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I eHeTHKA YeJI0BEKA

AHTpOHOFeHeTI/IKa N3yd4acT HACICACTBCHHOCTb WM HN3MCHYHNBOCTDb
HOPMAJIbHBIX IIPHU3HAKOB YCJIOBCUCCKOI'O OPraHMUu3Mad.

MeaunuHCKas T€HETHKa - 00JIacTh MEAUIIUMHBI, HayKa, KOTOpas
M3ydaeT SBJICHUS HACJICIACTBEHHOCTHM M H3MCHYMBOCTH B
Pa3IUYHBIX TOMYJIAIUSIX JIFOAEH, OCOOCHHOCTH IIPOSBJICHHUS M
pPa3BUTUS  HOPMaJbHBIX M  MATOJOTMYECKUX  MOPHU3HAKOB,
3aBUCUMOCTD 3a00JIeBaHUN OT TeHETHYECKOU
IPEAPACHOI0KESHHOCTH U YCIOBUM OKPY KarOIIEH Cpe/ibl




3agauy MeIUIIMHCKON TeHeTUKH

v’ N3ydyeHne MOJIEKYIIPHO-TEHETHYECKMX OCHOB YTHOJIOTHN 1
[MaTOoTreHe3a HACJICICTBCHHBIX 3a00I€BaHUN;

v’ AHanu3 pacnpoCTpaHEHMs HACIEACTBCHHBIX 3a00JI€BaHUI B
MOMYJISIIMSAX U STHUYECKUX IPyMIax;

v' BrigBiienne (GakTopoB pHCKa MYJIETH()AKTOPHATBLHBIX
3a00JIeBaHU;

v' JIMarHoCTHKA, B TOM YHCJIE IIPEeHaTalIbHas (JopomoBasi)
HACJIEICTBEHHBIX 3a00JICBaHU;

v MeauKo-reHETHUECKOE KOHCYILTHPOBAHKE



IIpyHOUIIBI COBPEMEHHOU MEAUITUHCKON
rCHeTUKM:

HaCJIEICTBCHHBIC 3a00JICBaHUS BO3HUKAIOT B PE3yIbTaTe
OOIIIeN HACJICICTBEHHON N3MEHYNBOCTHU UEJIOBEKA;

YECJIOBCUCCKUE TMOMYIAIUM OOPEMEHEHBI OIPOMHBIM
«TPy30M» MyTaldi, KaK HACJIEIYEMBbIX, TAK U BHOBb
BO3HUKAIOIIUX;

TEHOTUII W BHEMIHAS Cpela BIHAOT Ha pPa3BUTHE
HACJIECJICTBCHHON HATOJIOI' MU,

KapAUHAJIBHO H3MCHHUIINCH OKPYZKAKolIdda YCIOBCKA
Cpclaa, YCIOBUI IIJIAHUPOBAHNA CCMBbH,



HacieacrBeHHBbIE 00J1€3HU:

v’ I'ennble (MOHOTEHHBIE) 3a001eBanus (aILOMHU3M);

v XpomocoMHble anomannu (cuaapom JlayHa);

v Mynsrrdakropranbable (IIOIMICHHBIE) 3a00IeBaHus
(caxapHbli JUa0ET);

v [IpuoOpeTeHHbIE COMaTHYECKHUE TCHETUYECKUE
3a001eBaHus (paK)
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OnpeaesieHus1, HCMOJIb3yeMble B MeIUIIUHCKOM
reHeTUKHU:

3a00s1eBa€MOCTh - 3TO CKOPOCTh, C KOTOPOM BO3HHKAIOT HOBBIE
ciaydan 3a0oneBaHusl. OTpakaeT TOJILKO BHOBb BBISIBIICHHBIC CITydau
3a00JIEBaHMS 32 OTUYETHBIN IIEPHUO/I.

HOBbIE Clly4Yau

3aboneBaeMocCcTb =

DﬁLLI,EFI YNCINEHHOCTE HacelrieHn4d

PacnipocTpaHeHHOCTb -  J0Jd  [ONYJSALMH,  3aTPOHYTYIO
ONHOBpeEMEHHO. OOIee 4YuciIo 3aperuCTPUPOBAHHBIX  CIyYacB
3a00JICBAHUI B TEKYIIEM IEPUOJAE, PAHEE YCTAHOBJICHHBIX, TaK M
BrepBbIe B riepecueTe Ha 100 ThICAY HAceneHus.

Kornu4yecmso criyJyaes
x 100

YUCTIeHHOCIb HacesfieHUAa urnu epyriribl



OnpeneseHusi, HCMOJb3yeMble B MeIUIIMHCKOM
reHeTUKMU:

Bpo:kaenHnoe 3a0ojieBaHue - 3a00J€BaHUE, KOTOPOE HNPUCYTCTBYET
IIPU POXKJICHUH.

He Bce reHeTmueckue HapyIIeHUs SIBIISIFOTCS BPOXKJICHHBIMUA C TOYKHU
3peHusl Bo3pacTta (Hampumep, OoJie3Hb XaHTHHITOHA), U HE BCE
BPOXKJICHHBIE ~ QHOMAJIWMM  SBIAIOTCA  TI'€HETHYECKHUMH  IIO
MPOUCXOKICHUIO (HAIPUMED, IIOPOKU Pa3BUTHS TIOJA).

[eHeTUYECKMMH WM HACJICACTBEHHBIMU
(akTopamu o0ycioBieHbl okoino 20 %
BpPOKJICHHBIX 3a00JICBaHMH.




