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AHHOTALUSA

B crarbe paccMOTpeHBl HOBBIE MOAXOABI K JIEUEHUIO AHAa0ETa C HCIOJIb30BaHUEM
IF€HETUYECKUX TEXHOJOTHWW, B TOM YHUCJE T'€HOTEpalus, peJakKTUPOBAaHUE I€eHOMa U
CO3JaHUE TEPCOHAIM3UPOBAHHBIX METOAOB JICUEHUS, HAIPABICHHBIX HAa KOPPEKIUIO
IFeHETUYECKUX MPEeapacroyioKeHHOCTeH K 3a0osieBanni0. Ocoboe BHUMAHHE YJIEIEHO
nocnenHuMm goctwkeHusasM B ooOmactu CRISPR/Cas9 wu  apyrux TexHomorui
pEAAKTUPOBaHUS TEHOB, A TAaKK€ MCIHOJB30BAaHUIO CTBOJIOBBIX KIIETOK JUIA
BOCCTAHOBJICHUSI yTPAYEHHbIX (YHKIHUN NOJKEIyA0YHOM kene3bl. OOcykaaroTcs
IIEPCIEKTUBBI BHEJIPEHUS T€HETHUUECKUX TEXHOJOTHHA B KIMHUYECKYIO MPAKTHKY, a
TaK)X€ BBI3OBBI, CBA3AHHBIE C 3TUYECKHMH, ITPABOBBIMU M COLUAJIBHBIMH aCHEKTaMU
JAHHBIX METOJ/IOB JICYCHHUSI.

KarwueBble cioBa: nua0er, reéHETUYECKHUE TEXHOJOTHM, PEAAaKTUPOBAHHE T'E€HOMA,
CRISPR/Cas9, reHoteparnusi, CTBOJIOBbIE KIETKH, IEPCOHATIM3UPOBAHHOE JICUCHHE.

1. BBenenue

Jlnaber sIBISeTCS OJHUM M3 CaMbIX PaCIpPOCTPAHEHHBIX XPOHUUYECKUX 3a00JIeBaHUH,
KOTOPBIN TPeOyeT MOCTOSHHOTO KOHTPOJISI YPOBHS TIIOKO3BI B KPOBU M MPUMEHEHHUS
pa3IMYHBIX METOJIOB JieueHus. Ha cerousmnmii AeHb TpaAUuLMOHHBIE TTOAXO0/bI, TAKHE
KaK WHCYJIMHOTEpanusi ¥ UCTIOJIb30BaHUE TIEPOPATLHBIX THIOTIMKEMHUUECKUX CPEJICTB,
MO3BOJISTIOT A (HEKTUBHO KOHTPOJIMPOBATH 3a00JIEBaHKE, OJTHAKO HE PEIIAI0T TPOOIeMy
nosHoro usneueHus. CoBpeMEHHas MeIWLIMHA COCPEJOTaYMBAaeT CBOM YCWIMSA Ha
MOMCKE HOBBIX MOIX0/I0B, OCHOBAHHBIX HA TCHETUYECKUX TEXHOJIOTHUAX, KOTOPHIE MOTYT
HE TOJIBKO OOJETrYuTh *KU3Hb MAIIMEHTOB, HO W, BO3MOXHO, MPEIJIOKUTH CHOCOOBI
paANKaIbHOTO JICUCHUS [uabdeTa, HANpaBJICHHOTO HA YCTPaHEHHE TEHETHYECKHX
MPUYHH 3a00JI€BaHNUA.



OnHMM U3 caMbIX IEPCIEKTUBHBIX HAIPABICHUH SBJISETCS UCII0JIb30BAHNE TEXHOJIOTUI
penaktupoBaHus reHoma, Takux kak CRISPR/Cas9, mis koppekuuu reHeTH4ecKHx
nepeKToB, MPUBOASIIIMX K pa3BUTHIO auabera. B a3Toil crarbe MBI paccMOTpUM
HauOosee aKTyaJbHbIE JOCTH)KEHUS B O3TOM 00JIacTH, a TakXke pacCMOTPUM
MOTEHI[MAIbHBIE BO3MOKHOCTM W OIPAaHUYEHUS, CBSI3aHHbIE C MPUMEHEHUEM
IEeHETUYECKUX TEXHOJIOT Uil B JIeYeHUH quadera.

2. 'eHeTn4yecKue acneKThl [HA0ETA
2.1 I'eHeTN4YeCKHE NMPEAPACIIOJI0KEHHOCTH K 1MadeTy

JunaGer BTOpOro THIA W HEKOTOpble (GOpMBI JguabeTa MEpPBOrO THMA HMEIOT
IFeHETUYECKYI0 KOMIIOHEHTY, KOTOpas IpeapacroyiaraeT K pa3BUTHIO 3a00JEBaHUA.
MHorue TeHbl, CBA3aHHBIE C pEryJsiuell yriaeBoAHOro oOMeHa u (QyHKIUEH
MOJKETYTOYHOM  Keje3bl, ObUIM HWACHTU(PUIUPOBAHBI C TOMOIIbIO T'E€HOMHBIX
UCCJICIOBAHUM, U CETOJHSI Mbl IOHMMAaeM, KaK 3T T€Hbl MOTYT OBITh CBSI3aHBI C
pasBuTHeM jauabera. Hampumep, MyTranMu B TeHaX, PETYJIUPYIOMIMX CEKPELHUI0
WHCYJIMHA, WIH B T€HAX, BIUAIONIMX HA YYBCTBUTEILHOCTh TKAHEW K UHCYJUHY, MOTYT
YBEJIMYUBATh PUCK BO3ZHUKHOBEHUS ArabeTa BTOPOTO THIIA.

