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BBenenue:

HacneactBenHble 3a00JieBaHMS TPENICTABISAIOT CO00M OOLIMPHYIO TIpyMIy
MaTOJIOTHi, BI3BAHHBIX U3MEHEHUSIMU B TeHETHUECKOM Matepuaie. OHM nepeaaroTcs
OT pOAUTENIEH K MOTOMCTBY U MOTYT UMETh CEPbE3HbIE MOCIEACTBUS AJIs 340POBbS
yeloBeKa. |'eHeTnyeckne MyTaluH, JieKallhe B OCHOBE 3THUX OOJIe3HEH, MOryT
3aTparvBaTh KaK OTAEJIbHbIE TI'eHbl (MOHOTEHHbIE 3a00JIeBaHMs), TaK M LEJbIe
XpOMOCOMBI (XpoMocoMHbIEe aHoMaiuu). C pa3BUTUEM MOJEKYJISIPHOU TI'€HETUKU
NOSIBUWIOCH ~ OOJbIIE BO3MOXXHOCTEH s AMArHOCTUKH, MNPOPUIAKTUKH U
MOTEHIUAIBHOTO JIEYEHUS 3THX 3a00JI€BaHUM.

['eneTnuecknue MEXaHU3Mbl HACIIECTBEHHBIX 3a00I€BaHU:

B ocHOBe Hace1cTBEeHHBIX 3a00J1€BaHUH JIe)KAT MyTAIlMU, KOTOPbIE MOTYT OBITh
yHacJeJ0BaHHBIMU (T€pMUHATUBHBIMU ) UJIU CIIOHTAHHBIMHU (1€ HOBO). B 3aBUCUMOCTH
OT XapakTepa U3MEHEHUI Pa3IudaroT:

* MoHoreHHbIe 3a001€BaHMs — BbI3BaHbl MyTallMell B OJJHOM IeHe (HampuMmep,
MYKOBHUCIHI03, (PEHWIKETOHYpPHUS, CEPHOBHUIHOKJIETOUYHAs aHEMHs, OOJIe3Hb
XaHTUHTTOHA).

* Ilonurennsie 3a0o0neBaHMA — Pa3BUBAIOTCS BCJIEACTBHE COYETAHUS
HECKOJbKMX T€HETHYECKUX (PAKTOpOB (HarpuMmep, caxapHblil AuabeT, rurepTOHHS,
HEKOTOpPHIE BUJIBI paKa).

* XpOMOCOMHBIE HAPYIIEHUS — CBSA3aHbI C U3MEHEHUEM CTPYKTYPbI WM YHCIIA
XpoMocoM  (Hampumep, cuHapoMm Jlayna, cuHapom TepHepa, CHHApPOM
Kmaitadgensrepa).

Turbl HacIeJOBaHUS:

HacnenactBenHnbie 0OJ€3HM MOTYT TIE€pelaBaThCs IO  pa3HbBIM  THUIAM
HaCJIEI0BAHMUS:

* AyTOCOMHO-IOMHMHAHTHOE — 3a00JieBaHWE pPA3BUBACTCS MpPU HAITUYUU
MyTallid B OJAHOM W3 JBYX aiened (Hampumep, Oone3nb Mapdana,
HelpogudbpomaTos).
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* AYyTOCOMHO-PEIIECCUBHOE — OO0JIE3Hb TPOSBIACTCS TOJBKO MPU MYTaIllid B
oboux aymtensx (HarnpuMep, MyKOBUCIIH03, (HEHUIKETOHYPHUS).

* CuerieHHOe ¢ X-XpOMOCOMOM — BCTPEYAETCS Yallle y MY>KUMH, TaK KaK y HUX
oJiHa X-XpoMocoMma (Harpumep, reMopuiIns, CHHAPOM JOMKOU X-XpOMOCOMBI).

* MuTOXOHApPHATBLHOE HACIEIOBAaHUE — TNEPENACTCS MCKIIOYUTEIBHO OT
MaTepu, TaK KaK MUTOXOHJIPUU HACIEAYIOTCA MO MAaTEPUHCKON JIMHUU (HAmpumep,
MUTOXOHAPHUAIbHBIE MUOTIATHH ).

