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AKTYaJbHOCTb MCCJEJOBAHUA: €KETOAHO YBEINUYNBACTCA KOJTUYECTBO MAIIIEHTOB C MUTOXOH-
JpHUallbHBIMU 3a00sieBaHuIMH. MyTanuu B MuToxoHgpranbHoil JIHK BBI3BIBAIOT cepbe3HbIE MOJIN-
CUCTEMHbIE HaclleACTBEHHbIE 3a001eBanusl [2]. BoisicHeHMe MeXaHM3MOB BOSHUKHOBEHHS U Mepeia-
Y1 MUTOXOHAPHAIBHBIX O0NEe3HEH MO3BOJIAT HAUTU CIIOCOOBI JICUSHHUS.

Lenpb uccieqoBaHus: U3y4UTh COBPEMEHHBIE JJaHHBIEC O IPUYMHAX BOSHUKHOBEHHS U MEXaHU3-
Max Iepeaadn MUTOXOHIPUAIbHBIX 00Jie3He; coOpaTh CBEACHU O BO3MOXKHBIX MATOJNOTHAX, AUa-
THOCTHKE M METO/Iax JICUCHUS JaHHBIX 3a00JIeBaHU.

MeTtoabl 1 MaTepHaibl: B padoTe UCTIOIB30BaHbl U IPOAHATN3UPOBAHBl COBPEMECHHBIC TaHHbBIC
Hay4YHOW JIUTEPATypPhl U PECYyPCOB HHTEPHETA.

PesyawTaTsl: cocTaBieH 0030p HaydHO# muTeparypsl. CymecTByeT rpynmna renoB Mt JJHK
u saaepHoit JIHK, koTopbie BAUAIOT Ha MPOIIECCHl dHEPreTHUYecKoro MeTabonusMa. Hapymenne atux
MPOLECCOB MPUBOIAT K MOJHUCHCTEMHBIM 3a00neBaHusIM [2]. B mepByto ouepear BOSHUKACT TsDKETast
MATOJIOT sl HEPBHOM (HEBPOIATUH), MBIILICYHON (MUONIATHN) ¥ SHAOKPUHHOHN CHCTEM, a TaKXKe Cep/-
1, OYeK, NEUYEHU U APYTrux opranos [2]. [l naqueHTOB ¢ MUTOXOHAPHAIBHBIMH 3a001€BaHUSIMHU
HCTIOJIB3YIOT CUMIITOMAaTHYECKOE JIedeHNE, OTIPEeTICHHYIO THETYy W JIEKApCTBEHHBIE MTpemnapaThl,
aKkTUBHpYIouIre sHeprooomeH. [lociennee Bpems akTUBHO pa3pabaThIBacTCsl TeHHAS TEPaIus MU-
TOXOHAPHUAIBHBIX 3a00sieBanui [3]. DTHOTPOMHBIM CIIOCOOOM JICUEHUS SBISETCS IPEIOTBPAICHUE
nepenadn natoreHHeix Mmytanuid MTAHK. I'pynmoit yuensix n3 CIIA u Kurtas nomydeHbsl HOBbIE
nanaeie o nepegade MT JJHK He TombKko Mo MaTepHUHCKOH, HO U 11O OTIIOBCKO# quHmH [1,2].

BpIBOABI: OOBIYHO A IEUSHHUS MUTOXOHAPHATBHBIX 3a001€BaHNN TPUMEHSIIOT METObI, YMEHbB-
marolue KInHnYeckue nposisienus. [locneanee Bpemst 3 HEeKTUBHBIM c11oCOO0OM MpeaypekICHUs
MUTOXOHPHAIBHBIX 3a00JIEBaHUM SBISIETCAS METOJ IPEAOTBPAIICHHUS HACICJOBAHUS TaTOIOTMYECKON
myTtanuu MTIHK.
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AKTYaJIbHOCTH MCCJIEIOBAHMS: 110 JaHHBIM PocrnorpeOHan3opa koiauuectso BUY-undunupo-
BaHHbBIX B CIIb B 2018 1 coctaBumno 55 649 yenosek. Jleuenue nonyuarot okosio 60% MmaueHTos,
HAXOMSIIIUXCS HAa NUCIAHCEPHOM yYEeTe.
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Leap uccaenoBanus: oneHUTh 3PGEKTUBHOCTH aHTUPETPOBUPYCHOM Teparuu Mo MPeT0CTaB-
JIGHHBIM HaM HCTOpPHUAM OOJIE3HH.

Marepuanbl 1 MeTOAbI: HcTOpUHU Oone3nn nanueHToB ¢ BUY-undekuueit u3z CI16 'bY3 Kb
nM. C.II. borkuna. Hayunas JlutepaTypa no aHTUpPETPOBUPYCHON T€pANlUU U O MEPCHEKTUBAX MC-
nob3oBaHus cucteMbl «CRISPR/Cas9y.

