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MPEANCIOBUE

HacTosiee u3gaHne HauMOHanbHOrO PYKOBOACTBA B OMNPeAeNneHHON Mepe MOXET
paccmaTpuBaTbCsl KakK B 3HaUMTENbHONM CTemeHn OOHOBNEHHbIA BapuaHT HauuoHanbHOro
pykoBogcTBa «HacneacTBeHHble 60Me3HWU», KOTOPbIA Bbien B 2011 r. 3Tn 06HOBNE-
HMS 3aTPOHYNIN CTPYKTYPY W3AaHWs, TEMepb OHa COCTOMT M3 TPeX 4acTeil 1 BK/KOYaeT
34 rnaBbl, COCTaB aBTOPCKOr0 KONINEKTMBA M HasBaHWe PYKOBOACTBA. Ha3BaHMe HOBOro
pyKOBOACTBA — «MeNLMHCKas TeHeTUKa» — HaxoAuTcsl B 6O/bLLUEM COOTBETCTBUU C
coflepXaHuem, yeM npefplayllee usgaHne, U B ONpPefeneHHOl Mepe KHMra MOXeT pac-
CMaTpMBaTbCS KakK yyeOHOoe Mocobume, MCXOAs M3 Ha3BaHWS M MOCNef0BaTe/IbHOCTW TNnas.
B noArotoBke M3gaHMs MPUHUMAaNM y4yacTue 3HauYWUTeNbHbIA KOMNEKTMB aBTOPOB, abCo-
NIOTHOE BOMbLUMHCTBO M3 KOTOPbIX XOPOLUO WM3BECTHbI B TeX 06/1aCTAX, KOTOPble OHM
13naratoT, He TONbKO 0TEYECTBEHHOMY, HO 1 3apy6eXXHOMY YnTaTeNto.

KHura HaumnHaeTcsi ¢ rnaBbl «KpaTkas UCTOpUS MeAULMHCKON TeHeTUKN», 3aTeM Clie-
[lyeT YacTb Nepeas, BKoYawowas 12 rnae. B 3Toi YacTu M3noXxeHbl yHAAMEHTa/IbHble
OCHOBbI OpraHM3aLMX TFeHOMa YenoBeKa, BKOYasi ero M3MeHUYMBOCTb, COBPEMEHHbIN
B3I/ Ha CNOXHY CTPYKTYPY XPOMOCOM, a TakXKe Ha MUTO3 W Meii03, BK/OYas reHe-
TUYECKNIA KOHTPOMb 3TWUX MNpoLeccoB. MepBasi YaCTb KHWTM COAEPXXMT TINaBbl, MOCBS-
LLEHHbIE OMUCAHMIO OCHOBHBIX Pa3fefioB FEHETUKM YenoBeka U MeAULMHCKON FeHETMKM,
TaKMX KaK FeHeTMKa pasBUTWS YenoBeKa, AMUIeHeTUKa, FeHeTUKAa COMAaTMYecKuX Khe-
TOK, NOMNYNAUMOHHAs TeHeTUKa, (hapMakoreHeTMka M MMMYHOreHeTMKa, CUCTeMa reHoB
HLA. Bo Bcex 3TuxX rnaBax aBTOPbl MbITaNCh OTPa3UTb COBPEMEHHbIE MPEACTaB/IEHUS
0 CYLLECTBe COOTBETCTBYIOLUMX Pa3aenoB reHeTUKM.

BTopasd 4acTb pYKOBOACTBA HasblBaeTCa «KMHMYeCKask TeHeTUKa», U MepBble
YeTblpe ee r/MaBbl MOCBSILLEHbI Pa3HbIM YPOBHAM [AMArHOCTUKM HacneACTBEHHON nato-
NOTUW, HauMHas C K/AMHWYECKOro W 3aKaHuMBasi MOJMEKYNSAPHO-FeHeTMYeckuM. [ofbl,
npolleAwne C BbIXoda B CBET MpeAblAyLLEro PYyKOBOACTBA, XapaKTepM3OBalNCb BCe
60nee LUMPOKMM WCMONb30BaHNEM B AMArHOCTWKE Hac/efCTBEHHOM MaToOrMU HOBbIX
METO/[0B CEKBEHMPOBAHMS FEHOMa, UYTO HaWO OTPaKeHWe B TPeX rnaBax, MOCBALLEH-
HbIX OMOXMMWUYECKONW, LMTOTEHETUYECKON W COBCTBEHHO MOJEKYNAPHO-TeHETUYECKON
[INArHocTUKe.

