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KHWPUII (pancada noxkropu nucceprauusicu (PhD) anHoranusicu)

Jucceprauusi MaB3yCMHUHI JoJi3ap0jauru Ba 3apypatu. JKaxoH
cornukHu cakiam tamkwioTHHUHT (OKCCT) MabiaymoTiapura kypa X03UpTH
BakTna OyTyH nyH€ Oyitnad kyp Ba 3amd Kypaguraniap COHMHHHT KaMaiuO
Oopummra KapamaciaH Ky3 KacaJUIMKIApUHUHT yMmMyMuid coHUHHHT 30%
yAYIIMHA UPCHUM MaToJOTHsap TAaIKui 3Tagud. KaTop onumiiap TOMOHUIAH
OJIMHTAH HAaTWXKaJlap acoCu/ia «...KYyI XoJulapja KYpJiauK Ba 3aud KYpuUIl TyFMa
Ba HUpCHUM TMATONOTHSHUHT HaTwkacu Oynu0, 19-50 &mmap Ypracunmaru
OemopiapHuHT 55% na KacalsMK OoJIaJIMK JaBpuja aHUKJIaHAIH...»'. byHmain
UpPCUM KacaJUIMKJIApHU Y3 BaKTUJa AaHUKJIAII Ba yjapra erapiaudya JJaBo
yopajJapuHH OJAMHIAH PEXAJIAMTUPUII  OQPTaTbMOJOTHUSHUHT  J0a3ap0
Bazudacu 6ynub xucobIaHa .

Kaxon mukécuna kyminad HacIui KacaJUTUKIIAp OynuImura Kapamai, upcuit
ojTanpMonaToNIOTHsl OWIaH KacajulaHTaH OemopiapAa KypHuIl (QYHKIUICH
NACTJINTH yJIapHU SIIaml Tap3ura, Xaét cudaTura Ba WKTUMOWA YPHUHH TOIIHIII
Kabu MyxuM Xa€Tuil omujulapra >KuUJAud Tabcup KypcaTmokaa. Mkruconuii
PUBOXKJIAaHTAaH MamJjakaTiapja OFUp IOKYMJIM Ba OoOIIKa SK30reH KY3
KaCaJUIMKJIADUHUHT COHHM KaMalHWIIu Ba MOJICKYJSIp TEHETUKAHUHT Kajal
PUBOXIAHUIIM HATHKACUJIa WIITApU MabayM OYIIraH Upcuil Ba Upcuil OYynmaran
MaTOJIOTUSUIAPHUHT PUBOXKJIAHUIIK YUYYH Machbysl OYIraH SIHTU TeHaap Kamid
KWIMHUIIY Tydaitim Oy yaym optubd 6opmoknaa. by 6opana mpoduiaktuka Ba
TUOOUI-TeHEeTUK MacijaxaT OeMop OoJjanap TYFUJIMIIMHUHT OJITIUHHU OJUINTA
KapaTwiraH ycyJuiapjan Oupu cudaruaa anoxuja YpuH TyTaIu.

MamitakaTumMu3aa Upcuid opTaaIMONATOJOTUSJIADHA KIMHUK Ba MOJIEKYJISIP
FEHEeTHK VYpraHullja HSpUIIMITaH IOTyKjlapra kapamail, 0ab3u HpcHil K3
KACAJUIMKJIADUHUHT  J1acTIab0KW eHTWJl [AKIUIAPUHUHT  sHaJa  OFUPPOK
mIaKjjapura yTulu cababiapu TYFpucuaa Xyjiocara KeJNWll KAWWHIUTHYA
konmokaa. IllyHra kapamal >kaXxOH aHJo3ajapy Taiabiapura TYIUK XKaBoO
OepyBYM Katop NpOGUIAKTUK TaAOWPIIAPHH amaira OMIUPHUII «...ACOOTIOBUH
TUOOMETra acociaHraH, XalKapo CTaHAapTiap OujgaH yHUFyHJIAIITUPUITaH
MUJUTMNA KJIMHUK CTaHAapTIapHU UILIA0 YUKUII, TMAarHOCTHKA Ba JaBOJAIIHUHT
IOKOPHY TEXHOJIOTUK YCYJUIAPUHU >KOPUU ATUIN OpKaidu THOOUil €pnam cudartu,
caMapaJopJiuTy Ba KYJAWINTHHU OIIUPHUII, COFJIOM TYPMYII Tap3uHHU KYyiuial-
KyBBaTJall, KacCaJUIMKJIAPHUHT OJJIWHM OJUII, TUOOMH €paaM KypcaTHuil
OOCKUYJIApUHUHT MaKOyJl KE€TMa-KETJIMTY Ba U3UMJUIMTUHUA UIIIa0 YUKUII Xama
YKOPHUU ITUIIL...»* KaOu Basudanapu OeJIrmiaHraH.

Maskyp  mucceprauds — TaAKHKOTH  Y30eKHCTOH  PecmyGiukacu
[Ipe3uaentununr 2022 iun 28 supapaaru 11D-60-con «2022-2026 iunnapra

'Liu W, Liu S, Li P, Yao K. Retinitis Pigmentosa: Progress in Molecular Pathology and Biotherapeutical Strategies.
Int J Mol Sci. 2022 Apr 28;23(9):4883. doi: 10.3390/ijms23094883. PMID: 35563274; PMCID: PMC9101511.

2 V36exucton Pecrry6mukacu Ipesunentunnnr 2018 itun 7 nexabpaaru [ID-5590-con «V36ekucron Pecy6iukacu
COFJINKHM Cakjall TH3UMHHHU Ty0jaH TaKOMWUIAIITUPUII OyiHda KOMIUIEKC dopa-TaaOupiap TYFpUCHIa»Th
®dapMoHu.
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MYyJDKaJUIaHran SHru V36eKUCTORHUHT TAPAKKUET CTPATErUsICU TYFPUCHUIIAY,
2018 imn 7 nexabpaaru I1®-5590-con «V36exncTon Pecry6auKach COFIMKHH
caKJialll THU3MMHMHU TyOJaH TaKOMWIJAWITUPUIL Oyiidya KOMIUIEKC Yopa-
tagoupnap Tyrpucuaa»tu papmonsapu, 2017 #un 20-urongaru [1K-3071-con
«V36exncTon PecniyGnukacu axoJiucura 2017-2021 nunnapaa
UXTUCOCIAIITUPUITAH TUOOUM EpaM KYpCAaTUINHH sSHAJAa PUBOXKIAHTHPHII
yopa-taaoupnapu Tyrpucunar, 2022 itun 25 anpennaru I[1K-216-con «2022-2026
Wunnapaa OHalUK Ba OonalvKHM  Myxoda3a KUJIUIIHK  Ky4auTupuiln
Tyrpucugantu Kapopnapu Ba maskyp daonusTra Teruuui OomKa MebEpHil-
XYKYKHH XyXoKaTiaapja Oenruyianrad BaszudalapHU aMalira OUIMpPHINAA Yoy
JUCCepTalus TAAKUKOTH MYailsH 1apaxaja Xu3MaT KUJIaJIu.

TanKUKOTHUHT pecmy0/nka dan Ba TEXHOJIOTHSLJIAPH
PUBOAJIAHMIIMHUHT YCTYBOP HYHAJIMILIAPUTa MOCJAMIH. Ma3Kyp TaJKHUKOT
pecniyOnuka (aH Ba TEXHOJOTHUsIIAPU PUBOXIAHTUPUIIHUHT VI. «Tub6mér Ba
dbapmakoorus» ycTyBOp MyHanummra MyBopuk Oaxkapuiras.

MyaMMOHHMHI VPraHWIraHjiuk jaapaskacu. UMpcuii Ba TyrMa Ky3
KaCaJUIMKJIApUHU OJIIMHU OJIMIL, TallXHCciall Ba JaBOJall MyaMMOCH TUOOUI Ba
WKTUMOUM MyHoOcabaTiapaa Xam Jjoj3ap0 OYnu0 kenran Ba myHaad Oynub
KOJIMOKJ1a. KypuIll OpraHMHUHT T€HETUK KUXATAaH aHWKJAHTaH MaTOJIOTHSCH,
XaTTO ¥3 BaKTHWJa aHUKJIAHTaH Ba €Tapiid Jlapa)kaja JaBoJiaHTaH Oyica Xam
KYypuIll KOOWIMATUHHUHI TacaluilM Xamja >3pTa KYpJIuKKa oJMO Kejlaau Ba
HaTHXaaa OeMOpJapHUHT WMKTHUMOMM MOCHAIlyBUAA KUWUHUMIMKIAP Maiao
oymnaau (Arno G., Hull S. 2017).

Upcuit peruHan JIUCTPOPUSIAPHUHT PUBOXKIAHUIIMHUA  OEITHIOBYH
TEHJIAPHUHT Kamid STUIWIIM KaCaJUTMKJIAPHUHT TATOT€HE3WHU TYIIyHUITHU
KCHTaWTHUPUIINTA Ba ¥3 HaBOATH A OJIIMHY OJIMII Ba JaBOJIAI, NIy KyMJaJaH, TeH
Tepanusicu Ba 0ab3u (papMakoTepaneBTUK JaBOJIAlll yCysulap YUyH UMKOHUSTIAP
ounu (Kpebce, 2010). Cyurru VH WUIIMKIA KY3HUHT HEHPOCEHCOP Ba
HEWpOYTKa3yBUYaH anmapartjapuHUHT MOPpPOPYHKIIMOHAN  XYCYCUSITIApUHU
MUKIOpUM Ba cudar skuxarugaH OaxoJIallHW TabMUHJAWIWTAH SHTU
TEXHOJOTHSIAp UILIA0 YMKWIIH Ba O(PTaIbMOJIOTUK aMajJuéTra KOpHil STHIIIH.
Kompniorep nmepuMETpUsICHHUHT 3aMOHABUM TEXHUKACUHU KOMIUIEKC KYJUIall,
ANEKTPOPETUHOTPAPUSHUHT Typiau Xui Moaudukauusiapu  GyHKIIMOHAT
TaAKUKOT yCYJUIAPUHUHT UMKOHUATIApUHU ommpanu (3onnukoBa U.B., 2015).
Cnexktpan ontuk korepeHT Tomorpadus (OKT)aunr amammérra skuHIa
KUPUTUIIMIIM FOKOPY AHUKJMK Jlapa)kacura 3ra OyiraH ky3 TYp HapJacUHUHT
KaTinamiapuHu  Oaradcun  YpraHuin, (HOTOpeuenTopiapHUHT  JAcCTIa0Ku
J€30praHu3alusicuiad TOPTUO TO TYIAMK OYJIraH MIMKACTIAHUII AapakaCuHU
XaMmJla Makyjlia coxacujaa Oy KaTJIaMHHHT WYKOJMIINM Ba acOCHH IMHMIMEHT
AMUTEIUUCUHUHAT aTPOPUICHHU aHHWKJAm UMKOHWHH Oepamau (ABetucoB C.D.,
2007; Tecra ®@., 2017).

[ITynra Kkapamaii aipuM HacJIu{ TypAaru Ky3 KaCaJUIMKJIAPUHUHI T'€HETHUK
aCTeKTUHM Ypra"ui OVinda onud OopuinaéTraH WIMHN W3JaHUIILIAD €Tapiuya



AMACIIUTH, YIIOy MaB3yHUHT Jo3apoauruHu anriataau. Cababu Typ napajaHuHT
Haclluil JereHepauusiapy TeTEepOreH KacajUIMKIap KaTTa TYPYXUHHUHT SKKOJI
axpanub TypyBuUd Typura maHcyO0 OYynmO, OyryHrM KyHJa JaBOCHU3 KYpPJIMKKa
0JI0 Kenaau.

JAuccepranusi MaB3yCHHUHI JHCCEPTANUA 0a)KapUJITraH OJUN TabJIUM
MYacCaACACMHUHT WIMH-TAAKUKOT HILJIAPH pexKaJIapu OWIaH OOFJINKJIUTH.

Huccepranus Tankukotu TomkeHT THOO0uET akagemusicuHuuar 011.800-230-
COHJIM WJIMHMH-TAAKUKOT MIIJApU pe)Xacura acocaH “AWpuM Typaaru Ky3
KaCaJIJIMKJIAPUHUHT TalIXUCJall Ba JABOJIAIl YCYJUIAPUHHM TAKOMMJUIAIITHUPHUILL
XaMmJia SSHTY JOPHU BOCHUTAJIAPUHM MILIA0 YMKUII Ba 0TaTIbMOJIOTUK aMaauérra
tanouk Kummm” (2019-2023 iit.) MaB3ycuaa 0o OOpHIIIH.

TagKUKOTHHHI MakKcaau: HUPCUl O(PTaAIMONATONOTHUSUIAPDHUHT Oab3u
Typiapuaa, KaCAUIMKHUHT TapKaJIUIIM Ba KIMHUK - TEHETUK XYCYCHUSTIApUHU
Ypra"um opKajad JUarHOCTUKA Ba THOOMN-npoduiIakThKa EpaamMu gapakacuHU
OIIMPHIIIIAH UOOpAT.

TaakuKOTHUHT Basudanapu:

CypxoHzmapé BWIOATHIA KYy3 KAaCAUUIMKIAPUHUHT YMYMHUU TY3WIAIIKAA
alipum upcuil oPTanbMONATOIOTUIIAPHUHT TapKATUIINHN YPraHuUIIL;

upcuii opTanbMONaToNOTusIap/ia KYPyB ab30CUHUHT KIIMHUK - QYHKI[MOHAI
KYpCAaTKWUYJAPUHU TIUTMEHTIIM PETUHUT OwiaH KacajlaHran Oemoprapia
KacaJlIuK OocKuuMra Kapad 0axonai;

T€HEAJIOTMK Ba MOJEKYJSp - TEHEeTHK TaJAKUKOT ycyJulapu €Epaamuia
NUTMEHTJIM PETUHUT Kacayuuru OynraH OemopnapHuHr ABCA4 renuparu
T€HETUK KYpCaTKUYJIApUHU YPraHHIII;

XyAyll axojucura TUOOWI-TEHETHK Ba TUOOMU-TIPOPUIAKTUK EpIaMUHU
ONTUMAJIJIAIITUPUII MaKcaJauJla MUTMEHTIM PETUHUT OujaH KacajlaHTaH
OeMopJlapHM 3pTa TalIXMCIall Ba MOHUTOPUHTHMHHM OJUO OopuIl Makcaauja
AJEKTPOH MabJIyMOTiap Oa3acMHU sSpaTUIl Ba KaCAUIMKHMU Oamnopariail
TaMOWMJUIAPUHY UITA0 YHKHIII,

TagkukoTHUHT 00bekTH cudatuna PecnyOmmka HXTHCOCIAIITUPUITAH
KY3 MUKPOXUPYPrHSCH HIMHI-aManuii THOOMET mapkasu Tepmus ¢unmanuma
2022 ivumnpan 2024 ¥unraya OydaraH JaBpia NUTMEHTIM PETUHUT OuWJaH
crarmoHap Ba amOynartop Hazoparujga Typran 120 nadap 6emop (240 Ta ky3)
OJIMHTaH.

TagKMKOTHUHI npeaMeTH cudaTuga UPCUl 0PTaTbMONATOIOTUS AHPUM
TypJapyuaaH MUTMEHTIN PETUHUT OWJIaH KacajulaHraH 0€MOpJIapHUHI KIMHUK Ba
GyHKIMOHAN KYpcaTKUWwiapyu Maxcyc O(TaJbMOJIOTHK TEKUIMpYyBiap, KOHIA
AAPO TYTYBUM IIAKJUIM AJEMEHTJIAPHUHI TEHJApUHU CEKBEHEpJAll yCyIuaa
TEKIIUPUII HATUKAJAPU OJIMHTaH.

TagkuKOTHUHI YycyJuiapu. TaakuKOTAa HPCUUA Ky3 KacauIMKJIApUHU
KOMILIEKC Oaxosnamiga opTaaibMOJOTHK, T€HETUK, HHCTPYMEHTAl Ba CTaTUCTHUK
TaJIKUKOT ycyJuiapuaan QoiinanaHuiaras.



TagKUKOTHUHI WIMMIl SHTUJIMIYM Kyiuaaruinapaad uoopar:

VTKa3uiraH CKPUHUHT TEKIIMPYBM  HATWXKallapura acocaH, SIKUH
KapuHIONUIAp VYpTacuJard HHUKOXJap Tydaiiau ro3ara KedaguraH OHHT KYII
yupailguran upcuid o(TAIbMONATONOTHUSANAD AaHUKJIAHUO, yinap opacujia
MUTMEHTIN PETUHUT €TaK4YMd YPUHHH dTajllalld UCOOTIIaHTaH;

Upcuil 0PTaTbMOINATOJIOTHSIIAPHUHT Te€HEATOTUK TaJIKUKOTIIAp HATHXaIapH
acocujJia AKWH KapuHJOLUIAp Opacuiaru HUKOX Ty(alu ro3ara KeiaraH KJIMHHUK
noauMOpU3MHUHN  YpraHWIl  OpKajdd dHI  KEHI  TapKaJiral HUpcui
odTamMonarojorusigap: NUrMeH™M petuHut, Llraprapar kacammuru, Yiiep
CUHJIpOMHU Ba Ta€Kuya Ba KoJyibauajap AUCTpO(]HSCH dKAHJIUTH Ba yjap opacujia
MUTMEHTIIM PETUHUT €TaK4YMl YPUHHU dTajlallld aHUKJIaHTaH;

NUTMEHTJIM PETUHUT MHUCOJUIAa MOJEKYJISIp TEHETUK TaJKUKOTJIapHU
KyJutamr opkanu ABCA4 reHuaarn myTanusiiap TapKaJITaHJIMK aapaxacu: 28-
uaTpoHaaru I1VS28 299C>T 77,27%, 1VS28-del334G Ba IVS28-337A>G
cradicuar myTtanusuiap 81.82% 6eMopaa Ky3aTUIIUIIYA aHUKJIaHTaH;
omu® OopwiraH WIMHH  TAAKUKOTIApP HAaTWXKalapu  acocuja UPCUi
o(pTanbMONaTONOTUsIIM OEMOPJIAPHUHT MAabIyMOTap 0a3acu spaTuiul, Kypuil
ab30CUJIaT KJIMHUK - (YHKOWOHAN Y3rapuiuiap Ba TEHETHK TaJKUKOT
yCYJUIApUHU XHcOoOra ojraH XoJjijla MUTMEHTJIM PETUHUTHU aHUWKJIAIl, YHHHT
KEUHIIIM Ba PUBOKIIAHUIIIMHYU OamopaTian TaMOWUIIJIapU UIIa0 YUKHITaH.

TagKUKOTHUHI aMaJIMid HATHKAJIAPHU Kyluaaruiapaad uoopar:

upcuil odrampmonaroyiorusicu Oynran Oemopiapra maciaxat Oepuil Ba
Kepakiau TUOOMH-poPUIaKTUK  MIUIApUHU oMb  Oopull  Makcaauja,
CypxoHmap€ BUJIOATH axOJUCU YpTacuja KypyB ab30JapUHUHT HPCUU
KacaJUIMKJIapura MOWMIUIUTA OYyJIraH oujajlapHd V3 BaKTHAa aHUKJAII,
aHWKJIAaHTaH OeMopiapaa KaCaINIMKHUHT HaMO€H OVIUINM BaKTH, dpTa KIWHHUK
Oenrwnapu, CyOKJIMHHMK IIAKJJIapd Ba KEUUIIHM OYyilmya MabiaymoTiap KIUHHUK
amManuérra TaJ0MK dTUIITaH;

MUTMEHTIM PETUHHUT TalIXUCHU TacAWKJall Makcaaujga OeMmopriapaa
MOJIEKYJSIp-TeHEeTUK  ycyauHu  Kymnam — opkanu  ABCA4  renuparu
MyTalUsJIAPHUHT TAPKATUIITUHA aHUKJIAI YCYJIU TaI0WK dTUJITaH;

upcuil odTaibMoONaToJiorusi OuyiaH OfFpuraH OeMOpJapHM aHUKJIAII,
MOHHUTOPHUHT KHJIMII Ba pecnyOiuka jaaBojiami-npoduiakTuka Myaccacallapu
daonusaTH camMapaJOpIUTHHU OIIMPHUII MakKcaauaa ymoy OeMopiapHUHT
MabJIymMoTiap 0azacu TaAOWK ATUJTAH Ba MUTMEHTIN PETUHUTHH TAITXUCIIAIII,
KEYUIIM Ba pPHUBOXJIAHUIIM Oyiinya Oamopatiam TaMOWHMJUIApU HILIAa0
YUKUJITaH.

TagKMKOT HATH/KAJTAPUHHMHI  MINOHYWIMJIMIH  €TapJIM  TaJKUKOT
Marepualii, TaAKUKOT YCYJJIApUHM acocialll, Ha3apuil Ba amajuil Japakajgaru
TAIKUKOTJIAp YTKA3WII, OJIMHTAaH HAaTWXKajlapHu cudaT Ba MUKIOpUM Oaxosar,
OJIMHTaH TaJAKUKOT TapaMeTpPJapUHUHT CTATUCTUK HWIIOHWIMJIUTH, HWPCUN
O(TanbMOMNAaTOJOTHUSJIAPHYU dpPTa TAUIXUCIAll Ba OJIMHMU OJUIN OYiindya uIiad
YUKUJITaH YCYJUIAPHU KEHT JKOPUU JTUIL, IIYHUHIAEK, OJIMHTaH HaTH)XKaJlapHU



XaJIKapo Xamaa Maxauini Taxpubanap OuinaH TaKKOCIaHTaHJIMT Y, XyJI0ca, Xamaa
OJIMHTaH HaTHXaJapHUHT BAKOJIATIN Ty3WJIManap TOMOHU/JIaH
TaCIMKJIAHTaHJIUTA OUJIaH acOoCIaHau.

TaaKMKOT HATHKAJTAPUHUHT WIMHMIA Ba aMaJIUil aXaMUATH.