MeToabl THATHOCTUKHU:
C pa3BUTHEM TEHETUKH MOSBUIUCH A(G(EKTUBHBIE METO/bl JUATHOCTUKH
HACJIeICTBEHHBIX 3a00JIeBaHUI:

*  MonekynspHo-reHeTHUECKHE  MeTonbl —  cekBeHupoBaHue JIHK,
nonumepasHas nemnsas peakuus (I1L[P), MUKpOUYnIIOBbIE TEXHOIOTHUHU.

e [lutorenernueckue MeETOABI — KapUOTHUIUpPOBaHUE, (QIyopecleHTHAs
rubpuaun3zanus in situ (FISH).

* Buoxummudeckre MeTo bl — aHAJIN3 META0O0JIUTOB, BBISBIISIIOIIUX (PEPMEHTHBIE
nedEKTHI.

* IlpenataibHas JUarHOCTMKa — aMHHOIIEHTE3, OWOICHUS XOPHOHA,
HenHBazuBHoe TectupoBanue JJHK mnona.

CoBpeMeHHbBIE OAX0AbI K JIEYEHHIO:
HecmoTpst Ha ¢cloXHOCTH HACIEACTBEHHBIX OOJIE3HEH, TOCTHXKEHUST B 00J1acTH
T€HETUKHU OTKPBHIBAIOT HOBBIE TEPAIEBTUUECKUE TTOIXObI:

* ['ennas Tepanus — ucnonb3zoBanue MerogoB CRISPR/Cas9 ansa ucnpasnenus
MYTalliil HA TCHETUYECKOM YPOBHE.

« (dapmakoreHeTMKa — TMOAOOP HHAMBUAYAJHHOTO JICUYEHUS HA OCHOBE
T€HETUYECKOTO MpOodUis marreHTa.

* Tepanusi CTBOJOBBIMU KIIETKAMHU — MEPCIEKTUBHBIA METON ISl JICUCHUS
HEKOTOPBIX T€HETHYECKUX 3a00JIeBaHUIA.

* benkoBas Tepanusi — BBEICHHME HENOCTAONIMX OENKOB WU (HEPMEHTOB
(Hanpumep, 3aMecTUTENbHAs Tepanus npu 0ose3Hu [ omre).

DTUYECKUE U COLUAIIbHBIC aCTICKTHI:
['enHas Tepanus U pelaKTUPOBAHKWE T€HOMA BBI3BIBAIOT MHOKECTBO ITUYECKHUX
nuckyccuil. OCHOBHBIE BOIIPOCHI BKJIFOUAKOT:

* lonyctumocts BMemarenscTBa B JIHK amOpuoHoB.

* BO3MOXHOCTh cOo3/1aHus "Mu3aliHEPCKUX JeTei".

* JIoCTyITHOCTH JOPOTOCTOSIIIIMX METOJIOB JICUEHUSI.

* 3aluTa TaHHBIX MAIUEHTOB MPU T€HETUUYECKOM TECTUPOBAHUH.

3akJ/r0ueHue:
N3yuyenne reHeTHUeCcKrX MPUYHH HACIEICTBEHHBIX 3a00I€BaHU TTO3BOISIET HE
TOJIBKO TJIyO)Ke TMOHSATh HMX MEXaHW3MbI, HO W pa3palaThiBaTh HOBBIE METOIBI
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JWATHOCTUKU W JieueHUs. Pa3BuTHE NEpCOHATM3UPOBAHHOW MEIMIMHBI U T€HHOU

WHKCHCPHUHU NACT HAJACIKIAY Ha B(I)q)eKTI/IBHOC JICUCHHUEC MHOTHUX TAXKEJIBIX 'CHECTUYECCKUX

HaTOJIOFI/Iﬁ, OJHAKO Tpe6yeT TINATCIIBHOI'O HAYYHOI'O 1 9TUYCCKOI'O KOHTPOJLA.
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