ed KI' u

®PP ¢ IITP (r=0,368, p<0,001 u r=0,398, p<0,001), a Taxxke ¢ Bo3pacTom (I=-
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0,308, p=0,002 wu r=-0,293, p=0,003) Hapsgy co ci1aboii OTPHUIATEIHLHOM
koppernsinuent KI' u Bo3pacta (r=-0,261* p=0,038) nuir Ha T71a3ax 0€3 TJIayKOMBI,
YTO OTPAKAET CHIKEHNE MEXaHUIECKOTO COMPOTUBICHUS (GUOPO3HON 000TIOUKH C

YBEIIMYCHUEM BO3pacTa, OoJiee BeIpaxkeHHoe y naruenToB ¢ [IOVYT (puc. 1).

KI' = -0,4345+0,0169"x; 0,85 Conf.Int. M = 1250060 0602 . 0195 Ceari e

Kr

5 a ' b
4 ! .
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Pucynok 1. JIuneiinsie 3aBucumoctu y maiuentos ¢ [IOVT KT ¢: a) LITP u b) Bo3pactom
(mTMarpamMmBbl pacceBaHMS)

[Ipu navanenoU ctaauu [IOVYI' omnpeneneHa noCTOBEpHAas OTpULIATENIbHAS
yMEpEeHHOW cuibl Koppemsuuss Mexay KI°' u ypoBHEM  pOroBHYHO-
xomnencupoBanHoro BI'J] (p=-0,344, p=0,021) u monoxuTe/bHas CpEAHEH CHIIBI
cesa3b — ¢ LITP (p=0,539, p<0,001) u ®PP (p=0,516, p=0,00).

Ha rnazax c passuroi cragueit [IOY] BbIsIBIEHBI OTpULIATENbHASA CUIIbHAS
cea3b KI' ¢ poroBuuHo-komiieHcupoBanubiM  BI'J[ (p= -0,711, p<0,001),
MOJIOKUTENbHAs cpeHel cuibl B3k — ¢ OPP (p=0,451, p=0,001), oTpuniarenpHas
ymepenHo# cuiibl cBsizb @PP — ¢ BI'J] mo metony Maknakosa (p=-0,346, p<0,001)
Y POrOBUYHO-KOMIIEHCHPOBAaHHbIM BI'J] mpu nuHaMuueckoi AByHanpaBiICHHOU
anmuiaHaiiionHo toHometpuu (p=-0,327, p=0,001), wuskas — c¢ BI'Jl npu
6eckonTakTHO ToHOMeTpun (p=0,243, p=0,015) npu orcyrcrBum cBsizu C L[TP.
[Tony4yeHHbIE PE3yAbTAThHI OTPAKAIOT U3MEHEHHS IAPAMETPOB POTOBUIILI B OTBET HA
noBeimienne B/ nmpu rimaykome, HaunMHasi ¢ HAYAJIbHBIX CTAIUi 3a00JIeBaHUSI.

Ha  ocHOBe  perpeccCHOHHOTO  aHaliW3a  OMpEeJeNieHa  BbICOKas
qyBCTBUTENIBHOCTE  (74,56%) w  cneuuduunocth  (96,88%)  metona
JIBYHAIIPABJICHHOW AaNIUIAHALIMOHHOM TOHOMETPUU Yy MAUMEHTOB C HAYAIbHOU
craguern [IOYID' ¢ yuerom 3HaummbIx mnokazarened KI' 1 ypoBHS pOroBHUYHO-

koMmriencupoBanHoro BI'Z[ (p<0,001).
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CBeTOYYBCTBUTEJIBHOCTh MAKYJISPHOI 30HbI CETYATKH ¢ IPUMEHEHUEM
MHUKpOIIepUMeTPUH B paHHel auarnocruke [IOYI

C momomnsio mukponepumerprur (Macular Integrity Assessment — MAIA,
CIIA) sHamu ObUIM M3YYEHBI (PYHKIIMOHAIBHBIC HAPYIICHUS MaKyJIspHON 00iacTu
cetyatku y 51 mamuenta (98 rna3) ¢ nHavanbHOM cramued [IOVYID u y nui 6e3
TJIAYKOMBI.

YCTaHOBJIEHBI OTJIMYMS MHUKPOIIEPUMETPUYECCKHX Tokaszareneir Macular
integrity (MI) u AvTh (Average Threshold) y manueHToB ¢ HayanbHOM CTagUCH
[Iovyr (29,68+423,18 u 27,63+3,38 JI06, COOTBETCTBEHHO) OT TaKOBBIX B
KOHTpoJbHOM rpynme (7,74+7,53 wu 32,05£2,75 J16, p<0,01). OmnpeneneHs
3HAUMMBbIE KOPPEJSAIMOHHBIE CBA3U Tokazarens MI  mukponepumerpum —
CHI)KCHHBIX ~ IOPOTOB  CBETOYYBCTBUTEIBHOCTH C  MOP(HOMETPHUYCCKUMHU
MOKA3aTeIIIMA CETYATKH: OOBEMOM TJIO0ATBHBIX IOTEPh TAHTIMO3HBIX KIIETOK
ceruatku (I'KC) (p=0,557, p=0,005), o6bemom dokanpHbIX oTepsb ' KC (p=0,346,
p=0,03), cpeaneit TommuHoM 'KC (p=-0,378, p=0,04) u cpenneii TOMMUHON CITOS
HepBHBIX BoJIoKOH ceTdatku (CHBC) — p=-0,355, p=0,02 (puc. 2).
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Pucynok 2. Jluneiinbie 3apucumoctu mesxay M| y manuwentos ¢ ITIOVT u nokasarensamu OKT:
(a) GLV; (b) RNFL (amarpaMmsbl paccenBaHus)
MCTOI[OM PETPECCCUOHHOI0O aHa/IM3a YCTAHOBJICHBI JOCTOBCPHLBIC aCCOIMMAITNHU

MI u AvThr ¢ TIOYT (p<0,05). Iokazatenmu uyBcTBUTEIbHOCTH (65,26%) u
cneunpuynoctu (81,63%) sroro Meroma CBUACTEIBCTBYIOT O TOM, YTO IpH
JMarHoCcTUKEe (PYHKUMOHANBHBIX HapyuieHui y namuentoB ¢ [IOYT, ocobenno y
OONBHBIX HA PaHHEHW cTaguu 3a00JICBaHUS, MUKPOIICPUMETPHUS MOXKET SIBISATHCS

Ba’XHBIM OOIIOJTHCHHUEM K Tpa)IHHI/IOHHOﬁ KOMHBIOTGpHOfI NEPpUMCTpPHUMN.
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Ouenka MUKPOIUPKYJISIIIUH TUCKA 3PUTETHHOTO HEPBa U PeTPOOyIbOAPHOIT
reMoMHaAMMKH y 00JabHbIX [IOYT

Onpenenensl HapymeHus: Mukpouupkysanuu JI3H no nanaeim OKTA y 210
MalMeHTOB ¢ HadaJlbHOU U pa3BuTol craausmu [IOVYT'. Munekc kpoBotoka /I3H y
0onpHBIX HayanbHOH [TOYT ObuT HMKE aHATOTHYHBIX TTOKa3aTellel B KOHTPOJIbHON
rpymnmne Ha nojHocioHoMm ypoBHe cocynoB JI3H (ONH) na 5,5%, Ha ypoBHE
KalWUJISIPOB CIUIETEHUSI HEPBHBIX BOJIOKOH ceTuaTku nepunanwuisipHo (RPC) — Ha
15,4%, Ha ypoBHe xopuouaaibHbix cocynoB (Choroid/Disc) — Ha 2,2% (p<0,05).
VYcTaHOBIEHO JOCTOBEpHOE CHIDKEHHE MHJeKca KpoBoToka JI3H mo cpaBHeHUIO €
KOHTpoJibHOM rpynmnoi Ha ypoBHe ONH Ha 9,6%, RPC — na 30,8%, Choroid/Disc —
Ha 8,8% (p<0,05) y 60abHBIX ¢ pa3zButoit craaueit [IOVT.

CHmxeHne HHIeKCa KPOBOTOKA U Pa3HOCTH €T0 3HAUYCHUH B 3aBHCHMOCTH OT
TTyOMHBI UCCIIEIOBAHUS CBUIETEILCTBYET 00 M3MEHEHMSIX MUKpoMpKysiinn J[3H
npu [IOY] Ha Bcex ypOBHSAX CETMEHTAIIUM KPOBOTOKA.

[ToxazaHo JOCTOBEpHOE CHMIKEHHE CKOPOCTHBIX MapaMEeTpOB KPOBOTOKA B
TJIa3HOM apTepHH, IICHTPATLHON apTEPUH CeTYATKU U 33 THIX KOPOTKHX IHITHAPHBIX
aprepusix (3KLJA) mo cpaBHeHuto ¢ KoHTpodbHOH Tpymmoi (P<0,05) mo
pe3yibTaramM ucciaeaoBaHus KpoBoToka MerogoMm Y3IT B pexume IJIK y 51
nauuenTa (101 rna3) ¢ mayanbHOUM M pa3zBuToil craausmu [TIOYIT'. YcraHoBieHsl
KOppeAIMOHHBIC CBs13u Mexay nokazareasimu Y3/IT u OKTA (rabnuna 2).

