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IMosicuuTeILHAS 3aIMCKA

I'eneTrka 3aHMMaeT 0co00e MecTO cpenu (yHIAMEHTAIbHBIX JAUCIHUILUIUH COBPEMEHHON
OMOJIOTUH ¥ MEIMLMHBL. 3HAHHE TeHETHUKU HEOOXOUMO JIJIsl TOHUMAaHUS HE TOJIbKO MEXaHU3MOB
HOPMaJbHOW KU3HEAESITENbHOCTH, HO M IaToreHe3a 3a0ojieBaHUM, TaKk KaK BCE BHJIbI
3a00JIeBaHU M AHOMAJIUK Pa3BUTHSI CBA3aHbI C HAPYIICHUSIMU JTHOO TeHETUYECKON nH(pOopMaIuu
(HacnencTBEHHBIE 00JIE3HN), MO0 € peann3anuu (MPUOOPETEHHBIE 0OIE3HN), TMO0 000UX ITHX
npoueccoB (MynbTu(akTOpHalibHbIe 3a007eBaHus). B mocienHue rojapl reHeTUYECKU BKIIAJ] B
MJIaJIEHYEeCKyI0 cMepTHOCTh Bo3poc ¢ 3 1o 40%. ['enernueckue (akTOphl, OMpEICINSIONINe
BO3HUKHOBEHHE HWHBAJIMIHOCTH C JETCTBa, peanusytorcs y 7 gereit u3 1000. CornacHo
CYILIECTBYIONIEH cTaTucTUKH, B Poccun exxeronno poxzaaercs 6osxee 70 000 HOBOPOKIEHHBIX €
CaMbIMU CEPbE3HBIMU JePEKTaMU M TMOPOKAMHU PAa3BUTHUS, YaCTh M3 KOTOPBIX MOrubaer u
ompezensieT YpPOBEHb IMpeHAaTalbHOM cMepTHOCTH. OcTaBIIMecss B JKUBBIX - CTaHOBSATCS
uHBaIMAaMu ¢ aerctBa. Ilpuyem 56% 5TOil mMaTomOTMM HOCHUT HACIEICTBEHHBIM XapakTep.
CrnenoBarenbHO, 3Ta MpoOIeMa HOCUT HE TOJIBKO MEIWKO-COIUAIBHBIA XapakTep, HO U UMEeT
OTPOMHOE TOCYJapCTBEHHOE 3HaueHue. lV3ydeHue TeHeTHMKH 4eJOoBeKa C OCHOBaMH
MEIUIIUHCKONW TeHETUKH HEoO0XOoauMo s Oynymieil mpodeccnoHaIbHON AeATEIbHOCTH, B TOM
Yypcie s PacHpOCTPAHEHUS TEHETHYECKUX 3HAHWKH Cpeau IIUPOKUX CJIOEB HACENCHHS.
Cpeanuii MeIWUIUHCKUNA pabOTHUK [JOJKEH OCO3HABaTh, 4YTO POXKACHHUE 3J0POBOTO
MOJIHOIIEHHOT'O YeJIOBEKa SIBJISIETCS 3a/1aueil rocyAapCTBEHHOM BaXKHOCTH.

Metoanyeckas pa3padOTKa COCTaBIIEHAa B COOTBETCTBUU C TpeOoBaHUsIMHU DenepanbHOro
roCcyJapCTBEHHOI'0 00pa30BaTeIbHOI0 CTaHAAPTA, COOTBETCTBYET paboueil mporpaMme
JUCHUIUIMHBI «I eHeTHKa yeIoBeKa C OCHOBAMM MEIUIIMHCKON F€HETUKI» U MpeJHa3HaYeHa JIs
CTYACHTOB, 00yUaroImuxcs o 00pa3oBaTeIbHBIM IIporpaMMam crenuansiocty 31.02.01
JleuebHoe neno. Metonuyeckas pa3pad0TKa MPaKTUYECKOrO 3aHTHS 110 TeMe: «Buabl
M3MEHUYMBOCTH U BUJbI MyTallUU y 4esloBeKa. PakTOpbl MyTareHe3a» IMpecienyeT Lelb [IOMOYb
CTYJEHTaM B X CaMOCTOSITEJIbHOM paboTe HaJl CI0KHON TEMON IIpeIMeTa, IOBBICUTh YPOBEHb
3HaHUH U 00ECTIEYUTh UX CUCTEMATH3AIIMIO, BEIpAOOTAaTh YETKOCTh U3JI0KEHHs MaTepuana, pu
BEBIIIOJIHEHUH 3aJaHUH .



