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HUMAN GENETICS
Abstract: Thanks to the decoding of the human genome, it will be possible to
prevent all diseases and correct the errors of evolution.
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I/I3yquHe HaCJICACTBCHHOCTH MW HN3MCHYHMBOCTH YCJIOBCKA 3aTPYAHCHO
BCJICACTBUC HCBO3MOXHOCTH INPHUMCHHUTH MHOIMC CTAHAAPTHBIC IIOAXOAbI
reHeTHYeCcKoro aHaimsa. B 4aCTHOCTH, HCBO3MOKHO OCYIICCTBUTL HAIIPABJIICHHOC

CKPCIIMBAHUC NJINU SKCIICPUMCHTAJIBHO ITOJTYYUTh MYyTAallUH.

UYenoBek SBISIETCS TPYAHBIM OOBEKTOM IS TC€HETHUYCCKHX HCCICHOBAHUMN
TAKXK€ H3-3a TO3JHETO IOJIOBOTO CO3PEBAHUS M MAJOYHUCIEHHOIO MOTOMCTBA.
OnHako reHeTUKaMu pa3pabOTaHbl MPUEMbI U METOJIbI, MO3BOJISIONIME HU3ydaTh
HACJICJICTBEHHOCTh M M3MEHYMBOCTH Yy ueyioBeka. OTKpPBITHUE CTPOCHHUS T€HOMa
YyeJIoBeKa - 3TO COOBITUE CTOJIb K€ BaXKHOE JJII UCTOPUU, KaK U OTKPBITHE aTOMHOM
SHEPIUH, H300PETCHHUE PAIN0, PICKTPUUSCTBA, TeIS(POHHON CBA3H, KOMIILIOTEPOB.
Kak omnaxapl ckazan W3BeCTHBIM Oumosior Maiikn Jlekctep, MOHATHE TMOJHOMN
CTPYKTYpbl T€HOMa YEJOBEKAa, IIOJYYEeHHOE B PE3YyJbTaTe BBINOJHEHUSA
MEXIYHApOJIHOTO HaydyHOTro mpoekta «l'enom UYemoBekay, mpencraBiser coOOi

OJIHO M3 BEJIMYANIINX OTKPBITUNA YEIOBEYECTBA, KOTOPOE MPEBOCXOAUT MO CBOEMY
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3HAYEHHUIO BBICAJIKy YesoBeka Ha JIyHe. A TEKCT, 3allMCaHHbI B TEHOME YEJIOBEKa,
WHOTIa Ja)K€ Ha3bIBAIOT DHIMKIONEINEN KU3HU.

Ha pyOexe TpeTbero ThiCAUYENeTHsl yIaI0CTh PACKPBITh OJHY U3 BaXKHEUIINX
TallH 4eJloBeYeCTBa - CTPYKTYypy reHoMa dyenoBeka pazymHoro (Homo sapiens).
OnHako OypHOE pa3BUTHE TEHETHKM CAejlala €€ TPYIHONOHUMAeMOW JUIs
HecnenuanucToB. HecMOTpsi Ha TMraHTCKUE Hay4dHblE€ OTKPBITHS, MHCTHKA U
CyeBepHsl HE TOJBKO MPOAOJIKAIOT CYIIECTBOBATH B COBPEMEHHOM OOIECTBE, HO
Jla)kKe MPOTrpeCCUPYIOT. XOTEI0Ch Obl HAIEATHCS, YTO 3Ta Hay4yHas padboTa XOTs Obl
B HEOOJIBIIION Mepe TOMOXKET 3aKPhITh CYIIECTBYIOLIUI MPOoOeT B TOHUMaHUU CYTH
Y 3HAYEHUS MOCIEIHUX JOCTUKEHUN YUEHBIX.

B Hauane MoOEro uCCIENOBAHMS pPAaCCMOTPUM TIJIABHBIE T'€HETHYECKUE
MOHATHUS, U PACCMOTPUM BCE BO3MOJKHBIE 3a00JIEBaHMS, a TaK K€ BO3MOXKHOCTb
JUarHOCTUPOBaTh 3TU 3a0o0JjieBaHUA. BO3MOXXHOCTH JIEUEHUS TEHETUYECKHX
OoJe3Hen.

['eHeTnka 4eyloBEKa - 3TO HayKa, OOBENMHAIONIAS B ceOE€ TIEHETUKY U
MEIUIMHBI, OHA IIOCBAILIEHA 3aKOHOMEPHOCTSM HAacCJIeIOBaHUs, W3MEHEHUS,
ABOMIIOLMU 4enoBeka. OHa paccMaTpUBAET MHIAUMBUIYYMOB, COCTOSIHUE KOTOPBIX
COOTBETCTBYET HOPME TAK M YMEIOLIUX Pa3jJu4HbIe OTKJIOHEHUS, JOCTABIIUECS C
POXKJEHUS, a TAKXKE NATOJIOTMYECKUE PU3HAKH.

['eHOM - 3TO COBOKYNHOCTH HAcCJIE€JICTBEHHOTO Marepuasa, 3aKJI0YEHHOTO B
KJIETKE YEJI0BEKA.

['eH - 3TO CTPYKTYpHO-(YHKIMOHATbHAS €AMHUIIA HACIEICTBEHHOCTH.

['eHOTUIT - 3TO COBOKYMHOCTh HACJIEICTBEHHBIX MPU3HAKOB OpraHU3Ma,
NOJIYYEHHBIX OT POJUTENEH.

