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Jlekuus 1. Ilpeamer u 3agaun papMaKOTreHETUKH.
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JlekTop: AMupoBa Aiiryiab Kyzem0aeBHa
AccolMMpoOBaHHbI, Mpodeccop
Kanauaar 6nonornudcxux nayk















leHeTnyeckue pakTopbl onpeaenatoT 50% HednaronpUATHbLIX
OTBETOB YesioBeKa Ha JieKapcTBa, KOTOpble PerncTpupyroT
KINMMHULUCTBL.
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nprmMmeHsaeMbie JIC n

OcobGeHHOCTHM NTUTaAHMA
BpeaHnbie NpMBBIYKA:

KypeHMe, ankoronb,
HapPKOTUKWM

20%



annesnd ogHoro reHa, B 3TomM CJiy4ae opraHnM3m Ha3blBaeTCH
FTOMO3SUTOTHbLIM, U ABa PaA3HbIX, YTO Ha3biBaeTCA
retTepo3nNroTHbIM.



anbTepHaTUBHbIe BapuaHTbl pa3BUTUA OOHOIO U TOro Xe
npuU3Haka.

B aunnougHomMm opraHm3ame MoxeT ObITb ABa OAMHAKOBbIX
annens ogHoro reHa, B 3TOM criy4dae opraHM3m Ha3biBaeTCH
roMO3UroTHbIM, UINU ABa pPa3HbIX, YTO NPUBOAMUT K
retTepo3MroTHOMy OpraHusmy.



reTepo3nMroTHOM COCTOSIHUM He NOJTHOCTbLIO NoaaBnseT
AeucTBMe peLeccuBHOro annens.
CBepxaoMuHUpoOBaHne — bornee cUribHoe nposiBrieHne
NpuU3HaKa y retTepo3uroTHom ocobu, yem y nobdou
roMO3UroTHOM.

KogomMmuHupoBaHue — nposiBrieHne y ruopmnaoBs HOBOro
npu3HakKa, ooycrnoBneHHOro B3ammoaencTBmemM AByX
pa3HbIX annenen ogHoOro reHa.






lll aTan — CtaHoBneHne (papmakoreHeTUKU Kak NpuKnagHoun
KIMTMHN4YEeCKOU HayKu, nosBrieHne cpapmakoreHoMmuku (Hadano 2000-x
rogoB) Kak HOBOro wara B papmMakoreHeTU4eCKuUX nccriegoBaHUNAX
C UCNOfib30BaHUEM reHOMHbIX MeTOAOB.






| 3Tan

1880-e

1902 - 1913

1902 -1909
1908

1909

1914

1931

L. Guenot, W. Bateson, A.
Garrod
W. Bateson

A. Garrod
A. Garrod

A. Garrod

A. Garrod

A. Garrod

KoHuenuua ponu HacneacTBEHHOCTM B MPOLLECCAX XMMUYECKNX
NnpeBpaLleHnNin B OpraHu3me

Monynapusaunsa meHaeneBcko Teopum
N BBeAEHNE TEPMMUHA KTEHETUKA»

Pa3BUTUE KOHLUEMNUNUU «KXMMUYECKOWN NHANBUAYANBHOCTUY

MepBoe npeacTaBaeHUE KOHUENUMN Ha KpyHMaHCKOM nekumnm
(Croonian Lecture)

OnybankosaHa pabota «The inborn errors of metabolism»
(«BporKaeHHble HapyLeHNA meTabonsma»)

[loKknapg B bpuTaHCKOM MeaAnLMHCKOM accoumalmm o
AETOKCULUMPYOWMX pepMmeHTax

OnybankosaHa pabota «The inborn factors in disease» («BpoxaeHHble
dbaKTopbI
3aboneBaHunA»)



HEeCNOoCOOHOCTN HEKOTOPbIX MHAUBUAYYMOB pa3nnyatb BKYCbl U 3anaxu.
BTtopoe, 3Ha4YeHMe KOTOPOro He cpa3y ObIfio NPU3HaHO, ABNANO coboun
HEeCKONMbKO NPUMepoB pa3BUTUA HexXenaTtenbHbIX peakuuu (HP) Ha cdoHe
reHeTU4eCckn odycrnoBneHHbIX USBMEeHeHUN pepMeHTaTUBHOM
aKTUBHOCTM.

NosiBneHmna dpapmMmakoreHeTUKN KaK HayKu Hamdoriee TeCHO CBSAA3aHO C
nmeHem \W. Kalow, KoTopbin BriepBble ycTaHOBUI cBA3b mexay HP JIC un
reHeTnyeckum gedektom cpepmeHTa, OTBETCTBEHHOrO 3a ero
MeTabonusm.



1920 - 1930

Ha4yazo 1950-x

1953

1957
1962

1992

1960 - 1990-e

A. Blakeslee

A. Alving

R. Bonicke; W. Reif;
H.B. Hughes

F. Vogel
W. Kalow

W. Kalow

OnucaHne HecnoCO6HOCTU HEKOTOPbIX MHAUBUAYYMOB ONpeAe/ATb 3anax
KpacHOM 1 po30BOM BepbeHbl

B xoge anpo6auuu npoTMBOMaASpUMHOro npenaparta «[pumaxmH» Ha
CO/14aTaX aMePUKAHCKOM apMun O6HapyKeHOo, YTO MPUMAXUH Bbi3biBaeT
reMo/In3 y 4acTu MYXK4YMH aPpPUKAHCKOrO NPOUCXOKAEHUA