Tabauna 2. Koppensuuonnsie cBsa3u unuekca kpootoka [I3H (OKTA) u
napamMeTpoB peTpoOyisdapHoro aprepuaibHoro kpoBoroka (Y3AIN ¢ LK) y
oonbHBIX [TOVYT, p (P)

I[TapameTpsl kpoBoToKa | Vitreous RPC Choroid/Disc

['A Vsist -0,298 (p=0,03)##
IIAC PI 0,361 (p=0,008)#

3KIIA nar. Vmean 0,334 (p=0,015)##

3KIIA nar. IR 0,352 (p=0,014)** | 0,327 (p=0,023)**

3KIIA nar. PI 0,319 (p=0,027)**

[Tpumeuanus: ko3 UIMEHTH KOppeIsuuu Npu HavdanbHOU craauu [IOVI: * — xoppensuus
3HaunMa Ha ypoBHe 0,01, ** — xoppensus 3Haunma Ha yposHe 0,05;

K03 puLIMEeHTH! Koppersiuuu npu pazutoit craguu [TIOYT: # — xoppensiuus 3HauMMa Ha ypOBHE
0,01, ## — koppensus 3HaunMa Ha yposae 0,05
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VY 6onpHBIX ¢ HaYaNbHOI U pa3BuToil ctanusamu [IOYI" Hanbonbimii ypoBeHb
KOppesiiuid MHAEKCAa KPOBOTOKA JHMCKa 3PUTEIBLHOIO HEPBA C MOKa3aTEIsIMU
peTpoOyIHL0apHOTO KPOBOTOKA OBLI OOHApYyXEH Ha YPOBHE CIUICTEHWUW CIIOS
HEPBHBIX BOJIOKOH CETYATKH MEPHUIANMIUIIPHO, YTO CBUAECTEIBCTBYET O BBICOKOU
3HAYMMOCTHU U3MEPEHUM KPOBOTOKA B JUATHOCTUKE HAPYIICHUI MUKPOIUPKYISIAN
Ha ganHoM ypoBHe JI3H. Jlmarnoctudeckas nennocts OKTA npu obGcnenoBanun
MalMEHTOB ¢ HadanbHOM  craguerd [IOYIT noarBepauinyM  mokaszaTesu
YyBCTBUTEJIBHOCTH U crienuuuHoctu metonia Ha ypoBHe RPC (63,3% u 65,6%,
cootBeTcTBeHHO) 1 ONH (81,25% u 57,2%).

BxitoueHne  IOMOJHUTENBHBIX ~ METOJOB  HCCIENOBaHUS B  MOJEIb
muarHoctuku [TOYT na BbIOOpKE 348 ManKMeHTOB, MOCTPOCHHONW HAa OCHOBAaHUU
PErpeCCUOHHOTO aHaJIN3a, TO3BOJIUJIO YIIYUIIUTh €€ KaueCTBO: UyBCTBUTEILHOCTD —
Ha 10,67%, cnetuduunocts — Ha 1,03%.

ConyrcrByomasi comaTu4eckasi narosorus y naguenros ¢ [IOYT

C uenpro aHanM3a COIMYTCTBYIOIIEH COMATUYECKOW MATOJOTUH IPOBEICHO
obcnenoBanue 624 nanueHToB ¢ [IOYI paznuunbix craauii (1199 rnaz) u 161 nun
(322 rmaza) 6e3 riaykoMmbl. M3yueHa CTpyKTypa COIYTCTBYIOIIEH COMaTUYECKOU
natosiorn y nanueHtoB ¢ [IOYI. Ha nmepBoMm mecte — 3a0o0ieBaHusl CEplIE€UHO-
COCYIUCTOM cUCTeMbl (apTepuanbHas rumepreHsuss — B 46,95% ciyuaes.
aTepockiepo3 — 30,61%, UbC — 21,31%, Hapy1ieHus: MO3roBOTO KPOBOOOPAIIICHUS
— 15,38%), Ha BTOpOM — SHAOKpHUHHAS MaTojorus (caxapHelii quadet — B 12,42%
ciy4aeB, 3a00JIeBaHUS IIUTOBUAHOMN kene3bl — 7,45%), Ha TpeThbeM — 3a00JIeBaHUS
onopHo-ABUrareabHor cuctemsl (19,07%). OTMeueHa TeHACHIUS MPe0OIIalaHus
OpeMeHu HU3ydYeHHOM KoMOpOuaHOW martosioruu y nanueHTtoB ¢ [IOYI' mo mepe
YBEJIMYEHUSI BO3pACTa U B CPABHEHUH C MOKA3ATEJISIMU KOHTPOJIHHOUM TPYIIIHI.

Y CTaHOBJIEHO JOCTOBEPHOE Pa3IMYME MHTErPAIBHOTO MOKa3aTessl — WHJEKca
koMopOugHocT 1o M. Yapncony — y OGonbnbix [IOYI' ¢ rpymnmoit KOHTpoOsst
(p<0,001). VYBenuueHue WUHIAEKCA KOMOPOUIHOCTH SIBISICTCS 3aKOHOMEPHBIM
MPOSIBICHUEM  BO3PACTHBIX  W3MEHEHUW  BCJIEACTBUE  MPOrPECCUPOBAHUS
aTEPOCKIEPOTUUECKUX M JUCTPODUUECKHX H3MEHEHUM W Pa3BUTHS KIMHUYECKH
aCCOIMMPOBAaHHBIX cocTositHuKA y mnaumeHtoB ¢ IIOYI. Ilo naHHbIM
MHOTO(AKTOPHOTO aHaln3a 3TOT IMOKa3aTeNlb SBUJCA 3HAYMMBIM (aKTOPOM TpHU
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pacdere pucKa pa3BUTHs 3a00JICBaHUS W JEJCHHUS IMAIMEHTOB Ha (EHOTHIIBI
(p<0,05).
Myrtaunuu B renax MYOC, WDR 36, NTF, OPTN, CYP1B1
y mauuenTos ¢ [IOYT

Nnentudukamus myrtanmuii B remax MYOC, WDR36, NTF4 u OPTN
npoBesieHa y 611 HepoacTBeHHBIX manueHToB ¢ quarno3oMm [TIOVYT u 435 nun 6e3
riiaykombl, mytaiuu B reHe CYP1Bl — nHa BbIOOpKe u3 215 HEpOJCTBEHHBIX
nanueHToB ¢ auarHo3om [IOYIT u 250 mur 6e3 rimaykomel. B rene MYOC Obia
BbIsiBNieHa MyTanus p.Q368X (c.1102C>T) B rerepo3UuroTHOM COCTOSSHUU Y 8
HEPOJICTBEHHBIX MaIMEeHTOB (4 MY>XUUH U 4 KeHIIUH) oT 55 no 78 net (16 rnas c

[TOVYT), uro cocraBuio 1,3% obcaenoBannbix cemeii ¢ [IOYT u3 Pb (puc. 3, 4).

a4q
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Pucynok 3. Jlerexunsa myranuu p.Q368X (c 1102C>T) B rene MYOC: A) DnektpodoperpamMmma
[MHP-TIJJP®-ananu3a o6pa3no JHK mamumentoB IIOYID (pectpuxrtaza Taal): mopoxka 4 —
obpazen; JIHK, comepxkamuit myrarmuio p.Q368X (¢c.1102C>T) B reTepo3UrOTHOM COCTOSHUWY;
1,2,3,5,6,7,9 — oOpa3upl O6e3 MyTammii, J0poxkka 8 — oOpaser], He 00pabOTaHHBIA PECTPUKTA30M
Taal; b) AHanu3 KpUBBIX IUIABJICHUS C BBICOKUM pa3pelicHHEM B pealbHOM BpeMeHHu; B)
Cuksenorpammsbl yuactka rena MYOC: B1) — cukBeHorpamma yuactka rena MYOC, comeprkariast
uncepiuo P.Q368X (¢.1102C>T); B2) — cukBeHnorpamma yuactka rena MYOC 0e3 uncepiuu
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O6mmit Bknaa wuaeHtudumpoBanHon mytamuu p.Q368X (c.1102C>T) B
reae MYOC y nanmenTos ¢ [IOYT cocrauin 0,65%. B KOHTpOIBHOM IpyIe JaHHAs
MyTarusl ObljIa MACHTH(PHUIIMPOBAHA B TETEPO3UTOTHOM COCTOSIHUM TOJBKO y 1
unausuia (0,23%).

Knununyeckas kaptuHa nanuentoB ¢ myTtanuei p.Q368X (c.1102C>T) B rene
MYOC otnuyanach MHOTOOOpa3ueM U XapakTepuzoBanach Manudectarued [IOYT
10 60 et —y 6 mpobaun0B, no3aHel (mocie 60 net) —y 2. Cemb nanueHToB (87,5%)
OTMEYaJu HAJIMYHUE TIayKOMbI y OlbKalimx (MaTh, OTEIl, CECTpa) POJICTBEHHUKOB.
HauanbsHas cranus 3a0oneanus Obi1a onpenenena Ha 7, Il —na 7, 11l — Ha 2 rnasax.
3a nepuoa HabmoneHus (ot 2 no 4 ner) y 6 nmanuentoB (Ha 12 (75%) rnazax)
YCTAaHOBJICHO MPOTPECCUPOBAHUE TJIAYKOMHOW ONTUYECKOW HeWpomatuu, y
OCTaJILHBIX OTMEYCH CTAOMIBHBIN XapaKTep TIIayKOMHOTO MpoIiecca.