@EHOTUIT - H3TO COBOKYNHOCTh TNPHU3HAKOB MW CBOWCTB OpraHu3Ma,
IPOSBISIONINXCS MTPU B3aUMOJICHCTBUU TE€HOTHIIA CO CPEION OOUTaHMS.

MyTtanus - 3TO HaclIeACTBEHHOE M3MEHEHHE I'€HOTHIIa 4esloBeKa. MyTanuu
OBIBAIOT T€HHBIE, XPOMOCOMHbBIE, T€HEPATUBHBIEC, BHESICPHBIE.

Camble pacpocTpaHEHHbIE TEHETUYECKUE 3a00IeBaHUS:

— HansToHusm - 850-860 cimydaeB Ha 10000 poxaeHHBIX I€TEH;
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— Cungpom Knaitndensrepa - 15-20 ciayqaes va 10000;

— Pacmennienre no3BoHoyHuka - 11-20 na 10000 poxaeHHBIX AETEH;

— Cunapom Jlayna — 10-13 wa 10000 poxIeHHBIX ACTEH;

— Cunapom Tepuepa — 7-8 Ha 10000 poxaeHHBIX JI€TEH;

— @enunketanypus - 3—3,8 Ha 10000 pokACHHBIX JIETEH;

— Heiipodubpomaros - 2—3 Ha 10000 poxIeHHBIX ACTEH;

— Mykogucrieno3s - 2—5 #a 10000 poxaeHHBIX ACTEH;

— I'emodumnus - 1-1,5 na 10000 poxAEHHBIX IETEH.

JlmaranocTuka reHeTHYECKUX 3a00JICBaHUM .

1. KNIMHUKO-AUarHOCTUYECKUM (METOT POIOCIOBHOM);

2.MoneKyIapHO-ITUTOTeHETUYECKUI METOI;

3.MonekynsipHO-TeHETHUECKUIA;

4 BUOXUMHYECKUI METOL;

5. JdepmaTtornududeckuii METO;

6.CuHAPOMOIIONYECKUN METO;

7.YnpTpasBykoBoe uccienosanue (Y3N);

JleueHne reHeTUYECKUX OOJIE3HEN Y IETEH:

— YBenuueHue urciaa KohepMeHTOB, HAPUMEP BUTAMUHOB;

— [uerorepanus;

— Ha3zHaueHue HHruOUTOPOB;

— TpancmianTanus OpraHoB Y4YacTKOB TKaHEH, KIETOK, COAEpIKaIluxX
HOPMAaJIbHBIN T€HETUYECKUI MaTepual;

— Tlotpebnenue BemIeCTB, OTCYTCTBYIOIIUMX B OpraHM3ME Mallblllla H3-3a
TeHETHYECKOTO 3a00JIEBaHMUS.

B cBoem wuccienoBaHuM S paccMaTpHBala, KaK HEKOTOpble (hHU3MYECKUE
MPU3HAKK MOTYT IEpeaBaThCcsi OT OJHOTO TOKOJICHUS JAPYroMy, KaKuM o0pa3om
OHM MOT'YT U3MEHSTHCS, BBI3bIBAs PA3IUYHBIC OTKJIOHECHHS U MyTallUH.

J{ns BBISICHEHHsI TIPUYMH BO3HUKHOBEHMS TE€HETHMUECKUX OO0JIe3HEeH ObLI
MIPOBENICH aHaIu3 JaHHBIX, YaCTOThl BOSHHUKHOBEHHUS 3a00JI€BAaHUN y Pa3TUYHBIX

Hapo/oB. B xone uccnenoBanusi ObUIO BBISIBICHO, UTO BCE HAPOIbI MOBEPIKEHBI
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TeHeTUYECKUM  3a0oJyieBaHUsIM. [IpUYMHBI  BO3HUKHOBEHUS  T'€HETHYECKHX
00JIe3HeN:

— JlegexThl B reHeTHYECKOM anmnapare (TeHHble 3a00JIeBaHUsI, XPOMOCOMHBIE
3a00JIeBaHUS ).

— Hapymenne xpomocoM - ao00aBiieHUE JUIIHEH XPOMOCOMBI WIIU YTEps
OJTHOM.

— M3MeHeHne CTpyKTypbl XpOMOCOM.

— Pasnuunbie Qaktopel: dusnueckue (paguanuu, yiabTpaduosieToBoOe
U3IIy4eHUsS] U 1. p.); OMonoruyeckue (BUPYChl OCHbI, TPUMIN, MAPOTUT U Hd. P.);
XUMUYECKHUE (ATKOT0JIb, HAPKOTUKH, TEPOULIUTHI U 1. P.).

[lenpto paboThl OBUIO JOKa3aTh, 4YTO MPU TPAMOTHOM IUIAHUPOBAHHUU
OEpEeMEHHOCTH MOXKHO M30€XKaTh IMOSBJICHUS Majblllla ¢ TEHETUYECKON 0O0JIE3HBIO.
Ponurenn, y KOTOpPBIX €CTh BEPOSATHOCTb POXJIEHUS OOJBHOTO peOeHKa,
00513aTE€IbHO JIOJDKHBI OBITh IPOKOHCYJIBTHUPOBAHBI C BpPauoOM - TIE€HETHKOM.
[ToaToMy camasi Ty1laBHasl 3a7a4ya F€HETUKU - 3TO CBOEBpPEMEHHas MpOo(HIIaKTHKa

TE€HETUYECKUX O0JIE3HEM.
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