Tema IpakTUYeCKOro 3aHATUSA: « BUIbl ”3MEHYUBOCTH U BUbI MyTaluil y dyenoBeka. GakTopsl
MyTareHe3ay.
Memooonozuueckoe 060cHosanue: MyTAalMOHHAsT W MOAM(UKAMOHHAS HW3MEHYHBOCTD

ABJISIFOTCS YHUBEPCAIbHBIMM CBOMCTBAMHU UBOTr0. MyTallMOHHAasT W3MEHYMBOCTH I1OCTABIISET
Marepuan g 3BOJIOUMU. [[1sg  yenoBeka MyTalMM  SBISIOTCS  NPUYMHOM  MHOTHX
HACJICICTBEHHBIX 3a0oneBaHuil. MoaudukamonHas U3MEHYMBOCTh 00ECIICUMBACT aJanTaIHIo
opranm3Ma K OKpyxKaroiiei cpeae. MonudukanmonHas I3MEHYHBOCTh UMEET MPHHIIUITAATHLHOE
3HAUYE€HHUE 11 MEOUUUHBL. MeToaosiornyeckas Lellb -U3Y4UTh CYIIHOCTh UM BO3MOKHOCTHU
METO/IOB MCCIIEIOBaHUsSI TEHETHMKM YEJIOBEKa JJIsi IIOHMMAaHHMS NPUYUH BO3HUKHOBEHUS
pa3auYHbBIX (GOPM U BUIOB H3MEHYMBOCTH B TOM YHCJIE 3a00JIeBaHUI CBSI3aHHBIC C U3MEHEHUEM
HACJICJICTBEHHOCTH , C TEJIbIO TIPOPUITAKTHKHN POKICHUS OOJBHBIX JETCH.
Hean camonoaroroBku. [locne n3yueHus: TeMbl B IPOLECCE CAMOIIOATOTOBKHU

Cmyodenm Oondicen ymems:

1. CpaBHUBaTh MyTalluu U MOAU(PUKALIUN.

2. OTnu4are MyTanuu ¥ MOAU(UKAITUH.

3. CoOupath AaHHBIE XapaKTEPU3YIOLIIE KOJTMYECTBEHHYIO CTOPOHY MPOSBICHUS
IPU3HAKA.

4. O060cHOBaTh OITACHOCTD 3arpsI3HEHUS OKPY’KaIOLEH Cpeibl MyTareHamMH JUIs
COXpaHEHHUs BUI0BOT'0 MHOT000pa3us U 3/I0POBBS UEJIOBEKA U OOIIECTBA.

S. [TpoBOIUTH OMPOC M BECTH YUET MAllMEHTOB C HACIECTBEHHOM MaTOIOTUeH.

6. [TpoBoauTH Gecepl O INIAHUPOBAHUIO CEMBH C YUETOM MMEIOIIEH sl HacIeICTBEHHOM
NaTOJIOTHH.

7. [TpoBOIUTH MpEeIBAPUTENHHYIO THATHOCTUKY HACIIEACTBEHHBIX 0ONIE3HEH.

8. [TpoBOUTH MPODUITAKTUYECKYIO pabOTYy.

Cmyoenm Oondicen 3namp:
1. IloHsATHA M TEPMUHBI:
-M3MEHYHBOCTb

-T€HOTUIINYECKAasl U3MEHYUBOCTh
-(peHoTHUIIMUECKAsT N3MEHUYNUBOCTD
-MyTallMOHHAsl U3MEHYUBOCTh
-MyTalus