B rere WDR36 y manmmenToB [IOYT Ob11 uaeHTHGUITIPOBAHBI 4 MyTaIUU:
C.940A>T (p.lle314Phe), c.1009G>T (p.Ala337Ser), ¢.1156A>G (p.Arg386Gly) ¢
gacroroit 0,16%; C.-4C>A (9.5114C>A) ¢ uacroroit 0,32% u 3 momuMopHBIX
BapuaHToB. s7705304 (g.11392T>G), rs13153937 (g.11438G>A), rs62376783
(c.488C>T, p.Alal63Val), uro oTpakeHo Ha pUCYHKE 4.

pAl337Ser
plle3i4Phe
pArg386Gly

p.lle314Phe
+ £1041T>C

p.Tyr347 Tyr

B MYOC
B WDR 36
B NTF

B CYP1B1

p.-Arg368_Leu
36%insPro

Pucynok 4. Myrauuu B renax MYOC, WDR 36, NTF, CYP1B1 y nanuenrtos ¢ [IOYT

[Tpu monexynsipHO-TeHeTHYeCcKOM aHanu3e 4 sk30Ha B reHe WDR36 y ogHOTO
nanueHTa Oblla OOHapy)XeHa paHee He ONHCaHHas B JUTEpaType MyTalus
C.940A>T (p.lle314Phe) B rereposurornom coctosauu (0,16%). KimHnyeckas

kaptuHa [IOVYT ¢ nanHo# myTtanueil xapakTepu3oBaiach nNo3aHel Mmanudecrauuen
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CTaOMIIM3MPOBAHHBIM TEUCHHEM 3a 2 T0/1a HaOmroAeHU. MoenupoBaHue MyTalluu
C.940A>T (p.lle314Phe) B rere WDR36 ¢ moMoIpi0 aHAIUTHYECKUX TPOTpaMM
PolyPhen-2,0  (p<0,001), PhD-SNP, Meta-SNP u I-Mutant  Suite,
IPOAEMOHCTPUPOBAJIO €€ MATOTeHHOCTh B OTHOIIEHUH (DYHKIIMHU O€JIKa U CHIXKEHUS
ero cTabMIbHOCTH, a TAaKXKe CBS3b C 3a00y1eBaHNEeM. B KOHTPOJIbHOM BEIOOPKE Y JTUIY
0e3 rmaykombl MmyTanms C.940A>T (p.lle314Phe) B rene WDR36 He Obliia BhISIBIICHA.

B rene WDR36 y nByx nmanuentoB ¢ [IOYT namu BriepBbie Oblsia 0OHapyxeHa
mytamus ¢.1009G>T (p.Ala337Ser) B rerepo3uroTHoM coctosiHud. JlaHHas
MyTalus B JIUTEPATYPE paHEe HE OnucaHa, yactoTta ee coctasuia 0,32%. CormacHo
JAHHBIM aHAJIUTUYECKHX MpOorpaMM MyTalusi OmpeJiesieHa KakK HeHTpaibHasl.
Knunnueckass kaptuna y 2 mpobGanmoB I[IOYI xapakrtepuszoBanach paHHEH
MaHu(decranmet (B Bo3pacte a0 60 7eT), OTATOIMIEHHOM MO TJayKOMe
HACJIEICTBEHHOCTHIO, MPOTPECCHPOBAHUEM TJIAYKOMHOTO TpoIlecca, HECMOTPS Ha
JOCTHKEHHE 1IEJICBOTO JIABJICHHUS.

BapuanT HykieotuaHou mnociemoBatenbHocTH C.1155C>A (p.l1e385=) B
coueTanunu ¢ myTaruei C.1156A>G (p.Arg386Gly) B reTepo3UroTHOM COCTOSIHUN B
reie WDR36 BwisBnen y oamnoro mammenta ¢ [IOYI. Myramus C€.1156A>G
(p.Arg386Gly) ycranoBieHa BIepBbIe, U B JIUTepaType He omucaHa. [lo Ga3am
JAHHBIX AHAIUTAYECKUX TMPOTPpaMM JaHHAsh MyTallus SBJISETCS MAaTOTECHHOM,
COMPOBOXK/IAETCS CHIKEHHWEM CTa0MJIBHOCTU COOTBETCTBYMOIIEro Oenka. [Ipobann
— MmykuuHa ¢ myrtanuamu ¢.1155C>A (p.lle385=), c.1156A>G (p.Arg386Gly) B
rene WDR36 70 ner, co craxkem 3aboiyieBanusg 13 jieT m 0e3 OTATOIIEHHOM ITO
IJIayKOME HACJIeICTBEHHOCTH Haxoauics noj HadmoaenueM co |l crapueit [IOYT
Ha ogHoM u |l — Ha nmpyrom rnaszy. Tedenuwe 3a0o0JsieBaHMS XapaKTEPU30BAIOCH
IIPOTPECCUPYIOITIM TEUCHUEM.

VY nByx mamueHTtoB ¢ [IOYID' B rene WDR36 Obimn maeHTHQHUIMPOBAHBI
myTtanuu (g.5114C>A) B reTepo3UroTHOM COCTOSTHUHM (4acTOTa MyTaI[MU COCTABHIIA
0,32%) y 2 npo6an1oB: sxeHmHbl 61 1 Mmyxuunsl 80 net (puc. 4). B KOHTpoJIbHOM
BBIOOpDKE JlaHHAs MyTallus He OOHapyXeHa. Y MalMeHTKH C OTATOIICHHOW IO
rJIayKOMe HacCJIeJICTBEHHOCThIO Ha 000MX ria3zax Obuta AuarHoctupoBana | cramus
[IOYI" ¢ oTHOCHTENbHO CTAaOWJIBHBIM XapaKTepoMm 3a0osieBaHus Ha (oHe
MIPOBOJIMMOTO B TEYCHHUH 6 JIET MEAMKAMEHTO3HOTO JieueHusi. Bo BTopoMm ciydae y
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narmenta auarnoctupoBana [IOVT I-11 craguii (crax 3aboneBanus — 13 jeT) u
MEJIEHHO MTPOrPECCUPYIOIIUI XapaKTeP IIayKOMHOIO Mpoliecca.

B rene NTF4 naruenTtos ¢ [IOYI Hamu Obu11 BBIsIBIIEHBI MyTanmu C.412G>T
(Glul38X) Bo BTOpOM 3K30HE y 3 mpoban0B xkeHckoro noja ¢ [IOVYT ¢ wactoroit
0,49%. VY opnoro mpoOaHma 3a00JieBaHWE XapaKTEPU30BAJIOCh paHHEH
MaHU(ecTale U MEIJICHHO MPOrPeCcCHUPYIONIMM XapakTepoM 3a00JeBaHUs, Y
JBOUX — C OTSATOUICHHOM TJIayKOMHOM HACIEACTBEHHOCThIO — TIO3JHEH
MaHudecranuet (mociae 65 JIeT) W OTHOCHUTENIBHO CTaOWJIBHBIM TEYEHHEM
IJIayKOMHOTO Tpoliecca.

B uccnenyemoit Beioopke mamueHToB ¢ [IOYT He ObLIu BBIABICHBI MyTaIlun
u onuMop¢usie BapuanTbl rena OPTN.

Ha BbiOOpke u3 215 HEpoaCTBEHHBIX ManueHToB ¢ auarno3om [HOVYT u 250
aur; 6e3 riaaykombl B TeHe CYP1B1 Owbina wmnentuduimpoBaHa BCTaBKa Tpex
HYKJICOTUZOB B TpeTheM 0dk30He reHa CYP1B1: ¢.1104_1105insCCT
(p.Arg368 Leu369insPro) y 1 mamuenTa B reTepo3UroTHOM COCTOSTHUM, €€ YacTOTa
cocraBmia 0,47%. [laHHbIl ciy4ail XapaKTepU30BaJCS CTAOMJIbHBIM TEUEHUEM,
panHell MaHu@decranueil 3a0ojieBaHMS M OTATOUIEHHOW MO  IJIAyKOMeE

HACJIEICTBEHHOCThIO. MyTalus He Obl1a 0OHapyKeHa Y JINIl KOHTPOJIbHOW TPYIIIHIL.

ONNPEJAEJIEHUE ®EHOTHUIIOB ITIOYT' HA OCHOBE ITPUMEHEHUA
MHOT' OPAKTOPHOI'O U KJIACTEPHOI'O AHAJIM30B
Ouenka ¢axropos pucka pazpurus [IOYT no nanubiM
MHOT0()aKTOPHOTI0 IMCIIEPCUOHHOT0 AHAJIHN3A

Ha Brei6opke u3 348 mamuenTtoB (348 rnaz) ¢ [IOYI paznuunbix ctaauii ¢
NOMOIIBIO  JUCKPUMHUHAHTHOIO  aHaJIM3a Ha OCHOBE aHAMHECTHYECKHX,
KJIMHUYECKUX, (PYHKIIMOHAIBHBIX, MOP(POMETPUUECKUX, TI'eMOJUHAMUYECKHUX,
COMAaTHYECKUX M TEHETUYECKHMX MCCIEAOBaHUN ObUTM BbISABIEHBI Haubosee
3HaYMMbI€ MTOKA3aTeIH, aCCOLIMUPOBAHHBIE C 3a00JIEBaHUEM.