TagkukKOoT HaTHWXKAJAPUHUHT WIMHUHA aXaMmMusaTH IIyHJAaH UOOpaTKH,
MUTMEHTJIM PETUHUTHUHT TMAarHOCTUKACH Ba KEUUITUHUHT KIIMHUK - QyHKITMOHAT
XyCYCHUSITIApUHU YpraHull acocuaa, 0eMopiiapHu aHUKJIalll, MOHUTOPUHT KUJIUIII
Ba KAaCAUIMKHUHT OFUP KEUHUIIMHHU OJIUHU OJIMII HMMKOHUHHM OepyBUHU
MabIyMOTAap 0a3acu sipaTUirad Ba MPOrHO3JIall TaMONUIUIapu UIL1ad YUKUITaH
XamMmJia aMaJIuEeTra >KOpUi STUIITaH.

TagkukKoT HaTWKATapUHUHT aMaluil axaMHusITH [IyHJAaH HOOpaTKu,
pecniyOnnka OQTaIbMOJIOTHACUHUHT HWCTUKOOJINM WYHAIWIIM XHCOOJaHTaH
3aMOHaBUN YMyMHUN Ba Maxcyc O(pTaabMOJIOTHK, IIYHUHTIEK T€HETUK YCYJUIap
épaamMuia MUTMEHTIN PETUHUTHUHT TYpiu OOCKUUIapuaa KypyB ab3ojapuiaru
y3rapuluiapHu YpraHuil, AUArHOCTHKA Japa)KaCMHU OLIMPHUII, KACAJITMKHUHT
PUBOXKJIAHUII BaKTUHU KUCKAPTUPHUIL, UKTUCOIUIN XapakaTIapHU KaMalTHPUII
xamja OeMopiapHUHI Xa€T CcHU(pATUHM SXIIWJIANl UMKOHUHU Oepullln OuiiaH
U30XJIaHAIH.

TagKUKOT HATHKAJIAPUHHU KOPUN KUJIMHUIIIH.

Upcuit odranbMonaTtoiaorus alpuMm Typiapujga THOOMN - mpodruiakTuk
€épAaMHH ONTHUMAJUIAIITUPUII Oyiirya oJWHraH HaTuxkanap acocuna (CoFauKHU
cakJjam Ba3upauruHuHr 26.11.2024 iinngaru 09/01-con Xynocacu):

OupuHyy  uaMull  AHUAUK.  YTKA3WITaH  CKPUHUHT  TEKIIUPYBH
HaTWXKaJlapura acocaH, AKMH KapuHAOILIAp YypTacuaaru HUKOXJap Tydailiu
[03ara KeJlaJuraH d%HT KYN yuypaigurad upcuil oQTalibMOINaTOJIOTHsIAD
aHWKJIAHWO, ynap opacuja MUTMEHTIH PETUHUT €TaKYd YPUHHU dTajlaliu
ucootrsanrad. MnMuil SHrUJIMKHUHT aXaMUSITH: XYAYJAJIard SMUIEMUOJOTUK
Ba3UATHU TYWIYHHII YYYH MYXUM axaMHUATra sra Ba axoJiM CaJlOMaTJIMTUHU
Myxodaza KUJIHITHUHT MakKcaJJd dYopa-TaaOupJIapuHU HINIad YUKWAII Ba
aManra OLIMPUII 3apypJAUTMHHU acoclialau, yJiap opacuia KapuHIOUIIap
ypTacuaaru HUKOXJap XaBPu TYFpUcHIa OMMaBUH axOOpOT BOcHTalapuia
éputubd Oopuil, upcuil o(TaIbMONATOJOTUSIIAPDHU H3pTa AHUKJIAIl YYYH
MaBXyJ THOOUW - TE€HEeTHK MacliaxaT Ba CKPUHHUHT JAacTypJapuHHU TaIlKUII
TUII KAaCAJUIMKHU 3pTa aHUKJIAIra UMKOH Oepanu. YmOy MabliymoTiap
«I[IurMeHTnIM peTUHUTIU OeMOopJIapHU TYp MNapAACUHUHT CTPYKTYpaBuUil
y3rapunnapunu 6axonamaa OKTnan ¢oitgananum» (TTA Tepmus dunuanu
MyBO(QUKIamTUPyBUU-IKcepT  KeHramm  TOMOHUAAH  TacIMKJAHTaH,
02.07.2024 #ungaru  80/24-conunu Oyiipyru) ae0 HOMJIAHTaH METOJIUK
TaBCHUsJIAp TapKUOWUTa KUpUTHITAH. UIMUN SHTUIMKHUHT SKOPUH JITUIHIIIN:
OJIMHTAH HATWXadap Y30eKHCTOH PecrmyGiImMKacd COFIMKHH — CaKJIall
amanuérura, xycycaH, PecnyOnuka kiIuHUK odTanbmojorus mudoxoHacu
(12.06.2024 nungaru 31-II-connm OyUpyFH) Ba PecnyGnuka
UXTUCOCTAIITUPUITAH KY3 MHUKPOXUPYPTUSICH WIMHN-aMaluil MapKasu



Cupnapé dunmamm (2024 i#iun 16 wuronmarm 01-1-18/1-cor OyiipyFn)
(daonusaTura Kopu 3TUIrad. UnMuid SHruJIMKHUHT WKTUMOUN caMapagopiiuru
Kyhiugaruiaapaadn uobopar: XxaB( OMWUIAPUHHU, Iy JKyMJaJaH SKUH
KapuHAOUUIAp oOpacuJard HUKOXJIApHM aHUKJIAalml Ba MOpodUIIaKTHUKa
qopaJapuHU Oenruiam HMPCUM Kacajulukiap OuigaH OOFIMK OYiAraH KYpHII
KOOMIMUSITUHUHT  Oy3WJIMIN  JapaXxacMHW  TNacauTupagud Ba  HUPCUH
0 TanrbMONATONOTHUSIIAPHU 3PTa TAMIXUCIAN KACATTMKHUHT PUBOXKIAHUIIINHU
Ba 103ara KeJMIIM MyMKHH OYiTraH acopaTiapHU OJJMHU OJIMIITA 0JIMO Kenaiau,
Oy sca KypyB BaszudarapuHUHT OapKapOpJUTUHH cakJjamra Ba 6eMopiapHUHT
KYypuin cuaTuHU SXIIUJIam HWMKOHUHU Oepaau. WnMuil SHTUITUKHUHT
UKTUCOJUN caMapaJopIuru Kyiuaaruiapaad noopar: 3pTa aHUKJIaHTaH UPCUH
odTanbMONaToNOTUsICH Oynran OGeMopiapra, KacaJUTMKHU PHUBOXIAHUIIMHU
OJIIMHU OJIMII MaKCcaAuaa, WUiIura KamuJa HKKH Maporadba crauuoHap
JaBOJIAHUIN TaBCUs OTHIAU. Xap Oup Oemop cTalMoOHAap JAaBOJIAHUII
HAaTHXKacuJa TYKKU3 CTallMOHAp KyH JaBOMHUJAa KyHHUTa ypraya 128 MUHT cyM
capmaran Oymca, Omp kypc maBomam ydyH 1152000 cym, uxkum maprta
naBosianum  yuyyH 2304000 cym capdruaran. CrauumoHap JaBOJaHUII
KMMMaT0axo, aMMO KYIIMMYa Xapa>kaTiIapHU OKJIANAN, YYHKN Y KACATJIUKHUHT
PUBOXKJIAHUIIMHU OJJMHU OJaJd Ba KYpyB ab30JapUHUHT KJIWHUK -
byHKIIMOHAN KypcaTKuujlapuHu OapKapopiamTupuiira Epaam oepau. Xymoca:
TAJAKUKOT HAaTWKAJIapyU IYHU KypcaTaauKu, UPCUil 0(pTaabMONaToNOr UssIapHU
¥3 BaKTHJa aHUKJAII axOJd CaJOMAaTIUTU Ba Xa€T cCU(pAaTUHMU AXIIHIAll Ba
HOTHUPOHJIMKHUA KaMaWTUPHUIIT UMKOHUHU Oepaiu.

UKKUHYYU — UIMUL  AHSUAUK:  UPCUU  o(TanbMONaTOJIOTUSIIAPHUHT
FeHEAJOTUK TAJKUKOTJIap HaTWKajlapu acocuja SKUH KapuHIOUIap
opacujard HUKOX Ty(aiin 103ara KeJral KIUHUK MOJUMOP(PU3MUHU YpraHuil
OpPKQJIM HHI KEHI TapKalifraH HMpCcHil odTanMonaTojorusiap: MNUTMEHTIU
perunut, llTaprapar kacamiuru, Ymep cMHIpOMH Ba Ta€Kuya Ba KojOadanap
TUCTPO(UACU SKAHIIUTH Ba yJap opacuja MUTMEHTIU PETUHUT €TaKYu YPUHHU
Srajulallld  aHuKJIaHrad. WiIMuUid SHTUJIMKHUHT  aXxaMUsITH: TEHEaJOTHK
TaIKUKOTIAp oOujajapjaa Typiau Xul o(TalbMOMaTOJOTHsIAapHH OHp Heya
aBJIoJIap JaBOMHUJA Ky3aTHUII MMKOHUHM Oepaau, Oy HadakaT SHI KEHT
TapKaJraH KacaJUIMKJIapHH, OaJKu MOMYJIsiCHsia MaBXyJa OYiran upcuil ky3
KaCAJUIMKJIAPDUHUHT OYTyH CHIEKTPUHH, Iy >KyMmjaJaH KaMm ydpalauraH
HIaKJUTAPUHU aHUKJIAl UMKOHMHU Oepaau. YmOy Hatuxanap «llurmentnu
PETUHUTHHUHI AWAarHOCTHKAacH, Oamoparialml Ba TE€HETUK TaXJIMJIN» HOMIIH
yciyOoui TaBcusapra KUPUTUIITaH (TTA Tepmus bununanu
MyBOGUKJIAMITUPYBUU-IKciepT ~ KeHramm  TOMOHMJAaH  TacIUKJIaHTaH,
02.07.2024 #wunpnaru 80/24-counu Oyipyfru). UnmMuil SHTUIUKHUHT KOPUU
STHJIMININ: OJMHTAH HATHXKanap ¥Y36eKucToH Pecrry6IuKacH COFNTHKHY CaKIaml
amanuérura, xycycaH, PecnyOnmka kiIuHUK odTailbmojorus mudoxoHacu
(12.06.2024 nungaru 31-I1-connu OyUpyFH) Ba PecnyGnuka
UXTUCOCIAMITUPUIITAH KY3 MHUKPOXUPYPTHUSACH HWIMHUK-aMaluil MapKasu
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Cupnapé dummamm (2024 #iun 16 wuronmarm 01-1-18/1-corm  OyiipyFn)
(daonusTura ;Kopui STHIrad. UnMuil SHruIMKHUHT HKTUMOUNA caMapagopiuru
Kyiunarunapaad uOopar: TeHealoTMK TAaAKUKOTIap oujanapia TypJid XUl
odTanpMONaTONOTUsJIApHUA OUP HEYa aBIOJJIap 1aBOMUIA Ky3aTUIIl HMKOHUHU
O6epanu, Oy HadakaT PHT KEHT TapKajiraH KacaJllIuKJIapHU, Oallku monyJjscusaa
MaBXyJ, OYyJIraH UPCHH KYy3 KacaJJUKIAPUHUHT OYTYH CHEKTPUHHU, Iy
AKyMJIaJlaH KaM yupaiurad makulapuHu aHUKJIall UMKOHUHU Oepaau. Ninmuii
SHTWJIIMKHUHT UKTUCOAMW CcamMapaJopliUTu: TeHeaJloTUK-IIa)xkapa TaXJIuiu
acocuga 62.5%  Oemopnapia KacalJlUK  ayTOCOMa-pececcHB  THUIAA
upcuitnanumu, 22.5% Oemopnapia 3ca TUTMEHTINM PETUHUT CHOPaIUK
XoJaTjAa Ky3aTUJUIIM, KacaJNIMKHUHT ayTOCOMAa-pececCUB HPCHUIIAHUIIN
aCOCHM MEXAaHW3M DKAaHJIUTMHH KypcaTaaW Ba SKMH KapWHIOLLIAp ypTacuia
TY3WJITaH oujiajapia ymoly TaxJIMIHU YTKa3ull, KacaluIMK 3pTa OocKUwiIapaa
aHUKJIAIl caMapaJopiUruHu omupanu. Arap upcuil odTanbMonaToaoTusIap
3pTa aHWKJIaHMaca, KYpyBHH HYKOTHII HATHXKACHAA HOTHUPOHJMK Fo3ara
Kenaau, Oynaa Oup Hadap 6eMop yuyH AaBIaT TOMOHUIAH HUIIIIUK MKTUMOUMN
Hadaka xapaxatiapu ypradya lIman. 40000 cym Tamkuia stagu. CtauuoHap
JaBoJiall 3ca WWJIKMK 2,3 MAJUTMOH CYMHU TalIKWI 3THO, Y30K MyAjAaTaa xap
Oup OeMop ydyH JaBiaT xapaxkaTiapuHH Kamuaa 5-6 O0apobap kamauTupamu.
Xynoca: ymOy yciayOuii TaBCHS OWJIa IMa)KapaCUHU TEHETHUK CKPUHHUHT Ba
TaxXJIMJI KHJIMII, IIYHUHTAEK, IKHH KapHUH I0LLIap ypTacuaard HUKoxJjap xaBhu
XaKuJaa axOJMHUHT Xa0apJOpJUTMHHU OLIMPHUILI, HUPCUH  KacaJJuKJIap
PUBOXKJIAHUIIUMHUHT  OJJAUMHM  OoJull  OyHuMYa  mnpoduilakTUKa  4Yopa-
TaaOUpIapUHU KYyUYaUTUPUII 3apyPIIUTUHU KYpcaTaau.

VYUHYU UIMULU AHSUAUK: TIATMEHTIH PETUHUT MUCOJIUAA MOJIEKYJISAP
FeHEeTUK TaaKUuKoTiHapHu Kyinam opkanu ABCA4 renuparu myTanusiap
TapKaJdraHiauk papaxacu: 28-untponugaru IVS28 299C>T 77,27%, IVS28-
del334G Ba IVS28-337A>G cnnaiicunar wmytauustiap 81.82% Oemopna
Ky3aTUJIMIIM aHUKJIaHrad. WIIMUR SHTUJIUKHUHT axaMusiTH: MyTauusiap
TapKAJITAHJIUK JapaXacHHU aHUKJIAIl UPpCUH 0(pTaabMONATONOTUSTIADHUHT, 1Ty
KyMJIaJlaH TIUTMEHTJIM PETUHUTHUHI TEeHEeTHK cabablapuHu YyKyppoK
TYIUYHUII HMMKOHMHM Oepau Ba ywmOy TaaKUKOT HaTH)XKajapd acocuia
MyTalnusiaap AapakacuHU XucoOra ojrad XoJijia KacaJUIMKHU TallXHciall Ba
npouIakTUKa KWJIHWII caMapajopiurd omupau. WimMui SHTUJTUKHUHT
aManuéIra  OKOpPUH  KWIMHUIIM: OJMHTaH  HATHXKATap  Y30eKHCTOH
Pecnybnukacu COFNMMKHU cakjiall aManuérura, xycycad, PecnyOnmka KIMHHK
opranbmoinorus mupoxonacu (12.06.2024 iinngaru 31-II-connu Oyiipyru) Ba
Pecnybnmka MXTHUCOCHAIITUPUITAH KY3 MUKPOXUPYPTUSICH WIMHUM-aManui
mapka3u Cupnapé€ bunmanu (2024 itun 16 urongaru 01-1-18/1-con OyiipyFn)
daonusaTura  kopud  dTHATaH. WnMUHA  SHTHIMKHAHT  WOKTUMOWH
caMapaJiopJIuru: T€HETUK TaAKUKOT HaTUXKaJlapu upcui
odTanmornaToJiorusiap OWJIaH KacajjaaHuIl XxaBpu OKOpU OYiran Gemopiap
Ba YJIApHUHT OMWJa ab30Jiapuja ¥3 BaKTHUJa NHArHOCTHUKA YTKa3UIll Ba ymOy
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KacaJJIMKJIapHHU 3pTa OOCKUYJla aHUKJIAII Ba PUBOXKJIAHUIIMHUA OJJIUHU OJIUII
UMKOHUATUHU Oepau. WnMuil SHTUIMKHUHT UKTUCOAUM caMmapajopiuriu:
MOJIEKYJIISIP-T€HETUK JUarHocTUKacu épaamuaa ABCA4 reHujgaru
MyTalUsJIapHU aHUKJIAIl KaCAJUIMKHU JpTa OOCKUWIapuja TallXHCIall
Makcaauaa GoljgamaHUII  KYylIuM4a XapaxaTjapHd okjaaiau. Ymoy
OeMopnapra Ouwp WM [maBOMHUIA KaMuJa HWKKA Mapotaba cTaiuoHap
JNaBOJIAHUII TaBCHUSA JTWITAHJIWTMHM Ba KyHHra yprada 128 MUHr CYMHH
TalIKWJI OSTUIIMHU HWHOOATra oJIraH XoJija, Xap Oup Oemop cTaluoHap
JIaBOJIAaHUII HaTUXKacuAa TYKKuU3 KyH yuyH 1152000 cym, ukku Mapra
naBojaHuin yuyH 3ca 2304000 cym capdnaitnu. Kacannukuu spTa aHuKIamaa
MOJICKYJISIP-TEHETUK JUATHOCTHKA YCYJIWHM KyJUulam ymly XapakaTilapHH
TeXaJUIIHUTa OJINO Kelaau. XyJioca: ymoy TaAKUKOT HATHXaJapyu MUTMEHTIIN
PETUHUT Ba OomKa wupcuil odTaTbMONATOJOTHSJIADHUHT JUArHOCTUKACH,
MOHUTOPUHTHU Ba MPOMUIAKTUKACUHH AXIIUJIAIITa Ba MyTalusyiap TapKaJIHUII
Japa)aCUHU aHUKJIAall acocuja 3aMOHAaBUMl TEHETUK TEXHOJOTHSIapHHU
COFJIMKHU CaKJialll TU3UMU aMadu€Tura TaTOMK STUIIl UMKOHUHHU SIpaTau.
MYpPMUHYY  UIMUU AHSUAUK: OJHO OOpuWIIraH WIMHUA TaAKUKOTIAp
HaTWKalapu  acocuja HMpcUl  odTanbMONaToJiorusiau  OeMOpJIapHUHT
MabJyMOTHap 0a3zacu sipaTuiauO, KYpUIl ab30CHAArd KIWHUK - QYHKIHOHAI
y3rapumuiap Ba TEHETUK TaAKUKOT YCYJUIApUHU XucoOra oJjiraH XoJja
NUTMEHTJIM PETUHUTHU aHUKJAIl, YHUHT KEUHMIIM Ba PHUBOXIAHUIIUHU
Oamopatiam TaMoWwiulapu wuniad yukuwiaradH. WiamMuil  SHTUJTUKHUHT
axaMUATH: IpaTUIIraH MabliyMOTJIap 0a3acu Ba UILIA0 YMKUJITAH OamopaTiianl
Tamoumapu  €paammuaa  xaBd TypyXJapUHM  aHHUKJIANl, [TUTMEHTIIH
PETUHUTUHUHT JABOMUMIWTH Ba PHUBOXJIAHUIIMHUA CUCTEMAaTHUK paBUIIa
Ky3aTHuIll, Xamjaa 3apypuii TuOOWii-TeHeTHK Ba TUOOHWI-TIPOPHUIAKTUK
TaAOupJapHU  aMmajra  OIIUPHUII,  KAaCAIMKHUHT  PHUBOXKJIAHUIIHHHU
CeKMHJAIIUIINTa UMKOHM Oepau. YmlOy Mabaymorinap «llurmentiau
PETUHHUTIN OeMopiapHU TYp MapJaCUHUHT CTPYKTYpPaBUU Y3rapuILIapUHHU
OaxoJamiaa OKTnan b o gamaHuI (TTA Tepmus bunnanu
MyBOQUKIAMITUPYBUU-IKciepT  KeHramu  TOMOHUAAH  TacAMKJIAHTaH,
02.07.2024 i#unparm 80/24-connu OyHpyfu) nAe0 HOMIJIAHTAH METOJMK
TaBcHUsJIap TapkuOura KUputwirad. UiMuil SHTUIMKHUHT aManuérra >Kopui
KWIMHHUIIA: OJMHIAaH HaTHkKamap Y30ekuctoH PecnyGIMKacH COFIHKHH
cakjialml amanu€rura, XxycycaH, PecnyOnuka KIMHUK O(TaabMOJIOTHS
mudoxonacu (12.06.2024 iunnaru 31-I1-connu Oyiipyru) Ba PecnyOnuka
UXTUCOCHAIITUPUIITAH KY3 MUKPOXUPYPTUICU MIMUM-aMallUi MapkKasu
Cupnapé odunuanu (2024 #wun 16 wurongaru 01-1-18/1-con  OylpyFn)
daonustura  ckopud  dtuaradH. MnMuid  SHTUIMKHUHT  WOKTUMOWHN
caMapaJlopJuTH: ApaTUITaH MabIyMoTiap 0a3acu Ba MUTMEHTIH PE THHUTUHU
Oamopatiam €paamuaa mudokopiapra xap Oup Oemop XakKujaa TYJIUK Ba
CUCTEMAaTUK MabJIyMOTJIapra ra OYJIUI UMKOHUHH OCPUIITH, aHUK TaIIXHCIaIll
kapaéHuHU, OeMOopiiapHU OONIKAPUITHUHT ONTUMAJ TAaKTUKUCUHM TaHJAIl Ba
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KaCAJUIMKHUHT  PUBOXJIAHUIIWHU  CEKHHJANITUPHUIN  XaMmJa  KYPHII
GyHKUMSIIApUHU  Ccakjiad Kojuilira HMMKOH Oepau. WnMmuil SHTUJIUMKHUHT
UKTHUCOAUNA caMmapaJopiiuru: 3JEKTPOH MabiayMoTiap Oa3acu Ba wumiaad
YUKWJITaH Oamopariam TAMOMMILUIAPUHM KYIIAll OpKaJIK, KACAJUIMKHUHT 1 - Ba
2-6ockuunapuaan 3- Ba 4- 6ockuwiapura YTUmuHA 1,2 MapTara KaMaiumura
onmu0 kenau, Oy 3ca OeMOpJapHM TalIXHCIaml Ba THOOWU-TTPOPUIAKTUK
épaaMHu onub OopuIl camMapaJOpiWTHHH OIIMIINTa UMKOH Oepau. Xyloca:
[lurMeHTAn pEeTUHUT OuNaH KacajjaHraH O€eMOpJApPHUHT MabJIyMOTJIAp
0azacuHM SpaTUll, KIMHUK-QYHKIIMOHAT Ba TEHETUK KYpCaTKUWIAPHUHT
KOMIUJIEKC TaXJIMJIM acOoCHJa MUTMEHTIM PETUHUTHHU OamiopatialiHu HIiiad
YUKUII, KACAJUIMKHU dPTa aHHUKJIAIl, MOHUTOPUHTUHU OJHO OOpHIN Ba axoju
opacuna TuOOwuii-reHeTuk Ba TUOOMI-podunakTuk Epnam cudaTuHH
OLIMPHUILTa UMKOH Oepai.

