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PasBuTre MEIUIIMHCKONM T€HETUKU, TMOSIBJICHUE HOBBIX 3HAHUI 00 3THOJOTMU U
MaToreHe3e HacJIe[ACTBEHHBIX 3a00JIeBaHUIi, COBEPIIEHCTBOBAHME IMATHOCTUUECKUX
TEHETMUYECKUX METOMOB TPEOYIOT PEeryIsipHOTO MEepecMOTpa U OOHOBJICHUST yueOHO
JINTEPATYPhI B 3TOM 00JIACTH.

ABTOpBI TAHHOM KHUTH CYIIIECTBEHHO U3MEHWIM CTPYKTYPY U3IaHUS, UTO YIIYUIIIM-
JI0 U3JIOXKEHME MaTepuaa, cueiano oosee yqoOHOM paboTy ¢ KHUTOM IIpU OOYyYEHUH.
VYBeIMUMIOCH KOJIMYECTBO MJUTIOCTPALIUIA, TTOSIBUIUCH WILTIOCTPALIMU K CUTYaLIMOHHBIM
3apavyam. J[00aBIeHbI TPUIOXKEHUSI, B YACTHOCTHU CITMCOK MH(GOPMALIMOHHBIX PECYPCOB
1 6a3 TaHHBIX, a TAKXKE CJIOBaph TEPMUHOB. B 11eJ10M B MmocieaHee n3naHnue BKIIOYECHO
MHOTIO HOBOTO MaTtepuajia, B HEM OTpaKeHbl HOBEMIIME TOCTHXEHUS MEIULIMHCKOMN
TEHETUKH.

Kanng. men. Hayk,

yuéHblii cekpetapb DI'BHY
«MenuKko-reHeTUYeCKi HayIHBII IEHTP»
E.C. Boponuna



MenmuumHCKas reHeTUKa — BakHelasg pyHIaMeHTaJbHasg M KJIMHWYECKas T1c-
LIMIUIMHA, YTO OOYCJIOBIMBAET BbIXOA B CBET KHUTU «HarisimHas MenuuMHCKAasl reHe-
TUKa», B KOTOPOM IMpeNCcTaBICHBI MOCHenHue JaHHbIe. HacTodiee yuebHoe mocobue
COOTBETCTBYET COBPEMEHHBIM TPeOOBAaHMSIM U BKIIIOYAeT 0A30BbIE IIPEICTABICHUS O
MOJICKYJISIpPHOI OMONOTHH, a TaKKe MH(MOPMALIMIO 0 Han0O0JIee YacThIX TEHETUUCCKUX
3a00JIeBaHUSIX.

Knura npenHasHaueHa CTyAeHTaM, MHTEpHAM M OpAWHATOpaM, ITO3TOMY OJIHA U3
e€ 0COOEHHOCTEeil — MPUCTAIbHOE BHUMAHKE K KJTIOUYEBBIM BOIIPOCAM T€HETUKU C YII0-
POM Ha KJIMHWUYECKHUE acIeKThl. Y TOOHBII (hopMaT, YETKUIA, SICHBIN, CKATBI TEKCT 1
TIIATEIbHO MPOAYMAHHBINA WUTIOCTPATUBHBIN MaTepuraj 00JIerdaT BOCIIPUSATHE CII0X-
HBIX BOTIPOCOB M ITTIOMOTYT OBICTPO HAUTH HeoOXoanuMyto nHpopmatmio. KoMrmiaeKcHbI
IOIXO[I K U3JIOKEHHIO MaTepralia II03BOJIUT CTyICHTaM 1 BpayaM 0000ILINUTh paHee M0~
JIy9eHHBIC CBEICHUS U YCBOUTH HOBBIM MaTepuai. B To e BpeMst 0030pHBIi XapakTep
nHdopManuy OyIeT CTUMYIMPOBATh MHTEPEC YUTATEICH U IMTOOYIUT UX OOPaTUTLCS K
0osee IeTaTbHBIM U IMTOJPOOHBIM PYKOBOICTBAM.

Akan. PAMH, nipod., n-p Men. Hayk,
3aB. Kadeapoil METUIIMHCKOMN re HEeTUKK
MMY um. .M. CeueHoBa

H.II. Boukos



IlepBbie nBa M3maHWs KHUTA WUMEIW yCreX, ObUIM TepeBeAeHbl Ha KUTANCKUIA,
SIMOHCKUIA, TpeyecKuii, CepOOXOPBATCKUIA, KOPEMUCKUI, UTATbSIHCKUIA U PYCCKUI SI3bI-
K1. PykoBomCTBYSICH 3TOI MEXITyHApOIHON YMTATEIbCKOM aymIUTOpUeil, MbI yISIVIIN
OoJibllIe BHUMAaHMSI KJIMHUYECKUM acleKTaM, KacalolIMMCS OCHOBHBIX 3THUYECKMUX
TPYTIII, YKa3bIBasi MHMOPMAIMIO 00 OTHOCUTEIHHOI YacTOTe BCTPEYAEMOCTH aJljieseit
3a00J1eBaHUI B pa3IUYHBIX MOMYJISLUsIX. Bropomy u3naHuio Oblia MpUCYXAcHA Mep-
Bas IpeMHUsl B Kareropuu «MenuiimHa» Ha KOHKypce MeIUIIMHCKMX KHUT bprutaHckoit
MenuiuHcKoi accounanuu B 2008 1. Llenb TpeTbero U3gaHus — YIydIIUTh IPEIbIIy-
1IME TOCTUXEHUS.

