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 [eHeTuka aBngaeTca ogHon n3 obnacreu
buonornuy, 3aHMMarLLasics U3y4eHnem
SIBMIEHUA U3MEHYMBOCTU N HACNEOCTBEHHOCTMN,
peanusylLnxca BHYTpM Nonynsauun nogen.
Takxke oHa nuccriegyet ocobeHHOCTH
NOSABMEHNS U pa3BUTUS HOPMATIbHbIX U
NaTONOrM4YeCKNX CBOMCTB, BO3HMKAKOLLNX Y
yenoseka. [lpeamMeTom n3yyveHust gaHHom
HayKun SIBNSAETCS U pa3BUTUE HEKOTOPbIX
Oone3Hen, cBA3aHHbIX C FTEHETUYECKOU
npenonpeneneHHoCTbLIO.




B 30-x rogax npotwunioro ctonetusa obocobunach
oTaenbHasa obnacTb reHeTUKN — MeaNLIMHCKas.
OHa B3dnachb 3a uccrnegosaHne akToB.,
noATBEPXOAOLWMX UBMEHUYNBLIN XapaKkTep
HacrnegoBaHUsi NpM3HaKoB y nogen. CerogHs
MeAuLNHCKada reHeTuka 3aHMMaeTCs
pPacKpbITUEM MEXAHN3MOB BbISIBIIEHUS,
N3y4yeHus, NPodUNaKTUKLA U NEYEHUS
HacneacTBEHHbIX 3aboneBaHun.




[TpMeHeHne reHeTnKn B MeanLnHe
Ha4arocb B Ha4arne XX CToNeTus, ¢
noHUMaHua appogom 1 gpyrumm Bpadyamu,
YTO 3aKOHbI HacregosaHusa MeHaena MoryT
0OBbACHNTL NOBTOPHOE NOABIIEHME
oTaenbHbIX 3abonesaHnn B ceMbsx. B
TeyeHune nocneagyrowmx 100 net
MeOULUHCKas reHeTnKa Bblipocna oT
HebonNbLIOro pasgena, 3aHMMatoLEerocs
HECKONbKUMW PEOKUMUN HAcreacTBEHHbIMU
3aboneBaHussMK, 40 NMPU3HAHHOM
MeOULIMHCKOMN CreunanbHOCTU, MOHATUSA U
METOAbl KOTOPOWN — Ba)XHbl€ KOMMNOHEHTbI
ONArHOCTUKU N NeYeHnsa MHOXKeCcTBa
3aboneBaHum, Kak YacTbIX, TaK N pedKuXx.




* 1 6onee TOro, B Hayane XXl B. 3aBepLUEH NPOEKT «[ eHOM YernoBeka» — MexayHapoaHoe
nccrieqoBaHue, NocTaBUBLLEE LIENbIO ONPEeaenuTL NOMHOE CoAepKaHNe reHoMa YeroBeKka Kak
CYMMY reHeTu4eckou MHdopmMaLmn Hawlero snaa (CyqpduKe -ote — OT rped. «Bce» Unu
«MNOSHbINY). Tenepb Mbl MOXXEM M3y4aTb FEHOM YeNoBeEKa Kak €AUHbIN LIENbHbIN OOBEKT, a He
No O4HOMY FreHy 3a pas.




« MeanumHckasa reHeTuUKa ctarna Yactbio bonee Lwnpokon obnactm —
reHOMHOMN MeauLINHbLI, MPOBOASLLEN KpyNHOMAaCLUTaOHbIM aHanus
reHoMa YernoBeka, BKIoYvas yrnpaBneHne aKCrnpeccuen reHos,
nccnenoBaHns BapnadbenbHOCT reHOB YenoBEKa U
B3aMMOOeNCTBUA reHOB CO Cpeaon, C Lienbio paclunpeHus
BO3MOXHOCTEN MEL




MeguunHckas reHeTuka pokycupyer
BHMMAaHWE He TONbKO Ha NauueHTE, HO Ha
BCeun ero cembe. cyepnbiBatoLlas
CceMenHasi UCTOPUA — BaXXHbIW MNepBbIn
Lar ans aHanusa noboro 3adbonesaHus,
He3aBUCUMMO OT TOro, reHETUYECKOE OHO
nnun HeT. Kak ykasblBan Yamnngc, «He
YTOYHUTb CEMENHYIO UICTOPUIO — Moxas
NpaKkTuKa».

”




« CemenHas nctopua BaxHa,
MOCKOJIbKY OHa MOXET ObITb
onpegensoLllen B
ONarHoCTUKe, oHa MOXeT
yKa3blBaTb, YTO
3aboneBaHue
HacnencTBeHHOE, MOXET €
pacckasaTb O eCTECTBEHHON |\
ncTopumn 6onesHn n . Yaral
N3MEHEHUAX B €e TeYEeHUM, 23 5
HaKOHeL, OHa MOXET MOMOYE § & ==}
BbIACHUTb TUM e
HacregoBaHUA.




Kpome Toro, oco3HaHune
CEMENHOro KOMMNOHEHTAa B
3aboneBaHnn No3BONSAET
OLIEHUTb PUCK ONS APYrmux
YEHOB CEMbMW,
HY>KOaoLLNXCS B
obcrnegoBaHnn Unu
npounakTuke, a nauneHTy
N ero CeEMbe MOXET ObITb
NpeanoXXeHo MeauKo-
reHeTn4yeckoe
KOHCYIbTUpPOBaHNE.