TagkukoT HATWKAJAPUMHUHT  anpofaumsicu. Maskyp  TaaKUKOT
HaTUXallapy 3 Ta WIMHM-aMalui aH)XXyMaHJap/a *KyMmJiaaaH, 2 Ta xajakapo Ba 1
Ta pecnyOJinKa WIMHR-aMaluii aHKyMaHJIapuaa MyXoKkamMaaaH YTKa3HIraH.

TagkKuKoT HATHKAJAPMHMHI JIbJOH KWJIMHranauru. Jlucceprauus
MaB3ycu OYyihuuya sxamu 14 Ta WIMUNA WII YOl ASTWIraH OYnub, mryjaapia,
V36ekucron Pecny6iukacn Onuii aTTecTarys KOMUCCHSICHHUHT JOKTODPIHK
JUccepTalusyiapd acoCUi WIMHMA HaTW KaJlapUHHM YOI ATUII TaBCHUS STHUJITAaH
UIMHUN Hamipiapna 4 ta makona, kKymianad, 3 Tacu pecnyOnuka Ba 1 Tacu
XOPHOKUH KypHauIapaa Haup 3THUITaH.

JluccepTANMSIHUHT TY3WJIMIIN Ba XaKMH. J[uccepranus TapKuOW KUPHIIL,
TypTrTa 000, Xynoca, doimananwirad amgabuétmap pyixatugadn uoopar.
JlucceprammssHuHT XakMu 120 GETHU TaIIKWII 3TTaH.
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JIMCCEPTALIUSIHUHT ACOCHU MA3ZMYHU

Kupum xucmuja auccepranusi MaB3yCHHMHT JOJ3apOJIMTH Ba 3apypUsiTH
acocllaHTaH, TaAKUKOTHUHI Makcaau Ba Basudanapu, oObEKTH Ba IMpeaMeTIapH
TaBcU(IIaHraH, pecnyoiauka ¢aH Ba TEXHOJIOTUSIAPH PUBOKIAHUIIMHUHT YCTYBOD
WyHanmumuiapura MOCIHWIH KYpcaTWITraH, TaJKUKOTHUHT WJIMHHU SHTHUJIUTH Ba
aManuii HaTKanapu Oa€H KWJIMHTaH, OJMHTaH HATHKAJTapHUHT HUIIOHYJIUIIUTH
acoCJaHTaH, YJApHUHT Ha3apuil Ba aMaluil axamusTiapu 04YuO Oepuiras,
TaAKUKOT HaTWXXKAJapUHU aMajdu€Tra >KOpUM KWIMII pPYWXaTH, WIIHUHT
anmpoOamnusacy HaTWKallapy, Hamlp KWIMHTaH UOUlap Ba JAUCCEPTAlUSHUHT
TY3WIHIIHN Oyiirndya MablyMOTIap KEITHUPHUIITaH.

Hucceprauusauar «Upcuil  Ky3 KacCAIIMKJIAPUHMHI  agaduériaap
mapxu» 16 HoMJIaHran OupuHYM 600HIa UpcHil O(PTaTMOTIATONOTHUSIIAPHY dPTa
TalIXMCIAIHUHT 3aMOHABHI KOHUENMUMSCH Oyiinda qoi3ap0 MabiiyMotTiaap 0aéH
STUJITAH,  YJAPHUHT  JTUOJOTUSACUHU,  JUArHOCTHMKA,  JaBojaml  Ba
npoUIaKTUKAHWHT  3aMOHABWI  yCyJUIapWHU  aHUKJIAITa  KapaTHirad
TaIKUKOTJIapra OaFuluIaHTaH afaduii MaHOATApHUHT TaxJIMIN aKC dTTUPHUITAH.
By yHanumgary acocui, TYJIMK Xajl 3THJIMarad Macajajgapra aloxuaa TyXTaiuo
yrunrad. bod oxupuaa TaxJIMJI KWIMHTAH MaTepuanl YMyMIAIITHPHWIAO, Xyaoca
OepuJras.

Hucceprauusauar «Hpceuit  Ky3 KacaVIMKJIAPUMHU  TAalIXHMCJIALIAA
MaTepuasj Ba ycy/uiapw» Je0 HOMJIAHTAaH WKKHUHYM OoOuaa TEeKIIMpUJIraH
OeMOopJapHUHT YMyMUH TaBcu(U Ba KYJUIaHUITaH yciayonap 0aéH dTUJITaH.

Nnmuii um PecnyOnuka HMXTHCOCTALITHUPUITAH KY3 MHUKPOXUPYPTUSCH
unMuii-amanuii TuOOuér mapkasu Tepmus ¢unmanun Ba TomkeHT THOOUET
aKaJeMUsICH MOJIEKYJISIp TeHETHKA Ba IUTOr€HETHKA Jaboparopusi OyauMu Ouian
xaMkopiukaa 2022-2024 #unnap JaBoMHAa HMKKH OOCKMYga Oakapuiau.
TankukotHuHr | OGockuum  peTpocnekTuB  ycyina Pecnybnmka kY3
MUKPOXUPYPIrUs WIMHH-amanuii THOOui Mapkaszu Tepmus dbummanuna 2022-
2024 wunnap nmaBoMHa TYp mapia HacJMi KacalsIMKJIapu TalIXucu OuiiaH
Mypo’kaaT KWJITaH Ba CTallMOHAp XoJjatha aaBojiaHaétradH, TMOK pyiixatugaru
273 nHadap 6emop (546 Ta k¥y3) ypracuia capaiam HIUIApU OJUO OOPUITUIIIH.
TankukorHuHr Il Gockuy mpocnekTuB ycynaa ymoly OeMopiapHU CTaHIapT Ba
Maxcyc O(TaIbMOJOTHUK TEKIIMPYBIAp, T€HEAJOTHK aHaMHE3 OpKalu WIMUU
TaJIKUKOTTa Kuputwirad 273 "adap O0emopnan Oapya KIWHHUK MapameTpiapura
Kypa nespnu wuaeHTuk Oynran 120 nadapm (240 Ta ky3) xand H>TUIAM.
KacannmkHUHT OFUPIIMK Japakacura, KJIMHUK Ba QYHKIMOHAT KYPUHHUIILIAPUTA,
IIYHUHTJEK YTKa3wiraH TallxXuciaml ycyJjapura Kypa Oemopiap, Oup Xuiu
TY3WIHIITA 3ra OYITraH y4 rypyxra OYJIUHHIIIN.

Acocuii TYPYXHHM TUTMEHTIU PETHHHUT Kacaaiaurd aHukiaanrad 120 madap
0eMop KacaiuiMk OocKuwiapura Kapad 3 Ta rypyxuara axpaTuiiau, myiapiaH:

l-acocwuii rypyxuara 2-00CKH4 (MJIK KIMHUK OCNTHIAP) - KYPUII YTKUPIUTH
0,4-0,5, xypum wmakgonu wMapkazgan 20-40 papaxkarada Ttopaiiran, OPI
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aMIUTATYJIaC KECKWH macairaH, reMmepanonusicu 6op 30 radbap 6emop (60 Ta
Ky3);

2-acocuii rypyxdara 3-0ockuu (MaHudecramnus) — kypum yrrupauru 0,1-
0,3, xypum mainonn 10-20 mapaxara siHaga Topaiiran, OPI' kypcarkuuiapu
nacT, paHriau Kypuinl Oy3wiraH, KypyB HepBU aTpodusicu MaBxyn 52 Hadap
o6emop (104 Ta k¥3);

3-acocuii rypyxuara 4-06ockud (kypyB pyHKIUsIIApUHU KECKUH MACaUIIIN )
— kypumwr ytkupauru 0,1man nmact, kypum Maiinonun 10 mapakanan kam, DPI
AHUKJIAHMAAW, paHriId Kypull Oy3wirad, KypyB HEpBU aTpodusicH,
XOpUOKANUWIUISIp KatiaM atpodusicu MaBxyl 38 Hadap Oemopnap (76 Ta k¥3)
acocuil rypyxJap cudaruaa axpatud oJIUHIU.

TekmupyB HaTHXKalapyuHU Y3apo TAaKKOCIAIl Makcaauaa Ha30paT rypyxu
cudaTuga acocuil rypyxjaaru 6emopiap OuiaaH KMHCU Ba €IIM aHAJIOTUK OYiraH
20 nadap (40 Ta ky3) amanuii coriomaap TaAKUKOTIa ka0 STUIIIN.

bemopnapuunr ypraua €mm 42,348,5 €mHM Tamkuia 31au. JKuHcura kypa
KacajuiMkiapia aéiiap Ba JdpKakigap Hucbatu Typauda Oynau. Ilurmentiu
perunutaa 62 nadapuu aén (51,6%) Ba 58 Hadapunu spkakinap (48,4%) Tamkun
stau.bapua 6GeMopnapra Kyinaa KeJITUPWITaH CTaHIApT YMYMO(TaaIbMOJIOTHUK,
Maxcyc O(TalbMOJIOTUK, THUOOWNA TEHETUK Ba CTATUCTUK TEKIIUPYBIAp
VTKa3WJIIN.

Maxcyc reneruk Taxiuuia yuyH 2022-2024-iiunnap naBoMujaa Typ mnapiaa
HACIIU KacaJlIUTH MUTMEHTIN PETUHUTHU 2-00CKUYM OusiaH orpurad 22 Hadap
OeMopiapHUHT mepudepuK KOHUIATU ANPO TYTYBUM KOH XyKaWpaiapujaH
onunrad 22 ta [IHK namynacu TomkeHT THOOUET akaeMUSICHHIUHT MOJIEKYJIISIP
reHeTHKa Ba IUTOTCHETHK TAJAKUKOTIAp JlabopaTopusicuia mMaTepuan cudaruaa
doiinananunau. ['eHeTUK TaAKUKOTAAa OEMOpPJIApHHUHT VpTaya € KYpCcaTKU4ud
26,1 = 7,4 HY TAIIKKUII STIH.

JuccepTalusHUHT «YMYMO(QTAJIbMOJOTUK Ba MAaXCyC TeKIIMPYBJap
HATHKAJApW» 7e0 HOMIIAHTaH YYMHYM O000MAa KOMIUIEKC O(TaIbMOJIOTHK
TEeKIIMPYB HaTWXamapu OWiraH OupraiMkKia KaCaJUIMKHUHT  CTATHCTHUK
KypcaTkuuiapu 0axonanrad. Mpcuil opraipMonaToNorusiaap HIuaa MTUrMeHTIH
peTUHUT OunaH ymyMmuil kacamianum gapaxacu 100 000 axonura Hucbaran 300
tagan 700 taraya yupamm Ky3atuwiaran(2022-2024-iun). PecnyOamkaMU3HUHT
Oomka BuiosTiapuaaH (apkiaun paBumga CypxoHAapé BHIIOATH aXOJUCH
opacujia KapuHJAOUI-ypyFiap YypTaculard HUKOXJAp KYm OVIraHjauru, ynap
opacuja upcuil odranmMonaTosoruara 3ra OYJiraH acocuili TypyxXHU MUTMEHTIIN
peTUHUT OuaH ofFpuran 0emMopiap TAlIKUJ STraHJuru cadbadiu GeMopIapHUHT
ymoy rypyxujaa TaakukoTaap yrkazunau (1-xansan).

[IurMeHTIN peTUHUT OWJIaH KacaJUTaHTAHJIAPHUHT 2HT KyTl COHU JKapKypKoH
Ba My3poboa TymaHiapu axojucu VypTracuja Kaja Stuiau, Oy sca ymoy
XyIyajiapaard MMOPUAMHTHUHT DHI IOKOpU Japakacu OusaH OOFJIMKJIUTH
AHUKJIaHIU.
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1-kaaBaj

Typ napaanuur Hacauii a0UOTPOPHUK KACAINKIAPH TYpUra Kypa
OemMopJyapHu Takcumuanumm (2022-2024 iiii.)

Taékua Ba
[Turmentnu | Tatrapar Yiep
Tyman Ba maxapnap K Kosbayaap
aMu | PETUHHUT KaCaJUIUTH | CHUHIPOMH
KecUMHIa JucTpodusicu
aénm | opk. | aém | 9pK. | aém | 3pK. aén 9pK.
1 Tepmus maxap 20 3 4 - 2 1 2 3 2
2 AHrop TyMaHu 8 2 1 2 | 0 1 0 1
3 banauxon Tymanu 5 1 1 1 0 0 0 1 1
4 bolicyn Tymanu 15 3 3 3 3 0 1 1 1
5 JleHoB TymaHu 21 2 5 3 2 0 1 2 6
6 | XKapkyproH TymMaHu 30 5 7 3 5 1 2 2 5
7 Kusupuk tymanu 24 4 5 4 4 1 2 3 1
8 | KyMKYproH TymMaHu 25 5 6 5 3 0 0 3 3
9 My3po6oa TymaHu 28 2 1 1 0 0 0 2 2
10 | OntuHCOMN TyMaHU 11 3 4 1 1 0 1 1 0
11 | Capuocué tymanu 21 3 10 5 6 0 2 2 3
12 TepMus Tymanu 14 6 3 2 1 0 1 1 0
13 Y3yH TymaHu 20 4 3 4 4 1 1 0 3
14 | Hlepobon TymMaHu 18 5 4 5 3 1 0 0 0
15 [I¥puu Tymanu 13 4 1 2 1 0 1 3 1
62 58 44 36 5 15 24 29
Kamu conn (2) 273 ( 4;,29?, e | B0(94%) | 200.3%) | 53(194)
2-)KaI[BaJ'II[a aManani COFJIOM Ba IUTMCEHTJIIN PETUHUTHUHI TypJu

Oockuwiapuaaru OeMOpJIapHUHT

KYpUIl YTKUPJIIMTUTA OUJ MabJIyMOTJap

KeNTUpWIraH OynuO, TaxJIMJl HaTWKajapy KacaJUIMK PUBOXIAHMUILN OuWJiaH
KYPUITHUHT MTaCaliUIIHU 0axXoJjall Ba TypyxJjiap YypTacuiard CTaTUCTHK KUXATIaH
axaMHATIA QapKJIapHU aHUKJIAIl UMKOHUHU Oepajiu.

2 —xaaBaJ
I'ypyxJsap ypracuaa Kypuul YTKUPJIUTH KYPCATKUYWIAPH
Kypum yrkupauru (M=0)
I'ypyxnap bemopmnap conn oD 0S
Ha30[3aT TYpyXu 20 Hadap 6ueMop (40 0.87+0,12 0.83+0,14
(Amamuii cormomutap) Ta KY3)
1-acocuii rypyxua (Mnx 30 Hadap 60eMop (60 0,69+0,09 0,70+0.,07
= KJIMHUK Oenrunap O0CKUYH) Ta KY3)
= v
% = 2-acocHii rypyxda 52 nacdap 6§Mop 0,53+0,14* 0.51+0,10*
¢ = | (Manugecrauus 60ckn4n) (104 Ta xy3)
) o o
= & | 3-acocwuii rypyxua (Kypys
= GyHKIMSUTApUHUHT 38 nagap quOp (76 0,21+0,08*"° | 0,18+0,05*"°
. TaKy3)
nacaum OOCKUYH)
H3o0x: * - amanuii coenom odamnapoazu Kypcamkudaap Ouian corumumupeanoa apkiap
cmamucmux axamuamea 3ea (p <0,05); " - oupunuu kiunux bereunapu 6ynean 6emMopiapHuHe

Kypcamkudiapu Ounan coauwmupeanoa cmamucmux axamusmea sea (p < 0,05); ° -
Manugpecmayus Oockuyuoacu OeMoparapHuHe Kypcamxuyiapuea HUcoOamaw Ccmamucmux
axamuamea 2ea (p < 0,05).
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[TurMeHTI PETUHUTHUHT OMPUHYH KIIMHUK Oeruaapu MaBxya oemopiap (30
oemop, 60 k¥y3) Hatmxanapu OD na 0,69 = 0,09 Ba OS ga aca 0,70 £ 0,07 ra



TEHTJIUTH aHUKJIaHIu. By rypyxmaa Kypuin yTKUpIUTA Ha30paT Typyxura HucoaraHn
OD na 20,7% ra Ba OS ma 15,7% ra mactiuru aHukiadad. Ymoy dapkiap
CTaTUCTHUK >KuxarnaH axamusaTiau (p<0,05) 6ymub, 1-acocuii rypyxuacuja Xam
KYpUII KOOUJSATUHUHT MaCaAUIIMHK KypcaTau.

2-acocuil rypyxuanaru oemopnapaa (52 6emop, 104 ta xy3) OD na 0,53 0,14
Ba OS n1a 0,51 + 0,10 kypcarkuuwiapura sra 0yinau. Hazopat rypyxumaru 6emopiiap
OunaH conumTUpranaa, 0y rypyxjaa kypum yrkupauru OD na 39,1% Ba OS na
38,6% ra macaiimu. l-acocuii rypyxdya GeMopiiapd OMIaH conumTHprania, KY
nacaitumm OD nma 23,2% Ba OS nma 27,1% Hu Tamkun >tau. Ymoly dapkiap
CTaTUCTHUK XKUXaTAaH xaM axamusTiu (p<0,05) HatvxkanapHu Kaij 3Tau.

3-acocuii rypyxua 6emopiapaa (38 6emop, 76 k¥3) KypyB QyHKIUSATAPUHUHT
SHT MACT KypcaTKuwiap Kaiig stuiarad 0ynuo, Oynnaa kypui yrkupaurua OD ga 0,21
+ 0,08 Ba OS pma 0,18 + 0,05 vu Tamkun stau. Haszopar rypyxu Owian
conmmmrupranaa, OD na macaitum 75,9% Ba OS na 78,3% ra Tenr 0yau.

TaakukoT nmaBoMuja yTkaswiran snaekrpoperunorpadus (OPT)) matmwkanapu
nuarpammajia udonaananrat (1-pacm).

2863
20758 58
KYII ammutynacu (MxB >
A ( ) 64,09
y 115,92
KYITxuHT naTeHT BakT (Mc) ) 9!4 ! 69 ?1’ 6
18,47
L , 88,4
B-TYJIKUHHMHT aMIuIuTynacu (MkB) 1 160,76
231,98
j- 48,62
B-TYJIKAHHUHT JJATEHT BaKTH (MC) ' 3.3'%11’52,29
1
y i aaa
a-TYJIKMHHUHT aMIuiTyaacu (MKB) 62 5%8 05
- 25,35
o ) 23,5
a-TYJIKMHHUHT JIATCHT BaKTH (MC) |I 16,87
18,42
0 50 100 150 200 250

3-acocuii rypyx (K¥pyB dyHkuumsmapuauHT nacainnmm 6ockuan 38 Hadap 6emop,76 Ta k¥3)
2-acocuii rypyx (Manugecrarus 0ockuuu 52 Hadap 6emop, 104 ta xy3)

1-acocwuit rypyx (WUnk kmmauk 6enrunap6ockuan 30 Hadap 6emop,60 Ta xy3)

Haszopar rypyxu 20 nadap 6emop (40 ta ky3)

I-pacm. I'ypyxnapapo snekmpopemunocpamma Kypcamxuiiapu

Hazopar rypyxuna b-tynkuau nareHT Baktd 33,3+2,71 MCHHM TalIKuiI STAM.
Kacannuk 6ockuun ycumm Ounan BakT 20-30%ra ommmm Ky3atwinu. by xonar ¥3
HaBOATUa CHHANTHK y3aTUIIHUHT Ky4yainO OopacrraH Oy3WIMIIMHUA KypcaTajm.
[TurMeHTIM PEeTMHUTHUHT JACTIA0KW KIMHUK OCImriiapu OOCKHYMIA b-TYIKWHH
JIATEHT BaKTU oniiy Ba yprauda 41,26+0,84 McHU Tamikui 3Ta1d. by BaKTHUHT OILIMIIN
KYpUll TH3UMHJIATU (YHKIMOHAN Y3TapUIIUTAPHUHT OONUIAHUINIWTA, HEHpOHIIap
opacuiaru CUTHaj y3aTHIll skapaéHu 0opa-0opa nmacaiuimra uiopa Kuiaiu.

Manudecraruss 6ockuunga b-TYIKUHM JaTeHT Bakth 1,38 Maprara omiau Ba
yprada 45,99+2,61 MCHM TamIKWJI 3TraHaurd cababmu, Oy OOCKMYIa CUTHAJIApHU
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y3aTHIL[a KEUMKUIUIAP SKUJAMA TyC OJMO, KYpUIIl THU3UMUIArd Ce3UIapiu
Oy3wmiuiap OusiaH HaMOEH OVIIIu.