B nepBbIx 1ByX M3gaHusX MHGOpMaLIMs O BCEM pasiesiaMm Obljia MpeacTaB/ieHa B
MOPSIAKE YBEJIMYEHHUS CIOKHOCTH, TaK YTOOBI CJIOBAPHBIN 3anac, 3HaHWS U TIOHUMaHUeE
yuTaTeseil HapacTaju Mo Mepe YTeHUsI KHUrU. Takoil moaxoa ObLI MOMYJISIpEH Cpeau
CTYIIEHTOB, HO X MPEIOJaBaTe/IM YKa3blBaJIM Ha CJIOKHOCTb MOMCKA KOHKPETHBIX TEM.
B cBs131 ¢ 3TUM CTpyKTypa TpEeThero u3aaHusl OblIa MOJHOCTBIO TTIEPeCMOTPEHA, U Te-
nepb KHUTa pa3douTa Ha 14 TeMaTu4ecKnX pasacioB.

Mb1 00beaMHWIN 3 BBOIHBIC IJIaBbl, a OCTaJIbHbIC IJ1aBbl ObLIM MepepadoTaHbl U
obHoBneHbI. Kpome Toro, Mbl mo6aBuu 17 HOBBIX IJIaB M S HOBBIX KIIMHUYECKMX CITy-
yaeB ¢ WUIIOCTpaUUsSIMU K TocjegHuM. K HOBMHKaM TakXe OTHOCSTCSI MOAPOOHbIC
WUTIOCTPALIMU TIATOJIOTUM PA3BUTHUS CEpAla, pAIMKAIbHO NIEPECMOTPEHHOE OMMCAHUE
TEHETUKU 3JI0KAUeCTBEHHBIX HOBOOOPA30BaHMUIi, 3HAUMTEIbHO PaCIIMPEHHbII 0030p
COBPEMEHHBIX TEHOMHBIX TMarHOCTUYECKUX METOJOB.

Jopuan Ipumuapo,
bproc Kopgp
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O3HAKOMMBIIKMCH C TIEPBBIM U3MAHUEM, OOJIBIIMHCTBO 3KCIIEPTOB ObUIM MPUSITHO
YIUBJIEHBI JOCTYITHOCTBIO M3JIOXKEHUSI MaTepuaia, HarjIsgHOCTbIO PUCYHKOB U O0b-
€MOM HUBJIOKEHHOI MH(pOPMALIMU, OMHAKO HEKOTOPhIC U3 HUX 3aMETUJIU, YTO KIMHU-
YECKUE aCMEKThI OCBELIEHBI HEJOCTATOYHO IOJHO. DTO CBUIETEILCTBYET O TOM, UTO
B MOCJIeIHEE BpeMsI TIPOU30IILIO Pa3BUTHE MEIUIIMHCKOM T€eHETUKHU, OCOOEHHO MOCIe
TOro0, KakK ObUI paciin(poBaH YyeJI0BEYECKIII TEHOM U YCUIUIIACH B3AaUMOCBSI3b T€HETH -
KU C IPYTMMU MEAULIMHCKUMU HayKaMu.

PyKOBOICTBYSICh MOXKEIAHUSIMU SKCIIEPTOB, Mbl YBEJIUUYWIM KOJIUUYECTBO IJIaB C
9 B mepBOM M31aHUM 10 18 BO BTOpOM, MOAPOOHEE OMUCAB KIMHUUECKUE CUMITOMBI
HauboJiee PacIpOCTPAHEHHBIX TEHETUYECKUX 3a00/IeBaHUIl U JOOABUB KPATKYIO MH-
(opMaLMiO 0 HapyILIEHUSIX, KOTOPbIE BCTPEUaloTCss HECKOJIBKO pexe. KpoMe Toro, Mol
00aBUIN 2 HOBBIE IJIABbI, TOCBSLIEHHbBIE TEHETUKE OMOXUMUYECKUX MPOLIECCOB: OIHY
o (hopMupoBaHMHU TejIa B SMOPUOHAIBHOM CTaANU PA3BUTKS U IPYTYIO — 00 STUYECKUX
U COLIMAJIBHBIX ACIEKTAX KIMHUUECKOM TeHETUKU.

JI71s1 CaMOKOHTPOJIS, @ TAaKXKe ISt TOTO, YTOOBI YMTATE/Ib OLIYTHII Ce0sT Crieuan-
CTOM I10 KJIMHUYECKOI TeHETUKE, MbI BKJIIOUMJIM BO BTOPOE U3JAHUE pa3ell, OMKUChHI-
Baro1uii 10 pas3IMuHbBIX CIyuyaeB reHeTUUECKUX 3aboneBaHuii. Kpome Toro, B ogHOIM 13
[JIaB COIEPXKUTCSI YHUKAIbHAs MH(pOpMaLKs 00 OCHOBAaHHbBIX HAa U3y4eHUU 3a00JieBa-
€MOCTH GJIM3HELIOB METO/IAX, MO3BOJISIOLINX OMPEACIUTh IEHETPAHTHOCTh MHOTO(aK-
TOPHBIX 3a00JIEBAHUI U KOJIMUECTBO MMATOJOIMYECKUX reHOB. UTOOBI aKLIEHTUPOBAThH
BHUMaHME Ha JCUCTBUSIX, KOTOPbIE HEOOXOAMMO MPEANPUHUMATD B HEOTJIOXHBIX CHU-
TyaLMsIX, B TEKCTE BTOPOrO U3JAHUS UCIIOIb30BaHbI LIBETHBIC BCTABKMU.