« 3a nocnegHune HECKONLKO NEeT NPoekT «[ eHomM YyenoBeka» caenars 4OCTYMNHOW NOMHYH
nocrnenoBaTenbHOCTb BCen Ae30KcnpuboHyknenHoBomn kncrnothl (AHK) yenoBeka, 3HaHue
KOTOPOW NO3BOSIAET MOEHTUMPULNPOBATL BCE reHbl YeNoBeKa, OnpeaennTb CTENeHb X

N3MEHYMBOCTN B PA3NUYHbIX NONYNALNSAX U B KOHLE KOHLIOB MOHATL TO, Kak UBMEHEHUS B 9TUX
reHax coAencTBYIOT 3[0POBbIO UI

(S




« B napTHepcTBe co BcemMu ApYrMMu COBPeMEHHbIMU Bronornyeckumm gucuuniiMHamm NpoeKkT
«'eHOM YenoBeka» PeBONOLMOHHO N3MEHUIT MEAULIMHCKYIO FEHETUKY, 0becneynB noHUMaHue
OCHOB MHOMMX 6onesHer 1 NPoaBUHYB pa3paboTKy AanbHENLLUNX ANarHOCTUYECKUX
MHCTPYMEHTanbHbIX CPEACTB, NpeaynpeanTenbHbIX MEP U TEpaneBTUYECKNX METOAOB,

OCHOBaHHbIX Ha UcHepribiBarowem npeactaBsrieHnn o CTPYKTypeE reHomMma.



» [eHeTuka ObICTPO CTAHOBUTCS LiIeHTPanbHbIM OpraHM3aUyuoHHbIM 3BEHOM B MEAULIMHCKOW
npakTuke. BOT TONbKO HECKOMNBKO NPMMEPOB OBLLMPHOro MaccuBa NPUNoXeHnn reHETUKA U
reHOMUKN B MEAULIMHE CErOAHS.

e PebeHoK, UMeoLLNIA MHOFOYNCNEHHbIE BPOXAEHHbIE NOPOKX PasBUTUSA 1 HOPMaIlbHbIN

OObIYHbIN XPOMOCOMHbIM aHanmM3, NPOXOAUT rEHOMHBIN TECT C BbICOKUM paspeLleHnemM Ass

UCKITHOYEHNS CYOMUKPOCKOMNYECKNX XPOMOCOMHBIX Aeneuunii Unn YacTUYHbIX TPUCOMUMNA.

e Monogas XeHuwmHa c ceMenHOW UCTOPMEN paka MOSIOYHOU Xereabl nosyvyaet
LierieHanpaBfieHHOe 00yYeHne, MHTepNpEeTaUnio NPoBeAEHHbLIX 00CneaoBaHnUn 1 NOAAEPXKKY

KOHCVYIJ1bTaHTa, cneynanan3npyrowerocsd rno HacJieacrtBeEHHOMY paky MOJTOYHOW XKene3bl.
I




* AKywlep-rmHeKkonor rnocbiiaet
obpa3sLbl BOPCUH XOPUOH3,
B3ATble Y 38-NeTHeEN
bepemeHHON B nabopaTtoputo
LUTOreHETUKN Ha
obcnegoBaHue ons
NUCKITHOYEHNS aHOManumn B
KOSINYECTBE UM CTPYKTYpE
XpOMOCOM nrioaa. e A4

« o [emartonor oobegnHser
CeEMENHY0 U MeaULIMHCKYHO
NCTOPUIO C UCCrie0BaHNEM
reHOB MOJSI040ro YerioBeka ¢
rMyOOKMM BEHO3HbIM
Tpombosom (I'BT), 4ToObI
OLEHNTb NPeEnUMyLLECTBA U
PUCKX OT BBEAEHUS
aHTUKOarynaHTHOM Tepanuu.

TpaHcabpomrmmHansHaN
xopuvioHOuoncua

TTnauenra

T parHcuepesmKansHas
xXoprioHbGroncusa
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« o CynebHO-MeanunHCKNK natosnor
ncnosnb3yeT 6asbl AaHHbIX B 2
reHeTUYeCcKux NnoIMmMopdr3mMoB B e o o £ A
aHanuse obpasuyos [JHK, nony4eHHbIX seesesee
N3 OCTAHKOB XEPTB U UX
POACTBEHHUKOB, YTOObI
noeHTUnLMpoBaTb NOrMoLINX
(Hanpumep, 11 ceHTabpsi 2001 1. npw
HanageHun Ha LleHTp mexxayHapoaHou
Toproenu B Hbto-opke).
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@ Orcyrcrave pasHuLbl Mexay
KOHTPONEM ¥ ONYXONLIO



o [Ina Toro 4tobbl NAUUEHTHI U NX CEMbBMU NOoNy4Yninm MmakCuMarsibHY1 rnoJsib3dy OT paCLUNPAOLLNXCA
reHeTU4eCcKnxX 3HaHUNn, Bce Bpayn AO0J1KHblI MOHMMAaTb OCHOBHbIE MNMPUHLINTMBbI TEHETUNKHU
YyenoBeKka. ATH MPUHUWIMbI BKITHOYakOT: CyLWeCTBOBaHUE allbTEPHATUBHbBIX (*)OpM reHoB
(annenen) B nonynaunax; BO3AMOXHOCTb MNOoABJIEHNA CXOAHbIX CbeHOTI/II'IOB, Bbl3BAHHbIX
MyTaunaMn ninn BapnaHTaMun passinyHbiX reHOB,

e OTN NOHATUA B HacTosILLEee BpeMA BIMNAKOT Ha BCHO MEOULIMHCKYHO MPaKTUKY U B 6yp,yu_|,eM
CTaHYT TOJ1bKO oonee BaXXHbIMW.



* [NoHnMMaHMe s3blka U NOHATU MeAULIMHCKOW rEHETUKN U OLieHKa
reHETUKN U TEHOMUKU Ha HOPMY U NaTonoruio cbopM’___ DVIOT OCHOE