BrnepBble 06HapyKeH reHeTU4eCcKuin gedeKT, HapyLUAOLUIA
6uoTpaHcpopmauumio /1IC (Ha npumepe U30HMA3UAA NPU /1Ie4eHUn Ty6epKyae3a)

BeegeH TepmuH «papmakoreHeTUKa»

Ony6/1KoBaHa nepBasa MOHOrpadua no papmakoreHeTuKe, OCBeLLaloLLLaA
reHeTU4YecKyo npeapacno/I0XKeHHOCTb K pa3sututo HP

Ony6/1MKoBaHa nepBas 3HUUK/AONeAUsA 0 papMaKoreHeTUKe /IEKAPCTBEHHOrO
meTaboamnsma

OnucaHo 0K0/10 100 npumepoB pa3suTtua HP Ha /1IC, npumepoB HU3KOM

3¢ PEeKTUBHOCTU U/IN PE3UCTEHTHOCTU B CBA3U C FeHEeTUYECKUMMU
0COBEHHOCTAMM HEKOTOPbIX NaLneHTOB. Pa3paboTKa, NONbITKM BHeAPEHUA B
K/IMHUYECKYIO MPAKTUKY papMaKkoreHeTU4eCcKux Tectos (PIrT)



BO3MOXHOCTEeN obycraBnuBario akTuBHOe BHeApeHue
cdhapmakoreHOMMKM, TaK Kak nocne nonHou pacwudposkn OHK (T.e.
3aBepleHnsa npoeKkta «[eHoM 4YyerioBeKka») Ctano BO3MOXHbIM
uccnenoBaTb reHOM, a He eAUHUYHbLIN reH [13], 4To TakxXe ObIno
aKTyanbHO And BHeapeHusa dpapmMakoreHeTU4eCKUX nccnegoBaHUM U

TeCTOB.




Il aTan

1990-€ - Nno
HacTosLee
Bpems

Ha4yasno 2000-x

2000

2003
2007

2010

National Institutes of
Health (NIH), CLLUA

UccneaoBaHMA 4acTOThI a/1/1€/1€M U T@HOTUINOB MO a/1/1€/1bHbIM BApUaHTam
Pa3/IMYHbIX FEHOB, OTBETCTBEHHbIX 32 U3MEeHEeHUA GapMaKOKUHETUKU U
dapmakoguHamuku /1IC B pa3/IMyHbIX STHUYECKUX rpynnax

Pa3spaboTKka 1 BHegpeHue B K/IMHUYECKYHO NMPAKTUKY PpapMaKOreHeTU4eCKUX
TeCTOB A4 Bbibopa /1C u peXxMmoB 403UPOBaHUA.

HauuoHanbHbIi MHCTUTYT 340poBbs (NIH) co3aan uccregoBaTteNbCKyto ceTb MO
¢apmakoreHomuke (Pharmacogenomic Research Network, PGRN)

3aBeplueHue npoekta «feHom yesnoBeKa»

MpoBeaéH pacluMpeHHbI NO/IHOreHOMHbIM aCCOLMATUBHDIN aHaau3 (Genome-
Wide Associated Study, GWAS) naymMeHTOB, BK/OYaBLUMI1 14000 4Y€/10BEK, HA
OCHOBE KOTOPOro 6bi/11 NOKa3aHbl 4OCTOBEPHbIE CBA3U MEXAY reHeTU4eCKUMMU
no/mmop¢dusMmamm U HEKOTOPbIMU 3a60/1eBaHuAMMU. flaHHOEe uccieaoBaHme
No/10>Kn/a10 Havyazo npumeHeHnto GWAS-aHaan30B B meguumHe

MpoeKT «1000 reHOMOB», Ha OCHOBE KOTOPOro YCTaHOB/IEHO A0 95%
BCTPe4YaemblX B Pas/IM4HbIX NONY/AALUAX NOIMMOPPU3IMOB, MyTaL Ui,
CTPYKTYPHbIX U3MEHEHUI Ae30KcUMpuboHykaenHoBoi kucaotbl (4HK), mHorne us
KOTOPbIX paHee onucaHbl He bbln



reHeTU4YeCKNX U BHelLHecpeaoBbiX hakTOpoB, NPU 3TOM
npnobpeTeHHble CBOUCTBA MOAUMDULMPYIOT FreHETUYECKN 3aBUCUMbIE
MeXaHU3Mbl.

f[eHOTMNUMpPOBaHME C rogaMmm CTaHOBUTCH BCE AOCTyNHee Anf
KIMTMHULUMUCTOB, YTO NpuBeAeT B Onnxanwem oyayLliem K yBeriu4eHUIo
KOnu4yecTBa U NOBbLILEHUIO KayecTBa NpPoBOANMbIX
cdhapmakoreHeTU4YECKMX NCCreaoBaHUN NEKapCTBEHHbIX NpernapaTos.







BbisiBneHne reHeTUYECKNX OCOOEeHHOCTEeN NO3BONSAET OTOnpaThb

NnauueHToB ANnA KNMHU4Yeckux ucnboitaium JIC (B T.u.
OMO3KBUBANIeHTHOCTU), YTO NO3BOJISET NOBLICUTbL 0E30MaCHOCTb

YYaCTHMKOB UCCef0BaHUA U
NONyuYnNTb «Jyvlune» pe3ynbraThl.



npoaaxu us-3a otaesibHbIX criy4aeB TOKCU4Yeckux acpcpekroB (17
npenapaTtoB B CLLUA 3a nocnegHue 8 net)

- MoXXHO nNu 3TOro nsdexartb?
dapmakoreHeTn4Yeckue TecTbl
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