Kypuir tv3umu QyHKIUSUIADUHUHT KECKUH Macauiy OocKuuuaa b-TYiIKuHU
JIATEHT BAaKTH SHT IOKOpH Japaxkara etau Ba 1,46 maprara (46%) omiau. Heliponnap
ypracuparu ajokaiap cycailraHd ca0abiiu HMITYJIbC Y3aTHIMIIMIA Ce3UJIapiu
Japaxajaa y3uiauiuiap OOpiMrd Kaja 3TWiad. b-TYJIKWMHUA aMIUTUTYJacd WKKUHYH
Japaxanyd HEWpoHiap (aoNUATHUHUHI WHTEHCUBIMTHMHM KypcaTap 3KaH, Ha3opar
rypyxuga y 231,9849,98 mxBuu tamkun stau. CornoM XoJlaTAa aMIUTMTYIaHUHT
IOKOpH OYJMIIM KYpULI TU3UMHUAATH MabIyMOTJap T€3 Ba aHUK Yy3aTWJIAETTaHUIaH
napak Oepaiu.

Nnk xnuauk Oenrwiapu Oockuumaa nacavium 30,7%nHu (160,76+£9,33 mMkB),
MaHudpecrauust 0ockuunaa 45%uu (88,45+12,56 mMxB) tamkun stran 6yica, Kypui
TU3UMHU (DYHKUMSUTADUHUHT KECKUH Macaluiy OOCKMYMJIA dCa aMILIUTY/Aa HOpMara
HUCOAaTaH 3HI MacT Japaxkara Tyuyid Ba ypradya 18,47+5,87 mMxBHu Tamkun 31uo0,
Macanuill MHAEKCH 92% HU KypcaT/iu.

HuccepraumssHuHr «['eHeTMK TagKMKOT HATHXKaJapw» J1e0 HOMJIAHTaH
TYPTUHYM O00M1a MOJIEKYJISIP - TEHETUK TaAKUKOTIApy HaTH>Kalapy Ba KACAUTMKHUHT
THOOMIT-TTporIakTUKacUTa EHIALTYBIIAP KEITUPUIITaH.

[TurmMeHTIM peTUHUT Talxucu Kyiwirad, 120 Hagap npoOana yuyH reHeanoruk
(maxkapa gapaxTv) Kapra Ty3uiuO, Taxjawi stwiay. [Ipodanainap aBioguHu cypad
cypuiitupuil 1apomuaa 85% Gemopnapumus 4-apnoauraya, 15% sca S-apnonurayda
MabJIyMOTJIApra 3ra SKaHJIMKJIapH aHUKJIAH/IH.

[lenner kararu €pramuaa MUITMEHTIA PETUHUT KaCAJUIUTH ayTOCOMAa-PELECCHB
THUI/1a UPCUMIAHUIIN, YHUHT OJITUIapUHU F03ara YAKHUILIY YUyH 2 Ta PELECCUB aJuIen
TeHJlap TOMO3Mrora (aa) KypuHMIIMAa OeMopia MaBxkyJ OVIMIIMHM HHOOATra
ojaaguraH  Oyicak, TIEHEAJOTMK aHaMHE3 MWFUII  Kapa€HMJIa  KYII'MHA
OEMOpPJIApUMU3HUHT OTa-OHATAPHU STKUH KapUH/IOII SKAHIUTH aHUKJIaHAH (2-pacum).

TQTE @O ér@hac

2-pacm. 2-acocuii 2ypyxuu 12-6al3-6emoprapu ona-cuHeuiiapHuHe 5 ma agnooea
0UO 2eHeanocuK xapumdacu.

H3ox: Kusun cmpenka ounan b6emopaap kypcamunear/ OK panenu mypmoypuax — CO&IOM
9PKAK, OK PAH2IU IOMAIOK — COJIOM AéN, ApMU KOPA paHeiu mypmoypuax — OOMUHAHM AJlell 2eH
MAuLy 84U IPKAK, APMU KOPA PAHSTIU TOMAIOK, - OOMUHAHM AJLTE] 2eH MAULy84YU aéjl, myIuk Kopa paneu
WAKT — KACANIUK OeNeunapu mynuK HamMoéeH 0yiean 6emop.
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CypoBHomama 45% Oemopaunar (54 w©Hadap) ora-oHacu Oup-Ompura
xonaBayuanuru, 15% (18 nadapu) amakupauuanuru, 30% (36 nadapu) 6eMOpHUHT
otacu toracuHuHr, 10% (12 nHadap) BazudTIa aMMacCHHMHI KU3UTa YWIAHTAHJIUTU
MabiayM O0yinu. By Xonatnapaa ynapHUHT OTa-OHAJIapyia MyTallusra yuparat reHjiap
rerepo3urora (Aa) KypuHUIIMAa OVITaHIUTH Ba yjapAa KacalUIMK HaMOEH
OynMac/aH, TalryB4M YKaHIUKIApU MabIyM OYIIaIu.

Monekynsip-rTeHeTUK TaxJIWI HaTuXKajgapura kypa, 22 "Hadap Oemopma 5 Xuid
Kareropusiaary >xkamu 77 ta mytauus Ky3atuwigu. Lllynapaan 34 tacuaa crutaiicusr, 21
Ta nogumopdusmM, 18 Ta nmenenms, 2 Ta CHHOHUMHUK, 2 Ta MHCCEHC MyTalusiap
tormian. ¢.1699G>A (p.V567M) Ba ¢.4283C>T (p.T1428M) mucceHc mMyTarusiiap
12-13 Ba 29-sx30nH1apaa Moc paBuiaa 1 mHadapmaan 6emopnapaa (4,55%) Ky3aTuiran
oynca, c.1929G>A (p.V643V) xamna 4203C>A (p.P1401P) cunoHnMImn MyTauusuiap
xaMm rokopuaaru kabu 4,55% xonatinapaa 13-Ba 28-sk30Hiapaa Kaiia stwiad. 12-
untpoHnaru 1761-55G (IVS13-55G>A) cruaiicuar myrtamus 17 Hadap Oemopaa
aHUKJIaHWO, >kxaMu OemopnapHuHT 77,27% HU TamKWI STAA. YOy MyTarus Ky
YYpOBYM Ba KACAJUIMK TATOTCHE3W YUYYH IOKOpY XaB() TYFOUPYBUYM Y3rapuIuiap
KaTopura MaHcyo.

28-untpongaru [VS28 299C>T 77,27% (17 nadap), [IVS28-del334G Ba IVS28-
337A>G crutaiicunr mytanusuiap 81.82% (18 nadap) 6emopaa Ky3aTHIIIH.

ABCA4 reHuHUHT MyTalUsUIaHTaH coxajiapy 3-pacMia udo/iaiaHraH.

P S|+ i = 3 Sample: 13r2
220 230

2
T &2 T 2 & & & T C C & & L 17

s C R I G i s G

ABCA4 c. 1699G>A pNV567/M

3-pacm. 2-acocuu eypyxnu 2-6emopoacu ABCA4 cenunune mymayusinianean

coxaladpuHure CUKBEHCIU XPOMAMOCPAMMACU.
H30x: Kusun cmpenka HyKIeOmuOHUHe Y32apean RUKUHU aGHeIamuo, Mymayust HCouiauean
NO3UYUAHU OUNOUPAOU.

XpomarorpaMmaza KyTapwiraH xap Oup MUK (YYKKH) Typad Xl
HYKJICOTUJIApHU OWIIIUPHO, YHAATH TYPT XUJl paHT ajieHuH (A), uuto3ut (C), ryaHuH
(G) Ba tumuH (T) ammuHokucnotamapunu Ownmupanu. YmoOy pacmuaa JIHKnaru
mytammst ¢.1699G>A ne6 Oenrmmanran O0ymm0O, 1699-nmosunusna ryanudaHu (G)
aneHuHra (A) V3rapraHjurdH, OKCHUJ MHUCOIuJa oJubd KapamaguraH Oyica
p.V567M oxcununuHr 567 — mno3unuacuga BaduH (V) aMUHOKHCIOTACHHU
MeTnoHWH (M) aaMamMHyBUTa OO KEJITAHIUTUHHA KYPUIITUMHA3 MYMKHH.

4-pacmaaru xpoMarorpamma taxjuiura kypa, ABCA4 reamnaru myrauus
IVS13-191T>A cudaruna udbonananud, 13 —uaTpoH Ba 191 -uHTpOH OxXupugaru
Kyt acocnapaaru TumuH (T) anenurra (A) anmanmu0 KOJTAaHJIWTHA aHWKJIaHTaH.
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V& N R —— Sample: 13r3
470 480

&) A &

ABCA4 IVS13-191T>A

4 — pacm. 2 -acocuti 2ypyxHu 3 6eM0p()aeu ABCA4 2eHunune 1 761 191T (1 VS13-
191T) mymayusananean coxanapunune CUKEEHCIU XPOMAMOSPAMMANAPU

[lurMeHTIM PEeTUHUTHU dpTa aHHWKJIAIl, MOHUTOPUHT KUJIUII Ba THOOMII-
npodrrakTuk Epaam KypcaTtuin 6yitnua Oamoparian (5-pacMm) ¥3 nuura TaBcus
ATUITAH MAabJIyMOTIap 0a3acu Ba F€HETUK IMa)kapa yCyJHHU oJiraH 0yiuo, 120
Ta Oemopiapjaa OupiaMuM Tallxucjianl HaTHXajlapu OJMHTaHAaH CYHT
KYJUTQaHUJIJIH.

[lurmMeHTaM peTuHUT OWIIaH KacaJJlaHTaH OemopJiapjard aHWKJIaHTaH
OenrwiapHU JUHAMUK Ky3aTyB onu0 Oopuiranna, cPepux mnepuMeTpusiia
MEepUJIHaHiIap yMyMHH KUHMatiap WuFuHAMCU jactiad 1 - acocuil rypyxna
336+31,46 Hu Tamkuia dTraH Oynca, 3- acocuid rypyxaa Oy KypcaTKud
90,26+21,34 ra tenr 60ynu0, rypyxJjap ypracunaru ¢apk 4 6apoOapHHU TaIIKUII
3TAU. 6 oifaH cyHT ymly ypracugaru dapk 2,8 MapTaHu TalIKWI STAU. Y IOy
dapkimap cratuctuk xuxatgaH axamusaTiau (p<0.05) O6ynmb, KacamITUuKHUHT
KeuHru 0ocKuuiapura yTUIIMHU OapKapopJallraHiuryd anukiaanaun. Typ mapna
Epyriukka cesyBuansmru (J6) 1-acocuit rypyxna 19,53+2,31 ra TteHr Oyiran
oyica, 3 - acocuii rypyxaa 7,6+3,13 ra tamkui 3tu0, rypyxJjap ypracuaaru papk
2,5 Oapobapra TEHIJIUTA aHUKIAHIU. YOy rypyxjap ypracumaru ¢apk
KypcaTkuuu 6 oWnuk auHamukana 1,3 mapranu tamkui kuingu (p<0.05). OPT
TeKIIMpyBUa Oerra TYnKuHIap ammutygacu (MkB) 1- acocuit rypyxna
160,76+9,33 ra Tenr 6ynuob, 3- acocuit rypyxaa ymoy kypcarkuu 18,47+5,87 Hu
TalKud 3TAu. YOy rypyxjap ypracumaru ¢dapk Kypcarkuuum 8,8 mapTaHu
TAIIKWI 3TAU. 6 OWIMK Ky3aTyBAaH CYHT Oy KypcaTkuu 7,6 MapTaHU TalIKWUII
ATUINW, KACAIIUKHU KEHWHTH OOCKUWIapra YTUIIWHU TYypPFyHIATaHIUTHIaH
nanonat 6epaau (p<0.05).

yHpait Kb, MUrMeHTIN PETUHUTHU 3pTa aHUKJIalll, MOHUTOPUHT KHJIHIII
Ba TUOOMM-ipoduiaakTuk €paam kypcatum Oyimda OarmopaTiallHM KYJIJIAIll,
KaCAJUNTMKHUHT Oup OOCKHMYJaH KEHHMHTH OOCKWYra YTHUIIWHH, XaMmJla KYpyB
ab30JIApUHUHT (PYHKIIMOHAN OCNTUIIApUHN PUBOXKIIAHUII HapakacuHu 1,2
MapTara KaMaWWIIWra, KacaJUIMK OelrwiapuHu OapKapopiallyBUra Ba OFUD
acoparJjap ro3ara KeJuill XaBQpUHA KaMaUTHUpHUIINITa OJIM0 KeJlau.
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NUTMEHTJHA PETUHATT A IIYBEXA BYJITAH BEMOP

Anamnes

h 4

Jlmarnocruka

7

CramgapT Ba Maxcyc Maxcyc renerik
O TAIMOIOTHK
TEKNIUPYB YCYIN
TEKITHPYB
Xash oMunu / \ Moutexysap-
AHHKJIAHMAIH FeHETHK YCyI
v
1-6ockuu  2-00CKHY 3-00ckuu 4-0ockHu .
Jarenr MWk xmuuk  Mandecramms K¥pye
ABCA4
Oockuum  Oemrumiap 0OCKHUH GyHEOHsIApH
KCCKHH IacaiHmI TCHHJIArH
P — 12,13,17,21,222
8,29.41,43 -
3K30H
l MyTAIHSIAPHUHA
AHHKJIAII
Masaymotaap 6asacu
IlpodpunakTuKa l
aBoJiain
-K¥mumua k¥3 xacanukiapuHu ObeaﬂI’MOHOT I_[
AHMEIATT HA30paTH
JItoreun,

-'emeTHk KOHCYJIBTAI[HA

-AxuH Kapuunonap ypracunaru
HUKOX, O¥nran maxcnap ypracuma
TeHETHK TeKITHPYBAAPHH
YTKasum

-SxyH KapuHIoNIap ¥ypracunaru
HUKOXJIapHHU OapTapad >THII
O¥iinua Taprub0T HIMNAPHHH ONUD
fopuim

r

JHHAMHK Ky3aTyB
11 6ockuy xap 6 oiiga
TEKIITHPYB
III Socxma xap 3 oiga
TEKIIHPYB
TV 6ockuu xap 1 oiija
TEKIITHPYB

BOCHTAJIAPH
Butamua A
Hetiponporexropnap

Petumonporexropiaap

Owmera3 tapxubin mopu

5-pacm. Iluemenmnu pemurnumnu bawopamiaiu.
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XVJIOCAJIAP

«Apcuin odpraamMonarosioruss AWPUM TYPJAPUHUHI KJIMHHUK-TEHETHK
XyCycUAITJIapHu Ba yjaapaa THOOMH-TIPOPMIAKTHK épaaMHu
onTUMAaLUIAIITHPHI» MaB3ycunaru ¢ancada gokropu (PhD) muccepranmsicu
Oyiinuya oaub OOpuiraH TaAKUKOTIAp HaTHXKachaa KyHuJaru xyjocajiap TaKIuM
STUIIAN:

1. Cypxongap€ BuIOSTHIAa UPCU OPTAIMONATOJIOTHUIM OemMopiapa reH
MyTalMsUTapU  KyYalMInM XyAyJajgapaa MNoJuMOpGOU3MHU KECKUHJIUTH OuJiaH
udonanmannd, SHT KYNUHU TUTMEHTIIM peTuHuT 43,9%, Illtarrapar kacammmru
29,4%, Ttaékua Ba komOouanap mguctpoduscu 19,4%, Ymep cunapomu 7,3% na
ydpamu Ky3atwian. Kacaumk KapuHaouap ypracuiaru HUKOXJIApHUHT KYTUIATH
ca6ab XKapkypron Ba My3paboj TyMaHIapuaa FOKOPUIUTH aHUKIAHIH.

2. IlurMeHTIM pEeTUHUT Kacalulurd OOCKU4WIapU PHUBOXKIAHUO Oopullu
OwiaH KIMHUK — (PYHKIIMOHAT KYpCATKUWIAPUHUHT KECKUH MaCaluIlIu: KYpyB
maiimonn  81,2% ra Topalumm, mnapamakyisp —(Qoropeuentopiap KaBaTu
Kanmuamuruan 85,13%ra kamaitnmm, ckotoManap coHu 2,2 GapoOap opTHIM Ba
doBeosiap aBacKyJsip 30HACMHUHI MaWjoHM Hopmara HucOaran 24,1%ra
KEHrauIly, TaH[JIMOHAp HEpB ToJlajap KaBaTUHUHT aTpodusacu cadadiu
HelpopeTtuHan 0en0or xakMUHUHT ypTada 0,20 mm’ra KamMalTaHIMTH aHUKJIaHIA
(P<0.05).

3. TapkukoT HaTWKacuJa NUTMEHTIM PETUHUT OWIaH KacajulaHraH
oemopnapaa ABCA4 rennaunr 12 Ba 28-MHTpOHIIapU/a aHUKJIAHTaH MyTaIysiap
IOKOopu yactorana kysatwirad. JKymmagan, [VS13-55G>A Ba IVS28 299C>T
myTanusiiapu O6emopiapauar 77,27% (17 wadap) na anukinanran Oyica, 28-
untponaa [VS28-del334G Ba IVS28-337A>G cnnaiicunr myTtanusiiapu 81,82% (18
Hadap) 6emMopiapaa aHUKJIaHTaH. YOy MyTamnusiiap OKCUJI CHHTE3H >KapaCHUHU
Oy3u0, TYp nmapJaaHuHT AereHeparuscura oub kenuimm ucooriaanau (P<0.05).

4. TIMrMeHTIN PETUHUT KACAJUIUTUA IPOTPECCUB KYPUITHUHT MTACANUIITMHI
nHOOaTra ONMo, SpaTHIIraH >JIEKTPOH MablyMOTiap 0a3acu Ba WIUIA0 YMKHITAH
OarmoparialiHu KyJjiam opKajiu 6 OWIMK Ky3aTyB HaTHXacuja KYpyB ab3oiapu
GyHKIIMOHAT KYPCATKUWIAPWHUHT TAcaluIy OapKapopialliraHIurd aHUKJIaH/Ix:
CTaTHK MEPUMETPUS KypcaTkuwiapu yprauda 4 maprajaan 2,8 Maprarayda, Typ napaa
EpyFIMKKa ce3yBYaHIUTH YpTaua 2,5 nan 1,3 raua, 6eTra TYIKUHIIAp aMIUTATYJacu
Yypraua 8,8 nan 7,6 raya kamanumm anukiaasaun (p<0.05).
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BBEJEHUE (anHoTauus aucceprauuu Jokropa ¢puaocopuu (PhD)

AKTYaJIbHOCTh U BOCTPeOOBAHHOCTHL TeMbl jauccepranmuu. CoriiacHo
naHHbIM  BcemupHoit opranuzanuu 3apaBooxpanenus (BO3), necmotps Ha
CHIDKCHME 4YHCIa CJenbiXx u ciaboBuasammux oged B mupe, 30% Bcex
0 TaTbMOJIOTHYECKUX 3a00JICBAHUI COCTABIISIOT HACIEICTBEHHBIC MATOJIOTHH.
Ha ocHoBe pe3ynbraToB psiia MCCIEAOBaHUNA OTMeYaeTcs, 4YTO «... B
OOJIBIIMHCTBE CJIyyaeB ciernoTa W cia0OBUIEHUE SBISIOTCA CIEIACTBUEM
BPOXKJECHHBIX M HACJEICTBEHHBIX MATOJOTHH, mpU 3TOM y 55% manueHToB B
Bo3pacte oT 19 10 50 nmer 3a0oieBaHME BBHISABISETCS B JETCKOM BO3pacTe...» .
CBOEBpEMEHHOE  BBISIBIICHHE TaKUX  HACJIEJACTBEHHBIX  3a00JIeBaHUU U
NJaHUPOBAHUE aJICKBATHBIX MEp JICUCHUS SBISIIOTCS aKTyallbHOW 3ajauei
0 TAITBMOJIOTHH.

B mupoBoM macmTabe HECMOTpPS Ha TO, YTO CYHIECTBYET MHOMXECTBO
HACJICACTBEHHBIX 3a00JIEBAHUN, CHMKEHHE (PYHKIUHU 3PEHUS Y MHALUEHTOB C
HACJICACTBEHHON O(TalbMONATOJIOTHEN OKa3bIBA€T CEPhE3HOE BIMSAHUE HA HUX
00pa3 KU3HU, KAYECTBO KU3HU U TAKHME BaXHbIC )KU3HEHHBIE (PAKTOPHI, KaK MMOUCK
COIIMAJIBHOTO MecTa. B SKOHOMUYECKH pa3BUTHIX CTpaHaX, OJIarogaps CHUKEHHUIO
YUCa TSOKENIBIX WHQPEKIIMOHHBIX U JAPYTUX IK30TCHHBIX O(PTaTbMOJIOTHYECKUX
3a00JICBaHUM, a TAKXKE CTPEMUTEIHPHOMY PA3BUTHIO MOJICKYJISPHOW TEHETHKH,
YBEJIMYUBACTCS JOJISl HACJIEACTBEHHBIX MATOJIOTUM. DTO CBS3AHO C OTKPBITHEM
HOBBIX T€HOB, OTBETCTBEHHBIX 33 pa3BUTHUE PaHEE U3BECTHBIX HACIICACTBECHHBIX U
HEHACJIEJACTBEHHBIX MATOJIOTUN. B TaHHOM KOHTEKCTE MPO(UIAKTUKA U MEIUKO-
T€HETUYECKOe KOHCYJIBTUPOBAHUE 3aHUMAIOT 0C000€ MEeCTO KakK METObI,
HampaBJICHHbIE HAa IPEIOTBPALICHUE POKICHUS OOJbHBIX JIETEH.