Kpome TOro, reHeTM4ecKkue HCCIEAOBAHUS BBIABWIIM HECKOJIBKO TIE€HOB, KOTOpBIE
CBSI3aHBI C pa3BUTHEM JauMabeTa NMEpBOro THMA, € MUMMYyHHas CUCTEMa OpraHu3Ma
paspyliaer KJIETKH IOKEIyJIOYHOW JKee3bl, MPOAYyLUPYIIIUEe HHCYIUH. B 3TOM
cllydae Ba)KHO YUUTHIBATh HE TOJIBKO HACJIEICTBEHHBIE ()aKTOPbI, HO U B3aUMO/ICHCTBUE
TeHETUYECKOM MPEepacoioKeHHOCTH C BHEIIHUMU (PAKTOpaMu, TAKUMH KaK BUPYCHbBIE
uH(peKIuu, 1MeTa U (pu3ndeckas akTUBHOCTb.

2.2 PerakTupoBaHue reHOMA B JIeYeHUM Juadera

CoBpeMeHHbIE METOIbI penakTupoBanus renoma, Takue kak CRISPR/Cas9, mo3Bossitor
TOYEYHO U3MEHSATH OT/IeTbHbIe yuacTku JJHK, 4To OTKphIBaeT HOBBIEC TEPCIIEKTUBBI IS
nedyeHus: auabdera. [I[puMeHeHHe >THX TEXHOJOTHH MOXKET MPUBECTU K YCTPAHEHUIO
ne(dEeKTHBIX TEHOB, KOTOpPHIE CIIOCOOCTBYIOT pPa3BUTHIO JuabeTa, a TaKke K
BOCCTAHOBJICHHUIO YTPAYEHHBIX (DYHKIIMH IMOHKEITYI0YHOM JKeTe3bl.

Hanpumep, ¢ nomompto CRISPR/Cas9 M0OxkHO HallenuTbesl Ha TE€HBI, PErYIUPYIOLINe
CEKpEeLMIO NHCYJIMHA, U, BO3MOXHO, BOCCTAHOBUTH UX HOPMaJIbHYIO (DYHKIIUIO Y JIFOJeH
c nuabeToM. DTO MOrjo Obl MPUBECTH K YMEHBUICHHIO MM Ja)K€ YCTPAHEHUIO
3aBHCHUMOCTH OT MHCYJIMHA, YTO SIBJISIETCS OCHOBHBIM CIIOCOOOM JieueHus auadera
MEepPBOTO TUIIA.

3. 'eHeTHYeCKHE TEXHOJIOTMH B Tepanum juadera
3.1 I'enorepanusi u eé poJib B Jie4eHUH Auadera

I'eHoTepanus npennosiaraeT BBEACHUE B KJIETKM MAIIMEHTA UCIPABICHHBIX TE€HOB IS
KOPPEKIIUU TeHETHUECKNX Je(heKTOB, KOTOPHIC SBIISIOTCS IPUUMHOM 3a00JIeBaHMS.
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B xoHTekcTe zma6eTa ICHOTCpAIA MOXKCT OBITH MCIIOJIb30BaHA JJIA TOro, YTOOBI
BOCCTAaHOBUTDH (bYHKI_II/IIO HOI[)KGJ'Iy,HO‘-IHOﬁ JKCJIC3bI UM YIIYUIIHNTHL 9YBCTBHUTCIIbBHOCTD
KJICTOK K MHCYJIMHY.

OI[HI/IM 13 Hanboee IMCPCIICKTHUBHLBIX HaHpaBJ'IeHI/Iﬁ SIBIISIETCSI KCMOJb30BAaHUE T€HHOU
TCpalluu AJIs1 3aMCHBI I[G(l)CKTHI)IX T'CHOB, OTBCTCTBCHHBLIX 3a Pa3pyIICHUC OeTa-KIIETOK
HO,Z[)KGJIYI[OLIHOI\/’I ’KeJIe3pl. DTO ITO3BOJIMJIO OBl HE TOJIBKO YIYUIIUTb KOHTPOJIb HalI
YPOBHEM Caxapa B KPOBH, HO U, BO3MOJKHO, BOCCTAHOBUTH CCTCCTBCHHOC ITPOU3BOACTBO
HHCYJIMHA Y ITallUCHTOB C I[I/Ia6eTOM ICPBOIro THUIIA.