IMepBoe M3maHKe MOJYYMIIO IIIMPOKOE PACIPOCTPAHEHME HE TOJIBKO B AHTJIOSI3bIY-
HBIX CTpaHaX — OHO MEPEBEIEHO Ha KUTAWCKUIA U SIITOHCKUIA SI3bIKM, a B HACTOSILIEE
BpeMsI KOPEHCKUIT 1 TPEYECKUt BApUAHTHI HAXOASITCS B CTAIUK Pa3pabOTKU.

TTOCKOJIbKY MbI UMEEM OOLIUPHYIO YUTATETLCKYIO ayUTOPHIO I10 BCEMY MUPY, OCO-
60¢ BHUMAaHKE B KHUTE YAEJSIeTCs KIMHUUECKIM CUMITTOMaM, HauboJiee XxapaKTepHbIM
IUISL TeX WM MHBIX STHUYECKUX IPYIIN, U, KPOME TOro, MPUBOAUTCI UHMOpMaLus 00
OTHOCHTEJIbHOM YacTOTe ajlieieii 3a00JIeBaHKS B Pa3TUUHBIX TTOMYJISILIMSIX.

TToMUMO TTPOYETO, MBI HAZEEMCS, UTO SIPKKUE, KPACOUHBIE PUCYHKH B KaXKIOM IJIaBe
HE TOJIbKO CIEJIal0T KHUTY MPUBIIEKATEIbHOM, HO M CTAHYT HATJISIAHBIM ITOcoOueM, 00-
JIErJarM MOHUMAaHKE JeTaeil U CIIOCOOCTBYIOIIMM YCBOECHUIO MH(MOPMALIUH.

OnHako HanboJiee BaXXHbIC U3MEHEHHSI 3aKJIIOYAIOTCS B TOM, UTO TEKCT repepabo-
TaH U JOMOJHEH pUMepHO Ha 50% HOBBIM, B OCHOBHOM KJIMHUUYECKUM, MAaTEPUATIOM.

Lopuan Ipumuapo,
bproc Kopg



TlepBoHayaIbHO JAHHYIO KHUTY paCCMATPUBAIM B KAUECTBE HATJISIIHOTO MTOCOOUS
IUTSL CTYIEHTOB MEAMLMHCKUX BY30B, COIEPKAILEro KPaTKylo MHMOPMALUIO 00 OCHO-
Bax T€HETUKU U €€ NMPUMEHEHUM B COBPEMEHHOM KIMHUYECKOMN mpakTuke. OmHaKO
KHWTa B paBHOI CTEMEHU OyIeT MHTEpEeCHA KaK CTyAeHTaM, U3yJalollnuM OKOJIorude-
CKHe HayKH, TaK U CPeIHEMY MEIULIMHCKOMY IMEPCOHAITy, a TAakKKe IMPOCTO pabOTHUKAM
3PaBOOXPAHEHMUS, KeJIAIOLIUM PACLIUPUTh U YIIIyOUTh cBoU 3HaHKs. KpoMe Toro, oHa
MOXKET 0Ka3aThCsl HE3aMEHUMOI TIPU MOATOTOBKE K dK3aMeHaM.

MeauumHCKas reHeTHKA HEOObIUHA MPEX/IE BCEro TEM, YTO €€ OCHOBBI, KaK Ipa-
BWJIO, OCBAaMBAIOTCSI HA TIEPBOM T'O/ly U3Y4YeHUsT OMOJIOTUM B MEIULIMHCKUX By3aX, B TO
BpeMsl KaK M3y4eHUEe MEXaHM3MOB HACJICIOBAHKS MOXHO OTHECTHU K aCIIEKTaM perpo-
IYKTUBHOM Guosoruu. [1pu 5TOM NMpUMeHEeHUEe OCHOB FeHETUKHU B KIIMHUYECKOM MpaK-
THUKE M3Y4yaloT Ha CTAaplIMX Kypcax W B aclupaHType. Bce Tpu yacTu JaHHOM KHUTHU
MOXHO paccMaTpuBaTh U MO OTACIBHOCTH, U BMecTe. TeM He MeHee, YTOObI ITOCTEeIeH-
HO OBJIAZIETh OCHOBHBIMY IMOHATUSIMU U CIIELIMATILHON TEPMUHOJIOTUEN, MBI PEKOMEH-
JIyeM M3y4aTh IJIaBbl B TOM MOPSIAKE, B KAKOM OHU MPEICTABICHbBI B COMCPXKAHUN.

Crieyer 3aMETUTh, YTO HU OAUH U3 CYLIECTBYIOIIUX B HACTOSILLINI MOMEHT yueh-
HUKOB I10 TaHHOMY MPEAMETY He SIBJISEeTCS JAaKOHUUHBIM U BCEOOBEMITIOIIUM OIHO-
BpeMeHHO. MBI yBepeHbl, YTO MIyOMHA U TLIATEILHOCTh M3JIOXKEHUS KaxKIOM TeMbI
COOTBETCTBEHHO OTPaXalOT BaXKHOCTh JJAHHBIX BOITPOCOB B COBPEMEHHOM MBILIIJICHUH.

