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Mpeaucnosue

HaunoHanbHOe  pyKoBOACTBO  «HacneacTBeHHble  60Me3HU»
BbIWO B cBeT B 2012 r. 370 6bIN0 NMepBoe PyKOBOACTBO MO MeAw-
LIMHCKOM FeHeTVKe Takoro obbema v cofepXaHusi. B Hem 6bino ygae-
NIEHO [0CTaTOYHO 00/bLIOe MECTO (yHAaMeHTanbHbIM MNpob6iemam
MEAMLMHCKOW FEHETUKM, KOTOpbIE 3aHANM MEPBYI0 4YacTb KHUIU.
Btopas 6blna npefcTaBneHa KAMHWYECKOW TFEHETMKOA W Hocuna
60/1ee NPUKNaAHON XapaKTep.

MpumepHO rof Hasaj BO3HMKMA MAes BbiMyCTUTb KpaTKoe u3ja-
HVe HaLMOHaNbHOrO PYKOBOACTBA, B 0OOMbLUE/ CTENeHW OpUEeHTY-
pOBaHHOE Ha MpaKTWYecKoe 3ApaBOOXpaHeHMe. dTa umged 6bina
peannM3oBaHa 3a OTHOCWUTENbHO KOPOTKWUIA CPOK. KpaTkoe u3sfgaHue
BKMtOYaeT 19 rnaB, Kaxpgas M3 KOTOPbIX HanucaHa W3BECTHbIMU
creymaMcTam B CBOMX 00MacTAX W NpeAcTaBnseT COBPEMEH-
Hbll B3rNSL Ha Mpo6MeMbl KAVHWYECKOW reHeTUKU. ®DopmasbHO
KHUra MOXeT ObITb pasfefieHa Ha TpU YacTu: MEeTOAbl AMArHOCTUKU
HacneACTBEHHOW NaTonoruy (nepBble CEMb T/laB), OCHOBHbIE K/lacChl
HacneACTBEHHOW MaTonornn (LUecTb rNaB) U MeTOfbl NeveHus, npo-
(DUNaKTKK, a TaKke 3TUYeCcKMe NpobieMbl MEAWLMHCKON TeHETUKM
(wecTb rnas).

YunTaTenu JO/MKHbI 3HaTb, YTO KpaTKoe n3gaHve «HacneacTBeHHbIX
60ne3HeN», HECMOTPS Ha TO YTO OHO OPWMEHTMPOBAHO Ha Bpauel,
TEM He MeHee He MpeACTaBnsieT cO60 OMMcaHWe OTAE/bHbIX HO30-
noruyeckvx opmM (B 3TOM cny4vae NpuUWoCb Obl M3AaTb MHOrO-
TOMHUK, B KOTOPOM (hurypupoBana 6bl MpaKTUYecku BCA MarToso-
rMs 4YenoBeka), a MOCBSALLEHO XapaKTePUCTUKE OCHOBHbIX K/1acCoB
HacneACTBEHHbIX 60ne3Heli — WX NPUPoAe, HacnefoBaHWIO, 3TWO-
NOrun, B MeHbLUE CTENeHW MaToreHesy, reHeTUYecKUM Moaxofam K
NeYeHWo 1 npogmnakTuke. MefuLMHCKaA TeHeTWKa npeacTasnseT
CODOI upe3BblYaiHO aKTWMBHO pPa3BMBAKOLLYIOCS 06/1acTb 3HAHWIA.
TpyaHO 6biN0 cebe NpPeACTaBUTL €Lle HECKOMbKO NeT Hasag, 4To
YTeHMe FeHOMa YesioBeKa W OTAE/bHbIX ero yacteil (3K30ma) CTaHeT
YyTb NI He PYTUHHbIM METOAOM [AWMArHOCTUKWM HACNefCTBEHHbIX
60ne3Heil, BKIOYAs MNpeHaTa/lbHY0 HEUHBA3VBHYHK AWMarHOCTMKY,
YTO MOSBATCA HOBblE MOAXOAbl K MCMPaBJEHMI0 OLIMOGOK FeHoma ¢
MOMOLLbHO TaK Ha3bIBAEMOIO PeAakTUPOBaHUS reHoMa.

B KpaTkoM un3gaHum «HacnegcTBeHHbIX 60/e3Heli» Mbl NocTa-
panncb BKIKOUUTbL 3TW [JOCTWKEHWS| B TEKCT KHUIU. B Lenom Hosoe
U3faHve, Kak pacCyMTbIBAOT aBTOPbl, [OMKHO YAOBETBOPUTb
LUIMPOKWIA Kpyr CMeuMaIncToB, MpeXAe BCEro Bpayeld, BbICOKUM
YPOBHEM TMPEACTABNEHNS COBPEMEHHbIX 3HaHWIA B 06nacT meau-
LIHCKO FeHeTUKM.

[naBHbIii pefakTop KpaTKOro 13gaHms
HaLMOHaNbHOTo PyKOBOACTBA «HacneAc TBEHHbIE 60Ne3H»
axkagemuk PAH E.K. TuHTep