Ha cnegytoiem 3tare ucciieJoBaHus ¢ TOMOIIbI0 MHOTO()aKTOPHOIO aHAIN3a
MPOBEJECHO PAHXKUPOBAHUE MEPEMEHHBIX, aCCOLIMUPOBAHHBIX ¢ pa3ButueMm [IOVT,
B pe3yJibTaTe KOTOPOro ObUIM YCTAaHOBJIEHBI OOOOIEHHBIE MPeoOpa3OBaHHbIC
dakTopsl. OHU XapaKTEepU30BATUCH HAMOOIBIIMMHI HArpy3KaMu JJisl IEPEMEHHbIX:

daxrop 1 (16,75% obmeii qucnepcun), 2 (9,53%), 3 (6,09%). CoOTHOILICHUS MEXTY
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NEPBBIMU ABYMs HanOoJiee 3HAUMMbIMU (PaKTOpaMu U TPYIIaMU MEPEMEHHBIX Ha
IJIOCKOCTH MPEACTABICHBI HA PUCYHKE 5.

®dakTopbl TPYNIUPYIOTCS HA IUIOCKOCTH B OIPENEJIECHHBIE arjiioMeparsl,
onpenenstomme ux BiausHue Ha pasutue [IOVYI'. Haubonbpmeilt acconuanuei c
3aboneBanueM (dakrop 1) XapakTepH30BAINCH IMAPaMETPhl, CBS3aHHBIC CO
cBoiictBamMu porosuibl (LITP u KI') u Bo3pacTHhIMU M3MEHEHUSIMU MALIMEHTOB C
[TOVYT: Bo3pact, HHAEKC KOMOPOMIHOCTH, Hamuuue Karapaktel u [19C,
UHTEHCUBHOCTh nurmeHtanuu YIIK — ¢akrtopsl BO3pacTHONW HWHBOJIOLUH,

IMOATBCPIKAAOIMINEC CYIICCTBCHHYIO POJIb BO3PACTHBIX W3MEHCHHUI B IIaTOI€HE3E

3a00JIEBaHUS.
Plot after Varimax Transformation
; ®daktop 1
08 ® mtapasopo
0,6 ® #13@Tapakta
® nurm YIK
A
~
0 ®dakTop 3
%
©
uB eT pagy X
-p A3H
-04 8 LpufpﬁHa YK
’ ®  muonus
N dakTop 2
-0,6 pa3smep
-0,8
-1 -0,5 0 0,5 1
-- axis 1 -->

Pucynok S. I'paduk Harpy3ok nepeMeHHBIX Ha MEPBBIA U BTOPOil mpeoOpa3zoBaHHbIE (AKTOPHI Y
60mbpHBIX ¢ [IOY] B 1ByXxMepHOM NpOCTpaHCTBE
OtnenbHo chopmupoBan arimomepar (dakTop 2), OTHOCSIIMHACS K
MOP(POMETPUYECKUM M KIMHUYECKUM O(TaTbMOJIOTHYECKUM XapaKTEePUCTHKAM
rinazHoro si6noka (pasmep [130 rmaza, mupuna YIIK, pasmep JI3H, uBer pamyxku
U COIYTCTBYIOIIAss MUOMUS CIa00N CTENEHM), XapaKTEPHU3YIONINI BaXHYIO POJIb
o TaNIbMOJIOTUYECKHUX TTapaMeTpoB y narueHToB ¢ [IOVT.
BOnu3u ot ToukM mnepeceueHuss oceil u B mpenenax kBagpara 0,2x0,2

PacCMoNOXWINCH (haKTOPhI, OKa3bIBAIOIIME MEHBIIEE BIUSHHUE. DTO MEPEMEHHBIE,
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xapakrepu3yrornue kpoBoTok JI3H npu OKTA (daxtop 3): mHIEKC U MIOTHOCTH
MIOJTHOCJIOWHOTO YPOBHS M CJIOSI CTUICTCHUSI HEPBHBIX BOJIOKOH CETYATKH, a TAKXKe
reHeTHYeCKre Tmokasarenu: Hanmuue mytaruii B renax MYOC, NTF, CYP1B1 u

OTSATOIIEHHBIA HACIEACTBEHHBI AHAMHE3 T10 TJIayKOME.

Ouenka ¢gakropos pucka passurus [IOYI' no n1annsim
PerpecCHOHHOr0 aHAJIU3a

C umenpt0o pa3pabOTKU MaTeMaTHUYECKOW MOJEIN MPOrHO3UPOBAHMS
pazButusi [IOYID' ¢ ydeToMm BBISBIEHHBIX B XO0JI€ MHOTO(AKTOPHOIO aHaln3a
HanOoJiee 3HAYUMBIX (HAaKTOPOB — MPEAUKTOPOB 3a00jeBaHUsI — ObLT IPOBENICH
MHOTOMEPHBIM JIMHEWHBIA PETPECCHOHHBIA aHAIU3, pPE3yJbTaThl KOTOPOTO
Mpe/ICTaBlICHbI B TabnuIe 3.

Tabmuma 3. JloruT-MoAenb pEerpecCMOHHOrO aHaldu3a C YKa3aHUueM

3HAUYMMBIX (paKkTOpoB pucka pazsutus [IOYT

[TapameTpsl Koadbdunuent Crang. ommbka | P (mocTtoBepHOCTD

perpeccun (KP) KP)
Bospact -0,1374 0,0628 0,0287
HacaencrBeHHOCTD 5,6799 2,1135 0,0072
[Tnoraocte RPC (OKTA) 0,0867 0,0509 0,0888
BI'1 1,6774 0,3889 0,0000
Koncranra -19,823 6,8793 0,0040
Koaddunment muoxecrBenHoi koppensunu Mak @aanena 0,88

Jns  xaxmoro Qakrtopa ObUT  TONy4eH KOI(P(GUIIMEHT perpeccud,
OTpaXarolui WX YJEJIbHBIM BKJIAI B OOIIEM ypaBHEHWHU, a TaKKe YCTaHOBJICH
Kod(hPuIMeHT MHOXKECTBEHHON Koppemsiiuun Mak dannena, xapakTepu3yONui
acCoIIMAIIHIO 3a00JIEBaHUS C COBOKYITHOCTBIO YKa3aHHBIX MTPU3HAKOB.

[Ipencrasiena Mmoaens nporuosupoBanus pazsutus [IOYI' B 3aBucumoctu
OT MoKa3aTesnei PakTopoB, JOCTOBEPHO ACCOLMUPOBAHHBIX C 3a00JIEBAHUEM:

DRR POAG = 5.679*HEREDITY - 0.087/7*RPC_DENSITY +1.677*I0P -
0.137*AGE - 19.823, rne DRR POAG - koaddunmeHT pucka pa3BuTHs/
development risk ratio ITOVYT, IOP — ucxonusiii yposens BI'JI, HEREDITY —

Hajguyue TJIaykombl y pojactBeHHUKOB, AGE — Bospact, RPC_DENSITY -
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IJIOTHOCTh COCYJIUCTOIO PUCYHKA Ha YPOBHE MEPUMNANUIUISIPHOTO CJIOS HEPBHBIX
BOJIOKOH ceT4yatku, 19.823 — maTemaTHyeckass KOHCTAHTA.

Jlannast (hopMyIia MO3BOJISIET MPOBOIUTH pacueThl pucka pazputusa [IOVI y
MAIMEHTOB C MOAO3PEHUEM Ha Tiaykomy. [[ns aToro B Gopmyiy moICTaBISIOTCS
yucaeHHble 3HaueHus ypoBHs BI'J[ (B MM pT. cT.), Bo3pacta (JIeT) U MJIOTHOCTH
kanmwuIsipoB Ha ypoBHE RPC (%). [Ipn Hammuuy y nmanyeHTa HaciaeACTBEHHOCTH 110
riaykome B hopmyiny nojacrasisiercs 1, mpu orcyTcTBuu — 0. 3aTeM pacCUUTHIBAIOT
koa(huieHT pucka pazputus riaykomsl. Pazsutue IIOYI npornosupyercs mnpu
sHaueHuu nokazatensi DRR POAG 6oree 0,5. UyBCTBUTEILHOCTD ITPEACTABICHHON
Mozenu coctaBmia 97,92%; cnenuduarocts — 95,69%. [IporHocTuueckas oleHKa
mozenu paszButus [IOYID' oxazamace BbiCOKOM H coctaBwia 87,99%, uto

MNOATBCPIKAACT €€ JTHATHOCTUICCKYIO HCHHOCTD.

Onpenenenue penorunos [IOYI Ha ocHOBe KJIaCTEPHOI0 aHAJIN3A

JUtst TpynnupoBKH HAa OTAENbHbIE (DEHOTUIBI BBIOOPKU W3 348 OO0JIBHBIX
[TOVT ucnonp3oBaH KOMIUIEKC CTAaTUCTHUECKHUX METOJOB aHain3a 37 HamOoJiee
MH()OPMATUBHBIX TOKa3aTeled M0 KaKIOMY CIy4ar0 HaOJIIOJEHUs, KOTOpbIE
XapaKTepU30BaIu OCHOBHBIE aHAMHECTUYECKHUE, KIMHUYECKUE, QYHKIIMOHATBHBIE,
MOp(QOMETpUYECKUE, TIeMOJAMHAMHUYECKHE W  TIE€HETHYECKHEe  OCOOCHHOCTU
3a00JIeBaHUS B COOTBETCTBUU C PE3yJIbTaTaMU IIPOBEICHHOTO (PaKTOPHOTO aHAIH3A.

