Jducuuniauna: buosorus
HMara 22.02.2024

TEMA: 3AJJAYU U METO/bI 'TEHETUKH YEJIOBEKA

3aoanus  evinoansromes mempaou. Ilocie evinoaneHus 3a0anus  pabomy HeoOX0OUMO
omcKanuposamv — uiu  cpomoepaguposamv U - GulcIAMb N0 IAEKMPOHHOU — NOUmMe
olkond@yandex.ru

3aoanue onpasnaomcs 0etsb 6 Oerb, m.e. OAHHYI0 pabomy HeoOX00UMO OMNPABUNb MHE HA NOYMY
22.02.2024 oo 24.00

B mempaou nepeo svinonnenue pabomvi He06X00UMO YKA3aMb C1e0YIOULYI0 UHGOPpMAYUIO:
Damunus, ma cmyoenma:

I pynna:

JHama:

Tema 3auamus:

3aganue 1: Mcnonb3ys TEKCT JIGKIIMHM COCTaBbTE KOHCIIEKT 3aHITHUS I10 IUIAHY:
1. Pasnensl reHETUKH YeIOBEKa
2. Meroapl TeHETHKHU YEI0BEKA
3. MenumuHackas reHeTHKa U
4., Knaccudukainus reHeTHYeCKUX 3a00JIeBaHUH YeToBEKa
5. 3amaun MEAUIIMHCKOM I'€HETUKHU

JIEKIOMA: 3SAAAYN U METOAbI TEHETUKU YEJIOBEKA
B dyacTHBIX pa3genax TEeHETHKHM HCCIEAYIOTCS OCOOCHHOCTH  MPOSBICHUS  OOIIMX
3aKOHOMEPHOCTEH Yy pa3HbIX BHUIOB OpraHu3mMoB. Cpend HHUX BeAyllee IOJOKECHUE
3aHUMaeT FeHeTHKA YeJI0BeKa, KOTOpas BKIIOUAET TaKHe K€ pa3/iesibl, Kak U 001as reHeTHKa.

° III/ITOFEHETI/IKEI 3aHUMACTCA HU3Y4YCHUCM CTPYKTYPbI u MOp(I)OJ'IOI‘ N OTACIIBHBIX
XpOMOCOM M HUX Ha60pOB B KJICTKAX, a TaKKC IMOCTPOCHHUEM HUTOICHCTHYCCKUX KapT, T.C.
ONpeaACIIICT PACIIOJIOKCHUEC I'CHOB U IPYTI'UX 3JIECMCHTOB I'CHOMA B XpOMOCOMaAX.

e T'eHeruka pa3BUTHS U3y4YaeT TEHETHMYECKUH KOHTPOJb SMOpUOTeHEe3a, HayuHas C
OpO3MOPHUOHATIBHBIX ~ CTaJuil  CO3pPEBaHUS  MOJIOBBIX  KIETOK JO  3aBEpLICHUs
T depeHIIMPOBKY pa3HbIX TKAHEH U OpraHoB.

e T'eHeruka mnoONyJsAlMI 3aHUMACTCA HU3YYCHUEM YaCTOT MYTAallMd M TIEHOTUIIOB B
HOMYJISIIUX, @ TAKXKE Teorpaduyeckux, 1eMorpa@uueckux U HHbIX (PaKTOPOB, BIUSIOMINX
Ha UX IMHAMUKY.

o buoxumMunueckasi reHeTHKA HCCICAYCT CBA3H MCXKIY pa3HbIMU '€HAMHU U OPraHUYCCKUMU
COCAUHCHUAMU, TPUCYTCTBYIOIIIUMH B JKUBBIX OPraHU3MaXx.

e  MoJiekyasipHasi FeHETHKA 3aHUMAETCS UCCIENOBAaHUSIMH MaTEPUAIIBHON PUPOIBI TEHOB
WIM BEILECTBA HacleACcTBEHHOCTH, T.e. Mosiekyn JIHK, a Taxke Bcex Tex mporeccos,
KOTOPBIE TPOUCXOAST C HYKJICHHOBBIMU KHCIIOTAMH B KJIETKaX.