B nameil cTtpaHe Ha CETOAHSIIHUM JI€Hb HECMOTPS Ha JOCTHXKEHUS B
KJIMHAYECKOM U MOJICKYJSAPHO-TEHETUYECKOM M3YUYCHUU HaCIeICTBEHHBIX
0 TanbMONATOJIOTUM, OCTAETCA CIOXKHBIM CJelaTh OJHO3HAYHBIE BBIBOJBI O
NpUYMHAX TIEPEX0/ia HaydaldbHBIX JIETKUX (POPM HEKOTOPHIX HACIEICTBEHHBIX
3a0oyieBaHU Tya3 B OoJsiee Tsokenbie. BmecTte ¢ TeM, BBIMOJHEHHWE psa
npoUIaKTUUECKUX MEpOTPUSITUH, MOJTHOCTHIO COOTBETCTBYIOIIUX
MEXIyHApOAHBIM CTaHJapTaM, OMpeAessieT Takue 3aJadyd, Kak «...pa3padoTka
HallMOHAJIbHBIX KJIMHUYECKUX CTAaHJApTOB, OCHOBAaHHBIX Ha JI0Ka3aTEIbHOU
MEIWIMHE W TapMOHU3UPOBAHHBIX C MEXAYHApOAHBIMH CTaHIapTaMH,
BHEJPEHHE BBICOKOTEXHOJOTUYHBIX METOJIOB JUATHOCTUKUA M JICUCHUS [JIs
MOBBIIICHUS KauecTBa, 3P(HEKTUBHOCTU U JOCTYMHOCTH MEIUIIUMHCKON MTOMOIIIH,
noAAep KKa 3JJ0pOBOro 00pa3a KM3HU, NpoPuiIakTHUKa 3a00JeBaHUM, pa3paboTKa
U BHEJPEHHE ONTUMAJIbHOW IOCIEN0BATEILHOCTH M HENPEPBIBHOCTH 3TAIlOB

OKa3aHHus MGHHHHHCKOﬁ HOMOIHI/I...»Z.

'Liu W, Liu S, Li P, Yao K. Retinitis Pigmentosa: Progress in Molecular Pathology and Biotherapeutical Strategies.
Int J Mol Sci. 2022 Apr 28;23(9):4883. doi: 10.3390/ijms23094883. PMID: 35563274; PMCID: PMC9101511.

2 Vkas3 [pesunenta PecnyGnuku Y36exucran NelI®-5590 ot 7 nexabps 2018 roma «O KOMIIEKCHBIX Mepax o
KOPEHHOMY COBEPLICHCTBOBAHUIO CHCTEMBI 3/ipaBooxpaneHus PecryOnuku Y30ekucTtany.
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JlanHHO€ JuCcCepTallMOHHOE WCCIIEJOBAHUE B OMNPEJCICHHON CTENEeHU
CIIOCOOCTBYET pEIICHUI0 3aJay, NpeaycMOTpeHHbIX B Ykazax I[Ipesugenta
PecnyOnuku Y306ekucran ot 28 siuBaps 2022 roga Ne VII-60 «O ctpareruu
pa3Butusa HoBoro Y306ekucrana Ha 2022—-2026 roabi»; ot 7 nekadps 2018 roga
No VII-5590 «O KOMIUIEKCHBIX Me€pax MO KOPEHHOMY COBEPIIEHCTBOBAHUIO
CHUCTeMBI 37ipaBooxpaneHusi Pecnyonuku Y30ekucran»; ot 20 utons 2017 roaa
Ne  TII-3071 «O wMepax 1o JganbHEWIIEMYy  pa3BUTHUIO  OKa3aHUs
CIICIMATU3UPOBAHHON MEIUIIMHCKOW TMOMOIIM HacejleHuto PecnyOnauku
V36ekucran Ha 2017-2021 roawi»; ot 25 ampens 2022 roga Ne III1-216 «O
Mepax MO YCHUJICHHMIO 3alllMThl MaTepuHCTBa M JeTcTBa B 2022-2026 romax».
Kpome ToOro, wuccienoBanue B paMKax JaHHOW JUCCEPTALMM BHOCHUT
ONpENIeJICHHBIN BKJIaJ B pealu3aiuio 3a7ad, MPeAyCMOTPEHHBIX [TaHHBIMU U
JPYTUMU HOPMATHBHO-TIPABOBBIMU aKTaMHU, PETYJIUPYIOMMUMHU JEITEIbHOCTh B
JTaHHOU 00JIaCTH.

CooTBeTcTBHE HCCJIEI0BAHUA C TPHOPUTETHHIMU HAaNpPaBJeHUSIMU
pa3sBUTUA HAYKH M TexHoJorui PecnyOduuku Y30ekucran. Jlannoe
MCCJIEJOBAHUE BBIMOJHEHO B COOTBETCTBUU C¢ VI MpUOPUTETHBIM HampaBICHUEM
pa3BUTHsI Hayku W TexHojoru PecnyOnuku VY30ekucran — «MeauiuHa u
dbapMakoorus».

CrteneHb  u3yyeHHOCTH mpoOJuaembl. [IpoOrmema  mpoduIaKTHKH,
JUArHOCTUKUA W JICYEHUS HACIEICTBEHHBIX M BPOXKIACHHBIX 3a00JI€eBaHUN TIJa3
OCTaeTCs aKTyaJlbHOM B MEJAUIIMHCKOM M COIlMAJIBHOM acmlekTax. ['eHeTuuecku
0OyCJIOBJIGHHBIE TIATOJIOTHU OpraHa 3peHus, Jaxke IMpU CBOCBPEMEHHOM
JUArHOCTUKE U aJ€KBAaTHOM JIEUEHUHU, MOTYT NPUBOAUTH K CHHXKEHUIO
3pUTENbHBIX (GYHKIUMNA, paHHEH ClenoTe, a TakKe COo37aBaTh CJIOKHOCTH B
cornuanbHOM amantanuu nanueHToB (Arno G.,Hull S. 2017).

OTKpBITHE T€HOB, ONPEACISIONIUX Pa3BUTHUE HACIEICTBEHHBIX PETUHATBHBIX
nucTpoduil, pacuimpuio NOHMMaHUE NMaTOTeHe3a JaHHBIX 3a00JI€BaHM, a TaKkKe
OTKPBUIO BO3MOXXHOCTH [JI1 MX NMPOQPUIAKTUKU U JICUCHUS, BKIIOYAs TCHHYIO
Tepanuio u ¢papmakoTepaneBTuueckue metoasl (Kpebe, 2010).

HecMoTpst Ha TOCTHKEHUS B KIMHUYECKOM U MOJIEKYJISIPHO-T€HETUYECKOM
M3yYEHUU HACIEICTBEHHBIX O(TaIbMONATOJOTUM, OCTAIOTCS HEPEHICHHBIMU
BOIIPOCHI, CBSI3aHHbIE C NPUYMHAMHM Tepexoja HayajdbHBIX JErkux Qopm
HEKOTOPBIX HACJIEJACTBEHHBIX 3a00JeBaHmii T71a3 B Oosee Tshkenbie. Kpome Toro,
OJTHOM M3 BXHEWIIHX 3aJ1au ABJISAETCS HEOOXOIUMOCTh MOJHOTO KIMHHUYECKOTO
o0ce10BaHusI MAIMEHTOB U TOYHOM TUAarHOCTUKU JIJIsl OLICHKU BIUSHUS MyTallUi
Ha pa3BUTHE JaHHBIX MAaTOJOTHH. ITO TpedyeT HOBBIX TMOJAXOJ0B K
CUCTeMaTU3allUM W HHTEpHpeTanuud MOp(OJIOrHYeCKuX U (QYHKIHMOHAIBHBIX
npu3HakoB. KoMIuiekCHOE€ NPUMEHEHHE COBPEMEHHBIX METOJIOB, TAKHUX Kak
KOMIBIOTEpHAS TIEPUMETPHSI, Pa3TUIHbIE MOAUPUKAIINH JIEKTPOpETUHOTpadu,
pacmupsieT BO3MOXKHOCTH (DYHKIMOHAJIbHBIX HcchenoBanuil (3onHukoBa 1.B.,
2015). Beenenue cnekTpainbHON onTuuyeckoil korepeHTHoi Tomorpaduu (OKT)
MO3BOJIMJIO C BBICOKOM CTEMEHbIO TOUHOCTHU U3Yy4YaTh CJIOM CETYATKHU, ONPEIEIISITh
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CTEIEHb MOBPEKICHUN, HAUMHAS C paHHEH e30pranu3anuu (oTopenenTopoB 10
UX TOJHOW JIECTPYKIIUHU, a TAKXKE BBISBIATH aTPO(UI0 OCHOBHOTO MUTMEHTHOTO
snuTenus B odsactu makyJbl (ABetucoB C.03., 2007; Tecta @., 2017).

HecmoTpst Ha JOCTUTHYThIE YCIEXHM, HEIOCTAaTOYHOE BHHUMaHUE K
F€HETUYECKUM acTeKTaM HEKOTOPBIX BUJIOB HACIEICTBEHHBIX 3a00JI€BaHU I1a3
NOAYEPKUBACT AaKTyaJlbHOCTh JAHHOW TEMBI. OJTO CBSI3aHO C TEM, HYTO
HACJIC/ICTBEHHbIE JIETCHEPAlMU CETYATKH OTHOCATCA K OOJIBIIONW Trpymie
reTepOreHHbIX 3a00JeBaHUuM, KOTOpble, OyAy4YH HEU3JICUUMBIMH, MPUBOIAT K
CJEnoTe.

CBs3b TeMbl JUCCEPTAIMU C HAYYHBIMH IJAHAMH BY3a, B KOTOPOM
BBINOJIHEHA AuMccepTanud. J(HccepTallMOHHOE HCCIEJ0BAaHUE BBIIIOJHEHO B
COOTBETCTBUHM C IIJIJAHOM Hay4YHO-HCCIEN0BaTEIbCKUX pabor TamkeHTcKoM
MeIuIMHCKOMN akageMuu « COBEpIIIEHCTBOBAHUE METOJIOB IMArHOCTU KU, JICUCHUS
HEKOTOpHIX  3a00JeBaHWN  Tla3, pa3paboTka ¢ NPUMEHEHHE HOBBIX
JEKapCTBEHHBIX CPeACTB B odTambMonorudeckor mpaktuke» Ne011.800-230,
2019-2023 rr.

Heabo wucciaenoBaHusi SIBJAAETCS TMOBBIIICHUE YPOBHS JIHUArHOCTHUKHU H
MEIUKO-TTPOGUIAKTUIECKON MOMOIIM MPU HEKOTOPHIX BUJAaX HACIEICTBEHHOMU
o(pTanbMONaTOJOTUH, IYTEM H3YYEHHS AacClEeKTOB pacHpOCTPAaHEHHOCTU U
KIIMHUKO-TEHETHYECKUX OCOOCHHOCTEHN 3a00JIeBaHMUS.

3ajaum ucciaeq0BaAHUA:

U3yYUTh pacupocTpaHeHue HEKOTOPBIX HAaCJICCTBEHHBIX
o TanbMONaTOJIOTUI B CTPYKTYpe ria3Hbix 3a0oneBaHuil B CypXaHIapbUHCKOM
o0J1acTH;

OIICHUTHh KJIMHUKO - (YHKIIMOHAJbHBIC TOKAa3aTeIM OpraHa Ial[MeHTOB
MUTMEHTHBIM PETUHUTOM B 3aBUCUMOCTH OT CTaJNU 3a00JICBAHUS;

U3y4uTh TeHeTnueckue napameTpsl reHa ABCA4 y 00ibHBIX MUTMEHTHBIM
PETUHUTOM C HCIOJIb30BAHUEM I'€HEATOTMUYECKUX U MOJIEKYJISIPHO-T€HETUUYECKUX
METOJI0OB MCCJIEIOBAHUS;

CO3/1aTh JJICKTPOHHYIO ©0a3y JaHHBIX W pa3paboTaTh MPUHIHIIBI
IPOTHO3UPOBAHUS 3a00J€BAHUSA C LIEJIbIO PAHHEW NUArHOCTHKU M HaOJIIOACHUS
MAIMEHTOB ¢ MUTMEHTHBIM PETUHUTOM JJIS1 OMTUMHU3AINHI MEIUKO-TCHETHUECKOMN
U MEIMKO-MPO(UIAKTUYECKON MOMOIIM HACEICHUIO PETHOHA.

O0bexkToM wuccaenoBanusa sBunuch 120 mnanuentoB (240 rma3) c
MATMEHTHBIM PETUHUTOM, HaXOJUBIIUXCS Ha CTAIIMOHAPHOM M aMOyJIaTOPHOM
HaOJI0ICHUU B Tepmesckom ¢bunuane Pecnybnukanckoro
CIELHUAIU3UPOBAHHOIO  HAYYHO-IPAKTUYECKOrO0  MEIUIIMHCKOTO  LIEHTpa
MUKPOXUPYpruu riasa B nepuoj ¢ 2022 no 2024 roppl.

IIpeameTomM mcciie0BAHMS SIBUINCH KIMHUYECKHE U (DYHKIIMOHAIBHBIC
MOKa3aTe TMAalUeHTOB TUTMEHTHBIM PETHHUTOM, JaHHBIE CIEIHaTbHBIX
o(pTanbMOJIOTUYECKUX  METOJOB  MCCIEJOBAaHMS, a TaKXKe pPe3yibTaThl
CEKBEHUPOBAHUS T€HOB SAPOCOAEPKAIINX IJIEMEHTOB KPOBH.
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MeToabl ucciaeaoBaHMs. /IS KOMIUIEKCHOM OIIEHKH HAacCJeICTBEHHBIX
3a00JIeBaHU a3 MOPUMEHSUINCh  OPTaIbMOJIOTUYECKUE, T'€HETUYECKHUE,
UHCTPYMEHTAJbHbIE U CTATUCTUYECKHE METO/IBI.

Hay4ynasi HOBM3HA HCCJIeIOBAHUS 3aKII0YAETCS B CIEAYIOIIEM:

o pe3yJibTaTaM CKPUHUHTOBOTO KCCJIEJOBAHUS BBISBICHBI HauboJiee
pacnpoCTpaHeHHbIE HAacCHIEICTBEHHbIE O(TaJIbMONATOJIOTUU, BO3HHUKAIOIINE
BCIIEJICTBHE OJM3KOPOACTBEHHBIX OpaKkoB, CpeIu KOTOPBIX BEAYyIIEH SBISETCS
MMATMCHTHBIN PETUHMT;

Ha OCHOBE T'€HEaJIOTMYECKUX UCCIIEIOBAHUN TyTEM U3YUEHUS KIUHUYECKOTO
noauMopdu3Ma BCIEACTBUE OJM3KOPOJICTBEHHBIX OPAaKOB, BBISIBICHBI Hanbomee
4acTO BCTPEYAIONIMECS HACIEACTBEHHbIE O(TaIbMOMNATOJIOIHMU, TaKHe Kak:
NUTMEHTHBIA peTuHUT, Oone3nsb llltaprapara, cuHapoMm Yiiepa M MaJlO4YKO -
KOJIOOUYKOBass AUCTPOUs, CpEeAu KOTOPBIX JHAMPYIOIIEE MECTO 3aHUMAaEeT
MUTMEHTHBIN PETUHUT;

Ha MpUMEpPEe MUTMEHTHOIO PETHUHHUTA C HCIOJIb30BAHUEM MOJIEKYJISIPHO-
F€HETHYECKHX UCCIIEAOBAaHUN OINpeesIeHa YacTOTa paCpOCTPAHEHHSI MyTallUuii B
rene ABCA4: myrauuu crnaiicudara [IVS28 299C>T B untpone 28 Habm01anuch
y 77,27%, mytranuu cruiaiicunra IVS28-del334G u IVS28-337A>G — y 81,82%
MalEeHTOB;

Ha OCHOBE pe3yJbTaTOB HAYYHBIX HCCIIEIOBaHMM co3gaHa 0a3za JaHHBIX
NalMeHTOB C HACJEACTBEHHBIMU O(PTaJbMOINATOJOTUAMU M pa3padoTaHbl
OPUHIUIIBI  TPOTHO3MPOBAHMS TMUTMEHTHOTO PETHHUTA, €ro TEYCHUsS U
NPOTPECCUPOBAHUS C YUETOM KIMHUKO — (PYHKIIMOHAJIbHBIX U3MEHEHUN OpraHa
3pEHUS U TEHETUYECKUX METOJI0OB UCCIIEIOBAHUS.

IIpakTH4yeckne pe3yabTaThl HCCJIEIOBAHUS 3aKIIOYAIOTCA B CIEIYIOLIEM:

BHEIPEHBl B KIWHHUYECKYIO TMPAKTHUKY CBEIACHUS O CBOEBPEMEHHOM
BBISIBJICHUH CEMEN C T€HETUYECKOU MPEeIpacioOKEHHOCThIO K HACIECTBEHHBIM
NaToJOTHSIM OpraHa 3peHus cpeau HacejeHuss CypXaHIapbUHCKON 001acTu,
BPEMEHM TPOSABIECHUS 3a00J€BaHMS, pPAHHUX KIMHUYECKUX IMpPHU3HAKaX,
CyOKIMHUYECKUX (opMax M €ro TEYEHUU, C LEeJIbl0 KOHCYJIbTUPOBAHUS
NAlMeHTOB M TPOBEACHUS COOTBETCTBYIOIICH MEIUKO-TPO(HIaKTHIECKON
paboTHI;

BHEAPEH METOJ OIpeIeNeHUs] PacHpoCTPaHEHHOCTH MyTalluii B TEHE
ABCA4 nyrem npoBeAEHUS MOJEKYJISPHO-TEHETHYECKOTO MCCIEIOBAHUS Y
NAlMEeHTOB MUTMEHTHBIM PETUHUTOM, JJIsSI OATBEPKACHUS TUarHO3a;

BHEJPEHBI 0aza JAHHBIX MalEeHTOB C HaCJIeICTBEHHBIMU
O(pTanbMONaTOJOTUSIMU M MPOTHO3UPOBAHUE MUTMEHTHOI'O PETUHUTA, €ro
TEUEHHUS! U MPOTrPECCUPOBAHMS, ISl BBISIBICHHUS 3a00JieBaHUS, MOHUTOPUHTA U
nOBbINIEHUST Y(PHEKTUBHOCTU  JEATEIBHOCTH  JICUEOHO-PODHIAKTUUECKUX
YUPEKICHUN PECIyOINKY;

JlOCTOBEPHOCTH Pe3yJIbTATOB HCCJAeI0BAHUS O0OOCHOBAaHA JOCTATOYHBIM
KOJIMYECTBOM HCCIIElyeMOro MaTepuasia, 000CHOBAaHUEM MPOBOJUMBIX METOJIOB
UCCIIeIOBaHU s, TPOBEJICHUEM HCCIIEOBAHMS HA TEOPETUUECKOM U MPAKTUYECKOM
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YPOBHSX, IPOBEJCHUEM KaUYE€CTBEHHOW U KOJIMYECTBEHHON OLIEHKH MOJIYy4YEHHBIX
pe3yJIbTaTOB, CTAaTUCTHYECKOW JOCTOBEPHOCTHIO IMOJYYEHHBIX IOKa3aTeen
UCCIIeIOBaHUsA, UIMPOKUM BHEIPEHUEM pa3padOTaHHBIX METOJIOB paHHEH
JUArHOCTUKU U NMPO(QUIAKTUKN HACIEACTBEHHBIX O0(TaJIbMONATONIOIUH, a TAKXKe
CPaBHEHHMEM IIOJIYYEHHBIX PE3YJbTAaTOB C JaHHBIMM MEXAYHAPOIHBIX U
OTEYECTBEHHBIX HCCIIEIOBAHUM, IOATBEPKICHUEM BBIBOJIOB MW pE3yJIbTAaTOB
YIOJTHOMOYEHHBIMU CTPYKTYpPaMHU.

Hay4ynasi u npakTH4yeckasi 3HAUMMOCTh Pe3yJdbTATOB MCCJIe0BAHMS.

HayuHnast 3Ha4UMOCTbH pe3yJIbTATOB MCCIEJOBAHUSI COCTOUT B TOM, YTO Ha
OCHOBAHUU U3YUYEHUS KIMHUKO-(PYHKIIMOHAIBHBIX 0COOCHHOCTEH TMarHOCTUKU U
TEUEHUs MNHUTMEHTHOTO pETHHUTa co3JaHa 0a3a JaHHBIX U pa3pabdoTaHbl
OPUHLMIBI IPOTHO3UPOBAHHUS, O3BOJIAIOLUIME CBOEBPEMEHHO AUArHOCTUPOBAT,
BECTM MOHHUTOPUHI MAlMEHTOB U MPEAYNPEAUTh PA3BUTHE TSHKEIOrO TEUECHHS
3a00JIeBaHUS.

[IpakTHuecKkas 3HaUUMOCTh PE3YJIbTATOB UCCIIEIOBAHUS COCTOUT B TOM, YTO
U3yYEHbl M3MEHEHHS OpraHa 3pEeHHUs Ha pPa3JIMYHbIX CTaAUAX MUTMEHTHOIO
pPETUHUTAa HAa OCHOBE OOIIMX W CIEIUAJbHBIX O(TAIbMOJIOTMYECKHUX, a TAKXKe
F€HETUYECKUX METOAAaX HCCIEIOBaHUs, KOTOpBIE SIBIISIIOTCS MEPCIEKTHUBHBIM
HallpaBJI€HUEM B O(TAJIbMOJOTUM pPECHyOJIMKH, TO3BOJSAIOIINE IOBBICUTH
YPOBEHb JAMArHOCTUKH, YMEHBUIUTh CPOKM IPOrpeccHpoBaHuUs 3a00JeBaHUS,
COKpPAaTUTh SKOHOMUYECKHUE 3aTPaThl U yJIYUYIIUTh Ka4€CTBO KU3HU NAlHEHTOB.

