CemuHap (buonorua) paspabotaHHblii yuutenem 6uonorumn
Ceptonosckoit MOBY Nel NMapamowunHowu B. M.

CeMUHapbl- 3TO HETPAANLMOHHAA GopMa KONNEKTUBHOW paboTbl yyalumxcs ,B
OCHOBHOM NPOBOAMUTLCA B CTapLUMX Kaaccax (9-11kn.).CemmnHapbl cnocobcTByOT
aKTMBM3aLUMM MO3HaBaTe/IbHON AeATeNbHOCTU, OPMUPYIOT YMEHUA, HaBbIKMU,
pPaboTbl M 0b6LEHNE. YUEHUKM CAMOCTOATE/IbHO M3YYatoT U AOMNONHAIOT 3Ty TEMY B
BMAE COOBLLEHNI N Npe3eHTaumMii. B KoHUEe cemMHapa —obcyKaeHne pesybTaTa.

MnaH npoBeAeHUA ceMuHapa
1. Bbibop Tembl, 0b6cyKaeHWe 3a4au
2. Mopbop AONONHUTENBHOIO MaTepMana
. Moabop BonpocoB Ana obcyKaeHUA
. PacnpepeneHue Tem u 3agaHnii
. OpraHusauma npegBapUTeNbHbIX KOHCY/IbTaL M
. Bbibop meTo40B M NPMEMOB

. Moabop cpeacTs HarNAAHOCTH
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. CoctaBneHue nnaHa CeMUHapa

NpoBepeHne cemuHapa.

B Hauane cemnHapa BBOAHOE C/I0BO AeNaeT yuynuTeb, 3HAKOMUT C TpeboBaHUAMM,
nAaHOM NpoBeAeHUs, 3a4a4amMu, cobNoaeHMEM perlaMmeHTa BbICTynieHMiA. Tema
BbICTYMN/IEHUIA AONKHA COOTBETCTBOBATb COAEPMKAHUIO, IOTUKE U KYIbTYPE PeYMn.



CemuHap (buonorusa) paspaboraHHbIl yuntenem 6uonorum CepronoscKomn
MOBY Nel MapamowuHoii B. M.

CeMUHapbl- 3TO HETPAAMUMOHHAA GOpMa KONIEKTUBHOM PaboTbl y4valumxca ,B
OCHOBHOM NPOBOAMTLCA B CTapLUmMX Knaccax (9-11kn.).CemuHapbl cnocobcTByOT
aKTMBM3aLMKN NO3HABATE/IbHOW AeATeNbHOCTU, GOPMUPYIOT YMEHUA, HABBIKMY,
paboTbl U obLLEHME. YUEHMKN CAMOCTOATE/IbHO M3YYatoT U AONOHAIT 3Ty TEMY B
BMAe cooblieHnn n npeseHTauuii. B koHue cemnHapa —obcyaeHune pesynbTaTa.

MnaH npoBeAeHNsA CEMUHAPa
1. Boibop Tembl, 0b6cyKaeHme 3aga4
. Mogbop AononHMUTEeNbHOIO MaTepunana
. Moabop Bonpocos ans obcyKaeHUs
. PacnpegeneHne Tem 1 3agaHni
. OpraHusauma npeaBapuTeNbHbIX KOHCY/bTaLNUMA
. Bbibop meToA0B 1 Npuemos

. Moabop cpeacTs HarNAAHOCTU
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. CocTaBneHune nnaHa cemmHapa

NposepeHne cemuHapa.

B Hauyane cemnHapa BBOAHOE CNOBO AeNaeT yunuTenb, 3HAKOMUT C TpE6OBaHVIHMVI,
naaHoOM npoeeneHunA, 3agad4amy, CO6J'II'OLI,€HM€M pernameHTa BblCTYI'I!'IGHI/IVI. Tema
BbICTYI'IJ'IeHI/Iﬁ AON1HA COOTBETCTBOBATb COAEPHKAHUIO, NTOTUKE N KY/IbTYypPE peyn.

CemuHap no 6uonorum Ha Temy



leHemuKa u 300poebe YesnoeeKa.

Llenb: paclumpuTb 3HaHUA B Teme «[eHeTMKa U 340POBbe Ye/10BEKa»
3adayu:

-UCTOPUA POXKAEHUA FTEHETUKN

-OCHOBHbI€ 33aKOHblI

-MeToAbl UCCNefoBaHUA FEHETUKM YeNoBeKa

-reHeTn4yeckue 601e3HN YeNoBEKA, UX MPUYUNHDI

-3HaYeHne MeANKO-reHeTUYECKNX KOHCYbTaLmi

Cpedcmea u Ha2na0HOCMb

Tabnnupl, pPUCYHKK, cnangpbl, BepbanbHble, BU3yasibHble, KOMMNbIOTEP.

BcmynumenoHoe cnoeo yuutensa: 1865 roa, Nperop MeHaenb, YeLCKNi

CBAWEHHOCNYXNTENDb, UMEA CBOM npuxoa, CraBuUT CBOU 3HamMmeHWUTblE OMNbITbl NO
I'VI6pVIﬂ,VI3aLI,MM ropoxa, OTKpbiBaA TemM CaMblM TPU OCHOBHbIX 3aKOHbl TEHETUKU-

HAYKW O HAacNeaCTBEHHOCTU U UBMEHUYMBOCTU. DTU e 3aKOHbI OblM NEePeoTKPLITHI
He3aBMCUMO APYr OT ApYyra B Tpex cTpaHax cnycta 35 neT, Ho NnpuopuUTeT HbIN
otaaH, noatomy 1900 rog, cumMTaeTCcA roaom PoOXKAEHUNA rEeHETUKN.