e MeauuMHCKAsA reHeTHKA (CM. HIXKE).
MeToabl reHeTHKH YeJI0BEKa

FI/I6pI/I)IOHOFI/ILIeCKI/II\/'I MCTOJ HCIOPUMCHHUM i1 HU3YUYCHHSA 4YCIOBCKA BBUAY HEBO3MOXHOCTH
HAITPpaBJICHHOT'O CKPCIIUBAaHUH. 9TO0T METOJ c1abo MMPUMCHUM U JIS1 MHOTHUX KPYITHBIX J)KUBOTHBIX,


mailto:olkond@yandex.ru

IIOCKOJIBKY TOTOMCTBO MAJIOUYHCIIEHHO, a BPEMS €r0 pa3BUTHI COITOCTABUMOTO C BpPEMEHEM JKU3HU
AKCIIEPUMEHTATOPA.

1. OcHOBHBIM  METOJOM  H3yYEHMs]  HACIEJOBaHUS  NPU3HAKOB Yy  4YeJIOBEKa
CTAHOBUTCS FeHEAJIOTHYECKHIl  aHAJIM3, WIK AHAJU3  POJAOCIAOBHBIX, KOTOPBIHA
MIPUMEHSETCS HE TOJIBKO Y YEJIOBEKA, HO M Y MIIEMEHHOTO CKOTa, HOPOAUCTBIX KUBOTHBIX
U TI.

2. Bau3HemoOBBIA METO HUCIONBE3YIOT B TEHETUKE 4YEJIOBEKA [Isl BBISICHCHHS CTEIICHU
HACJICJACTBEHHON OOYCJIOBJICHHOCTH HMCCIIEyEMBIX MPU3HAKOB. biIM3HENBl MOTYT OBITh
OJTHOSTHUIICBBIMU (0OPa3yIOTCSl Ha PAaHHHUX CTAIUSAX JIPOOJICHUS W3HAYAIBHO M3 OJIHOU
3UTOTHI, KOTJIa M3 JABYX HJIM PEXe M3 OOJbIIEro yuciaa 01acTOMEpOB DPa3BHBAIOTCS
MOJTHOIICHHBIE  OTACNbHbIE OpraHu3Mbl). OpHosiiIeBble ONU3HENBl TeHETHYCCKH
uneHTu4Hbl. Korjga co3peBaroT u 3aTeM OILIOIOTBOPSIIOTCS Pa3sHBIMU CIIEPMATO30UIaMU
JIBE WM pexe OOJIbIIee YUCIO SIMIICKICTOK, Pa3BUBAIOTCS PAa3HOSUIEBBIC OJIM3HEIIBI.
PaznosiinieBbie OMM3HEIBI CXOIHBI MEXIy co0oii He Oosee uyeM OpaTbsi U CECTPBHI,
POXIEHHBIC B pa3HOe BpeMsi. HacToTa MosBIICHUS OJIM3HEIIOB Y JIFOJICH COCTaBIISIET OKOJIO
1% (1/3 omHOAMIEBBIX, 2/3 pPa3HOAWIIEBBIX); MOAABIAIONICEe OONBIIMHCTBO OJIM3HEIIOB
SIBIIICTCS JTBOWHSAMH. Tak Kak HACJICACTBEHHBIM MaTepHall OJHOSHUIICBBIX OJU3HEIIOB
OJIMHAKOB, TO Pa3lIM4Msi, KOTOPble BO3HUKAIOT y HUX, 3aBUCAT OT BJIUSHHUS CPEIbl HA
9KCIpeccuio TeHOB. CpaBHEHME YacTOTHI CXOJCTBA 1O PsIy NPHU3HAKOB Map OJHO- U
Pa3HOSMIICBBIX OJIM3HEIIOB IMO3BOJIACT OLCHUTHh 3HAYCHUE HACJICACTBEHHBIX M CPEIOBBIX
($aKkTOpOB B pa3BUTHH (PCHOTHUIIA YETOBEKA.

3. IlonyasiumoHHbIH MeToA. V3ydeHue reHeTHMUECKUX OCOOCHHOCTEH pPa3HBIX HApPOIOB
MO3BOJISIET PEKOHCTPYUPOBATH UX HUCTOPHUIO, OMPEICIATh XapaKTep MUTPALIMH U CTEIIEHb
POJICTBA MEXKY HUMHU, T.€. CTPOUTH 3THOT€HETHYECKHE KapThI.