BHeapenue pe3yJibTaTOB MCCJIEIOBAHM S

Ha ocHOBaHMM TMOJYYEHHBIX pE3yJbTATOB ONTUMH3ALUSA MEIUKO-
OpOPUIAKTUYECKOW [OMOIIM TMPU HEKOTOPhIX BHJAAX HAaCIEICTBEHHOU
odpranpmonatoniornu (3akmoueHue Ne 09/01 MuHucTepcTBa 31paBOOXpaHECHUS
PecniyOnuku Y36ekuctan ot 26.11.2024 r):

nepeas Hay4Has HOB8U3HA: TO PE3yJbTaTaM CKPUHUHIOBOTO HCCIEAOBAHUS
BBISIBJIEHBI Han0O0JI€€ paclpoCTpaHEHHbIE HACIIEACTBEHHbIE 0()TAIbMOIIATOJIOTUH,
BO3HHMKAIOIIME BCJEACTBUE OJIM3KOPOJICTBEHHBIX OpakoB, CpeAu KOTOPBIX
BEIYLIEH SBIISIETCA NUTMEHTHBIM PETUHUT. 3HAYMMOCTh HAYYHOW HOBU3HBIL:
UMEET CYIIECTBEHHOE 3HAYEHWE JUISI [OHUMAHHUS 3NUIAEMHOJOTMYECKOU
CUTYyallMu B pErMOHE U 00OCHOBBIBAET HEOOXOUMOCTh pa3pabOTKU U BHEAPECHUS
LEJEBbIX MeEp OOIIECTBEHHOIO 3JpaBOOXPAaHEHHUs, K KOTOPbIM OTHOCSTCA
CBEJICHHS B CPEACTBAX MAacCOBOM MH(OpMaLUMU O PUCKAX OJIM3KOPOJCTBEHHBIX
OpaxoB, OpraHu3anus JOCTYITHOTO MEANKO-T€HETUYECKOTO KOHCYJIbTUPOBAHUS U
CKPUHUHTOBBIX MpPOrpaMM JUJIs PAHHETO BBIABJIEHUS  HACJIEACTBEHHBIX
opranpmonaTonoruid. JlaHHble pe3ynbTaThl BKIIOYEHbI B METOJUYECKHUE
pekomennauun «llpumenenne OKT B oleHKE CTPYKTYpHBIX H3MEHEHUI
CeTYaTKM y IMAIMEHTOB C IUIMEHTHBIM PETHHUTOM»  (YTBEPKIECHO
KOOpJMHAIIMOHHO-3KCIIEPTHBIM coBeTOM TepMmesckoro pununana TMA, npuka3z Ne
80/24 or 02.07.2024 r.). BHenpeHue HayyHOW HOBHU3HBI: IOJTYYECHHBIE
pe3yJibTaThl BHEAPEHBI B MPAKTUKY 3ApaBooxpaHeHus PecnyOnuku Y30ekucras,
B YaCTHOCTH, B  JEATENbHOCTh  PecnyOnuKaHCKON — KIMHMYECKOU
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opranemonorudeckoit OompHUNBl (IIpukaz Ne 31-IT or 12.06.2024 r1.) wm
ColpgapeuHckoro guianana PecnmyOauKaHCKOro Crenuain3upoOBaHHOIO HAYYHO-
NpPaKTUYECKOTo I1eHTpa Mukpoxupypruu rnaza (IIpuxasz Ne 01-1-18/1 ot
16.07.2024 r.). CoumnanpHast 3p¢GeKTUBHOCTh HAYYHOM HOBHU3HBI 3aKJIHOYAETCS B
CIEAYIOIIEM:: BBbIsIBICHUE (PAKTOPOB PHUCKA, TAKUX KaK OJM3KOPOJCTBEHHbIC
Opaxu, U MpUHATHE MPODUIAKTUUECCKUX MEP CHUKAET YPOBEHb MHBAIHIHOCTH 110
3pEHUIO, CBSI3aHHOM C HACJIEJCTBEHHBIMU 3a00JICBAaHUSIMU, PAHHSS TUATrHOCTHU KA
HaCJIeICTBEHHBIX o TaTBLMONATOIOT U MO3BOJISACT NpenynpeanuTh
nporpeccupoBaHue 3a00J€BaHUsI U BO3MOXHBIE OCJI0KHEHHUSI, YTO CIIOCOOCTBYET
COXPaHUIO CTAOMIBHOCTHU 3PUTENBHBIX PYHKIIMHN U YIYUYIICHUIO KaueCcTBa 3peHUS
MaIMeHTOB. DKOHOMUYEcKas d(hPEeKTUBHOCTh HAYYHOW HOBU3HBI 3aKJII0YACTCS B
CIEAYIOIIEM: TMpPU pPAHHEM BbBIABICHUU TMAIMEHTOB C HACJEJICTBEHHBIMU
opTAIBLMONATONOTUSIMU, C LEIbI0 MPEAYNPEKICHUS MPOrpecCUPOBAHUS
3a0o0JieBaHuUsI, OBIO PEKOMEHIOBAHO CTallMOHAPHOE JICYeHUE HE MEHee 2 pa3 B
roa. Kaxnaplii mamueHT B pe3yibTaTe JIEUCHUS B CTAllMOHApPE B CPEIHEM
pacxonoBain 1o 128 000 B neHb B T€UEHUE AEBATU KOWKO-AHEH, UTO COCTABUIIO
1 152 000 cym 3a ogun kypc aeyenus u 2 304 000 ThIC. CyM IpH ABYXpa30BOM
neuyeHuu. CTallmoOHApHOE JICUCHUE SBIISIETCS JOPOTOCTOSAIIUM, HO ONPaBIbIBACT
JOTIOJTHUTENIbHBIE 3aTpPaThl, IOCKOJBKY MPEaynpexaaeT MpOorpeccupoBaHue
3a00JIeBaHUsI U CIOCOOCTBYIOT CTaOMIM3AIlMU KIMHUKO-(YHKIIMOHAIBHBIX
MOKa3aTeliell opraHa 3peHud. JakKiIoudeHue: Pe3ynbraTel HCCIEAOBAHUS
MOKa3bIBAIOT, 4TO CBOECBPEMEHHOE BBISIBJICHUE HAaCJICJICTBEHHBIX
o(dTaILMOIATOJIOTUN TO3BOJACT YIAYYIIUTh 370pPOBbE, KAYECTBO KU3HU H
CHU3UTh UHBAJIUIHOCTH CPEAU HACEIICHUS.

8mopas HAyyHAasi HOBU3HA: HA OCHOBE TE€HEAJOTMYECKHUX HCCIETOBAHUM
nyTeM U3y4YEHUS KJIMHUYECKOTO noauMopdu3Ma BCJIC/ICTBUE
OJIM3KOPOJCTBEHHBIX OpaKOB, BBISBICHBI HauMOOJEe 4YacTo BCTpPEUYarOUIUECs
HAaCJIeICTBEHHbIE O(TaIbMOIATOJNIOTUY, TaKWE KaK: MUTMEHTHBIA PETHUHUT,
6one3np lTaprapara, cunapom Yiepa v MajJodko - KOJOOUYKOBas quctpodus,
Cpeayd KOTOpBIX JIMIHUPYIOLIEE MECTO 3aHUMAeT MUITMEHTHBIM PETHUHUT.
3HaUUMOCTh HAayYHOW HOBHU3HBI: T'€HEAJTOTHMYECKUE HCCIEIOBAHUS TO3BOJISIIOT
NPOCJIEAUTh HACIEIOBAaHUE PA3JIMYHbIX O(PTAJIbMOIATOJIOTUI B IIpeaeaax ceMen
Ha TMPOTSDKEHUM  HECKOJbKUX  MOKOJIEHHWH, 4YTO JaeT  BO3MOXKHOCTH
UJICHTU(UIIMPOBATh HE TOJILKO HamOosee JacThie 3a00JICBaHMS, HO U BBISIBUTH
BECh CIEKTP HACJEACTBEHHBIX TJIa3HBIX OOJIE3HEH, MPUCYTCTBYIOMHUX B
MOMYyJISIIMU, BKJItoUYasi 6osiee peakue GopMmbl. [[aHHbIE pe3ysibTaThl BKIOYEHBI B
METOJAMYECKHEe  pekomeHaanuu  "JluarHoctuka,  MPOTHO3UPOBAHUE U
F€HETUYECKOEe  TECTUPOBAHME  IMUTMEHTHOIO  PETUHUTa»  (YTBEPXKIECHO
KOOPJAMHAIIMOHHO-IKCTIEPTHBIM coBeTOM Tepmesckoro punmmana TMA, mpukas Ne
80/24 ot 02.07.2024 r.). BHenpeHue Hay4YHOW HOBHM3HBI: IOJTYYEHHbBIE
pe3ynbTaThl BHEJAPEHBI B MPAKTUKY 3/IpaBooxpaHeHus Pecnyonuku Y30ekucras,
B YAaCTHOCTH, B NEATEIbHOCTD PecnyGukaHnckoit KJIMHUYECKOU
obranpmonoruueckor OonpHuIBI (IIpukaz Ne 31-IT or 12.06.2024 r.) u
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Ceipnapsunckoro ¢unmnana Pecry0aMkaHCKOro Crenualn3upoBaHHOTO HAYYHO -
OpPAaKTUYECKOTro I1eHTpa Mukpoxupypruum rnasza (Ilpukasz Ne 01-1-18/1 ot
16.07.2024 r.). CounanbHasi 3pGeKTUBHOCTh HAYYHOU HOBU3HBI 3aKIIFOYAETCS B
CIEeAYyIOLEM: TeHEaJOTUUYEeCKUI aHaIu3 MO3BOJISET UICHTU(DUIIMPOBATh CEMbU C
BBICOKMM  PHCKOM  HACJIEACTBEHHBIX  OQTalbMOMATOJIOTHUNA, YTO  JaeT
BO3MOXHOCTh ~HANpPaBUTh yCUIUA MEIUKO-TEHETUYECKUX KOHCYJIHTAHTOB
HEMOCPEICTBEHHO K OTHM CEMbSIM M IIOMOTaeT WM MPUHUMATH Oolee
WHQOPMHUPOBAHHBIC PEIICHUS O IUIAHUPOBAHWU CEMBHM W CKPUHUHTE.
OxoHoMuueckass A(PDEKTUBHOCTh HAY4YHOM  HOBHU3HBI  3aKJlOyaeTrcsi B
CIENyIOlEM: Ha OCHOBAaHMM T€HEAJIOTMYECKOro HuccienoBanus y 62,5%
NalMEeHTOB BBISIBJIEH ayTOCOMHO-PEIIECCUBHBIN TUN HacieqoBaHus, y 22,5% —
CIIOpPAJUUYCCKUN TMHUTMEHTHBIA PETUHHUT, a TaKXe BBIABICHO, YTO OCHOBHBIM
MEXaHU3MOM HacJeAO0BaHUs 3a00JIEBaHUS SIBJISETCS ayTOCOMHO-PEILECCUBHBIN
TUN HACIEJOBAHUS M MPOBEICHUE TAaHHOTO METO/la JUArHOCTUKU B CEMBbSX,
COCTOSIIIUX B  ONM3KOPOJACTBEHHOM Opake, TOBbIMAET 3PHEKTUBHOCTD
BBISIBIISIEMOCTH 3a00JICBAaHUS Ha paHHUX CTaausx. [Ipu HECBOEBpEeMEHHOM
JUAarHOCTUPOBAHUN  HACIEJACTBEHHBIX  O(TAIBMONATOJIOTHHA,  HACTYIAeT
WHBAJIUIHOCTh BCJEICTBUE IMOTEPH 3PCHHUS, IMPU KOTOPOH €KETOAHBIC PACXOIbI
rocy/iapcTBa Ha COLMAIbHBIE BRIIIATHI OJHOMY MAIIMEHTY COCTABJISIOT B CpEHEM
11 muin. 40 000 cymoB. CTaiuoHapHOE JIEUEHUE COCTABIISIET 2,3 MIIH. CYMOB B T'OJ1
U B MEPCIEKTHUBE A3TO COKpAIA€T TOCYIapCTBEHHbIE pPacXoAbl Ha KaXJOTO
nalnueHTa He MeHee 4eM B 5-6 pa3. 3akiloyeHHE: MOJYyYEHHBIE Pe3yJIbTaThl
UCCIICAOBAHUSA CBUJICTEIBCTBYIOT O TOM, 4YTO HEOOXOJMMO TPOBOJHUTH
r€HEeTUYECKUI CKPUHUHT U aHaJIM3 T€HEaJ0THUYeCKOro APeBa, a TAKKe MOBBIIIATh
OCBEJIOMJICHHOCTh ~ HACEJIEHHsI O pHUCKax OpakoB Mexay OIM3KuMHU
POACTBEHHUKAMH ¥  yCWJIMBATh MNPOMUIAKTHUYECKHE MEPBI C  IIEJBI0
IpeaynpexASHUs pa3BUTHS HACIEACTBEHHBIX 3a00IeBaHUM.

mpemvsi HAY4YHAs. HOBU3HA: HA TIpUMEpPEe IUTMEHTHOIO0 PpETUHHUTA C
UCIIOJIb30BAHUEM  MOJICKYJISIPHO-TEHETUYECKUX MCCIEIOBAHUN  OIpe/esieHa
yacToTa pacnpocTtpaHeHus Mmyrtanuii B reHe ABCA4: myranuum crialicuHra
IVS28 299C>T B untpone 28 nabmonanuce y 77,27%, MyTauuu crjialiCUHTa
IVS28-del334G u 1VS28-337A>G — y 81,82% mnamnuenToB. 3HAYUMOCTh
HAay4YHOW HOBHU3HBI: OINpEAEICHUE PACHPOCTPAHEHHOCTH MYTalMid MO3BOJIUIO
r1y0’Ke MOHSTh TeHETUUYECKUEe MPUUUHBI HACTECTBEHHBIX 0(TaTIbMOMATOJIOTHH,
TaKWX KaK TMHUTMEHTHBIH PETHHUT M Ha OCHOBAHUU PE3YyJbTaTOB JAaHHOTO
UCCIICIOBAaHUS TIOBBICUTh J(G()EKTHBHOCTh TUATHOCTHKA W TPOPUIAKTUKH
30007IMBaHUs C yY4ETOM CTEIECHW MyTanwi. J[aHHBIE pe3yiabTaThl BKIIOUCHBI B
METOJMYECKHEe  peKoMeHjgauuu  “JluarHocThka,  OPOTHO3UPOBAHUE U
F€HETHYECKOEe  TECTUPOBAHME  MUTMEHTHOTO  PETUHUTa»  (YTBEPXKICHO
KOOpJIMHALIMOHHO-3KCIIEPTHBIM coBeTOM TepMmesckoro punuana TMA, npuka3z Ne
80/24 or 02.07.2024 r.). BHeapeHue HayyHOH HOBHU3HBI: IOJYy4YEHHBIE
pe3yJIbTaThl BHEAPECHBI B MPAKTHKY 3ApaBooXpaHeHus PecnyOnukn Y30ekucras,
B 4YacTHOCTH, B  JeATeNbHOCTh  PecnyOnuMkaHCKOW — KIMHUYECKOU
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odpranemonorudeckoit OompHUnbl (IIpukaz Ne 31-IT or 12.06.2024 r1.) wm
ColpgapeuHckoro guianana PecnmyOauKaHCKOro Crenuain3upoOBaHHOIO HAYYHO-
NpPaKTUYECKOTo I1eHTpa Mukpoxupypruu rnaza (IIpuxasz Ne 01-1-18/1 ot
16.07.2024 r.). ConnanbsHas 3PEeKTUBHOCTh HAYYHOW HOBU3HBI 3aKJIIOYAETCS B
CIEQYIOIIEM: TE€HETHUYECKHUE  HUCCIECAOBAHUS  IO3BOJIMJIIM  CBOEBPEMEHHO
JUarHOCTUPOBaTh  MAlMEHTOB C  BBICOKUM  PUCKOM  HACJEJICTBEHHBIX
oTanbMOMaTONOTHII U WIEHOB MX CEMEH, YTO MOCIOCOOCTBOBAIO paHHEMY
BBISIBJICHUIO MUTMEHTHOT O peTuHUTa u NpeyNpeKACHUIO ero
nporpeccupoBaHusi. ODKOHOMHYECKass A()QPEKTUBHOCT, HAYUYHOW HOBU3HBI
3aKJII0YaeTcs B cleayroleM: BbisaBieHue mytauuil B reHe ABCA4 ¢ nmomomnisio
MOJIEKYJISIPHO-T€HETUYECKOM IMarHOCTUKH C II€JIbI0 CBOEBPEMEHHOTO BhISBICHUS
3a00JIeBaHUSI HA PAHHUX CTAJUsIX OINPABIBIBACT JIOMOJHUTEIbHBIE 3aTPATHI.
YuuteiBass, 4To STUM OOJBHBIM PEKOMEHJOBAHO MPOXOJUTH CTAlIMOHAPHOE
JIEYEHUE HE pEXe JIBYX pa3 B IOf, a CPEIHSAI CTOUMOCTh COCTaBIeT 128 ThIC.
CyYMOB B JI€Hb, 32 JEBATHh JIHEH CTAllMOHAPHOTO JICYEHMS KaKAbIM MAlMEHT
norpatut 1 152 000 cymoB, a 3a nBa kypca sedenus — 2 304 000 cymos.
Hcnonb30BaHUE MOJIEKYJISPHO-TEHETUYECKUX METOJIOB HCCIIEIOBAHUS C LEJbIO
paHHEro BbBISIBICHUS 3a00JieBaHUs MpPUBEAET K OSKOHOMHMHM JTHUX 3arpar.
3aKJIIOUEHUE: PE3yNIbTAaThl MCCIEIOBAHUS MMO3BOJIMIIN YIYyUIIUTh JUATHOCTHUKY,
MOHUTOPUHT W  TPOPUIAKTAKY TMUTMEHTHOTO PETUHUTA U JAPYTUx
HACJIEJCTBEHHBIX 0o(pTanbMONaTOJIOTUH, omnpeaeIeHue CTEIEHHU
pacnpoCTpaHEHUs] MyTalldid CTaJl0 OCHOBOM JJIi BHEAPEHUS COBPEMEHHBIX
I€HETUYECKUX TEXHOJIOTHH B 3/IpaBOOXpaHCHUE.

yemeepmas HAY4YHAs. HOBU3HA. HA OCHOBE PE3YyJbTAaTOB HAYYHBIX
UCClIeIOBaHUN co3laHa 0a3a JaHHBIX TMAlMEHTOB C HACIEICTBEHHBIMH
opTamTbMOMATOJIOTUSIMU U pa3pabOTaHbl  MPUHIUIBI  MPOTHO3UPOBAHUS
MUTMEHTHOTO PETUHUTA, €T0 TCUCHUS U MPOrPECCUPOBAHUSA C YUETOM KIUHUKO —
(GyHKIIMOHAIBHBIX HW3MEHEHUN oOpraHa 3peHHUs] M TEeHETUYECKUX METOJ0B
UCClieIOBaHUsA. 3HAYMMOCTh HAYYHOW HOBHW3HBI: CO3JjaHHas 0asza JaHHBIX U
pa3paboTaHHbIE MPHUHITUIIBI MPOTHO3UPOBAHUS TMO3BOJUIN BBIJEISATH TPYIIIIBI
pUCKa, JMArHOCTUPOBAaTh, CUCTEMATHUYECKH  OTCIICKUBATh TEUYEHHUE U
nporpeccupoBanue 3a00JieBaHUS, W TMPOBOJAUTH HEOOXOJIUMBIE MEIUKO —
IF€HETUYECKUE U MEAUKO-NPODUIAKTUUECKUE MEPOMPUSATUS, YTO MPUBEIO K
3aMEIJICHUIO MPOTPECCUPOBAHUS MUTMEHTHOT'O PETUHUTA. JlaHHBIE PE3yIbTATHI
BKJIOUEHbl B MeToauyeckue pexomengauuu "[lpumenenue OKT B ouenke
CTPYKTYPHBIX U3MEHEHUU CETYATKU Yy MAIMEHTOB C MUTMEHTHBIM PETUHUTOM)
(YTBEpPXKJIEHO KOOPAMHAIMOHHO-IKCIIEPTHBIM COBETOM Tepmesckoro ¢uiuana
TMA, npukaz Ne 80/24 ot 02.07.2024 r.). BHenpenue HaydyHOW HOBHU3HBI:
MOJTy4YEeHHBIE PE3yJIbTaThl BHEAPEHBI B MPAKTUKY 37 paBooxpaHeHus Pecnyonmku
VY30ekncTaH, B YaCTHOCTH, B JESATEIbHOCTh PecrmyOnMKaHCKOW KIMHHYEC KON
opranbmonoruuecko OonapHuIbl (IIpukaz Ne 31-IT or 12.06.2024 r.) u
Coipaapsunckoro guinana Pecny0auKaHCKOTO ClelHalIu3upOBaHHOTO HAYYHO-
NpPaKTUYECKOTo IeHTpa Mukpoxupypruu rnasza ([Ipuxasz Ne 01-1-18/1 ot
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16.07.2024 r.). Connanbras 3¢h(PeKTUBHOCTh HAYYHOW HOBU3HBI 3aKITIOYACTCS B
CIeNyIomeM: co3JaHHas ©0a3a JaHHBIX MW pa3padOTaHHbBIE MPUHIUIBI
MPOTHO3UPOBAHUS MUTMEHTHOTO PETUHUTA MO3BOJISIIOT BpauaMm MojaydaTh Oojee
MOJHYKD W CHUCTEMAaTH3MPOBAHHYI0 HHQPOPMAIMIO O KaXIOM IMaIlUeHTE C
MUTMEHTHBIM PETUHHUTOM, YTO CIIOCOOCTBYeT Oojieeé TOYHOW JHar HOCTHKE,
BBIOOPY ONTHUMAJIbHOM TaKTUKU BEJCHHMS MAallMCHTa, HaMpPaBICHHBIX Ha
3aMeJICHUE MPOTPECCUpPOBaHUS 3a00JIEBaHUSI M COXPAHEHUE 3PUTEIbHBIX
GyHKUMH: KMCIOJAb30BaHUE DJJICKTPOHHOM 0a3bl JaHHBIX M pa3pabOTaHHBIX
NPUHLMIIOB  MPOTHO3UPOBAHMA  TMO3BOJIMIO B 1,2  pasa  COKpaTtuth
nporpeccupoBanue 3adoneBanus ¢ 1 u 2 ctaguii B 3 U 4 cTaauu, YTO MO3BOJIHIO
MOBBICUTH J(PPEKTUBHOCTh JAUATHOCTUKU TMAIMEHTOB M OKa3aHUS MEIUKO -
poUIIAKTHYECKON TTOMOTIH. 3aKIIOYEHHE: CO3/JaHre 0a3bl TAHHBIX MAIEHTOB
U pa3paboTKa TPHUHIUMIIOB MPOTHO3UPOBAHUS MHUTMEHTHOTO PETUHUTA,
OCHOBAaHHBIX Ha KOMIUIEKCHOM aHajiu3€¢ KIWHUKO-(QYHKIIMOHAIBHBIX U
FEHETUYECKUX IIOKa3aTeleil CIyXUT MOAXOAO0M K PAHHEMY BBIABICHUIO
3a00JIeBaHUs, MOHUTOPUHTY M YJIYUYIICHUIO KAa4eCTBa MEIUKO-TEHETHYCCKOU U
MeIUKO-TPOPUIAKTUYECKON MOMOIIM CPEIU HACEIICHUS.