Jopuan Ipumuapo,
bproc Kopgp
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B niepBy1o ouepenb Mbl ObI XOTEIU MOOJAroAapUTh BCEX CTYIEHTOB 32 BOOAYIIIEBIe-
HMeE, C KAKMM OHM CJIYILIaJIH JIEKIIMN, KOTOPBIE JIETJIM B OCHOBY 9TOM KHUTH. MBI TakXke
BBICOKO IIEHUM 3aMHTEPECOBAHHOCTb U MOIEPKKY MHOTUX HAIITUX KOJIJIET, HO OCOOEH-
HO XOTeJIOCh Obl BhIIEIUTh fokTopa [Tosna bpeHHaHa ¢ hakynbTeTa TeHeTUKY YeJloBeKa
Hpbrokacackoro yHuBepcuTeTa, KOTOpblid BHEC KOHCTPYKTHBHBIC JOTOTHEHUS B IEPBOEC
u3naHue. Mbl BeIpaxkaeM IMpU3HaTeIbHOCT ITpodeccopy AHTycy Kimapky ¢ akyiapTeTa
MeauuurHckoi reHetuku Kapnuddcekoro yHuBepcuTteTa 3a BaXKHble KOMMEHTApUU K
riaBe 61 BTOPOro U3IaHMs U JIOLEHTY, TeHeTUKY, noktopy Jdanuamo [lapepy u3 Ana-
OamMckoro yHuBepcuteTa B bupMuHreme 3a 1ieHHbIE COBEThl OTHOCUTEIbHO TAHAEMHOMN
Macc-criektpoMmerpuu. Jdopuan [lputuyapa xoten Obl OTAaTh NOJKHOE MamsiT SHa
Kpocca 3a ToBapulecKkyro 1 npodeccuoOHaIbHYIO MOAAEPKKY Ha TPOTSKEHUU MHOTUX
JIET ¥ 32 KOMMEHTapuH K Trj1aBaM, TOCBSIIEHHBIM IIUTOTEHETUKE.

Mpbl BeipaxkaeM 01arogapHOCTh BceM coTpyaHuKam u3aareiabcta Wiley-Blackwell
3a COBETHI U IMOIIEPKKY B MPOLIecce TOATOTOBKY JTaHHOM KHUTH, a Takke ko Da-
noyc u 'pamy UembGepcy 3a mpeKpacHO BBHITTOJHEHHbIE UJUTIOCTPALIMM.

Aopuan Ipumuapo,
bpioc Kopgh
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Redrawn from Gelehrter T.D., Collins F.S. and Ginsburg D.
Principles of Medical Genetics, 2nd edn. Baltimore: Williams and Wilkins, 1998

CoBpeMeHHasT MeIUIIMHA HAXOOMTCS Ha CTAaguU IIpe-
o0pa3oBaHusl, 00YCITOBJIEHHOTO CIMSIHUEM JIBYX OCHOBHBIX
HaIpaBJIeHUiI1 TEXHOJIOTMYeCKOro Iporpecca. Pedb UOET o
3HAYUTEJbHBIX JTOCTHXEHUSIX B 00JIACTU MH(MOPMAIIMOH-
HBIX TEXHOJIOTMI, C OMHOI CTOPOHBI, U B OBICTPO pa3BHUBA-
JOIIIeCsI TeHEeTUKe — ¢ NPYyroii. Bo3MoXXHBIM UTOTOM 3TOTO
CIIMSTHUASI MOXKET CTaTh ITOSIBICHUE B HeTaJEKoM OymylieM
HOBOTO BMJA MEAUILMHbI — MNePCOHU(PUIUPOBAHHON Me-
JUIMHBI, 11eJIbI0 KOTOPO# OyIeT IMepCOHAIbHBIN ITOAXO0I K
KaxkrmoMy nanueHTy. HekoTtopble 3a06oeBaHuUsI, HATIpUMep
apTepuaibHas TUIEPTEH3WsS, UMEIOT pa3IMYHbIA IaTore-
He3, a CJenoBaTelbHO, HEOOXOAMMBI U pa3Hble TMOAXOILI
K JiedeHM1o. Biaromapsi ToaHOMY ompeneeHUIO ITPUINHbI
3a00JIeBaHNS Bpayu Ha3HAYalOT O00JTbHOMY WHIMBUIYaIb-
HYIO TepaIlnio HanboJiee MOIXOISIIUMY IperapaTaMu, 9YTo
ToMoraeT n30eaTh BOZHMKHOBEHHUS HEeXeJaTeIbHbIX WX
IMOOOYHBIX 3 PEKTOB.

[Ipu n3ydeHnun CBBIIIE MUJUTMOHA CIy4aeB POXKIECHUS
IeTeil ObLIO OTMEYEHO, YTO XOTs Obl Y OHOTO YeJIoBeKa 13
20 mutamire 25 J1eT eCTb cepbE3HBIC 3a00JIeBaHMSI, OCHOBHYIO
pOJIb B MaTOreHe3e KOTOPBIX MTpaeT reHeTUYeCKUil (hak-
top. UccrenoBanusi, HarpaBJieHHbIE Ha U3yYeHUE TTPUINH
cMmeptu 6osee 1200 GpuTaHCKMX HeTeil, IToKa3ajlud, 4TO B
40% ciyyaeB MMEJIO MECTO TO WJIM MHOE FTeHeTUYECKOe Ha-
pyuieHue, B To Bpemst Kak B CeBepHoit AMepuke 50% 06-
palieHuii B AeTCKUe OOJbHULIBI TTPOUCXOMUT IO MPUUKHE
reHeTu4yecKux 3abosneBaHuii. M3-3a cBOero BIMSHUS Ha
VMMYHHBIN OTBET U JIPyrHe 3alllUTHBIE MEXaHU3Mbl Opra-
HHU3Ma TeHeTudyecKue (aKTOpbl WUTpaloT HEMaIOBaXXKHYIO
POJIb TaXKe MPY MH(PEKIIMOHHBIX 3a00JIEBaHUSIX.