4. Hutonoruyeckuii mMeroa. Pa3BuTHE IUTOTCHETUKH YEJIOBEKA MPHUBEIO K CO3AaHUIO
MOJPOOHBIX IIUTOTCHETUYECKUX KapT, HE YCTYMAaloIIMX [0 CTENeHH JAeTalu3aluu
[IUTOTCHETHYECKUM KapTaM HauOoJiee XOpPOIIO W3YYCHHBIX AKCIEPUMEHTATbHBIX
00BEKTOB.

BuoxumMuuecknd MeToj.

MouJgekyasipablii MeToA. B nocneanue AecsTUIETHS TPOU30LIEN OTPOMHBIN ITporpecc B
NOHMMAaHUN OMOXUMHUYECKUX U MOJIEKYJIIPHBIX NPEBPAILEHUI, yUaCTBYIOIINX B KOHTPOJIE
T pepeHIIMPOBKH U SMOPHOHAIBHOTO pa3BUTHA 4enoBeka. OHAKO CaMbIM KpPYIHBIM
JIOCTHKEHUEM T'€HETHKH YeJOBEKa, er0 OMOXMMHUYECKUX M MOJIEKYJISIPHBIX pa3fesioB
ABISIETCA  paclIM(ppOBKAa TE€HOMAa — ONpeAeleHHEe MEepBUYHONM HYKJICOTHUAHOM
nocnenoBarenbHoctd  JIHK  dvenoBexka ¢ uwaeHTudukamueil BceXx TEHOB W
OIpEeACIEHNEM aMUHOKHCIIOTHON MOCJIE0BATENBHOCTH KOJUPYEMBIX 9TUMHU
reHamu O€JKOB.

MeannuHCKAas reHeTHKA

[IpeameToM MEAMIIMHCKON T'€HETUKH SIBJIIOTCS T€ HANPABICHUS T'€HETUKU YEJIOBEKa, KOTOpPbhIE
U3YyYaloT POJIb TEHETHYECKHX (PAKTOPOB B ATHOJOTMHM M HaToreHese 3abosieBaHUN. OCHOBHOM
[ENbI0 J3TUX WCCIEAOBAHUN SIBISETCS OOECHEYEeHUE 3/I0POBbS HE TOJBKO HACTOSIIET0, HO
1 OyIymuX TIOKOJICHWH. Pa3jgen MeauImHCKOW TEeHETHKH, WCIOJb3yeMbId B KIIMHHUYECKOU
MpaKTUKE, HA3bIBACTCSA KIMHUYECKOW TeHeTUKo. OJIHaKO Y€TKOW rpaHulbl MEX1y STUMHU JBYMS
HAaIMpaBJICHUSAMH HE CYIECTBYET, U MHOTHE IOJOXEHUS MEIUIIMHCKON N'€HETHKH, KOTOPBIE MO
Hayajly pacCMaTpUBAINCh KaK YHCTO TEOPETUUYECKHUE, Yepe3 Kakoe-TO BpeMsi HaXoIsT
MIPUMEHEHNE B KIIMHHKE.



WHTEeHCUBHO pa3BUBacTCs (papMaKOreHeTHKA, T.€. HU3yYEHHE BIUSHHUS TE€HOTUIHMYECKUX
0CcOOEHHOCTEH MaIMeHTOB HAa META00IN3M JIEKapCTBEHHBIX PENapaToB.
C reHeTnuecKux Mo3MLMI Bce O0JIE3HH YeIOBEKa MOKHO Pa3/ieuTh Ha TPH Kilacca:

e COOCTBEHHO, HACJIECJACTBEHHBIC 00JIE3HH (B T.4. XPOMOCOMHBIC U TCHHBIC 3200JI€BaHNUS );

e 0O0JE3HH C HACJIEICTBEHHOH IMPEapacHOI0KEHHOCTbIO (TIOJMICHHbIE, KOMILJICKCHBIE,
MHOTO(aKTOpHBIC);

e mpuoOpeTeHHbIE (CBA3aHBI C  OMNPEACICHHBIMU  HEONArONPHUSITHBIMH  BHEIIHUMH
BO3JICHCTBHUAMHU ).