-T'€HHas MyTalus

-XpOMOCOMHAas1 MyTalUs
-T€HOMHAasl MyTalus

-KOMOMHATHUBHASI N3MEHYHUBOCTD



-HOpMa peaKIix

-MyTareHbl

-MyTareHes

-[ICHETPaHTHOCTh

-[TOJTUTIIION TUST

-rarIonIust

-reTEePOILIOU NS

-9KCIPECCUBHOCTD

2. Knaccudukanuro ¢opm 1 BHI0B H3MEHYHBOCTH

3 Knaccugukarum, cBoiicTBa 1 mpuMepsl MOAU(DUKALINA.
4. Knaccugukarum, cBocTBa ¥ TPUMEPHI MyTalUi
5

CymHocTh npobaeMbl HACIeJOBaHUsI TPUOOPETEHHBIX TPU3HAKOB

Ocnawenue:
Harnsgasie mocobust
1. TaOauusr:
1.1 MoaudukanroHHass U3MEHIYUBOCTh
1.2 AndHuedanms
1.3 TlonmunakTumus
1.4 ®ennnkeronypus
1.5 Cungpom [layna
1.6 Cunnpom llepemerckoro-TepHepa
1.7 Cunnpom Knaitndensrepa

1.8 Cunapom TpucoMuu o X-xpomocome

2. KoMIJIEKT 1IBETHBIX TUAMIO3UTUBOB «XPOMOCOMHBIE CUHAPOMEI. [lopTpeTHas AuarHocTuKay
3. JluauakTHUecKUil pa3gaTouHblii MaTepuai ¢ npuMepamMu GopM U BUI0B U3MEHUYUBOCTH JUIS
CaMOCTOSITENIbHOM paOOThI.

XO/J1 PABOTBI

1-3TAII HOAT OTOBUTEJILHBIN

M3MeHYNBOCTh — CBOMCTBO KUBBIX OPraHU3MOB PUOOPETaTh HOBBIE CBOMCTBA, 0COOEHHOCTH
,JIPU3HAKH , B CJICICTBHH Y€ro 0COOU MPUHAICKAIINE OJTHOMY BUY CTAHOBSITCS OTIUINMBIMHU
JpyT OT JIpyra.

denoTHII- 3TO COBOKYITHOCTH BHCIITHUX U BHYTPCHHUX IMPU3HAKOB XapaKTCPHU3 YIOIITHUX ocobu
JTAaHHOTO BHJA.

I'emorun- COBOKYITHOCTE IT'€HOB JaHHOI'O OpraHusma .

I'en- yuactok Monekyssl JIHK oTBETCTBEHHBII 3a pa3BUTHE KOHKPETHOTO ITPU3HAKA
(IOMHHAHTHOTO , PEIIECCUBHOTO , HOPMAJIBHOTO MU MATOJIOTHYECKOTO ).

XpOMOCOMBI- HOCUTEJIN HACIEICTBEHHOTO MaTepuara .

KapuoTun- nonsslif Habop XpoOMOCOM XapaKTEPHbIH I JAHHOTO BUJa OpPraHU3Ma.



CHHIPOM- KOMIUIEKC COBMECTHO BO3HUKAOIINX MTaTOJIOTHYECKUX ITPU3HAKOB.

B 3aBucuMoOCTH OT U3MEHEHUS T'eHOTHINA WK (PEHOTHUNA Pa3IndaroT 2 GOpMbl N3MEHUYHUBOCTH :
(deHoTHnMUECKas — onpeiesieHHas ,He HacieAacTBeHHas Ilpumep: npuoOperenue 3arapa ,
npeKpaleHne Bo3ecTBus (pakTopa MOCTENEHHO MPUBOJUT K €ro ucue3HoBeHuI0. CTeneHb
3arapa MOKHO peryJMpoBaTh T.€. IpeJonpeaenuTs . L{Ber 3arapa 1o HacjaeACTBY HE IEpelaeTCs.
I'enoTunnueckas — He onpenenaeHHas , HacueacTBeHHas [Ipumep : Myranuu He BO3MOKHO
NpEIBUIETh U 3apaHee NMpelonpeaeiuTh ( JeiicTBre NpenapaToB ,s10XUMHUKATOB , pa3IMYHbIX
BUJIOB U3TydeHuil ) .Yame HacieaCcTBEHHO OTATOIICHHBIE JIIOJIU POXKAIOT OOJMBHBIX JeTel
CTPaJAIOLINX KaK TeHHBIMU TaK U XpOMOCOMHBIMH 3a00JI€BaHUSMHM, HACKOJIBKO Yallle WM PEKe
3aBUCHUT OT XapaKkTepa I'eHa (JOMUHAHTHBIN WM PELIECCUBHBIN OH) W KaKOBbBI POJUTEIH 110
TFeHOTUITY ( TOMO3UIOThI WJIA T'€TE€PO3UTOTHI) .