B Hacrosiee BpeMsi reHeTMKa — Haubosiee oocyxxaae-
Masi TeMa B Cpelle, CBSI3aHHOI CO 3paBOOXpaHEeHUEM, TIpU
9TOM €€ acIeKThl 0COOEHHO BaxKHBI B TAKMUX 00JIACTSIX, KaK
pPEeNpOAYKTUBHASI MEIULIMHA, TeAuaTpusi, SMHUIEMUOJIO-
I'vsi, Tepalusi, BHyTpeHHKe OOJIe3HN U CECTPUHCKOE IEeIO0.
[TockonbKy reHeTHYecKre pacCTpONCTBAa MOTYT OBITh THUA-

16 e MecTO reHeTVKu B MeanLuHe

THOCTMPOBAHBI 33J0JT0 IO TOSIBICHUS TIEPBBIX CUMIITO-
MOB, T€HEeTUKA HaET OecrpelieIeHTHbIE BO3MOXHOCTH IS
MPEeNOTBPALEHUST U MPODUIAKTUKY 3a001eBaHUNA. DTOT
pasnen HayKu Ha3blBaeTcs MpeAMKTUBHOM (TIpeacKa3aTesib-
HOI1), MJIX MPeCUMIITOMATHIECKO, TeHeTHKOIA. B HacTosIee
BpeMsI BCe WIEHbI CEMbU MOTYT MPOMTU oOcCjenoBaHuEe Ha
MpeIMET CYLIECTBOBAHUS B X TEHOTHIIE OTIPEICIEHHBIX aJl-
Jiesiell, KOTOpbIe BIOCIEACTBUU MOTYT BbI3BaTh MPOOIEMBbI
CO 3I0POBbEM Yy HUX CAMUX WJIU Y UX AETEH.

MHoroob6e1amoniei 1e/Iblo «reHHO# Tepanun» SIBJISIeTCS
WCTIpaBieHNEe OLIMOOK, MPUBOISIIMX K HACIEICTBEHHBIM
aHOMAaJIUSIM, MYTeM BBEACHUSI B KJIETKU «HOPMAaJIbHOTO»
BapuaHTa reHa. /JlaHHoe HampaBiieHHe MEIULIMHBI 10 He-
JIaBHErO0 BPEMEHU Pa3BUBAJIOCh HE TaK OBICTPO, KaK OXHU-
v, ONHAKO cefiyac B HEKOTOPBIX O0JACTSIX OTMEYeH
3HAYUTEbHBIN MTporpecc. Paznuuus B reHoMe Kaxaoro ye-
JIOBEKA MOTYT IPUBOAUTH K TMIIEPYYBCTBUTEIBHOCTU WJIH,
Hao00pOT, HENOCTATOUHOU A(PDEKTUBHOCTU CTAaHIAPTHOM
Io3bI TIperapara. PapMaKoreHeTHKa M3yJaeT XapaKTepHYIO
peaklivio opraHu3Ma Ha BBeJIeHUE TeX U UHbIX OMOXUMU--
YECKUX BellecTB. B aTOM ciyyae reHeTuueckue nuccienona-
HUsI TIOMOTaloT Bpaudy BbIOpaTh MPaBUIbHYIO JO3UPOBKY
TIPETapaToB.

T'enbl He TONBLKO SIBJISIIOTCSI MIPUYMHOUN 3aboseBaHusl,
HO U OTPENEeNSIOT HOPMAJIbHOCTD, U KaXIbIi 2JIeMEHT Ha-
LIero Tejia MoJjilydyaeT oT HuX cBoii Bkian. Kaxmasr kierka
yesioBeKa CONEePKUT TOJIHbIN HabOop, T.€. Tapy Kaxa0ro u3
20 000—25 000 reHOB, KOTOpbIe KOHTPOJIUPYIOTCS U IKC-
TPECCUPYIOTCS HAa MOJIEKYJISIPHOM YPOBHE Ha KaXX/I0M cTa-
nuu e€ pa3Butusi. Bo BpeMsi aMOPUOHATBLHOTO Pa3BUTHUS
KJIETKU TIPUOOPETAIOT pa3IWyHble CBONCTBA MYTEM BKC-
MPECCUU PA3TUYHBIX KOMOMHALIMI T€HOB MO NEUCTBUEM
onpenes€éHHbBIX (HaKTOPOB B 3aBUCMMOCTM OT JIOKAJIU3a-
uuu B opranusme. Hekotopbsie U3 3TUX reHOB OMPEAESIIOT
CTPYKTYPHBIE KOMIIOHEHTbI, HO OOJIBIIMHCTBO KOIUPYIOT



aMMHOKMCJIOTHBIE TMOCIeN0BATEIbHOCTU (DEPMEHTOB, Ka-
TaTU3UPYIOIIMX OMOXUMUYECKUE TTPOLIECCHI.