B stronorun MHOTO(aKTOPHBIX 3a00JIeBaHUN HAPSLy C ACHCTBHEM HEOIAronpHATHBIX BHEIITHUX
(akTOpPOB CYIIECTBEHHO BIMSHUE HE OJHOTO, a MHOTHX TI'eHOB. KOJIMUYECTBO 3THUX TEHOB,
(GOpMUPYIOIIUX HACIEICTBEHHYIO MTPEPACIIONOKEHHOCTh, HHOT/Ia UCUUCIISETCS AECATKAMU WIH
naxe coTHAMU. K MHOTO(aKTOPHBIM 3a00JE€BaHUSAM OTHOCSTCA OOJIBIIMHCTBO Haubojee
pacnpoCTpaHEHHBIX OOJIE3HEH YenoBeKa, TAKMX KaK TMIEPTOHHS, aTePOCKIEPO3, HIIEMUYECKast
OoJsie3Hb cepAla, OpoHXHaIbHAs acTMa, CaxapHbIM AUA0ET, OHKOJIOTMYECKHE, ayTOUMMYHHbBIC
3aboJieBaHus | Jp.

TpaBMbl 1 HHEKIIUN OTHOCATCS K KJIacCy MPHOOpETeHHbIX 3a0oneBanuii. OQHAKO B MOCIETHEM
Cllyyae 4YacTO HE YJAeTCs MOJHOCTHIO WCKIIOYHTh BJIMSHHUS TEHETHYECKHX (DaKTOPOB,
ompenensomux  AuddepeHnnanbHyI0  YyBCTBUTEIBHOCTh  pa3HBIX  WHAMBHIYYMOB K
JeWCTBHIO MH(EKIIMOHHBIX areHTOB. B ITHX CIy4asx MH(EKINOHHBIE
3a00JIeBaHNS PACCMATPUBAIOTCS KAK MHOTO(aKTOPHEIE.

B 3aaun MeTMIIMHCKOI TreHeTHKH BXOJIAT:

e JHMAar"toCTHKa HAaCJIICACTBCHHBIX 3360J’IeBaHHﬁ;
e aHaJIM3 UX paCHPOCTPAHCHHOCTHU B PA3HBIX MOMYJIANHUAX U STHHUYCCKUX I'PYIIIAX;
e MCIUKO-TCHCTUYCCKOC KOHCYJIbTHUPOBAHUC ceMmeit 60JII)HI)IX;

e TMPEIOTBpAIICHHE POXICHHUS OOJIbHBIX JEeTed C TSDKENBIMH — HACJEeICTBEHHBIMU
336OJI€BaHI/I$IMI/I, KOTOpPBIC MNPUBOAAT K HHBAJIWIHOCTH, Ha 6336 HpeHaTaJ'II;HOfI
(1opo10BOi1) TMArHOCTHKH;

o HsyquHe MOHeKyanpHO-FeHCTH‘-IeCKI/IX OCHOB 3THOJIOTHUH U ITAaTOI'CHE3a HACJIICACTBCHHBIX
3a00JICBaHHUI;

e  BBISIBJIEHUE I'€HETHYECKUX (PaKTOPOB pUCKa MHOTO(AaKTOPHBIX 3a00JI€BaHUH.

B Hacrosee BpeMss MHHTEHCUBHO M3y4YarOT aCCOLMALMN PA3HBIX T€HOB YEJIOBEKA C MOHOTEHHBIMHU
¥ MHOTO()AKTOPHBIMHU 3a00JI€BaHUSAMU. ITHU UCCIIEAOBAHUS SBISIOTCS OCHOBOH IS TJIAHOMEPHOM
pa3pabOTKKU COBMECTHO co CHeuaIucTaMu pa3HbIX MEIULINHCKUX npoduneit
HOBBIX IATOI€HETHUYECKUX U 3THOJIOIMYECKMX METOOB JICUEHHs HAacJeICTBEHHBIX 3a00JIeBaHUH,
a TaKXke MNPeAyNpeXJeHUs pa3BUTHS TeX 3a00JieBaHUN, K KOTOPHIM Y 4YelIOBEKa HMEEeTCs
TE€HETUYECKast CKIIOHHOCTD.



