MOKHO TH ONIPEACINTh BO3HUKHOBCHUE HACICACTBECHHBIX
3a00JICBAHU?

B gem 3akirodaercs mojiab3a
OJTM3HEIOB?



Tema ypoka: leneruka yemoBeka. MeTobl
M3YUYECHHUS HACJICACTBEHHOCTH Y YEJIOBEKA.
IIpenynpexaeHue HaCIeACTBEHHBIX
3a00JieBaHUM yeaoBeka. CocTaBIICHUE
TEHEAJIOTHYECKOTO APEBA YECIIOBEKA.
MonennpoBanue «COCTaBICHUE
POJOCIIOBHOM YEIOBEKA.



Ieab 00yueHus:

*0.2.4.9 - xapakTepr30BaTh OCHOBHBIE METO/IbI
M3yYCHMS TCHECTUKH YEIOBECKA;

*9.2.4.10 — COCTABIIATH T€HEATOTUYECKOE APEBO



Kpurepuu oneHuBaHuA:

|. onMCHIBAET, TEPMUH POJIOCIOBHAS U €€ 3HAYCHUE,
OCHOBHBIE CUMBOJIBI U 0003HAYEHU S, UCTIOJIB3YEMBIE IS
COCTAaBJICHUS POJIOCIIOBHBIX

2. OIUCHIBAET OCHOBHBIC MCTOIbI U3YUCHUS I'CHCTHUKHU
YCJIOBCKA

3. OLCHUBACT POJIb I'CHCAIIOTMYCCKOI'O MCTOJAa B
YAYUIICHHUH I'CHCTUKH ITOITYJIAINHA U 3APABOOXPAHCHNUU

4. 3HaCT OCHOBHBIC MCTOJbI U3YUCHHS I'CHCTHUKH YCJIOBCKA,

XapaKTEPU3YyET 3TU METO/IbI.



[ pynmoBas padota

* Kpurepuu:
* 1. O003HaYCHUE U OIPEACICHUE METOIA U
OCHOBHBIX XapaKTEPUCTHK

e 2. Mcnonp30BaHuEe METOAA B MEJIUIIUNHE U
31PABOOXPAHECHUH YEIIOBEKA

* 3. IIpeumyiiecTBa 1 HEAOCTATKKA METOAA

e 4. OnuimuTe nBa 3a00JIEBaHUA C
HNCIIOJIL30BAHUEM METOHA



* | eHeTHKa YeT0BEKA — Pa3Aeil TEHETUKHU, U3YYaONIUN
3aKOHOMEPHOCTH HACJIEAOBAHUA U U3MEHUYMUBOCTH
ITPU3HAKOB Yy YEJIOBEKA. DTy OTPaCib YCIOBHO
MOJIPA3ACIIAIOT HA AHTPOIOINCHETUKY, U3YUYAIOLIY O
HACJIEJICTBEHHOCTh U U3BMEHYUBOCTH HOPMAJIbHBIX
MIPU3HAKOB YEJIOBEYECKOI0 OpraHu3Ma U
MEUIUHCKYIO T€HETUKY.



Kapuorpamma — 3170 n300pakeHUE BCEX XPOMOCOM JIUIIOUIHOTO HabOpa KIIETKH,
KOTOPBIE PACIIPENEIEHBI 10 TPYIIIIAM U PACIIOI0XKEHBI IPYT 3a APYTOM B HOPSIKE
YMEHBIIICHUSI PA3MEPOB C YUETOM MHUBUIYAIBHBIX 0COOEHHOCTEH KaxK 101
XPOMOCOMBI.

JAMIIOUIHBbIE KIIETKU MPEJICTABIIAIOT COOON KIETKU
C ABYMSI TOMOJIOTHYHBIMH HA0OpaMu XPOMOCOM.
T'omoJ10rMYHbIE XPOMOCOMBI -

[TAPHBIE XPOMOCOMBI, ITIOJYYECHHBIE [IPU
OIUIOAOTBOPEHUU OT MY>KCKOT'O U JKEHCKOTO
POIAUTENBCKOTO OPraHu3Ma, KOTOPBIE CONEPKAT
OJIMHAKOBBIA HAOOP T'€HOB, CXOAHBIX MO 1 5
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MeToAabl NM3IYHEHUMNA TEHETUMKM HeJioBeKa

NeHeanornYeckmii MeTon — U3YUEeHUEe POJOCJIOBHOM UeJIOBe-
Ka AJ5sI BBISIBJEHUSI PACIIPOCTPAHEHUSI KAKOTro-JIn00 NMPpU3HAaAKE
UMW HaCJeACTBEHHOTO 3a00JIeBaHUsI, YCTAHOBJIEHUE HAaCHE -
CTBEHHOTIO XapaKTepa onpelesIeHHbBIX CIIOCOOHOCTEM uelIoBeKa.
LluToOreHeTU4eCcKmMii MeTo — HCCJeJOBaHUEe CTPYKTYPhI XPO-
MOCOM. XPOMOCOMBI, OKpallleHHbIE CIIEIINAJbHBIMI KpPacCH-
TEeJAAMM, PACCMATPUBAIOT II0J MHMKPOCKOIIOM.