C nenbio onpeaenenus yrcia kiaactepo [IOYI namu BriepBbie ObLT MPOBEICH
UepapXUYECKUl KIACTEPHBIA aHaIW3 BBIOOPKM TAIMEHTOB C IOCTPOSCHUEM
JIPEBOBUIHON TUArpaMMbl, KOTOpasi MPEJCTaBISET BCIO COBOKYITHOCTh OOBEKTOB
HaOMIOZCHUS 1O MaclITaOMPOBAHHOMY pAacCTOSHUIO. Bu3yanbHbI aHamu3
MOJYYEHHBIX JCHAPOTPaMM MO3BOJIMJI YCTAHOBUTH, UYTO ONTHUMAJbHBIM SIBUIOCH
dopmupoBanue 4 knactepoB. C NOMOIIBIO MHOro(akTOPHOTO aHajiu3a ObLIM
BBIYUCJIEHBI 3HaUYUMBbIE (DAKTOPHI B KXKIOM U3 CPOPMUPOBAHHBIX (PEHOTHUIIOB.

Ha ocHoBaHuM aHamM3a KOJWYECTBEHHBIX M KAaYECTBEHHBIX I1apAMETPOB,
xapaktepusyronux [IOYT u conyTcTByOITYIO MATOJIOTUIO, BbIICICHBI 4 (heHOTHUTIA
3a00JIeBaHUSI C XapaKTEPHBIMU IS KAXKIOTO M3 HUX HabOpamMu NPU3HAKOB,

KOJIMYECTBEHHBIC XapaKTEPUCTHKN KOTOPHIX OTPaKeHBI B TaOymIie 4.
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Tabonuma 4. XapaxktepucTHka KIMHHUYECKMX W MOP(PO(YHKIIMOHATBHBIX

oranpmonornyeckux nokasareneit mauuenton ¢ [IOYI no ¢penorunam, M+

[Toxazatenn | ®enorun 1 ®enotun 2 ®enotun 3 ®enotun 4 Kontp. rpynna| CpaBHeHUU
n=57 n=47 n=131 n=114 N=48 MEXIY
Kiactepamu’
BI'Jl, mm p1| 27,8645,56** | 25,82+3,02%** | 24,2242 74** | 25,0143,22** | 17,21£2,25 1-2,1-3,1-4
CT.
548,63+16,57 |503,45+10,89** | 536,70+12,55 | 571,62+12,97** |542,69+30,64 | 1-2,1-3, 1-4, 2-
TP, mxm
3,2-4,3-4
8,16+0,94** 8,09+1,3** 9,26+1,23* 9,89+1,34* 10,4+0,19 1-3,1-4, 2-3, 2-
KI'
4,3-4
1130, mm 23,45+0,93 23,95+1,06* 23,55+0,75 23,26+0,8 23,45+0,95 |(1-2,2-3,3-4,2-4
IMokazatemn OKT
RNFL pm | 68,83+9,84** | 782+15,21*% | 94,4248,5** | 94,85+£8,64** | 100,77+7,42 |1-2,1-3, 1-4, 2-3,
thickness, 2-4
Cup 0,66+0,14** | 0,58+0,19%%* 0,42+0,13 0,40+0,12 0,30+0,12 |1-3, 1-4, 2-3, 2-4
volume, Mm3
Rim area, 0,66+0,22** | 0,81+0,33** 1,2+£0,29** 1,13+0,25** 1,46+0,28 1-2,1-3, 1-4, 2-3,
MM 2-4
Disk area, | 2,07+0,3 2,15+0,34 2,1+0,32 2,02+0,32 2,07+0,38 -
MM
Cup/Disc 0,38+0,20** | 0,37+0,27** 0,21+0,21* 0,20+0,18* 0,39+0,14 1-3,1-4, 2-3, 2-4
area ratio
GCC 71,2+10,22%* | 77,48+13,04** | 93,69+9,13** | 91,64+6,69** | 98,63 7,27 |1-2,1-3, 1-4, 2-3,
Av.th.,, um 2-4
FLV, % 9,13+4,81** | 5,57+4,72%* 1,4£1,6** 1,58+1,83** 0,29+0,46 -
23,84+£10,44** | 15,07£12,25%* | 5,09+4,91** | 5,01+£4,07** 1,61+1,83 1-2,1-3, 1-4, 2-3,
GLV, %
2-4
IToxazarenn OKTA
ONH 0,13+0,02** | 0,13+00,01* 0,15+0,08 0,15+0,09 0,14+0,014 -
index
RPC 0,04+0,02** | 0,06+0,08** 0,07+0,05* 0,07+0,06* 0,15+0,1 1-4
index
ONH 96,27+3,17**| 97,63£1,55* 98,31+1,78 98,53+1,10 98,65+1,26 |1-2,1-3,1-4,2-4
density %
RPC 45,40£11,40%* | 53,45+£12,76** | 65,83+9,37* | 66,62+7,58* 70,44+5,59 |1-2,1-3, 1-4, 2-3,
density % 2-4
IToxazatenu KII
MD. dB F11,8543,59** | -9,18+4,71** -4,41£2,64** | -4,34+£2,55** | -0,54+1,78  |1-2,1-3, 1-4, 2-3,
’ 2-4
PSD, dB 6,19+5,32*%* | 5,645,74** 1,96+1,84** | 1,85+1,45** 0,75+0,71 1-3,1-4, 2-3, 2-4
HpHMe‘{aHI/IHZ * HAOCTOBCPHOCTDb pa3n1/1q1/1171 0 CpPaBHCHUIO C KOHTPOJIEM IIO T'KpI/ITepI/IIO

CrplofeHTa 17151 He3aBUCUMBIX BbIOOpOK mpu p<0,05, ** — npu p<0,001;
# — IOCTOBEPHOCTP pa3IMYHiA TPH MHOKECTBEHHBIX CPAaBHEHHSIX TIOKa3aTeNel KJIacTePOB MEKIY

co00ii ¢ ompeselleHneM arocTepruopHOro kKputepus 1mo ['oxoepry mpu p<0,05

OcHOBHBIE XapaKTepUCTUKH (EeHOTHNOB (KiacTepoB) manueHtoB ¢ [IOVYT

IIpeCTaBIICHBI B TaOIHUIIE 5.
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Tab6auna S. Xapakrepuctuku ¢peHoTurnoB nanuenton ¢ [IOYT

| penoTun Il penorrn Il benoTun IV dbenotun

Bo3pact- C BbIcOKOI yacToTOll | Cpenne- Cpenne-

aCCOIMUPOBAHHBIN, MHOIINH, KTOHKOM» BO3PACTHOM, BO3PACTHOM, €

¢ BLICOKHM YPOBHEM poroBuiuein» HACJIeICTBEHHO «TOJICTON»

BI'{ 00yCJIOBJIEHHBIH, C | pOoroBuIei
T'HA

e cTapmmii Bo3pacr, ® CTapIINii BO3pacT ® Cpe/lHHIT BO3pacT | ® cpeaHMii

(69,71+8,03 ner) (64,28+10,39 ner) (58,08 +9,16 Jser) BO3pacT

e MaHu(ecTaAIUA e MaHudecTarus e MaHudecTanus (59,39+9,37 nert)

3a00/1eBaHus B
cTapiieM Bo3pacre
(62,90+7,46 ner)

® BBICOKHIH HHAEKC
KOMOPOUIHOCTH
(4,63+1,4)

® BBICOKAS J0JI5
CONMYTCTBYIOIIUX
3a00J1eBaHMIi —
KaTapakTsl (82,56%)
® ICXOJIHbIM YPOBEHD
BI'J] (27,86+5,56 MM pT.
CT.)

e [{TP B npenenax
CpEeHUX 3HAYCHUU
(548,63+16,57 mxm)

e nuskuii KI™ (8,16+£0,94)

e yacrora II9C
BbIcOKasi (63,15 %)

® YHTCHCHUBHAS
murmenTanmsa YIIK
(52,63%)

® pa3Mep nepeHe-
3aHEN OCH Ta3a
23,45+0,93

® BbIpasKeHHbIE
MOp(popyHKIHOHAIb-
HbI€ U3MEHEHHS
ceruatku u 3H

® BbIPpa’KeHHbIE
HApPYLIEHUs
MHUKPOUMPKYJIALHA
JA3H

® CBsI3b C MyTAIUSIMU B

reae WDR36 (10,52%)

3a00JieBaHuUs B
CpeaHeEM Bo3pacTe
(59,3+9,5 ner)

® BLICOKHI MHCKC
KOMOPOHJIHOCTH
(4,23+1,62)

® CONYTCTBYIOIIHE
3200J1€eBaHMA:
vuonusn (40,43%),
kaTapakra (68,09%)
® HICXOJHBIN YPOBEHb
BI'J1 (25,82+3,02 mm
pT. CT.)

e IITP nuxke cpegnux
3HAYEHHH, KTOHKAS»
(503,45+10,9 mxm)

o nu3kuii KT’
(8,09+1,3)

® BBEICOKAs YacTOTa
I12C (42,55%)

® pasMmep nepeaHe-
3aJHEH OCH IJ1a3a
23,95+1,06 MM

® BbIpa’KeHHbIE
MOp(popyHKIIHOHAIB-
Hble U3MEHEHHUA
cetuaTtku u 3H

® BbIPA’KEHHbIE
HApyUICHUS
MUKPOUMPKYJIALHA
JA3H

® CBSI3b C MyTAallUsIMU B
reae MYOC (8,52%
CIIy4aeB)

3200/1eBaHNA B
cpeHeM BO3pacTe
(55,89+8,04 Js1eT)

* npeodJaaan0T
skeHIMHBI (82,44%)
® MCXOIHBINH
ypoBenb BI'/{
(24,224+2,74 mm pT.
CT.)