Paznuuaror 2 Buaa GeHOTUNMHYECKONW U3MEHUMBOCTH MOAU(DUKAIIMOHHBINA M CITy4alHbIN
Moaudukanun- U3MEHEHUs , KOTOpbIe IPUOOPETAIOTCS B TEUEHNUH J)KU3HHU 110 IeHiCTBUEM
(axTOpOB JekKAIUX B PeAeax HOPMBI peakIiy Ooprann3Ma. Bce M3MeHeHus, KOTopble
HaOJII0AaI0TCS B IJIaHE HOPMBI (PU3NYECKOT0, ICUXUYECKOT0, YMCTBEHHOT'O Pa3BUTHS YEJIOBEKA.
3T0 U ecTh MOJAU(PHUKAIINH.

Canyyvaiinelii Buj peHoTunuueckoil popMbl N3MEHUMBOCTH- BO3HUKAET B CJIEACTBUU JICHCTBUS HE
OmaronpusTHBIX (PaKTOPOB ( IEHCTBHE BBICOKMX WJIM HU3KUX TEMIIEPATyp , KHCJIOT, HIETI0YeH ,
S7I0B, TOKCUHOB HJIp.) KOTOpPbIE IPUBOAST K HAPYIIECHHIO LIEJIOCTHOCTU TKAaHEH NpUBOIS K
00pa3oBaHHIO pyOLI0B, IIBOB, IpaMoB U T.1.IIpuMep: ocrieHHbIEe pyOLbl HA OTKPBITHIX YYacCTKax
KOXKH TI0CIe epeHeceHHon 6one3nu . [IprnobpeTarorces npu )KU3HU HE HacIelyroTcs .
Pasnuuaror 2 Buaa reHeTHIYecKor (popMbl HI3MEHUYMBOCTH KOMOWHATHBHBIN U MYTaIl[HOHHBIH.
KomOuHanuu- BO3HUKAIOT B CJIEACTBUU 2X NMPUYUH OJHA U3 IPUYHUH PEKOMOUHAIMS EHOB B
IIpoLEecce KPOCCUHIOBEPA BO BPEMsI MEHO03a , BTOpasi- CIlydalHOE COUYETaHUE IOJIOBBIX KIIETOK
poauTenel HampuMmep- aurereposurora —AaBB oOpasyert 4 Tumna ramer Kaxaas U3 KOTOPbIX
MOYKET OTIOJIOTBOPUTHCS U AaTh 4 COYETaHUSI TEHOTUTIOB JieTeld. TakuM 00pa3oM KOMOMHAITIH
NIEPEJAOTCS 110 HACJIEICTBY HO HE SIBIIAIOTCA MATOJOTMYECKUMMU.

MyTannoHHBIA BUJ- TEHOTUIINYECKOH (POPMBI M3MEHUMBOCTHU y YEJIOBEKA B 3aBUCHUMOCTH OT
MaTepHalia U3MEHYMBOCTH ObIBAa€T- TEHHBIH U XPOMOCOMHBIH . [ €HbI ObIBAIOT JOMUHAHTHBIE U
pelieccuBHBIC . B 3aBHCHMOCTH OT TOTO KaKoii reH oTBevaet 3a HopMy (N) TOMUHAHTHBIA HMJIH
peliecCUBHBIHN , 00BSICHEHUE PUUMHBI CIIEAYIOIIEe: HallpUMep BCE F'eHbl KOTOpPBIE OTBEYAIOT 32
nporuecchl 00pa3zoBaHus (EPMEHTOB TOPMOHOB U AHTUTEI B OpraHU3ME B HOPME JOMUHAHTHBIE,
3HAYMT, J1t00asi MyTallusl X IPUBOAUT K NMPEBPAIIECHUIO UX B HEPaOOTAOLINI pelleCCUBHBIN BT
¥ Ha000pOT €CTh MPU3HAKHU — IPOCThIE, LIBET BOJIOC, IJ1a3 , MATUIATIOCTh 32 HUX OTBEYAIOT
PELIECCUBHBIE T€HBI, KOTOPBIE MYTHPYsI IPEBPAILAIOTCS B TATOJOTNYECKUE JTOMHUHAHTHBIE TEHBI.
BpIBOJ reHHBIE MyTallMU IIEPEAAOTCS IO HACIIECTBY .