Pe3yabTaThl: MpoaHaqn3upoBaHbl 15 nctopuit 60e3HN MATMEHTOB MOCIIC TePATHH Pa3THIHBIMHI
komOuHanusmu npenapatoB APBT. O0biuHO Hcoib3yrOT npenapatsl u3 rpynmnsl HUOT (nykieo-
3UJHBIE HHTUOUTOPHI 00paTHOH TpaHckpunTtassl): 3TC (mamusyaun), ZVD (3unoBynun), ABC
(abaxanom), u3 rpynmnsl U1 (naru6utopsr nporeassr): RTV (putonasup) u LVP (nanunasup). Yarmie
MIPUMEHSIOT TepaIuio U3 2-X Tpym npemnaparoB. Hanbonee sppexTuBHOM 0Ka3anack KOMOMHAIIAS
2HUOT+UII (B 47% ciyuaeB), KoTopasi ClIOCOOCTBYET OBICTPOMY CHIDKEHHIO BUPYCHOW HATrpy3KH
u obecrieunBaeT CTaOMIIBHBIN Pe3yJbTaT Ha MPOTSHKEHUH 0KOJI0 2X JeT. [Ipyrue komOnHauMu npe-
naparoB: 2HUOT+ NU (uaruduropsr unterpassl) (27% nanuentos); 2HUOT+ HHUOT (Henyxie-
osuguaeie UOT) (13%); 3SHHUOT (13%). IlepcnexktuBHBIM MeTOoA0oM NedeHust BUU-unbexiun
moxeT ctath Meton «CRISPR/Cas9». Bripe3anue renoma BUY n3 nHGUITUPOBAHHBIX KJIETOK C IT0-
MOMNIBIO CITENHAIBHBIX (PEPMEHTOB yAaeTCs B TaOOPATOPHBIX YCIOBHUAX HA MOJIETAX )KUBOTHBIX. [,3]

BuiBoaBI: aHTUpETpOBUPYCHAsl Tepanusi — 3(Q(PEeKTUBHOE CPEACTBO MO MOJAEPKAHUIO
*)u3HH nmanueHToB ¢ BUY-undexnueii. [2] OqHako, y 3TOM Tepanuu ecTh psij M000YHBIX 3D PeKToB.
Bonpme Hafexk bl CIIEIIMAIICTH BO3JIATAIOT HA IEPCIIEKTUBHBIA HOBBIN MeTo tedeHus: «CRISPR/
Cas9» [2, 3].
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AKTYaJIbHOCTDH MCCJIEIOBAHUS: TTOCIEIHEE BpeMs JJaKTa3Hasi HEJOCTaTOYHOCTh CTalla yalle
MNPOSIBIIATHCA Y JE€TEH paHHEro Bo3pacta. B 0CHOBHOM 3TO BTOPUYHBIE CIy4yau, KOTOPbIE BO3HUKAIOT
13-3a TIePEHECCHHBIX BUPYCHBIX KUIEUHBIX HHpekmuit [1, 2, 3].

Leas nccaenoBaHus: pacCMOTPETh AMHAMUKY, IPUYMHBI BOSHUKHOBEHUS JIJAKTa3HOW HelocTa-
TOYHOCTH, BBISIBUTh BO3MOXKHbBIC TPUYUHBI ()OPMUPOBAHUS BTOPUIHOM JTAKTa3HOW HEIOCTATOYHOCTH
y JaeTei.

MaTepuaJjbl M1 MeTOABI: B paboTe mpeacTaBICHBI JaHHBIC UCTOPUN OOIe3HEH AeTelt pa3sHbIX
Bo3pactoB bY3 BO «Bonoroackoii ropoackoil moaukanHUKU Ne 1); IpoaHaIn3upoBaHbl COBPEMEH-
HBIC UICTOYHHKH I10 HpOGJ’ICMe JIJaKTa3HOU HEAOCTATOYHOCTU,; UCIIOJIb30BaHbl MaTCpHUaJIbl UHTCPBLIO
¢ BpauoM — ractpossreposiorom Hlyxosoit T.II.

Pe3yabraThl: 1aHHBIE HAYYHOU JIUTEpPATyphl IOKA3aIH, YTO CYILIECTBYET pa3Hbl€ THUIIbI JAKTA3HOU
HEJI0OCTATOYHOCTH: BPOXKICHHAS, TPAH3UTOPHAS, JJAKTAa3HAS HEI0CTaTOYHOCTh B3POCIOTO THIA (KOH-
crutynuoHanbHast) [1]. C moMOIIBI0 CTAaTUCTUYECKOTO METO1a OBLITIO TOKa3aHo, YTO B ropojae Bo-
JIOT/Ia KOJIMYECTBO JETeH ¢ TakTa3HOoU HeaocTaTouHOCThIO ¢ 2016 mo 2018 yBenuuminock B 2 pasa.
JlakTa3HY HEJIOCTATOYHOCTh IMO3BOJISET BHISIBUTH y peOCHKA aHAIHN3 COJICPIKAHUS YITICBOJIOB B Kaje
[2]. YcTaHOBIEHO, UTO HAanboONIee YacTON MTPUINHOMN

BO3HUKHOBEHUS JIAKTA3HOW HEJIOCTATOYHOCTH Y JI€TEH SBIISIOTCS IEPEHECEHHBIEC PaHEE BUPYCHBIE
KUIICUHbIC HH)EKIIUHU.

BoiBoabI: TakuM 00pa3oM, TPOBEACHHOE UCCIEJOBAHHUE BBISBUIIO, YTO OCHOBHOM MPUYNHOU
BO3HUKHOBEHHUSI BTOPUYHON JTAKTA3HOU HEIOCTATOYHOCTH SIBJISIETCS IIEPEHECEHHAsA BUPYCHAs KU-
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