NMenmoas3yiioT OJ5 N3YUEeHUs HacJeACTBEeHHBIX 3abojeBa-
HUI, CBA3AHHBIX C HAPVIIEHUSIMU CTPYKTYPhI XPOMOCOM.
Bnu3HeuoBbI MEeTOo4 — CPaBHEHUEe XapaKTepa MIPOsIBJICHWUSI
OJHUX M TeX >Ke IMPHU3HAKOB y O0msHennoB. Mcnmoabs3yeTcs
AJsI BBISIBJICHU S POJM HACJHAEIACTBEHHOCTH U Cpeabl B pa3BU-
THUM TeX WUJIH UHBIX IPHU3HAKOB.

BUoXMMMUHECKUA MeTon — BBISBJIEHUNE HaApPVIIIeHUN oOMeHa
BEeIIleCTB IIPY HEKOTOPhIX HACJEACTBEHHBIX 3a00JIeBAHUAX.
OHTOreHeTU4eCKNN MeTo, — MHCIIOJAb3YEeTCS OJISI BhISCHEHUSI

MeXaHHU3Ma pPasBUTHUIA HACJAE€ACTBEHHBIX 3a00J1eBaHUM B OH-
TOTeHe3e, UTO Bar*XHO [AJIs UX JIeUeHUsI U NPOPUIaKTUKH.
NMonynauMoOHHBIA MEeTO4 — H3VUEeHUVEe pPacIIpoCcCTpaHEeHUWs OT-
OJeAbHBIX I'€eHOB UJM XPOMOCOMHBIX AHOMAaJUM B UeJOoBeUe-
CKHUX INONYJAAIIMAX.



CI/IMBOJILI, NCIIOJIb3YCMBbBIC IIPH COCTABJICHUH

Oi - OpaK
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IHHuToreHernuecKkum MeTO/
Cunapom layna (Trisomy 21)

* CuHAPOM BO3HHUKAET M3-3a MPOIEeCCa PACXOKACHUS XPOMOCOM IIpU
00pa30BaHUM TaMeT (SHILEKIETOK U CIIEpMaTO30M0B), B PE3YIbTATE
yero pe0eHoK nonydaeT oT Marepu (B 90% cirydaeB) uiu ot otua (B
10% caydaeB) nuimHOK0 2 1-10 XpoMocoMmy.

* [Ipu3HAKHU: MIIOCKOE JIMIIO C PACKOCHIMHU IJ1a3aMH, IIUPOKHUMHU
ryoamu, rojaoBa Kpyrias, CKOILIEHHBINA Y3KHUH J100, YIITHbIC
PAKOBUHBI YMEHBILICHBI B BEPTUKAJIbHOM HAIIPABJICHUHU




AYTOCOMHO — peneccuBHoOe 3a00/1eBaHne. DeHUIKETOHKPUS

DeHWITKETOHYPHSI — HACJIEACTBEHHOE 3a00JI€BaHUE TPYIIIIbI

(hepMEHTOIATHI, CBI3aHHOE C HAPYIIEHUEM META00IM3Ma AMUHOKHUCIIOT,
IJ1aBHBIM 00pa3om (eHunanmanuHa. [Ipu HecoOmoaeHNN HU3KOOETKOBOM
JTUETHI COMPOBOXKAAETCS HAKOIUICHUEM (DEHUITAIITAHUHA M €0 TOKCUYECKUX

IPOAYKTOB, YTO MIPUBOAUT K TsmKENOMY nopaxkenuto [[HC,

MPOSIBIIAIONIEMYCS, B YACTHOCTH, B BUJIE HAPYIICHUS YMCTBEHHOTO
pazBuTUA (PEeHUINUPOBUHOTPAIHON onuroppennn). OJTHO U3 HEMHOTHUX
HACJIEICTBEHHBIX 3a00JI€BaHUM, TOIIAIOIINXCS YCIICIITHOMY JICUEHUIO.