Anpodauus  pe3yJibTATOB  HMCCJIAeI0BaHUA. Pe3ynbTarsl  JaHHOTO
uccie0BaHus ObUIM OOCYXJAEHBl Ha 3 HAYYHO-NPAKTHYECKUX KOH(DEPEHIUSX,
BKJIIOUas 2 MEXAyHapoJHbie U | pecmyOIMKaHCKYIO HAYYHO-TIPAKTHYECKYIO
KOH(EPEHIIHUIO.

[yoaukauust pe3yJbTaToB HccJaenoBanus. I[lo TteMe auccepranuu
ony0JMKOBaHO 14 HaydHBIX padOT, U3 KOTOPBIX 4 cTaTell B HAYYHBIX WU3JaHUSX,
PEeKOMEHJ0BaHHBIX  BrpIcmiedt  arTecraniuoHHON  KoMmuccued  PecnyOmuku
V306ekuctan nig myOJUKallMK OCHOBHBIX HAYUYHBIX PE3YyJIbTAaTOB JOKTOPCKHUX
JYccepTalui, BKIo4ass 3 craTbd B PeclyOJIMKAHCKUX KypHanax, | craThs B
3apyOeKHOM KypHaJe.

Ctpykrypa m 0o0beM auccepranmu. Jluccepranus COCTOUT U3 BBEIACHUS,
YeThIpeX TJIaB, 3aKJIFOYCHHMS M CIMCKa HCIOJB30BAaHHOW JmMTeparypbl. OOuiuii
obbem auccepraruu coctasisier 120 crpanuil.
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OCHOBHOE COAEPKAHUE JUCCEPTALIUMN.

Bo BBegeHuM OOOCHOBBIBACTCS aKTyaJbHOCTh U BOCTPEOOBAHHOCTH
MIPOBEICHHOI'O0 HUCCJEI0BAHUS, OMPENEIeHbl 1eb U 3aJaud, OObEKT U TMpeaMeT
UCCJIEIOBAHMS, YKa3aHO COOTBETCTBUME pPabOThl Ba)XXHbIM HaIMpPaBICHUSIM
pPa3BUTHUS HAYKU M TeXHOJIOTUM PecryOnnku Y30ekucraH, u3aararoTcs HaydHasl
HOBM3HA M  TMPaKTUYECKUE  pe3yjbTaThl HCCIEAOBaHUsA, 00OOCHOBaHA
JOCTOBEPHOCTh PE3yJbTAaTOB, PACKPBIBAETCS HUX Hay4yHas W MpaKTU4YecKas
3HaUMMOCTh, BHEAPEHHE pPE3yJbTATOB HCCIEAOBAaHUS B MPAKTUUYECKYIO
NeSTeIbHOCTh, CBEICHUS 10 ONYyOJUMKOBAHHBIM paboTaM U CTPYKType
JTACCEepPTALUU.

B nepBoii rimaBe auccepranuu «HaciaeacTBeHHbIe 3a00JIeBaHUS TJ1a3.
O0630p AuTEPATYPBI» OMUCHIBACTCA aKTyalibHasi HHPOpMAIUsI O COBpEMEHHOMN
KOHICTIIIUA paHHEW JTUAarHOCTUKU HACJIEACTBEHHBIX O(TaaIbMONATOIOTHH,
OTpPaXeH aHaJIN3 JUTEPATYPHBIX UCTOYHHKOB, MOCBAIIEHHBIX MUCCIEIOBAHUSM,
HANpaBJICHHBIM Ha BBISIBIEHUE MX OTHUOJIOTHMH, COBPEMEHHBIX METOJ0B
JTUAarHOCTUKH, JIedeHHS W Tpo(uiIakTUKU. BwIimeneHbl OCHOBHBIC, O KOHIIA
HEpEUICHHbIE, BOMPOCH! B JaHHOM HAalpaBlieHUH. B KOHIlE Ty1aBbl MOJBOAUTCS
UTOT MO MPOAHAIU3UPOBAHHOMY MaTepHaly U AaeTcs 3aKII0UYCHUE.

Bo BTOpoii riaBe auccepranuu «MaTepuanabl . MeTOAbl JUATHOCTHKH
HacJIe/ICTBEHHBIX 3a00JieBaHMI T1Ja3» JaHa oOmas XapaKTepUCTUKA
00CJIeIOBaHHBIX MAIUEHTOB U UCMOJIb30BaHHBIX METOJ0B UCCIIEIOBAHUS.

HuccepraninonHass pa0oTa BBINIOJHEHA B JBYX OJTamax COBMECTHO C
Tepmesckum ¢unuanom PecnyOiamkaHCKOro cnenualiu3upOBAHHOTO HAYUYHO-
MPAKTUYECKOTO MEAULIMHCKOTO IIEHTPa MUKPOXUPYPIUH IJ1a3a U 1a00paToOpHbIM
OTIEJIOM  MOJIEKYJISIPHOM TEHETUKM U  UUTOTCHETUKH  TalIKEeHTCKOH
MeauIMHCKON akagemuun B 2022-2024 romax. Ha I srane peTpoCneKTUBHOTO
uccienoBanuss B Tepmesckom ¢unmane PecnyOaumkaHCKOro  Hay4yHO-
MPAKTUYECKOTO MEIUIIMHCKOI0 LEHTPA MUKPOXUPYPTHUM ria3a B TeueHue 202 2-
2024 TomoB MO JaHHBIM BpaudeOHO-TpynoBoM skcneptussl (BTOK) Obli0
obcnenoBano 273 mnanumenta (546 T17a3), y KOTOPBIX JHArHOCTUPOBAHBI
reHeruyeckue 3aboneBanusi cetyatku. Ha Il »sTame mnpocnexkTuBHOTO
UCCJIEIOBAHUS HAa OCHOBAHUM MPOBEACHHBIX CTAHIAPTHBIX M CIEIUAIBHBIX
odTaIbMOJTOTUYECKUX METOJ0B OOCIEIOBaHMS, a TAKXKE T'€HEAIOTHYECKOTO
aHamMHe3a ObUIM OTOOpaHBI MPAKTHYECKU HICHTHUYHBIC MO BCEM KIMHUYECKUM
nokazarenam 120 mauuentoB (240 ria3) u3 BeimeykazanHbix 273. [lo TsxkecTu
3a00JIeBaHUS, KIMHUKO-(QYHKIIMOHAIBHBIM TPOSBICHUSIM, a TakKe METoJaM
JTMAarHOCTUKU OOJbHBIE OBUIM pa3/ieICHbl Ha TPU OJHOPOJHBIE TPYIIIIHI.

OcHoBHYIO rpynny coctaBujiv 120 manuMeHTOB C JUAarHO30M MUTMEHTHBIN
PETHHUT, KOTOPbIE OBUTN pa3elieHbl Ha TPU OJJHOPOHBIC MOATPYIIIIHI:

l-as ocHOBHas moarpymnma - co 2-oil cragued (mepBble KIMHUYECKHE
npu3Haku) - 30 nmanueHToB ¢ remepanonueit (60 rnaz), octporoit 3penus 0,4-

34



0,5, u cyxenuem noiust 3perust A0 20-40 rpaaycoB oT TOYKHA (UKCAUUU U
CHUXEHHOU ammutyaoi OPT;

2-as OCHOBHAS MOJTpyIa - 3-eit cranuei (Manudecranun) — 52 manuenTa
(104 rnaza) ¢ octporoii 3penus 0,1-0,3, cykeHueM 1oJist 3peHus 0ojee yem 10
10-20 rpamycoB OT TOYKM (UKCAUMU W HU3ZKUMU Tokazarenamu OPT,
HapyIICHUEM I[BETOBOTO 3pEeHUsI, aTpo(dueil 3puTeIbHOTO HEPBA,

3 — s ocHOBHas mnoarpynmna - ¢ 4-oif cragueidl (pe3Koe CHUXKEHUE
3puTenbHbIX QyHKIU) - 38 manuenToB (76 riaz), ¢ octpoToi 3penus meHee 0,1,
cy>)keHueM mons 3peHuss meHee 10 TrTpagycoB, 0e3 omnpeaenenus OPT
nokaszaresei, HapyleHUEM IIBETOBOTO 3pEHUs, aTpouelt 3puTeIbHOTO HEPBA U
XOPUOKANUIIIPHOTO CJIOS.

KonTponsHy rpynmny cocraBuiu 20 npakTuuecku 310poBbIx aull (40 ria3z),
UJICHTUYHBIE 110 TIOJy U BO3PACTY C Mal[MEHTaMU OCHOBHOU T'PYIIIIHI.

Cpennuii Bo3pact namueHToB coctaBun 42,3+8,5 roma. CooTHouieHue
3a00J1€BAEMOCTH CPEU KEHIIMH U MY>KUYMH OBbUIO pa3nuuHbIM. [IurMeHTHBIN
petuHuT Habmogancs y 62 sxkenmuH (51,6%) u y 58 myxuun (48,4%). Becem
nanueHTam POBOAUIINCH CTaHJapTHBIE U CIieHaIbHbIE
o0meo(TaNbMOIOTUYECKHE, TEHETMYECKMe W CTAaTUYECKHE  METOJIbl
U CCJIEJOBAHMUS.

Jnd crnenuanbHOTO TEHETMYECKOTO aHalu3a B KauyeCTBE MaTepuala B
7a0opaTopuu MOJICKYJSIPHOM TEHETMKHM U IIMTOTCHETUKU TallKeHTCKOU
MEIUITMHCKONU akanemuu B TeueHue 2022-2024 rogoB ObLIM MCIOJB30BaHbBI 22
o6pasna JIHK mamueHTOB ¢ MUTMEHTBHIM PETHHUTOM 2-cTaauu 3aboJieBaHUS,
MOJy4YEHHBIE U3 SAIPOCOJCpKAMMUX KIETOK Tepudepruueckoi KpoBu 22
NAI[MEHTOB C MUTMEHTHBIM peTUHUTOM. CpeaHuil BO3pacT MAalUHEHTOB Cpeau
JaHHOW I'pyNIbl MAalMEHTOB cocTtaBuia 26,1+7,4 roxa.

B TpEThEN rilaBe IHUccepTanuu «Pe3yabTaThl
00meoPTaAIBMOIOTHYECKUX M CHEeNHAJbHBIX METOJ0B MCCJAeJ0BAHUSD)
NpPUBEJCHbBl CPAaBHUTEIbHBIE PE3yJbTaThl MPOBEICHHBIX MCCIEAOBAHUN B
u3ydyaeMblx rpynmnax. Cpeau HacieACTBEHHBIX O(TaabMONATOJOrMi oO1as
3a00J1€BAEMOCTh MUTMEHTHBIM peTHHUTOM cocTaBmia ot 300 no 700 ciryyaeB Ha
100 000 wHacenmenuss  (2022-2024 rr.). B cBs3W ¢  BBICOKOH
pacnpocTpaHEHHOCThIO  OJIM3KOPOJCTBEHHBIX OpakOB Cpeaud HaceIeHUs
CypxaHnapbUHCKOM 00JaCTH 10 CpPaBHEHUIO C JAPYTMMH pETHOHAMU
pecnyOJUKH, 4YTO OOYCJIOBUJIO TIOBBINIEHHYIO YacTOTy HaCJEICTBEHHOM
o(TaabMOMaTOIOTUH, MNPEUMYIIECTBEHHO NUITMEHTHOIO pETHUHUTA, JaHHas
KaTeropusi TaIlMEHTOB Obljla BbIOpaHa B KAa4eCTBE OCHOBHOU TpYyIIbI JJs
npoBeJIeHUs ucciaenoBanus. (tadmn 1).

HauGonbiiee KOJIMYECTBO TAIMEHTOB € TUTMEHTHBIM PETUHUTOM
3adukcupoBaHO cpeau xutenen rxkapkypkanckoro u My3pabaackoro pailoHOB,
9YTO 00YCIIOBIIEHO MaKCUMaJIbHBIM YPOBHEM MHOPHUIMHTA B IAHHBIX PETHOHAX.
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Taoauua 1
PacnipocTpaHeHHOCTH HACJIEACTBEHHBIX A0MOTPO(PHUIi CETYATKH B
CypxanaapbuHckoii o0actu (2022-2024 rr.)

INasnouxo -
., | bone3nn
B paspese paifoHoB u TTurmeHTHEBIH [raprapt Cunapom KOJI00Y-
roposia O6. PETHHUT T Vepa KOBas

JucTpodust

JKEH. | MyXK. | JKeH. | My)K | JK€H. | MyX. | K€H. | MYX.
1 l'opon Tepmes 20 3 4 - 2 1 2 3 2
2 AHropckuii paiioHn 8 2 1 2 1 0 1 0 1
3 bannuxaHnckuii paiioH 5 1 1 1 0 0 0 1 1
4 baiicyHckuii paiioH 15 3 3 3 3 0 1 1 |
5 JleHOBCKHMI1 palioH 21 2 5 3 2 0 1 2 6
6 | Jxapkypranckuid pai 30 5 7 3 5 1 2 2 5
7 | KsI3upukckuii paiion 24 4 5 4 4 1 2 3 1
8 | KyMmkypraHckuii pail. 25 5 6 5 3 0 0 3 3
9 | Myspobackuii paifon 28 2 1 1 0 0 0 2 2
10 | AntuHcoicKui palioH 11 3 4 1 1 0 1 1 0
11 | Capuocuiickuii paiioH 21 3 10 5 6 0 2 2 3
12 TepMmesckuil pailoH 14 6 3 2 1 0 1 1 0
13 Y3yHCKu# palioH 20 4 3 4 4 1 1 0 3
14 | Illepabaackuii paiion 18 5 4 5 3 1 0 0 0
15 | IlopuyuHCKHil pailoH 13 4 | 2 1 0 1 3 1
Beero 73 62 58 44 | 36 5 15 24 29

120 (43,9%) | 80(29,4%) | 20 (7,3%) 53 (19,4%)

Pe3ynbTarsl aHanu3a B TabiuLe 2, MO3BOJSIOT OLUEHUTh CHIXKEHUE 3PEHUS T10
Mepe MpOrpeccupoBaHusl 3a00JIEBAHMS M BBIABUTH CTATUCTUYECKH 3HAUYMMBbIE
pa3nuuus MEXIy rpynmnamu (Tabn.2).

Taoauna 2
OHeHKa OCTPOTHI 3pEHUSI B HCCJICAYEMBIX I'pylinax
CoViIiLL KonudecTtBo OctpoTa 3penus (M=£9)
py MAlMEeHTOB OD oS
KonTponbHas rpynna 20 manueHToB 0.8740.12 0,83+0.14
[TpakTHUYeCKH 370POBBIC) (40 rna3)
= 1-ast OCHOBHAS MOATPYIITIA 30 TAMEHTOR
= (cTaaust mepBbIX KIMHUYECKUX . 0,69+0,09 0,70+0,07
5 (60 rmaz)
2 CHMIITOMOB)
= -
>E 2-ast OCHOBHas MOATPYIINa 52 manueHTa 0,5340,14* 0.5140,10*
= (cTagust MmaHudecTalym) (104 rnaza)
E 3-1 OCHOBHas MOATPYIIa 38 HALMEHTOB
g (cTamust pe3Koro CHIKEHUS 0,21£0,08*"° 0,18+0,05*"°
= . (76 rnaz)
= 3pUTEIBHBIX (DYHKITHIN)

Ilpumeuanue: * - pasnuyus cmamucmuyecku 3uauyumel (p < 0,05) no cpasnenuio c

nokazamensamu KOHMPOIbHOU 2PYNNbl; - cmamucmuyecku 3HAYUMO NO CPABHEHUI0 C
nokasamensamMu nayueHmos ¢ nepeviMu KiuHudeckumu cumnmomamu (p < 0,05); ° -
CMAamucmuyecKu 3HAYUMO no CPABHEHUIO C NOKA3AMeAMU NAYUEHMO8 8 CIMAduU MaHugdecmayuu

(p < 0,05).

ITokazarenu OCTPOTBHI 3PEHHS Yy IMAIMEHTOB C TIEPBBIMH KIMHUYECKHUMHU
CUMIITOMaMHU NMUTMeHTHOTo peTuHuTa (30 maruenTos, 60 rinas) cocraBuiu: 0,69 +
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0,09 ma OD u 0,70 + 0,07 va OS. OctpoTta 3peHus B 3Toii rpymme obuia Ha 20,7%
Hrke Ha OD u Ha 15,7% Huxke Ha OS 110 CpaBHEHUIO C KOHTPOJIBHOM TPyNIION. JTH
paznuuuss ObulM cTaTHcTHYecKH 3HauuMbl (p<0,05) u cBUAETENbCTBYIOT 00
YXYJLIEHUH 3pEHHS Naxke B 1-il OCHOBHOW moArpyire. Y NauueHTOB BO BTOPOM
ocHoBHOU moarpymnie (52 maruenta, 104 rinaza) cpeanuit nmokasarenb O3 cocTaBuII
0,53+0,14 va OD u 0,514+0,10 na OS. Ilo cpaBHEHUIO C KOHTPOJBHOM TPYIION
OCTpOTa 3pEeHUs B 3TOU rpynne cHuzuiack Ha 39,1% na OD u Ha 38,6% na OS. Ilo
CPaBHEHMIO C ITAIMEHTaMU | OCHOBHOM NOATPYNIIBI CHHKEeHUE O3 cpeir NauueHTOB
2 ocHOBHOM nmoarpymmbl coctaBuiio 23,2% Ha OD u 27,1% na OS. Oty paznuuud
TaKkke OBbLIN cTaTUCTHUECKU 3HAaYUMBIMU (p<0,05).

Haunmenbime 3naueHus 3pUTENbHBIX QYHKIIUN 3a()UKCUPOBAHBI Y TTAIIUEHTOB
3-eit ocHOBHOI noArpynmsl (38 00NbHBIX, 76 TJa3), T/Ie OCTPOTA 3pEHUS COCTaBUIIA
0,21+0,08 Ha OD u 0,18+0,05 Ha OS. Ilo cpaBHEHUIO C KOHTPOJIBHOM TPyNIION
CHIKeHHe cocTaBmiio 75,9% na OD u 78,3% Ha OS.

Pesynbpratel  anextpoperuHorpadpuu  (OPI'), mpoBemeHHOW B Xoje
HCCIIEA0BaHMS OKa3aHbl HA pUCYHKE 1.

28,63

|

N
(=)
w

H

amrumatyaa 3BIT (MkB) 58,58
64,09

narentHoe Bpems 3BIT (mc)

aMIUTUTY/a B-BOJIHBI (MKB)
231,98
JIATCHTHOE BPEMsI B-BOJIHEBI (MC)

aMITINTy/a a-BOJIHBI (MKB)

JIATEHTHOE BpeMs a-BOJIHBI (MC)

0 50 100 150 200 250

3 — st ocHoBHast rpynna Cramusi CHIKEHHUS 3pUTENbHBIX (GyHKIMI 38 nauuenTtos (76rmas3)
2-as ocHoBHad rpynma Craans Maaudectannu 52 nanuentos (104 ria3)
B 1-ast ocHoBHas rpynmna Ctaaus HepBbIX KIMHMYeCKnX cuMnToMoB 30 naruenToB (60 ria3)

B KontpospHas rpynma 20 3qopossix utl (40 rias3)
Pucyuox 1. Iloxazamenu AJIEKMPOpPEMUHODAMMBL 6 ucwzedyefwbzx cpynnax

B koHTposibHOW TpyIine JaTeHTHOCTh [-BoHBI cocTaBmia 33,3+2,71 wmc.
Otmeuvanoce yBennuenne BpeMeHH Ha 20-30% mo Mepe mnporpeccupoBaHUs
3a00eBaHus, YTO, B CBOIO OYEpeNb, YKa3bIBA€T Ha HapacTalollee HapyIlIeHUe
CHHANTHYECKON mepeaaur. B craguu HaYabHBIX KIWHUYECKUX CHUMIITOMOB
MUTMEHTHOTO PETUHUTA JIATCHTHBIN Mepro [-BOJTHBI YBEIHYMUIICS M COCTABUI B
cpeaHeM 41,26+0,84 mc. YBenuueHue 3TOro BPEMEHM YKa3bIBa€T Ha HAYaso

37



(YHKIIMOHATBHBIX U3MEHEHUM B CETYATKE U MOCTEMEHHOE 3aMeJICHHE Mpolecca
Nepeayu CUTHAJIOB MEXIy HEMPOHAMM.

B craguum manudecranuu jgaTeHTHBIM nepuon -BosiH yBenuuwics B 1,38
pa3a U cocTaBWJI B cpeHeM 45,99+2.61 Mc, 3a7epkka nepeayu CUrHajJoB Ha
ATOM 3Tare Obljia BRIPAKEHHOM U MPOSBIISAIACH 3HAUYUTEILHBIMU HAPYIICHUSIMU B
ceTyaTke.

B cramuu pe3koro CHMKEHHS 3PUTENbHBIX (YHKIUNA JATEHTHOCTH [3-BOJIH
JIOCTHUTJIa MAaKCUMaJIbHOTO YPOBHA U yBenuuuiach B 1,46 paza (46%). BoisiBieHbI
3HAYUTEIbHBIC U3MEHEHHS B TIEpeiade UMITYILCOB M3-3a OCIA0IECHUS CBI3CH MEKTY
HEUPOHAMMU.

B koHTposbHOM rpynme mnokaszarenb coctaBuil 231,98+9.98 wmkB, uro
CBUJICTEIBCTBYET 00 WHTEHCHMBHOCTH AKTUBHOCTH HEMPOHOB BTOPOTO MOPSIKA.
Bricokass ammnTyna [-BOJIHBI Yy 3I0POBBIX JIUI[ CBUJIETEIILCTBYET O TOM, 4YTO
uH(OopMaIus B 3pUTEITHLHON CUCTEME MepeaeTCsi OBICTPO U TOYHO.