® NTAIIHEHTOB C
HCXOJTHO
HOPMAJIbHBIM
ypoBHeMm BI'Jl
24,42%

o [[TP B npenenax
CpPEIHUX 3HAYCHUU
(536,70+12,55 mMxm)
® pazmep nepeaHe-
3aJJHEH OCH riia3a
23,55+0,75 mMm

® yMepeHHbIe
Mop¢odyHKIHO-
HAJIbHbIE
H3MeEHEeHH
cetuaTtku u 3H

® yMepeHHbIe
HApyUIEHUsA
MHUKPOUMPKYJIALHA
J3H

® HACJIeACTBEH-
HOCTb,
OTATOIIEHHAS 110
rjaykome

e MaHU(ECTAIHI
3a00JIeBaHUS B
CpelIHEM BO3pacTe
57,194£8,58 ner

® ICXOIHBIN
ypoBeHb BI'J]
(25,01£3,22 MM pT,
CT.)

e I{TP BbiIe
CpeaHnX
3HAYEHHH,
«TOJICTASD
(571,62+12,97
MKM)

e yacrota [19C
yMepeHHas
(28,94%)

® pa3Mep nepeaHe-
3aJHEH OCH IJ1a3a
23,26+0,8 MM

® yMepeHHbIe
Mop¢opyHKk1HO-
HaJIbHBbIE
H3MEeHEHMHS
cetuatku u 3H

® YMEpPECHHBIE
HapYIICHUS
MUKPOLUPKYJISI-
uuu JI3H

HpI/IMC‘-IaHI/ICI BBIJACIICHBI HanOoJIee 3HAYUMEBIC JJIsA (bCHOTI/IHOB (I)aKTopBI
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Omnpenenensl (pakToOphl, OTPAXKAIOIINE CTAOMILHBIE TAPAMETPhI TTOJTYICHHBIX
KJIACTEPOB, MHBAPUAHTHBIE K BHYTPUKIACTEPHON N3MEHUYUBOCTH.

CnenyeT momyepKHYTh, YTO pasfielieHHe Ha (EHOTUIIBI HE 3aMEHSET, a
JOTIONHSAET ~ CYIISCTBYIOIIME Kilaccupukamuu TIayKoMbl. [lepcrekTuBHOMN
NpEACTaBIACTCS  MepcoHalu3upoBaHHas jauarHoctuka [IOYDT ¢ yderom
BBIZICIICHHBIX KJIMHUYECKUX (DEHOTHUIIOB B OTHOIICHHWH OTPEICIICHHS alTOPUTMOB

BCIACHHUA ITAITUCHTOB C JaHHBIM 3a00JICBaHUEM.

TedeHue riIayKOMHOIO0 npouecca B 0TAaJeHHbIE CPOKH HAOII0OAeHNS B
3aBHCHMMOCTH OT NPUHAJICKHOCTH K YeTbipeM eHoTHIIAM 3200J1€BAHNS
B omnpenenennsix uerhipex kiactepax y 158 mammentoB c¢ I[IOVYI Obin
IPOBE/ICH aHAJIN3 CTA0OMIM3AIMH [JIayKOMHOTO IIpoliecca B JTUHAMUKE 3a 24 Mecaua
C Y4YETOM JOCTHKECHMsI JaBJICHHS UeNu Ha (OHE TUIOTEH3WBHOW Tepamuu,
JA3€pHOTO0 WJIM XUPYPrUYECKOTO BMEIIATENIBCTB, a TAKXKE NPUBEPKEHHOCTH K
neueHunro (tabmuna 7). Kpurepusmu craOuWiw3aliid WM TPOTPECCUPOBAHUS
[JIAYyKOMHOTO  Mpoliecca  CIOYyKWIM ~ MOPPOPYHKIMOHAIbHBIE  IMOKa3aTelx
(Knuanueckue pexomenaanuu «l'maykoMa mnepBUYHAs OTKPBITOYTOJIbHAS», YTB.
Munznpasom Poccun, 2020 1.).
Tabmmuna 7. [uHamuka TJayKOMHOTO Mpolecca Ha (HOHE JI€UEHUS Y

MAIMEHTOB PAa3JIMYHbIX (PeHOTHUIOB, adc. (%)

JlazepHoe
MenukaMeHTO3HAs Tepanus Kommiaenc [Iporpeccupo-
XHpypriec- Banue I1IOYT
DEHOTHIIBI KOE Jieue-
Momnorepanus | Kom6unupo- Ynosnerso- | Heynosierso-
BaHHbIE JIC e PUTENBHBIA | PUTEIBHBIN
1 (n=46) 9 (19,57)# 37 (80,43)# 3(6,52) 27 (58,7) 19 (41,3) 13 (28,26)

2(n=32) |15(46,9* |17 (53,13)* |3(9,37) 21(65,63) |11(34,38) |8(25,0)

3(n=38) |24 (63,16)** | 14 (36,84)** |1 (2,63) 26 (68,42) |12(31,58) | 6(15,79)

4 (n=42) |30 (71,43)**#| 12 (28,57)**#| - 25(59,52) | 17 (40,47) |5 (11,9)*

Hrtoro 78(49,37) | 80(50,63) |7 (4,43) 99 (62,66) |59 (37,34) | 32(20,25)
(n=158)

[IpuMedaHns: * — JOCTOBEPHOCTh Pa3IMUHMil MO CPABHEHHIO C | (DEHOTHIIOM MO KPHTEPHIO )
[Tupcona npu p<0,05; ** — mpu p<0,001; # — KOCTOBEPHOCTH PA3NUYHUI 110 CPABHEHHUIO CO 2
denotunom no kpureputo x> Iupcona npu p<0,05
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B nunamuke 3a 24 wMecsiia yCTaHOBJEHA TEHJICHIUS MPOTPECCUPOBAHUS
[JIAYKOMHOI'O MPOLECCa y MALMEHTOB UCCIENYEMBIX KIACTEPOB: MaKCUMAaJbHAs — y
mu | Qenotmna ¢ WCXomHO — HeOMAarompusATHBIM  (OHOM 1O  BO3PACTy,
(YHKIHOHAJIBHOMY COCTOSIHMIO TJ1a3 U COMYTCTBYIOIIEH COMAaTUYECKON MaTOJIOTHH.

[lenecooOpa3Ho y4yuTHIBaTH SPPEKTUBHOCTH JICUYCHUS, KOMIUIAEHTHOCTb,
CTaOMJIM3AIMHUIO TJIAYKOMHOTO Tpollecca B TWHAMUKE NPU OINpPEIeTICHUH CTpaTeruu
MEPCOHAIM3UPOBAHHOrO BeAeHus naunueHtoB ¢ [IOVYI', koropas moapazymeBaer
0a3zoBoe 00Cie0OBaHWE W JICYEHHE B COOTBETCTBUM C TE3MCAMHM PEKOMEHJalUi
«Knunnueckue pekoMmeraarum» (2020 r.) ¢ yuetom (HeHOTHIOB 3a00JI€BaHMS.

Tak, marieHTam nepBoro peHoTura 1e1ecoo0pa3Ho MPOBOAUTH 00Jiee YacThie
OCMOTpPBl O(TaTBLMOJIOTOM TIPU HECTAOMJIIBHOM TEYeHUH 3a00JieBaHUS, paHHEe
Ha3HAYeHHWE KOMOMHUPOBAHHOMN TE€panuyu MECTHBIMU THIIOTEH3UBHBIMU CPEJICTBAMU U
XUPYPTUUECKOro JieueHus. PekoMeHyeTcsl BeJleHne MaleHToB AaHHOro (heHOTHNa
COBMECTHO C BpayoM 0011l MPAKTUKU C KOPPEKIUEN COMYTCTBYIOIIUX COMAaTHUYECKUX
HapyLICHUH.

B nporpaMmy BeneHHsS MalMEHTOB BTOPOIO M YETBEPTOro (HEHOTUIIOB
00OCHOBaHO  BKJIIOYEHUE  JIOMOJHUTEIBHBIX  O(PTAIbMOJOTHYECKHX  METOJIOB
MOHHUTOpHHTA (ABYHaNpaBiacHHOM anruiaHannoHHON ToHoMeTpur, OKT u OKTA) mist
aZIcKBaTHOM OLIEHKHU cocTosiHMs ypoBHA BI'J] u Mukpouupkynsiuu cetuatku u JI3H.
[Tpu »TOM B Tepanuu BTOporo GeHOTHIIA KeJIaTeTbHO aKTUBHO UCTI0JIb30BaTh MECTHBIE
npenapaTbl KOMOMHUPOBAHHOTO JIEHCTBHUS.