00~
H3N* - C - H

CH

OH
Tyrosine (Tyr)[Y]

C00-
H3N* - C - H

CHp

Phenylalanine (Phe)[F]



CeprnoBUIHOKICTOUYHAS AaHEMUS

B CBA3U ¢ UBMEHEHUEM PACITIOJIOKEHNUS HYKJICOTHIOB IIPU PETUIMKALIUU B
nocienoareabHoctu JIHK.

DPUTPOIUTHI JTUMKHUE, TBEPJIbIC U 00Pa3yI0T TPOMO B KPOBH.
Pacnpoctpanenue : Appuka u KOxxnas Amepuka

CuMITOMBI: OBICTpast YTOMIISIEMOCTh, 00JIb, HEXBATKa JIBIXaHUS, CBETIas
KOJKa.




ban3HenoBbIN METOT

bau3Henbl — €T OJJHOW MaTepH, pa3BUBIINECS B TCUCHUE OJHOM OEPEMEHHOCTH U
MOSBUBIIMECS HA CBET B PE3YJILTATE OJIHUX POJOB YEPE3 HEMPOIOIKUTEIBHOE BPEMS
JIPYyT 3a JPyTOM.

Pa3zanuaroT 1Ba OCHOBHBIX THIIA OJIM3HEIIOB:

OJTHOSIIIOBBIE (MOHO3UTOTHBIEC, TOMOJIOTHYHbBIC, UACHTUYHBIC)

Pa3HOSUIIOBBIE (AU3UTOTHBIC, TETEPOTIOTUYHBIE).




bruoxumMmnueckum MeTO

* DTOT METOJ ITO3BOJISICT BBISIBIISITH (DEHOTUII YEJIOBEKA Ha
OMOXMMHUYECKOM YPOBHE, TO €CTh HAPYIIICHUS B OOMEHE
BEIIECTB, BbI3BAaHHBIC N3MEHEHUEM I'€HOB M, KaK CJICJICTBUE,
M3MEHECHUEM aKTUBHOCTH Pa3InYHbIX (PEepMEHTOB. Tak
yJIA€TCsl TUAarHOCTUPOBATh CaXapHbIA AUA0ET, TOCTATOYHOCTh
JaKTa3bl, PEHUIIKETOHYPHUIO. DTOT METOJ ITO3BOJISIET U3Y4aTh
IF€HETUKY OYEHb BAKHBIX MOKAa3aTEIC YEJIOBEKa.



HonyJaaMOHHO-CTATUCTUYCCKUH METO/

* PacnpocTpaHeHHe MyTalllil cpeir OOJIBIINX IPYIIN HACEICHUS U3y4aeT
MOIYJISILIMOHHAS TEHETUKA Y€JIOBEKA, MMO3BOJISIONIAS COCTABUTh KapThl
pacIpoCTpaHEHHUs T€HOB, ONIPECIISIONIMX Pa3BUTHE HOPMAIbHBIX
IIPHU3HAKOB M HACJIEACTBEHHBIX O0sie3HEer. OCcOOBIi MHTEpEC IS TOM
T€HETUKH MPEACTABIISIOT U30JIAThl — IPYIIIBLI HACEJICHHUS, B KOTOPBIX I10
KaKUM-JTH00 MpUYUHaAM (HarpuMmep, reorpauueCKuM, SJKOHOMHUUECKHUM,
COLIMAJIbHBIM, PEJIMTMO3HBIM) OpaKy 3aKJIFOYAIOTCS Yallle MEX Ay YiICHAMU
rpyHOmbl. TO NMPUBOAUT K MOBBIIICHUIO YaCTOThI KPOBHOT'O POJICTBA
BCTYHAKOIINUX B Opak, a 3HAYUT, U BEPOSITHOCTHU TOTO, UTO PELIECCHBHBIC
T'€HBI IEPEHIYT B TOMO3UTOTHOE COCTOSIHUE U IIPOSIBATCS, YTO OCOOEHHO
3aMETHO MPU MAJIOYUCIICHHOCTH H30JITA.



CocTaBreHne poaocrioBHOW

* 1. I3yunTb ycnoBHbIe 3HaAKM AN co3gaHug
POJOCIOBHOM

2. Co3gaTb XPOHOSIOrMYECKYH0 CXEMY C
MCMNOSfib30BaHUEM LUBETOBOU rAMMbl.

* 3. Onpepennutb JOMUHAHTHbIE U
pPEeLIeCCUBHbIE NPU3HAKN

* 4, Orlpe,u,enMTe reHOTUMbl YI1I€HOB CEMbU
10 CXEME



Yci1oBHBIE 0003HAYECHUS
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: HUX POXKJIEHHS
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[Ipoananu3upyuTe roTOBYy0 r€HEaTOTHYECKYIO CXEMY
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