l'enbl — MarepuasibHble HOCUTENIM 3aKOAMPOBAHHOM
HacJeACTBEHHON MHGOpPMalMM B COCTaBe 4Ype3BLIYANTHO
JUIMHHBIX MOJIEKYJ JI€30KCUPUOOHYKJIEMHOBON KUCIOThI
(AHK), pacnpenenénHbix 1o 23 mapam xpoMocoM. Mexa-
HU3M WHTEPIpeTaluy HACIeACTBeHHON nHhOpMaly Ha-
CTOJIbKO BaXK€H IIJIs MOHMMaHusl, 4yTo KoHuenuus «IHK -
ne3okcupubdonykienHoBas kuciiota (PHK) - 6emok», nim,
npaBwibHee, «[IHK - rereporennas saepnass PHK - ma-
tpuynasgs PHK (MPHK) - momumenTtun — Gemok», crajia
«IEeHTPATBbHOM JOTMOii» MOJIEKYJISIPHO OUOJIOTUM.

Bo Bpemsi obpasoBaHusi rameT 23-if mapbl XpOMOCO-
MBI JIeJISITCS Ha 23 onMHApHBIX HAbopa B SILIEKIeTKe UIn
B CIIEPMATO30U/Ie, BOCCTAHOBJICHUE TUIIJIOUTHOTO Habopa
XpPOMOCOM TPOUCXOIUT B 3Ur0Te TOCJe OTUIOJOTBOPEHUSI.
3urora paspacraercsl U MpuHUMaeT (popmy IMoJIoro 1iapa,
a 3aTeM NpUKpeIvIsieTcs K TTOBEPXHOCTU MaTKu. PazButue
3apojibIllia MPOIOJIKACTCS BIUIOTh 10 POXIEHUS (OKOJIO
38 Hem), oAHAKO Bce opraHbl (DOPMUPYIOTCS yxkKe K 6—8-ii
Henese. Ha mocnenyomumx craausix SMOproreHesa rnpouc-
XOmAT poct U AuddepeHnupoBra KieTok. B myGepraTHbiit
reprost (IMOJOBOTO CO3PEBAHUSI) Pa3BUBAIOTCS PETPOIYK-
TUBHbBIE OpraHbl, HACTyMaeT dusuyeckas 3pejaoctb. bepe-
MEHHOCTb myiutcst 38 Hen (0kosio 9 Mec) U JenuTcest Ha TpU
tpumectpa. Ko I pumectpy otHOCsTCS 4-14, 5-i1 1 6-i1 Me-
CsI1bl OEPEMEHHOCTH.

l'enotun — TEepMUH, KOTOPBHIA T€HETUKU HCIIOJIb3Y-
0T WIsd 0003HAYeHUsI BCell FeHeTUYeCKOi MH(bOpMAaIIUu,
repeaaBaeMoil YeJoBeKy 1Mo HacjaeacTBy. PeHoTHn — co-
BOKYIIHOCTb BCEX aHATOMUYECKUX, (PU3MOIOIrMIECKUX U
TICUXOJIOTMYECKUX TMPU3HAKOB, pacIiO3HABAEMBIX y UeJIO-
Beka. Pasmuuus B ¢peHOTHUIIE YeIoBeKa OOYCIIOBIIEHBI pa3-
HUIIEH HaclieqyeMbIX T€HOTUIIOB, a Takxke (haKTopamu,
KOTOpBIE MBI MOXEM IIPUOIM3UTEIIBHO O003HAYUTL KakK
(aKTophl OKpYyKarleii cpennl. Bcé ckazaHHOE BBIIIIE MOX-
HO CyMMUPOBATh B BUIE CIICAyIOIIeH (DOpMYJIbL:

(beHOTHN = reHOTHN X OKpYKAIONIAA cpeda X BpeMsl.

BaxxHO MOMHUTB, YTO MPAKTUYECKU JTI000I acneKkT ¢e-
HOTHIIA 3aBUCUT U OT TeHETUYECKOM COCTABISIIONICH, U OT
BO3ICICTBUST OKpyKatoleil cpenpl. CiaenoBaTebHO, AMa-
THO3 BBICOKOM TPEApacIoOKeHHOCTH K TeHETHYECKOMY
3a00JIEBAaHUIO HE O3HAYAET, UTO OOJIE3Hb 00S13aTEILHO BO3-
HHUKHET. B HEKOTOPBIX CIIydasix MOXXHO COXPaHUTh 310PO-
Bb€, YCTPAHUB T€HOTUII -CTielIMbUIecKre (hakKTopbl pUCKa.