[anee BO BTOpPOl 4acTM fAaHbl COBPEMEHHblE NpeAcTaBneHWst 06 OCHOBHbLIX Knaccax
HacneACTBEHHbIX 00Me3Hel: MOHOTEHHbIX, BK/OYas rNaBy O MOMYNAUMOHHOW TeHeTu-
Ke MOHOTeHHbIX 3a60/eBaHWI, HaCNeACTBEHHbIX 00/1e3HAX 06MeHa BeLecTB, MWUTO-
XOHAPWanbHbIX 3a60MeBaHUAX, 3ab0neBaHUAX, OOYCMOBMEHHbIX PACLUMPEHMEM  30HbI
TaHAEMHbIX TPUHYKNEOTUAHbIX MOBTOPOB, XPOMOCOMHbIX 0O0ME3HsX, BKIOYas Te, UTO
006YyCnoBneHbl  MUKPOXPOMOCOMHBIMM  MePecTpoiikamu, 3ab0neBaHUsAX, CBSI3aHHbIX C
reHOMHbIM MMMPUHTUHIOM, MHOFO(haKTOPHbIX 60NE3HSAX, BPOXAEHHLIX MOPOKaX pas-
BUTUS 1 TEPaTOreHHbIX CuMHApoMax. OnucaHWs HEeKOTOPbIX KNacCOB HacneACTBEHHbIX
60ne3Heli B NpeXXHEM M3AaHWN He Oblin NPeAcTaBeHbl, a Te, YTO OblIN, — [OMNONHEHBI
HOBbIM MaTepuanoM. 3akaHYMBAeTCA pPa3fen NaBoM, MOCBSALIEHHON FeHeTUKe OMyXonei
N X TapreTHOI Tepanumn, KOTopas CBA3bIBAeT BTOPYHO 1 TPETLIO YaCTW PyKOBOACTBA.

TpeTbs YaCTb PYKOBOACTBA Ha3blBAeTCS «JleyeHue M NPoQunakTMKa Hac/eACcTBEHHbIX
6one3Heli». B Heli ceMb rnaB, HauMHas ¢ «OBLWMX NPUHLMMNOB NeYeHNst HacneACTBEHHbIX
60n1e3HeN» 1 KOHYas FNaBoil 06 STUYECKMX NPo61eEMaxX MEANLMHCKON FEHETUKMN.

B rnaBe «leHHas W TeHHO-KNETOYHast Tepanusi» MOAPOGHO pacCcMOTpeHa Mnpobnema
reHHOW Tepanun C MOMOLLbIO METOAOB PefaKTUPOBaHWs reHoMa — MOAX0fa, KOTOpPbIi
MHOTMMMW MCCNefoBaTeNsIMU pacCMaTpMBaeTCs Kak Hanbonee MepcrneKTUBHbIA B TFeHO-
Tepanun 3a60/1eBaHNIn YenoBeka. B 3TOM >Xe pasgene pacCMOTPEHbl BapuaHTbl FeHETM-
YECKOro CKPUHWHIA, MeAUKO-TeHETMYECKOe KOHCYNbTUPOBaHME, KOTOPOE B 3anafHblX
CTpaHax ouepefHOli pa3 MeHsIET CBOKO Napagurmvy.



10 MPEAVC/IOBUE

PeaakTopbl M aBTOPCKWIA KOMNEKTUB HauyoHanbHOro pyKOBOACTBa «MefuLMHCKas
reHeTMKa» HafIeroTCsl, YTO OHO CTaHET MOJe3HbIM /1S LUMPOKOFO Kpyra unTateseld, He
TONbKO 3aHUMAIOLLMXCS MEANLMHCKON FeHETUKOM, HO 11 Bpayeii NpakTUYecKn Beex
creLnanbHOCTEN, TaK Kak CerofHs HeBO3MOXKHO NpeaCcTaBUTb COBPEMEHHOTO Bpaya, He
3HaIOLLIEro OCHOB MeILIMHCKOI FeHETVKM M TOTO BCe BO3PACTAKOLLEr0 BK/aa FreHETUKM
B COBPEMEHHYH MeAMLMHY, 6e3 KOTOPOro Tenepb HEBO3MOXHO €€ AasbHelillee CoBep-
LLIEHCTBOBAHNE.