BiinsiHue reHeTH4YeCKUX (PaKTOPOB HA PA3BUTHE
00J1e3HM B 3AaBMCUMOCTH OT BO3pacra

Camonpou3eonvnvle 6bIKUOblUWiU. XPOMOCOMHASA AHOMAJUS
npucytcteyer B 40-50%  Bcex  IPU3HAHHBIX  CIIY4acB
HEBBIHAIIMBAHUSI OEPEMEHHOCTH B MEPBOM TpuMmectpe. [IpumepHo 1
n3 6 Bcex OEpeMEHHOCTEW NPHUBOAUT K CaMONPOU3BOJIBHOMY
BBIKUBIITY. Okono 5-7% BCeX TNPU3HAHHBIX 3a4aTUHM HMEIOT
XPOMOCOMHBIE aHOMAJIUH.

Hoeopoosroennwvie. 113 Bcex HOBOPOXKACHHBIX 2-3% HMEIOT, II0
KpaHEW MeEpe, OJIHY CEPhE3HYI0 BPOXKICHHYI) aHOMAJIMIO, U3
KOTOpbIX 10 KpanHer Mepe S50% BbI3BaHbI UCKIIIOUYUTEIILHO WIIH
YaCTUYHO TI'C€HETUYECKUMH (akTopamu. Yactora XpOMOCOMHBIX
AHOMAJIMM M  MOHOTEHHBIX HApPYIIEHUH Y HOBOPOXKIECHHBIX
cocrtaysaeT nmpuMepHo 1 13 200 u 1 n3 100 COOTBETCTBEHHO.



Jlemcmeo. Ha renernueckne HapyuieHus: npuxogurcs 50% Bcex
ciy4yaeB JIeTCKou cienoThl, 50% Bcex Ciay4yaeB JIETCKOM TIIYXOThI U
50% Bcex ciydaeB CEPbE3HBIX TPYAHOCTEHM B HHTEIICKTYaJIbHOM
pa3BUTUHU. B pa3BUTBIX CTpaHaX TICHETUYCCKUE HAPYIICHUS M
BPOXKJICHHBIC ITOPOKH Pa3BUTHUA COCTABILIIOT 30% rocnuTann3anuu
nerert u 40-50% IETCKOM CMEPTHOCTH.

B3pocnaa owcuznn. llpumepHo 1% BCeX 3I10Ka4€CTBECHHBIX
HOBOOOPA30BaHUM BBI3BIBACTCS HACJICAOBAHHMEM OJHOIO T'€HAa, M OT
5% 1o 10% pacnpocTpaHEHHBIX BUJOB paka (Ipydu, TOJICTOM KHIIKH
U SSMYHUKOB) MMEIOT CUJIBHBIM HACJICACTBEHHBIM KOMIIOHEHT. K 25
rojgam y 5% HaceneHus OyeT 3a00J€BaHUE, B KOTOPOM BaXKHYIO POJIb
UIPalOT reHeTUYeCKue (haKTOPHl.



OCHOBHBbIE MPOEKTHI

[Ipoext «l'eHOM uYenoBEeKa» - 3TO MEXKIYHAPOAHBIA HAYYHO-
MCCIICAOBATEIILCKUM TMPOEKT, ILEIbI0 KOTOPOTO OBLIO ONpPEACICHUE
MOCJIEA0BATEIbHOCTH nap HYKJICOTHUIHBIX OCHOBaHHH,
cocrapisirominx  JIHK denoBeka, a Takke WACHTU(DUKAIUAS U
KapTUPOBAHHWE BCEX TEHOB YEJIOBEYECKON0 TI€HOMAa KakK Ha
(U3NYECKOM, TaK M Ha (PYHKIIMOHAJIBbHOM ypoBHE. IIpoekT reHoma
yeJjioBeKa ObLT 00bsIBIICH 3aBepiieHHbIM B 2003 romy.
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OcCHOBHBIE IIPOEKTHI

UK Biobank - »95T0 KpymHOE  HJOITOCPOYHOE
uccieaoBanie Ono0aHka B BenukoOpUTaHWM, B KOTOPOM
M3y4aeTCsl BKJAJ I'€HETHUYECKOM MPEApacHoIoKCHHOCTH U
BO3JICCTBUSA OKPYKAIOIIEH Cpelabl (BKIOYAS IMUTAHUE,
o0pa3 >KW3HH, JEKAPCTBA U T. JI.) B pa3BUTUH 3a00JICBAaHUH.
[Ipoext Hauat B 2006 roxuy.

biobank

Improving the health of future generations



Canrtpl u 0a3bl JIAaHHBIX

1) Online Mendelian Inheritance in Man (OMIM) — onHnaiin-
noctyn K karajgory MakKycuka (Victor A. McKusick), 0eciieHHOMY
pecypcy KIMHUYECKOM I'€HETHYECKOM MH(OpPMAIUM CO MHOKECTBOM
CCBIJIOK Ha MHOTHE ApyTHe - http://omim.org/

2) MHWuadopmamuonnblii apxuB npoekrta "IeHom denoBeka"
https://web.ornl.gov/sci/techresources/Human Genome/index.shtml;

3) Human Gene Mutation Database — ©0a3a gaHHBIX
3apPETUCTPUPOBAHHBIX ~ MyTallMii B TIE€HAX  YEJIOBEKa -
http://www.hgmd.cf.ac.uk/ac/index.php;

4) MedlinePlus - 310 cnyx06a HanmoHanbHOM MEIMIIMHCKOM
oumonnorekn (NLM), Bxomsamer B coctaB HanumoHaabHBIX
WHCTUTYTOB 3IPABOOXPAHCHUS (NIH, CIIIA) :
https://medlineplus.gov/about/



http://omim.org/
https://web.ornl.gov/sci/techresources/Human_Genome/index.shtml
http://www.hgmd.cf.ac.uk/ac/index.php
https://medlineplus.gov/about/
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