3.2 Hcnoab30BaHHE CTBOJIOBBIX KJIETOK /JI BOCCTAHOBJICHUA (PYHKIUMHU
MOKEJTYAOYHOM KeJie3bl

CTBOJIOBBIE KIJIETKH SIBJISIOTCS OJHUM M3 CaMbIX IIEPCHEKTHBHBIX WHCTPYMEHTOB B
obOnactu seueHuss auabera. CTBOJOBBIE KJIETKM 00JaJalOT  CIIOCOOHOCTBHIO
I epeHIUpoBaTbCcsl B PA3IMYHBIE THUMBI KJIETOK, B TOM YHCJIE B OETa-KJIETKH,
KOTOpBIE BbIpadaThIBalOT HMHCYIMH. VcciienoBaHusi MOKa3bIBalOT, YTO CTBOJIOBBIE
KJIETKM MOTYT OBITh HCIIOJb30BAaHbI [IJI1 BOCCTAHOBJIEHUS YTpPAueHHOW (YyHKUUU
MOJIKEITYA0YHOM JKeJie3bl Y allUEeHTOB C 11a0eTOM.

Kpome Toro, ucnosnb3oBaHHE CTBOJOBBIX KIJIETOK IO3BOJIIET peEIIaTh MpoosieMy
AepUIUTa KIETOK IOJHKENTyIOYHOM XeJyie3bl y MalUeHTOB C AMa0eTOM, UYTO MOXKET
IIPUBECTH K BOCCTAHOBJICHUIO HOPMAJIIBHOW CEKpPELMH HHCYJIMHA WU CHUXXCHUIO
HE00XOJMMOCTH B MOCTOSIHHOW UHCYJIMHOTEPAUU.

4. IIpo0JieMbl U BHI30BbI BHEPEHHSI TeHETHYECKUX TEXHOJOTUI B KIMHUYECKYIO
NPaAKTUKY

4.1 ITn4yeckue BONMPOCHI

Brenpenne reHeTHYeCKUX TEXHOJOTHA B MEIUIIMHY COMPSHKEHO C PSIJAOM 3THUYCCKHX
BompocoB. OIHUM W3 TJIaBHBIX SABJISETCS TPoOIeMa peJakTHPOBAHUS TEHOMA YeTTOBEKa,
0COOEHHO B KOHTEKCTE HACJICACTBECHHBIX 3a0oJjieBaHMA. Bompockl, Kacaromuecs
0€30MacHOCTH W JIONTOCPOYHBIX ITOCIIEICTBHM TaKWX BMEIIATEIBCTB, OCTAOTCS Ha
MMOBECTKE JHS Il HAYIHOTO COOOIIECTBA M 3JpaBOOXPAHCHHS.

4.2 IlpaBoBbIe U COHATBHbIC ACTIEKTHI

Kpome Ttoro, cymectByeT psii MpPaBOBBIX U COLMAIBHBIX MPOOJIEM, CBSI3aHHBIX C
HCIIOJIb30BAHUEM TI'€HETUYECKUX TEXHOJIOTHH, TaKMX Kak 3alluTa MpaB IMAlHEHTOB,
JOCTYITHOCTh HOBBIX METOJIOB JIEYEHUS M COOJIIOJIEHHE HOPM MEXIYHAPOIHBIX
COTJIAIIeHWI O MpaBax yesnoBeKka. BHeapeHne Takux TeXHOJIOTHM TpeOyeT TIIaTeIbHO
NPOAYMaHHBIX  PETyJIATOPHBIX  MEXaHU3MOB, 4YTOObI U30€XkaTh BO3MOXKHBIX
370yNOTpEOIEHU M HECAaHKIMOHUPOBAHHBIX MAHMUITYJSIIMMA € T€HETUYECKUM
MaTEPUAIOM.



5. 3akaoueHue

['eHeTHYECKUE TEXHOJIOTHUH, BKIIOYAs pPEIAKTHPOBAHWE T'€HOMA, TEHOTECpPAINUI0 U
HCIIOJIb30BaHUE CTBOJIOBBIX KJICTOK, OTKPBIBAIOT HOBBIC TOPH30HTHI B JICUCHUH JTHA0CTA.
OHM MOTYT NPEAJIOKUTH PAJUKATBHBIE CTIOCOOBI JICUEHUS, KOTOPBIE HE TOJIBKO YIIydIaT
Ka4eCTBO JKM3HHU MAIMCHTOB, HO U MOTYT MPHUBECTH K 3HAYUTEIHLHOMY IPOTrpecCy B
obmactu MeaunuHbl. OTHAKO BHEAPEHUE OTUX TEXHOJOTHH TpedyeT perieHHs
MHOXECTBAa STHUYCCKUX, MPABOBBIX M COIMAJIBHBIX BOMPOCOB. BaXkHO MpoOa0smKaTh
UCCIICIOBAaHUST M TPOBOJIUTH KJIMHUYCCKHE WCIBITAHUS, 4YTOOBI TapaHTHPOBAThH
6e30omacHOCTh U 3()PEKTUBHOCTH HOBBIX METO/IOB JICUCHHUS.
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