XpOMOCOMHBIE MyTaIlUH CBA3aHbI C U3BMEHEHHUEM CTPYKTYPhI XPOMOCOM ( CUHJIPOM « KOIIaunit
KPHK»), HJIM U3MEHEHUEM HX KojudecTBa, mpumep: ¢.45,X0; ¢.47,XXY;c.47,(21+)XY. (cM
TabnuIy )
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2-OTAIl CAMOCTOATEJIBHAA PABOTA 1. BemonHuth 3aganue: onpeaenute Gopmy,
BUJ] U3MEHYMBOCTH U OOBSCHUTE MPUUNHY BOSHUKHOBEHHS U3MEHUYNBOCTH , HA TAHHBIX
npuMmepax:
1)B cembe reTepo3uroTHBIX 3I0POBBIX POAUTENEH ,B POJY KOTOPHIX ObUIH OOJIHBIC ,pOTUIICS
00JIbHON (hEHUIIKETOHYpUEH PEOCHOK.
2)[Ipu anuTensHOM yHoTpeOJICHNH )KECTKOM BOJIBI, y YETIOBEKA Pa3BUBACTCS KaMEHHasi 00JIe3Hb,
MIOYEYHAas1, IEYEHOYHAsl, MOYEBOT'O Iy3bIPA.
3) Ananu3 Marepuaia AMarHOCTUKK I10Ka3ajl CAEAYIOLUI pe3ynbTar c. 48,XXXX.
4)B TeueHuu rojaa y yesioBeka HaOJII01aeTCs IEPUOANYECKOE U3MEHEHHE WHTEHCHUBHOCTHU
(YHKLIIMOHUPOBAHUS JKEJIe3 BHYTPEHHEN CEKPEIUH.
[TPUMEP Bemonnenus 3aganusi:.c.47,(21+) XV c. Jlayna , nuirem
dopma u3MeHUNBOCTH: ['eHOTHITHYECKas
Bun m3menunBocTH: XpOMOCOMHAs MyTalMs
IIpnuriHa U3MEHYUBOCTU: CUHIPOM TPUCOMUH, CBSI3AHHBIA C OJHON JIMIIHEH XPOMOCOMOM , B
21-0i1 mape ayTocoM y 0CoOM MY>KCKOTO IT0JIa.
Bam nano yetbIpe 3a1aHus Ha pa3Hble GOPMBI U BUJbl N3MEHUYMBOCTH .BhINKchIBaeTe Kax bl
IpUMep U BBHINOJHSETE [0 00pa3ily, MHUIIEM KOPOTKO U Mo cyiecTBy. [Ipu BoImonHeHnN
paboThl pyKOBOACTBYHTECH TaOIUIEH ( CM. BBILIE).

2. 3yunrte pUCYHOK KapHOTPaMMBI ,0TPEeNIuTe KapuOTUN ( HOPMaTbHBIN WK
HaTOJIOTMYECKUi), o)1 YesnoBeka . CocTaBbTe (OpMYIly KapHOTHUIIA ITOTO YeJOBEKa , HA30BUTE
CUHPOM U OOBACHUTE MPHUYMHY MATOJIOTHUH .
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3. /lana cxema meiio3a( CM.HHXKE)

3amanue: onpeaenuTe KOJTUIECTBO XPOMOCOM BO BCEX KIIETKAX, OOBSICHATE IPUUUHY
pacrpeziesieHUus: XpOMOCOM .
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I[OMaHIHee 3aaHuC MMOATOTOBUTHECA K NPAKTUYCCKOMY 3aHATUIO 11O TCMC! MGJII/IKO-
TCHCTUYICCKOC KOHCYJIbTUPOBAHUC. MGTO,[[BI HpeHaTaHLHOﬁ JUArdHOoCTHUKH .
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