B crparernto BeneHHs MAUMEHTOB TpPEThero (peHoTuna uenecooopasHo
BKJIFOYaTh MOHUTOPHHT C TIOMOIIIBIO TIOTTOJTHATEIBHBIX MeT010B o0caenoBanms (ORA,
OKTA), a takxe BbisiBaeHue (aktopoB pucka pa3sutusa [IOYIT y poacTBeHHUKOB

npobaHja ¢ 00CIeI0BaHUEM 10 TPOrPAMME «IUATHOCTHKA II1ayKOMbBD».

ITocTpoenue moaesn aepeBa pemeHuid kiaacrepuzauuu [IOYT
C nenpro onpenenenus npuHaexHocTy il ¢ [IOYI' k ogHOMY M3 yeThIpex
KIIMHUYECKUX (PEHOTUIIOB HAa OCHOBAHMM MHOYKECTBA OTJIMYMTENIBHBIX MPU3HAKOB
BbI0OpKH 13 348 manuenToB (348 11a3) ¢ MOMOIIBIO CUCTEMBI HHAYKTUBHOTO BBIBO/IA
MpaBui C TPUMEHEHHWEM TMPOTPAMMHOTO CpeAcTBa «Seeb» Hamu ObuT CO3/daH

ABTOMATHU3UPOBAHHBIN anroput™m — «Mogenb JepeBa pelIeHUH KIIACTEPU3alun
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nauueHToB ¢ [IOYT'», KoTopslil IpeACKa3bIBAET OTHECEHUE MTPEACTABICHHOIO CITydast

K OJHOMY U3 4-X KJIaCTEpOB.

AJITOPUTM MEPCOHATU3ZUPOBAHHON JUATHOCTUKHU
" BegeHus nanuenToB ¢ IIOYTI

Ha ocHOBaHMM TIPOBENCHHBIX MCCIEIOBAHUNA MPEIJIOKEH  AJITOPUTM
muargoctuku [IOYI u manpHelmero BeaeHus MaliueHToB ¢ JTaHHBIM 3a00JIEBAHUEM,
KOTOPBIA BKJIIOYAET KOMIUIEKC KIMHUKO-UHCTPYMEHTAIBHBIX M TE€HETHYECKHUX
HCCIIeIOBAaHUM, PEKOMEHIAINH T10 IT0I00pY WHAUBUIYaIbHOMN MPOTpaMMBbI JICUCHUS
u mouutopunra [IOYI' B cooTBeTCTBHHU ¢ KIMHHUESCKUMHU (heHoTHIIaMu (puc. 8).

AJITOPUTM  yCJIOBHO MOXXHO pa3feiauTh Ha Tpu odTama. IlepBeiii —
JIMarHOCTUYECKHUH, KOTOPBIM BKJIIOUAET B ce0s CTaHIapTHOE OPTaTBbMOIOTHYECKOe
oOciieloBaHWE  MAIlMEHTOB W  MNPUMEHEHUE  JIOMOJHUTEIBHBIX  METOJ0B
uccienoBanus  (JByHanpaBlICHHOW —amuiaHalioHHOW ToHOMeTpuu, OKTA,
MUKPOIICPUMETPHH), TPOBEICHUE TEHETUYCCKOro OOCICIOBaHUSA JIMIl C
OTSTOILIECHHBIM IO IJIayKOME aHAMHE30M H/UJIN MOJI03PEHUEM Ha HACIIECTBEHHBIM
xapakTtep 3a00JIeBaHUsI.

Btopoii aTan anroputMa BKIIOYAET BhIABICHUE (PAaKTOPOB U CTEIIEHU PUCKA
pazButua I[IOYI' y manMeHTOB C MOJ03pEHHUEM Ha TJayKoMy C NPUMEHEHUEM
dbopMyIIbl, OCHOBAaHHOM Ha pacyeTax perpeCCHOHHOTO aHaIn3a, a TAaK)Ke B IIpoIiecce
JUArHOCTUYECKOTO TOUCKA C TIOMOIIBI0 ABTOMATHU3WPOBAHHOIO aJIrOpUTMa —
«Mogenu nepeBa pelieHu Kiaactepu3aiuu naiueHToB ¢ [IOYIy.

Tpetuii 3Tan aJropuT™Ma nNoApa3zyMeBaeT NEPCOHATU3UPOBAHHYIO CTPATETUIO
BeneHus maiueHToB ¢ [IOVI, koTopas BKIOUaeT AMHAMUYECKOE HAOJIOJICHUE U
JICYEHUE B COOTBETCTBUU C KJIWHUYECKUMU PEKOMEHAAIMSIMU U C Y4ETOM
ONpENEICHHOT0 (PEHOTHUIIA.

JlanHble OOMICKIMHUYECKON HIUAarHOCTUKHW, OCHOBHBIX M JIOIOIHUTCIHLHBIX
0(TaTbMOJIOTUUECKUX METOJI0OB MCCJICIOBAHUS B LIEJIOM MPEICTABIISIIOT BaXKHYIO
uH(pOpMAIMIO, XapaKTEepU3YIOLIYyl0 O0coOeHHOCTH Bo3HMKHOBeHus I[IOVYID ¢
BBIJICJICHUEM 3HAYUMBIX (DaKTOPOB PHCKA M OINPEICICHHEM €ro (PEHOTHIIOB, YTO
SIBJISICTCS TIEPCIICKTUBHBIM JISl pa3paOO0TKU MEePCOHU(GUIIMPOBAHHBIX ITOAXOI0B K

JMArHOCTHKE U MU PEepeHITMPOBAHHOMY JICUEHUIO TAHHOTO 3a00JICBaHMUS.
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Puc. 8. Anroputm nepcoHaqu3upOBaHHON JUArHOCTHKU U BeJieHU marueHToB ¢ [IOYT

CranpapTHoe o ransmonornyeckoe
o6GcnenoBanmne: TOHOMETPUs, NepUMeTpuUs,
o TanbMOCKONUNA, rOHUOCKONUSA,
keparonaxumertpun, OKT

' _ '

AononHurensHo: reHeTuyecKkoe
o6cnenosanne: onpegeneHme MaxxopHon
myTaumm p.Q368X (c.1102C>T) y naunenra

M ero poACTBeHHUKOB

C6op paaHHbIX: XXanobbl, aHAMHEe3 XU3HN U
3aboneBaHusi, yTOMHEHNE HANNYNA OTArOLWEeHHON
Nno rnaykome HacnefCcTseHHoOCTH

|
s - DononHuTtenbHo: Hanu4ue n
‘AononuuTtensHbie metoabl: ORA, T KON EARIIE

mukponepumeTpus, OKTA saboneBaHuin

' l
il ! N

HAwnaruoa NOYIr

OdransmornnepreHsns noyr Mopoapexune Ha NOYT
He NoATBEepPXAEH
v .

Onpepnenenne cpenorunos NOYr Pacver pucka paasurns NOYr
. ' . ' . :

| heroTun Il heHoTuN Il heHoTMN IV peHoTun Boicokuin Huakunin
' . . v .

MepconanuanpoBaHHas crparerus MNepcoHanuaupoBaHHan crparerus
BeAAeHUA NAUMEHTOB B 3aBUCUMOCTHN AMHamuyeckoro Habnogenus B
ot ¢peHoTuna NOYr 3aBUCUMOCTHU OT pucka passutua NOYIr
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BbBIBOJbI
1. Ha ocHOBaHmu KOMIUIEKCHOTO 0obOcnenoBanus namueHToB ¢ [IOYI ompenenena
BBICOKAs TMarHOCTHYECKAs 3SHAUUMOCTD ITAPaMETPOB OCHOBHBIX U IOTIOJTHATEIBHBIX
METOJIOB UCCJICI0OBAHMSI, ACCOITMUPOBAHHBIX C 3a00JICBAHUEM M UTPAIOIINX BAXKHYIO
poJib B JOPMUPOBAHUY KIMHUYECKUX (DEHOTUTIOB, B TOM YHCJIC: IBYHAIIPABICHHOM
anIuIaHallMOHHON TOHOMETPUHU (4yBCTBUTEIBLHOCTD MeTOo1a 74,56%,
cnerupuyHoCcTh — 96,88%), MuUKponepuMeTpuu (4yBCTBUTEIBHOCTh — 65,26%,
cnenupuyHocth — 81,63%), OKTA (uyBcTBUTENBHOCTh MeTOMa Ha ypoBHE RPC
63,3%, crienuguaHocTh — 65,6%, Ha ypoBHe ONH — 81,25% u 57,2%)).
2. B pe3ynbrare MOJEKYJISIPHO-TEHETHYECKOro aHanmmu3a nanueHToB ¢ [IOYTD
uneHtTuunmpoBansl Mytamuu: p.Q368X (c.1102C>T) B reme MYOC B
TeTEPO3UTOTHOM COCTOSIHUM Y 8 HepoAcTBeHHbIX mamueHToB ¢ [IOVYT, (wactorta
mytanuu 1,3%). JlanHas MyTanusi SBJsUIACh MaXOPHOM M XapaKTepHU30Balach
reTEPOreHHOCThIO KIIMHUYECKUX MPOSBICHUN, MaHU(ecTanueld B Bo3pacte 10 60
JE€T W TPOTrPECCUPYIOIIMM XapaKTEPOM TIJIAYKOMHOM ONTHYECKOW HEUPONaTHUH
(75%), oTATOoIIEHHOM 110 TJIAYKOME HACJIeICTBEHHOCTHIO (87,5%), €€ HOCUTEIILCTBO
MOKET CITY’)KHTh MAapKEPOM PHCKa Pa3BUTHS 3200JICBaHNA.
3. BrisBiensl panee He onucanHble y nanueHToB ¢ [IOYT myranuu B rene WDR36:
c.940A>T (p.lle314Phe), c.1009G>T (p.Ala337Ser), c.1156A>G (p.Arg386Gly) B
reTePO3UTOTHOM COCTOSIHHH.
4. Ha ocHOBaHMH KOMIUIEKCHOTO oOcnenoBanus nanueHToB ¢ [IOYI onpeneneHsl
KJIIMHUYECKHUE, MOP(POPYHKITMOHATHHBIE u TEHETUYECKUE bakTopsl,
aCCOIIMMPOBAaHHBIE ¢ pa3BUTHEM 3a0osieBaHus. Pa3paboTaHo mporpammHOe
oOecrieueHne, MO3BOJIIONICE CTPATU(DHUIIMPOBATH MAIMEHTOB Ha TPYMIIBI HU3KOTO U

BBICOKOT'O PHCKOB pa3BUTHA 3a00I€BaHU.