B ocHOBY reHeTHKM JIerIi 3aKOHbI HACIeICTBEHHOCTH,
OTKpBIThIE B cepennHe XIX B. aBryCTMHCKMM MOHAaXOM I10
uMeHu I'perop Menaenb. UMeHHO Oarogapsi 3TUM 3aKO-
HaMm ObUIM YCTaHOBJIEHBI XapaKTepHbIe TUIIbl HacJeaoBa-
HUSI pa3IMYHBIX ajjiesieil (BApMaHTOB I'eHa), B 3aBUCUMOCTU
OT TOTO, SIBJISIETCSI I JAHHBIN aJUleb PeleCCUBHBIM WM
JOMUHAHTHBIM OTHOCHUTEILHO OOBIYHOTO aJUIeNsl «IUKOTO
tina». Kaxnabiit TeH MOXeT ObITh MPEACTaBIeH B MOIYJIS -
LIMY MHOKECTBOM Pa3JIMYHbIX aJljiesieid, TOJTbKO HEKOTOPbIe
13 KOTOPBIX MOTYT BBI3BaTh 3a00JieBaHNe. 3HAHUE TUTIA Ha-
CJIeOBaHUS TAKOTO aJljielisl sIBJIsieTCsl Hanbosiee BaXKHBIM

IUIST TIpeACKa3aHUs pHrcKa pOoXIeHUs O0JIbHOro pebEHKa.
TToaTOoMy KOHCYbTalLIMSI CEMel ISl pacyeTa pucKa Hauu-
HaeTcsl ¢ IMOCTPOCHUSI TeHEeaIOTMYeCKOro IpeBa, WM Po-
JIOCJIOBHOIA.

CylecTByeT MHOXKECTBO IIPUYMH, ITOYeMY T€ VI MHBIE
Te€HBl OKCIIPECCUPYIOTCA TMO-PAa3HOMY B 3aBUCUMOCTH OT
IoJjia, OMHAKO C TeHeTHMYEeCKOW TOYKM 3peHMs Haubolee
BaXXeH TOT (haKT, YTO Y MY>KUYMH MPUCYTCTBYET JUIIb OAHA
xpomocoMa X. B ocHoBe maroreHe3a OOJILIIMHCTBA Ha-
CJIeICTBEHHBIX 3a00JIEBAHNI, CLIETUIEHHBIX C TIOJIOM, JIEXKUT
JKCIpeccust y MYXUMH PELIeCCUBHBIX ajUlelield, HaxXoms-
LIUXCS HAa XpOMOcoMe X.

Paznmyalor Tpy OCHOBHBIE IPYIIITEI TeHETUIECKUX 3200-
JIeBaHU: XPpOMOCOMHBIE€, MOHOIT€HHbIC U1 MHOl‘Od)ZlKTOpHLIe.
BoNBIIMHCTBO MOHOTEHHBIX 3a00JI€BaHUIL MPOSIBIISTIOTCS
yXe mocjie poxaeHus. ExXeromHo oHu CTaHOBSITCS TTPUYK-
HO 6—9% ciiyyaeB paHHE CMEPTHOCTH 1 3a00J1€BAEMOCTH.
B nauane XX B. cop Apuubanba [appon ojis ornpeaeacHus
HACJIEACTBEHHBIX HaPYIIeHUI (DU3MOIOrMIeCKUX IPOIIEC-
COB BBEJl TEPMUH <«BPOKIAEHHbIE AHOMAJIMM META00JM3MA».
HecMmoTpst Ha TO YTO OHM BO3HUKAIOT TOCTAaTOYHO PEIKO,
M3BECTHO OKO0JIO 350 pa3auuHbIX BPOXIEHHBIX aHOMAJIUI
MeTaboIM3Ma, KOTOpbIe COCTaBIISIOT mopsinka 10% obiiero
Yyucja MOHOTEHHBIX 3a00JIeBAaHUM.

[MockombKy Kaxmas XpoMoOcoMa B CpeIHeM CoIep-
kUt okojio 1000 reHoB, yBeJuueHUe yucia Uiad, Hao0o-
pPOT, HEIOCTATOUYHOE KOJIMYECTBO XPOMOCOM IIPUBOIMUT K
(beHOTUNIMYECKUM HapyILIEHUSIM, OOJIBIITMHCTBO KOTOPbIX
HECOBMECTHUMBI C XXU3HBIO. XPOMOCOMHbBIE HapyIICHMUS
4acToO MPUBOMAT K TSDKEIBIM (DU3UMOJIOTUYECKUM pac-
CTpOICTBAM U B OOJIBIIMHCTBE CJIydaeB — K ri0esIy I10/1a.
B 50% cnyuaeB cmepTh muiona B I TpumecTpe 6epeMeHHO-
CTH HACTyIIaeT 10 IPUYMHE IaTOJOTWl B XpOMOCOMaX,
paBHO Kak U B 2,5% ciaydyaeB CMEepTU YK€ POIUBIINXCS
NIETEN.

MHorodakTopHble COCTOSIHUSI BO3HUKAIOT B Pe3yJib-
TaTe COYETaHMS NEUCTBUS HECKOJBKUX TeHOB U (haKTOPOB
OKpyKarlieil cpeabl. Takne KOMOMHALIMA UMEIOT OTPOM-
HOe 3HaueHHe, TaK KaK OHU OOYCJIOBIMBAIOT pa3BUTHE
OOJILIIIMHCTBA YaCThIX 3a00JIeBaHUI JIIOJEH 3pesioro BO3-
pacta. MHorodakTopHble HapyIIeHUs IPUCYTCTBYIOT
npumepHo y 30% neteit, a B Iepuo B3POCIOM KU3HU OHU
WUTPAIOT BaXXHYIO POJIb B Pa3BUTUU 3a00JIeBaHMI, OT KOTO-
PBIX OOJBIIMHCTBO U3 HAC YMUPAET.