B cragum HayanbHBIX KIMHUYECKMX CHMIOTOMOB CHUKEHHE aMIUIUTYAbI
coctaBmio 30,7% (160,76+9,33 mxB), B ctaguu manudecrammm - 45% (88,45+12,56
MKB), a B cTaguu CHUXKEHUS 3pUTENbHBIX (QYHKIUNA aMIUIMTyAa MO0 CPAaBHEHHIO C
HOPMOW 3HAYUTEIBHO CHU3WJIACh U COCTaBmia B cpeaneM 18,47+5,87 mxB, nnaekc
CHUKEHHUsI cocTaBui 92%.

B derBepronn rmaBe  guccepranuu  «Pe3yjabTarbl  IeHEeTHYECKHX
UCCJIeIOBAHUI» TIPEACTABICHBI PE3YJbTaThl MOJICKYJISIPHO — TEHETHYECKUX
METOJ/IOB MCCIIEIOBAHUS U TMOAXOABl K MEAUKO — MPOPUIAKTUYECKON MOMOIIU
MalKueHTaM ¢ TUTMEHTHBIM PETUHUTOM.

BrimonHeHo ~ cocraBieHME M aHaM3 ~ TIEHEAJOTMYECKOW  KapThl
(reneanoruueckoro apeBa) s 120 mpoOaHIIOB, CTpajaroOldX MMUTMEHTHBIM
petuauToM. B mpomecce cOopa aHaAMHECTHYECKHMX JAHHBIX, KacCalOIIUXCS
pPOIOCIOBHOM MPOOAHIIOB, YCTAHOBIEHO, YTO 85% manueHToB 00ya1aloT
CBEJICHUSIMU O POJCTBEHHHKAX JI0 YETBEPTOrO MOKOJEHHUS BKJIKOYUTEIHHO, B TO
BpeMs Kak 15% — 10 mAToro noKoseHus.

C y4éToM TOrO, YTO MUTMEHTHBIM PETUHUT HACJIEAYETCS IO ayTOCOMHO-
pPELECCUBHOMY THITY, NPU KOTOPOM Yy TMAllME€HTa BBISBISETCS TOMO3UTOTHOE
COCTOSIHHE IO PEIECCUBHOMY aJIJIeNIO (aa), U ¢ UCoJib30BaHueM petéTku [lennera
JUIS. BU3yaJIU3allid BO3MOXXHBIX T€HOTHUIIOB, B XOJI€ aHalM3a I€HEeaJIOTMYEeCKOIo
aHaMHe3a YCTaHOBJICHO, YTO POAMUTENN OOJBIIMHCTBA 00CIEIOBAHHBIX MAIIIEHTOB
COCTOSIT B OJIM3KOPOJICTBEHHBIX OTHOIICHUSX. (PUCYHOK 2).

I'eneanmornyeckas kapTa mokaszana, uro 45% (54) poaureneld manyMeHTOB
OBLTH JABOIOPOJAHBIMU OpaThsiMH MO JUHUM MatepH, 15% (18) - n1BOIOPOIHBIMU
OpatbsiMu 1o uHuM otia, 30% (36) — AsAU MO MAaTEPUHCKON JTUHUU MAllUEHTOB
n 10% (12) maneHTOB KEHUJUCh HA JIOYEPU CBOEU TETH IO OTLIOBCKOM JIMHUM.
B »TuUX ciydasx WU3BECTHO, UYTO MYTHUPOBAHHBIE TE€HBl y HUX pOJUTENEH
reTepOo3UroTHHI (Aa) U 3TU MAIMEHTHI ABIAIOTCS HOCUTENSIMU, 0€3 KIMHUYECKHUX
NpOSIBIICHUM 3a00JIeBaHMUS.
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Pucynok 2. I'eneanocuueckas kapma 12 u 13 nayuenmos - cecmep 8 5 nOKONEHUAX

80 2-0CHOBHOU epynne.

Ilpumeuanue. Ilayuenmvr nokasamvl KpacHou cmpeakou. benviti npamoyzonvHux —
300P0BbIU MYHCUUHA, Deblll KpYe — 300P08asl HCEHWUHA, NOTOBUHA YEPHO2O NPAMOY20JIbHUKA —
MYIAHCHUHA-HOCUNETIb 2EHA OOMUHAHMHO20 ajljieni, Lleprll:i NOJIYKpy2 — HCEHUWUHA-HOCUMETlb 2EHA
OOMUHAHMHO20 aineis, nOJIHOCmMsro Lleprluv Kpye — nayuenn ¢ cumnnmomamu 3abonesanusl.

[lo pesynbraTaMm MOJEKYJISIPHO-TEHETUYECKOTO aHaliu3a, y 22 TalMeHTOB
HaOmoaoch 77 MyTanil B 5 paznuuHbIX Kateropusix. Y 34 u3 HuX oOHapyXeH
crutaiicusr, 21 nmomamopdusm, 18 neneruii, 2 CAHOHUMUYHBIC U 2 MUCCEHC-MYyTaIlUH.
Muccenc-mytarun ¢.1699G>A (p.V567M) u ¢.4283C>T (p.T1428M) Habmronamuch
B 9Kk30Hax 12-13 u 29 y 1 nammenta (4,55%) COOTBETCTBEHHO, TOTJa Kak
cMHOHUMUYHBbIE MyTauuu c.1929G>A (p.V643V) u 4203C>A (p.P1401P) Taxxke
HaOmonamMch B 3k30Hax 13 u 28 B 4,55% cimydaeB. Mytarwus crutaiicunra 1761-55G
(IVS13-55G>A) B untpone 12 6bu1a obHapyxeHa y 17 maiueHToB, 4TO COCTABUJIO
77,27% OT Bcex MalMEeHTOB. JTa MyTallusi BCTPEYAETCS 4YacTO M OTHOCHUTCA K
U3MEHEHHIM, 00YyCTIOBIMBAIOIIMM BHICOKUN PUCK NTATOreHe3a 3a00J1eBaHusI.

Myranuu crinaiicunra [VS28 299C>T B untpone 28 nabmonanuce y 77,27%
(17 marmenTtoB), mytauuu cruiaicudara [VS28-del334G u [VS28-337A>G — y
81,82% (18 manueHToB).

MytupoBanubie yuyactku rena ABCA4 nipeacraBieHbl Ha pucyHkKe 3.

P | & | N 4 | 2 R Sample: 13r2
220 230
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ABCA4 c. 1699G>A pV567M

Pucynok 3. Xpomamoepamma cek8eHUpOBaHUs MYMAHMHBIX Y4ACMKO8 2eHd

ABCA4 y nayuenma Ne2 6o 2-oti ocHosHol epynne.
Ilpumeuanue: Kpacunas cmpenka npeocmasnsem usMeHEHHbI HUK HYKIeomuoa u
yKasvleaem nojlosxcerue, 6 Komopom Haxooumcs mymayusl.
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Kaxnpli MK Ha XpomMaTorpaMMe IpPEICTaBISIET OTAECIbHBIA HYKJIECOTH], a
YEeThIPE Pa3HbIX I[BETA MPEACTABISAIOT AMUHOKUCIOTHI afeHuH (A), uuto3ul (C),
ryanuH (G) u tumun (T). Ha nannom pucynke myrtanus B JJHK o0o3nauena kax
c.1699G>A, koropas mensietr ryanut (G) Ha ageHuH (A) B nonoxenuu 1699, a eciu
B35Th B KaUeCTBE pUMeEpPa OEJI0K, TO 3TO MOXKET MPUBECTH K 3aMEHE aMUHOKHUCIIOTHI
BanuH ( V) Ha MetnonuH (M) B mo3ummu 567 6enka p.V567M.

V& z 3% —— Sample: 1313
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Pucynok 4 Xpomamozspamma cek8eHUpo8arusi Mymupo8antuvlx yuacmxos 1761-
191T (1IVS13-191T) eena ABCA4 y nayuenma Ne3 860 6mopoti 0CHO8HOUL epynne.

[To nanHbIM aHaNIM3a XpoMaTorpaMMbl Ha pucyHke 4 myrtanus B rene ABCA4
BbIpaxkanachk kak IVS13-191T>A, u 6s110 ycTanoieHno, yto TuMuH (T) 3amenen
Ha aJieHVH (A) Ha KoHIe MHTpoHA 13 u unTpoHa 191.

[Iporuo3upoBaHue 1o paHHEMY BBISIBJIEHUO0, MOHUTOPUHTY U OKa3aHUIO MEAUKO-
pO(UITAKTUYECKON TTOMOILM MPU MUTMEHTHOM PETUHUTE (PUCYHOK 5), BKIIFOYAIOIINE
PEKOMEH/IOBaHHYI0 0a3y JaHHBIX M METOJ T'€HEAJIOrHYecKoro JApeBa ObLIM
WCIIOJIb30BaHbl MOCJE JUArHOCTUpOBaHWs 3a0oyieBaHus y 120 mammeHToB.
JlnHamu4aeckoe HaOJTI0ICHHE 32 N3MEHEHUSIMU (DYHKITMOHATBHBIX TTOKa3aTesIe opraHa
3peHUsl Y MAlMEHTOB MUTMEHTHBIM PETUHUTOM BBISBUJIO, YTO CPEJHMNA TOKa3aTelb
CTaTHYECKOM IIEPUMETPUH 10 Havasa UCCIECAOBAHUM COCTABUI B 1-11 OCHOBHOM IpyTIIe
336+31,46, B 3-i1 ocHOBHOM Tpymme - 90,26+21,34, yTo ObUTO B 4 pa3a MEHBIIIE, YeM B
1 -i1 ocHOBHOM rpymrie. Yepes 6 MecsALeB 3Ta pa3HULa cocTaBuia 2,8 pas. [lomyueHHbie
pa3nmuuusi ObUTH cTaTUCTUYeCKH 3HAYMMbIMU (P<0,05), 9TO CBHIETEIHLCTBOBAJIO O
3aMeJIEHUH TIPOrPECCUPOBAHUS U Mepexo/ia 3a00eBaHusl B 0ojIee TSHKENbIe CTaluu.
Cpennue 3HA4YE€HUSI CBETOUYBCTBUTENbHOCTH ceTyatkd (B JI0) CyliecTBEHHO
paznmuuanuck Mexay 1-it (19,53+2,31) u 3-i (7,6£3,13) OCHOBHBIMH TpyMIaMH, TJe
pasHuiia gocrurana 2,5 pa3. Ammuryaa 6era-soiaH (MkB) npu OPI'-o6cnenoBanuu
cocraBuiia B 1-it ocHoBHOI1 rpymrie 160,76+9,33, B 3-it ocHOBHOI# rpymie 18,47+5,87.
Pa3Hunia Mexty 3TuMu rpymnaMu coctaBuia 8,8 pa3. Uepes 6 MecsiieB HaOIOACHUS
JaHHBI TOKa3aTeab COCTaBWI 7,6 pa3, 4YTO CBUAETEIbCTBYET O CTAOMIIM3ALUU
3aboneBanus (p<0,05).

Takum 00pa3oM, MCHOIB30BaHHE MPOTHO3UPOBAHUS MO PAHHEMY BBISIBICHHIO,
MOHUTOPUHTY M OKa3aHUIO0 MEIUKO-TPO(PUIAKTHYECKON MOMOIIM MPH MUTMEHTHOM
pPETUHHUTE TMPUBOAUT K 3aMEIJICHHUIO CHW)KEHUS 3pUTENbHBIX  (QYHKUUH |
nporpeccupoBanusi 3a00ieBaHus B 1,2 pasza, crabMIM3auy KITIMHUYECKUX CUMITTOMOB U
YMEHBILIEHUIO PUCKA PA3BUTHS TSKENBIX OCIIOKHEHHI.
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HALMEHT C HOJO3PEHHEM HA IUTMEHTHBIA PETUHUT

!

OIMU3KOPOACTBEHHOM Opake

-IIpoeenenne nponaranaoit
paGoTsI IO MPEAOTBPAIIECHHIO
OpakoB MeXAY ONH3KHMH
POINCTBEHHHUKaMH

2-as cTagusi — OCMOTP
KasKJple 6 MEeCSILIEB
3-s1 cTagusA - OCMOTP
KaKable 3 Mecsma
4-ast OCMOTP KaXIbIi
MCCAL]

HeliponpoTeKTopsl

PetuHOTIPOTEKTOPEI

AnamHe3
Juarnoctuka
Crannapraoe u CrnenmaiabHbIe
cnenuaibHoe TEHECTHYECKHUEC
O(bTa.HLMOJ'[OFH'-ICCKOC HCCIIEN0BAHTA
obcnenoBanue
CocraBunenue MosexysspHo-
TCHEAIOTHHCCKUX TeHeTHYECKHUM METO
KapT
l-as cramust  2-ast cTagus 3-sscrammsa  4-as cTtagus i
JIaTeHTHasT  TEepPBBIX MaHH(peCcTaIlul  PE3KOTO
KJIIMHHYECKMX CHHIKEHUS
CHMIITOMOB 3PUTEIBHBIX Omnpenenenue
$yHKUMI MYyTarHi
T - 5K30HOB
12,13,17,21,22,2
J, 8,294143 -8
reue ABCA4
ba3a 1aHHBIX
IIpopunakTHka Habnronenue
-BrisiBIeHHE COMTYTCTRYIOIIHX ogransmonora Jleuenue
TIIa3HBIX l'IaTOJ'IOTHﬁ
JIroTeus,
-I'eHeTu4yeckas KOHCYJIbTalusd
ITpenaparsr,
-HpOBez[e}me TCHCTHYCCKHUX
HCCIENOBAHMN CPEIM JIMI, conepxarue Omera3
Junamuyeckoe
HAXOISAIIUXCS B
HaGonenne Burtamuu A

Pucynox 5. llpocrnozuposanue nuemenmmno2o pemunuma.
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BbIBO/1bI

B pe3ynbraTe wuccieqoBaHUs, BBIIOJHEHHOTO [0 AUCCEPTAlMU JIOKTOpa
¢unocopuu (PhD) Ha Temy «KIIMHHUKO — TeHeTHYeCKHE OCOOEHHOCTH H
ONTUMHU3ANNUA MeIUKO-NPOPUIAKTHYECKON MOMOIIM NMPH HEKOTOPbIX BHAAX
HACJIEICTBEHHO 0()TAIBLMONIATOJIOTMI» [IPEICTABICHBI CIEIYIOIINE BBIBOIBI:

1. BesBreHo, 9To HamOoJiee YacCTO BCTPEUAIONTUMUCS HACIIEICTBEHHBIMU
odranbmonaronorusiMu B CypxaHIapbUHCKOW OOJaCTH SIBIISIOTCS: MUTMEHTHBIN
petunut (43,9%), Oonesnp Ilraprapara (29,4%), mnanoOYKO-KOJIOOUKOBAS
muctpodus (19,4%), cuaapom Ymepa (7,3%), 9To CBS3aHO C POCTOM TEHHBIX
MyTalliii M BBIPAXKEHHOCThIO MNoiUMoOp(du3Ma B peruoHe. BbICOKUN ypOBEHb
3aboneBaeMocTH 3adukcupoBaH B J[xapkypranckoM u My3pabanckom paiioHax,
YTO CBSI3aHO C OOJIBIIUM KOJTMYECTBOM OJIM3KOPOACTBEHHBIX OpPaKOB B peruOHaXx.

2. YCTaHOBJIEHO, YTO IO MEpE Pa3BUTUA CTaAUN NUTMEHTHOTO PETHUHUTA
OTMEUAETCs 3HAYMTEIIPHOE CHIDKEHUE KIMHUKO-(YHKIIMOHATIBHBIX MOKa3aTele B
BUJIEC: CYXEHUS MOJs 3peHus Ha 81,2%, yMEHbIICHNS TOJIIIMHBI TapaMaKyJIsIPHBIX
doTtopernentopos Ha 85,13%, yBenuueHHs KOJTUIECTBA CKOTOM B 2,2 pasa, TUIOMIaau
doBeoiIpHOI aBacKyJsipHOW 30HBI Ha 24,1% OT HOPMBI M yMEHBIIEHUSI 00beMa
HelipopeTHanbHOro nosicka Ha 0,20 MM® 3a cyeT aTpouu CIIOs TAHITIMOHAPHBIX
HepBHBIX BoJoKOH (P<0,05).

3. B pe3ynbrare ucciaeaoBaHMs y MAMEHTOB C MTUTMEHTHBIM PETUHUTOM C
BBICOKOI 4acTOTOW HAaOMIOJANNCh MyTalliH, BBISIBJIIEHHbIE B 12 1 28 UHTpOHAX reHa
AVSA4. B uvactHoctn, myTtamuu [VS13-55G>A u IVS28 299C>T BbIABIEHBI Y
77,27% (17) nanueHnToB, a crutaiicunroBbie mytanuu 1VS28-del334G u 1VS28-
337A>G B unTpoHe 28 BbIsiBIEHbI ¥ 81,82% (18) mauuenToB. beiio gokazaHo, 4to
TU MyTallMd HapylaloT MNpPOLECC CHHTe3a Oeiaka M MPUBOAAT K Jerpajaluu
cetuatku (p<0.05).

4. VYuurbiBas NPOTPECCUPYIOIIEE CHUKEHHE 3pPEHHUS MPU MNUTMEHTHOM
PETUHUTE YCTAaHOBJIIEHO, YTO MCIOJb30BAaHUE CO3JIaHHON 3JIEKTPOHHOM 0a3bl
JAHHBIX W Pa3pabOTaHHOTO MPOTHO3UPOBAHUS TIMO3BOJIMIIO CTAOUIU3UPOBATH
CHUKEHHE 3pUTENbHBIX (QYHKUMA K 6 Mecsily HaOIIO[eHUs: CPEeIHUE MMOKa3aTeNu
CTaTHYECKOW MEPUMETPUU YMEHBIIUIUCH C 4 10 2,8 pa3, CBETOUYBCTBUTEIBHOCTH
ceTyaTku — ¢ 2,5 1o 1,3 paza, amrumutyibl 6eTa BojH - ¢ 8,8 10 7,6 pas (p<0,05).
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INTRODUCTION (Abstract of a doctoral dissertation)

Relevance and necessity of the dissertation topic. According to the World
Health Organization (WHO), 30% of all eye diseases are hereditary pathologies,
despite the fact that the number of blind and visually impaired people is decreasing
worldwide. In most cases, blindness and poor vision are the result of congenital and
hereditary pathologies,In 55% of patients aged 19-50, the disease is diagnosed in
childhood. Timely detection of such hereditary diseases and advance planning of
adequate measures for their treatment is an urgent task of ophthalmology.

Despite the advances made in the clinical and molecular genetic study of
hereditary ophthalmopathologies, it is still difficult to come to a conclusion about
the causes of the transition from the initial mild forms of some hereditary eye
diseases to more severe forms. In addition, for an accurate assessment of the
influence of mutations on the occurrence and development of hereditary
ophthalmopathologies, a complete clinical examination of patients and
determination of the correct diagnosis remains an important task.

The aim of the research work: improving the level of diagnostics and medical
-prophylactic care for certain types of hereditary ophthalmopathology by studying
aspects of the prevalence and clinical - genetic characteristics of the disease.

The scientific novelty of the research work:

based on the results of a screening examination, the most common hereditary
ophthalmopathologies resulting from consanguineous marriages were identified,
among which retinitis pigmentosa occupies a leading place;

based on genealogical studies by studying clinical polymorphism within
families and populations, the nosological spectrum of hereditary
ophthalmopathologies was determined;

using molecular genetic studies as an example of retinitis pigmentosa, the
frequency of mutations in the ABCA4 gene was determined;

based on the results of scientific research, a database of patients with hereditary
ophthalmopathologies was created and principles for predicting retinitis pigmentosa,
its course and progression were developed taking into account clinical - functional
changes in the organ of vision and genetic research methods.

Implementation of the research results. Based on the obtained results,
optimization of medical - prophylactic care for certain types of hereditary
ophthalmopathology (Conclusion No. 09/01 of the Ministry of Health of the
Republic of Uzbekistan dated November 26, 2024):

These results are included in the guidelines “Use of OCT in assessing structural
changes in the retina in patients with retinitis pigmentosa” and "Diagnostics,
prognosis and genetic testing of retinitis pigmentosa" (approved by the coordinating
expert council of the Termez branch of the TMA, order No. 80/24 dated 02.07.2024).
Implementation of scientific novelty: the obtained results have been implemented in
the healthcare practice of the Republic of Uzbekistan, in particular, in the activities
of the Republican Clinical Ophthalmological Hospital (Order No. 31-P dated
12.06.2024) and the Syrdarya branch of the Republican Specialized Scientific and
Practical Center for Eye Microsurgery (Order No. 01-1-18/1 dated 16.07.2024). The
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economic efficiency of scientific innovation is as follows: with early detection of
patients with hereditary ophthalmopathologies, in order to prevent the progression
of the disease, inpatient treatment was recommended at least 2 times a year. Each
patient spent an average of 128,000 sums per day for nine hospital days as a result
of inpatient treatment, which amounted to 1,152,000 sums for one course of
treatment and 2,304,000 sums for two treatments. Inpatient treatment is expensive,
but justifies the additional costs, as it prevents the progression of the disease and
helps stabilize the clinical - functional indicators of the visual organ. Based on a
genealogical study, 62.5% of patients were found to have autosomal recessive
inheritance, 22.5% had sporadic retinitis pigmentosa, it was found that the main
mechanism of inheritance of the disease is the autosomal recessive type and the
implementation of this diagnostic method in families in consanguineous marriages
increases the effectiveness of detecting the disease in the early stages. Conclusion:
The results of the study show that timely detection of hereditary
ophthalmopathologies can improve health, quality of life and reduce disability
among the population. However, the obtained results of the study indicate that it is
necessary to conduct genetic screening and analysis of the family tree, as well as to
raise public awareness of the risks of marriages between close relatives and to
strengthen profilactic measures to prevent the development of hereditary diseases.

Structure and scope of the dissertation.The dissertation consists of an
introduction, four chapters, a conclusion and a list of references. The volume of the
dissertation is 120 created page.
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