5. IlpencraBnena aBTopckas mMojzenb NporHo3upoBanus pa3sutus [IOVYI ¢ yuerom

HauOoJsiee 3HAUMMBIX (pakTOpoB pucka (Bo3pact, BI'/l, oTsroiieHHas mo Triiaykome

HACIIEICTBEHHOCTh, IUIOTHOCTH cocyaucroro pucyHka JI3H na ypoBue RPC mo

nanabiM OKTA) ¢ ayBcTBUTENBHOCTHIO 97,92% 1 cnienuduanocThio 95,69%.

6. C moMOIIIbI0 KJIACTEPHOTO aHAJIN3a PE3yJIbTaTOB KIMHUYECKUX, PYHKITMOHATHHBIX,

MOP(POMETPUYECKUX M TEHETHYECKUX TMoKazaTener, xapakrepmsyromux [MOYID u

COITYTCTBYIOIIYIO TTATOJIOTHIO, onipeniesieHbl 4 (henotuna 3aboneBanus: 1 — «Bo3pact-
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aCCOLIMMPOBAHHBIN, ¢ BBICOKUM ypoBHEM BI'Jl», 2 — «C BBICOKON 4acTOTOW MHUOIMH,
«TOHKOI» poroButiei», 3 — «CpeaHeBo3pacTHOM, HACIEACTBEHHO 00YCIOBICHHBIN, C
['H/I», 4 — «CpenHeBo3pacTHOM, C «TOJCTON» POTOBUIIEH», XapaKTEPU3YIOIIUE €0
TETEPOTCHHYIO IPUPOLY.

7. IlpencraBineHa MOJEIb IEpEBA pelIeHUH KinacTepru3auu nauneHToB ¢ [IOVYT ns
ONpe/eNeHUs] OJHOTO M3 4YeThipeX (PEHOTUIOB 3a0oyieBaHUS HAa OCHOBAHUU
Pe3yIbTaTOB KOMIUIEKCA KIIMHUKO-TEHETUYECKUX MCCIICIOBAaHUM.

8. B pesynbpraTe OLIEHKM (DAaKTOPOB pHUCKa pPAa3BUTUS U BBIIEICHHS YETBIPEX
¢enorunoB IIOYI pa3zpaboTaH aaroput™ NnepcoHaIM3UPOBAHHON TUArHOCTUKU U

i pepeHIupOBaHHOTO BEJEHUS MAIMEHTOB C Pa3IMYHBIMU (DEHOTUIIAMHU.

IIpakTHyeckue peKoMeHaaluu
1. B xommiekcHoit guarHoctuke IIOYIT pexkomenmyercss HMCIOIb30BaTh
JOTIOJTHUTENbHBIE METO/BI: JABYHANPABICHHYIO alllJIaHAIMOHHYIO TOHOMETPHIO,
MUKPOIIEPUMETPUIO, OKTA, BBISBIIAIOILNAE KIIMHUYECKUE, Mopdo-
(yHKUIHOHATIbHBIE, TEMOAMHAMUYECKNE HAPYIICHUS JUIsl OLICHKU CTEIEHH pPHUCKa
pa3BuTHs 3a00JieBaHUS W TOCieayromero pasiaenenus nauueHToB ¢ [IOYI nHa
onpeeneHHbIe (PEHOTHUIIBI.
2. Ins ompenenenust pucka paszputus [IOYD u dopmupoBanus ¢eHOTHIIOB
3a00JIeBaHUsl PEKOMEHIyEeTCs MMPOBOJUTH OLEHKY COIMYTCTBYIOILEH COMaTH4YEeCKON
NaTOJIOTUH C Pacue€TOM MHTErpajbHOIO Mokasareis — MHaekca koMmopOuHOCTH.
3. ns onpenenenust puckos pazsutus [IOYIDT pekomenmyroTcs mporpaMmMbl s
OBM  «Ouenka (QyHKIIMOHAIBHOTO PHUCKA  BO3HUKHOBEHUS  IEPBUYHOU
OTKPBITOYTOJIbHOM TJAayKOMbD», a Takxke «Crnoco0 NpOrHO3MpOBaHUS pHUCKA
pazButus [IOYT».
4. B uensx npoBedeHUs MPOPUIAKTUYECKUX MEPOIPHUSATUN B CEMbSIX BBICOKOIO
pucka pazsutus [IOYT y Onmxailiunx poACTBEHHUKOB Mpo0OaHa 1esiecoo0pa3Ho
MIPOBEJCHUE MOJIEKYJIPHO-TEHETUYECKOTO  MCCJIEAOBAaHUSA ISl BBISBIICHUS
MaxxopHoi mytanuu p.Q368X (c.1102C>T) B rene MYOC.
5. [lns okazanus auddepeHimpoBaHHON 0 TaTFMOJIOTHYECKOM TOMOIIN O0IHHBIM
c TIOYI' Ha oCHOBaHWM COBOKYMHOCTH KJIMHHYECKHX, (DYHKIIMOHAIBHBIX,

MOP(POMETPUUECKUX U TEHETHUECKUX MOKa3aTeseld M COMyTCTBYIONMIEH MaTOJIOTHH
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pPEKOMEHJIyeTCsl olpeniesieHre (PeHOTUIIOB 3a00JIeBaHUs MO MPEIVIOKEHHON HaMU
METOTUKE.

6. C nenbio BbIOOpa aJeKBaTHOW METOAOJIOTMU AUCIAHCEPHOro HAOIIONEHUs 3a
nanqpeHtamu ¢ [IOYIT  nmenecooOpa3sHo ~ HMCHOJB30BATh  CTPATETUU
HEPCOHAIM3UPOBAHHOTO BEJCHUS MAllMEHTOB, pa3padOTaHHbIE HA OCHOBE aHAIn3a
KIMHUKO-(QYHKIIMOHAIBHBIX, MOP()OMETPUYECKUX U TEHETHUUYECKUX MOKa3aTeleH,

XAPaKTCPU3YIOIIHUX 3a00J1eBaHKE C YUCTOM ACJICHHUA ITATUCHTOB HA (1)€HOTI/IHI>I.
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CIIMCOK COKPAILIEHUH
BI'/] — BHyTpHUIIIa3HOE NaBIIEHUE
I'en CYP1B1 — mutoxpoma 450
I'et MYOC — muonunmHa
I'en NTF4 — neiiporpoduna
I'en OPTN — onrtuHeBpHrHA
I'en WDR36 — cemeiictBa G-6enka, conepxkamero 36 WDR -noBTopos
I'KC — ranrnmo3Hblie KJIETKU CeTYaTKU
JI3H — nuck 3puTenbHOro HepBa
JIP — nepeBo pelieHuit
3KIA — 3aH1€e KOPOTKHE HUINAPHbIE apTEPUN
UK — nHaekc o1eHKn KOMOPOUIHOCTH
KI'" — KOpHEaNbHBII THCTEPE3NC
OKT — onTuueckasi KorepeHTHast ToMorpadust
OKTA — onTtnueckas korepeHTHasi ToMorpadus ¢ anruorpadueit
I130 — nepenne-3aaHss OCh
[TOVT — nepBuYHast OTKPBITOYTrOJIbHAs I1ayKoMa
[13C — nceBa03KCHOINATUBHBINA CHHIIPOM
CHBC — cnoii HepBHBIX BOJIOKOH CETYATKH
CCT" — cuHIpOM CyXOro riasa
V3I' — ynpTpa3BykoBas nponrieporpadus
VIIK — yron nepeaneil Kamepsl
OPP — pakTop pe3UCTEHTHOCTH POTOBUIIBI
/1K — nBeToBO€E OMIIIEPOBCKOE KAPTUPOBAHUE
[IJIB3 — LlenTtp nazepHOro BOCCTAHOBIICHUSI 3PCHUS
II[TP — nenTpaibHas TONILKMHA POTOBUIIBI
AvTh — average threshold
DRR — development risk ratio
MI — macular integrity
MD — mean deviation — cpenHee OTKIOHEHHE
ONH — optic nerve head
ORA —Ocular Response Analyzer — ananu3arop OMOMEXaHMYECKUX CBOWCTB Tiia3a
PSD — pattern standart devation — maTTepH-cTaHIapTHOE OTKIIOHEHHE
RPC — radial peripapillary capillaries
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