Ecnu reHsl pacnofioxXeHbl psiioM Ha OJHON XpOMOCO-
Me, TO OHU «IeHeTHYeCKH ClellieHbl». Eciu onuH U3 HUX
00yCJIOBIIMBAET Pa3BUTUE KAKOTO-JIMOO HACIENCTBEHHOTO
3a00JIeBaHUsI, HO €ro OMpeesieHre, B OTJIMYUE OT COCeIHEe-
ro ¢ HUM TeHa, 3aTPYAHEHO, TO aJlJIeJId TIOCTIeIHETO MOTYT
OBITh UCTIOJb30BaHbI B KAUeCTBE MapKEPOB ajuielieil maro-
JIOTUYECKOTO TeHa. DTO MO3BOJISIET TPOBOAUTD MPEHATANIb-
HYI0O U JOUMIUIAHTALlMOHHYIO OUAarHOCTUKY, TOCTaBUTH
MarHo3 10 MaHudecTalum 00JIe3HN!.

lenetuuecku oOycioBieHHbIe 3a001€BaHUsT pa3jinya-
IOTCSI B Pa3HbIX 3THUUYECKUX TPYIIIAX, OJHAKO TEPMUHOM
«n0auMop(u3M» MPUHITO 0003HAYATh TFE€HETUYECKUE Ba-
puanuu, 0ObIYHO BO3HUMKAIOIIME BHYTPU MOMYJISILUA U HE
BJIUSIONINE HA 30POBbE (HAMPUMeED, MOJUMOP(U3M TpyIII
kpoBu). [Tonrumopdusm urpaer KioueByio poib BO Bpemsi
repeuBaHus KPOBU U MPU TPAHCIJIAHTAIlMU OPTaHOB.
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Myrtammm JIHK Bximouaior paszniuyHble M3MEHEHUS,
KOTOpPbIE MOTYT OBITh BHI3BaHbI, HATIPUMEP, PEHTTEHOBCKU -
MU Jiydamu. MexaHu3Mbl pernapairu OObIYHO MCIIPaBIIsi-
0T OOJIBIIMHCTBO OLIMOOK, OMHAKO B HEKOTOPBIX CITydasix
BO3HUKAIOT HOBBIE aJUIEJIM B TOJIOBBIX KJIETKaX, KOTOPbIE
3aTeM mnepeaarorcs noromkaM. Ilospexnenune JTHK co-
MaTUYECKUX KJIETOK MPUBOIUT K UX HEKOHTPOJIUPYEMOMY
NIEJICHUIO U 00pa30BaHUIO 3JI0KAYeCTBEHHBIX omyxosieid. B
HEKOTOPBIX CEMBSIX CYIIECTBYET HAC/IEACTBEHHAs Mpenpac-
MOJIOKEHHOCTh K 3JI0KAYECTBEHHBIM HOBOOOPA30BaHMSIM,
B CBSI3M C UeM OHHU TpeOyloT GoJiee TIIATeIbHOTO 00ceno-
BaHUs.

310poBasi UMMYHHasl CUCTeMa CIIOCOOHA €XeTHEBHO
YHUYTOXATb THICSIUM TTOTEHIIMAIBHBIX OITYXOJIEBBIX KJIETOK,
a Tak>Ke 3al[uIIaTh OPraHU3M OT BTOPKEHUs MH(EKIIMOH-
HbIx areHToB. Co3peBaHNE UMMYHHOI CUCTEMBbI CBSI3aHO C
YHUKQJIbHBIMU TE€PECTPONKAMU T€HETUYECKOIro MaTepua-
JIa, U3y4YeHUEM KOTOPbIX 3aHUMAETCS MMMYHOTEHETHKA.

18 e MecTO reHeTVKu B MeanLuHe

ITuToreneTnka m3ydaetT xpomocoMmbl. OHa Ha€T 00600-
HIEHHOE TpelCTaBlIeHue O TeHOME YesloBeKa M BKJIIYaeT
uccaeoBaHue KJIETOK TMOoJl MUKpOcKornoM. B mporuBormno-
JIOKHOCTD €1, MOJIEKY.JISIPHO-TeHeTHIECKHe TECThI SIBIISIIOTCS
crietUIHBIMU JUISI OMHOTO WJIM HECKOJbKUX aJliesieid.
MonekynsipHble METOAUKY CTaJld OYeHb MHTEHCUBHO pa3-
BUBaThCSl B Hayajie ThICSYENeTHs] Ojaronapsi JeTalbHOMY
KapTUPOBAHMIO T€HOMA YeJIOBeKa.

Hcxonst u3 ckazaHHOTO BBIILIE, MOXHO YTBEPXKIATh, YTO
COBpPEMEHHasl poJib TEHETUKU B OOJIACTH 3[10POBbSI YeJslO-
BeKa CJIOXHasi, KoMIieKcHasi. [TockobKy reHeruka ¢o-
KYCHUpYeTCsl Ha PENpONyKIIMN, OHA MOXKET CTaTKUBAThCS C
[JTYOOKMMM 3TUYECKUMU, PETMTMO3HBIMU U COLIMAIbHBIMU
yOeXXIeHUSIMU, KOTOPbIE YaCTO 3aBUCST OT COOTBETCTBYIO-
meit KynbTyphbl. [loaTOMy BO Bce BpeMeHa Bpauu, 3aHMMa-
IOIIMeCs] TEHETUKOM, MOJKHBI YeTKO 0CO3HABATh PeAIbHYIO
BO3MOKHOCTb BbI3BaTh JIMUYHYIO OOy U IEHCTBOBATh TaK,
YTOOBI HE JOMYCTUTDH ITOTO.
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