Bonipoc Knaccy- Kakue 3aKoHbl OTKpbiA MeHaens?

Yuyumesnib — OCHOBHble 3aKOHbl FrEHETUKM npumMmeHnMmbl U K 4enoBeKy, CyLLecTByroT
HEeCKOJIbKO meTo40B nccnenoBaHma reHeTUKM 4eaoBekKa.



1 AOKNAAUUK-MemOoO cocmasneHus po00C/108HbIX (2eHeanozuyeckuli)

JTOT mMeToh aKTyaneH M B Hawwum gHU. OH no3BosiAeT, UCNONb3yA AaHHble Mo
YJleHaM HeCKO/NIbKUX POACTBEHHMKOB, ornpenenvtb TUMN HAc/lie4OBaHMA KaKoro-
nmbo npusHaka. B KauyectBe npumepa-remodunma OT €ro HOCUTENbHULbI
aHTIMMCKOM  Koponesbl BuKTOpuM. ITOT MmeToh NO3BOAIMA  ONpeaenunTb
AOMUHAHTHbIE U pPeLLecCMBHbIE NPU3HAKM Y YesioBeKa. (Tabamua)

2 poknagumk-IlonynayuoHHbsIlU memoo.

OH onpepenser 4acTtoTy BCTPEYAEMOCTM FEHOB W TEHOTMMOB B MNOMNYyAALMM.
CTaTUCTUYECKMA  aHA/IM3  MOKas3biBaeT, 4YTO BO3HWUKLIME MyTaLUUM  MOTyT
nepeaaBaTbCA U3 NOKOJIEHMA B MOKONEHWE BEKaMU. BO3HUKAET C/IOXKHAA KapTUHA
reHeTU4YeCKoM Heo4HOPOAHOCTU NOAEN PA3ANYHBLIX HAaLMOHANbHOCTEN, CTPaH M
T.0, WCCNeAOBaHWA MNO3BOJMAIOT OLEHUTb BEPOATHOCTb POXKAEHUA pebeHKa C
onpeaenieHHbIM NPU3HAKOM B AAaHHOM NONYAALMK, @ TaKKe paccymTaTb YacToTy
BCTPEYAEMOCTU PELLECCUBHbIX FeHOB (a) y reTepo3nroTHbIx Ntogei (Aa).

3 poknaguuk —LlumoeeHemuyecKkuli memoo.

OH 3aK/o4YaeTca B M3YYEHUU XPOMOCOM MPU NMOMOLLM MUKPOCKOMA U NO3BONSAET

onpeAennTb UX 4YMcno U Gopmy, HaNpUMep, ecn B  KNETKax MYXKYUHbI

obHapyKeHa nuwHAA X-xpomocoma, T.e. 47xpomocom (Hopma 46), TO y Hero
b

cuHapom KnaitHdenbTepa n T. 4.
4 pokNaaumK- bsusHeuyossili memoo

PasnnualoT 64M3HEeUbl WMAEHTUYHbIE UM HEWAEHTUYHble, MMEHHO WAEHTUYHbIE
6n3Heupl, UmetoT ogmHakosyto IHK 1 reHbl. Eciv oHM BOCNUTBIBANUCH B PasHbIX
YCNOBUSAX, TO Pa3INYMA, BOSHUKLUNE MEXKAY HUMW, NO3BONAIOT onpeaenTb posb
baKTOpPOB OKpYyXKatoLLeln cpeabl B GOPMUPOBAHUM Psa NPU3HAKOB.

5 poknagumk-6uoxumuyeckuli memoo



OH no3BossfeT onpeaennTb MECTO M XapaKTep MyTauuin, Hanpumep, Npy 3aMeHe B
MO/IEKyNie remorfiobuHa OAHOM aMMHOKMCAOTbI  Ha  ApYyryto, BO3HUKaeT
3abos1ieBaHME CeprnoBMAHAn aHEMMA, NPU KOTOPOMN 3pUTPOLMUTLI MMET dopmy
nosiymecsLa onpeaesme 3TO MOXKHO 3apaHee NoCTaBUTb ANarHos.

Yuutenb- K HacToAawemy BpemeHun nssectHo 6onee 2000 reHeTu4eckmx bonesHemn
yenoBeka, HO wu3y4yeHo TonbKo 500 w3 HuX. [PUYMHBI pasHble- TEeHHble U
XPOMOCOMHble MyTauuu.

6 BOKNAAUUK-AYMOMHO-00MUHAHMHbIE 3a601e8aHUA

K TakKnm 3abosieBaHMAM OTHOCUTCS CUHAPOM MapdaHa

, Y TaKuX mo,u,eﬁ Oo4YyeHb AOJIMHHble U TOHKUe
nanblbl, BbIBUX XPYCTaJZIMKa T[/1a3a, MNOPOKU KaanaHOB cepaua, HapylweHuA
AeATeNIbHOCTU COCYAO0B. 3TMm 3aboneBaHnem CTpagan KOMMNo3nTop M CKpumnau

H.MaraHnHW. NoAnaakTMana 4ONOAHUTENbHbIE Mablbl.
7 pOKNaAAUMK —aymomMHoO-peuyeccusHele 3a6oneBaHus.

Takoe OTK/NIOHEHME BO3HWKAET TO/IbKO Y PEeLEecCUMBHbIX TFOMO3UroT (aa) no
[aHHOMY NMpuM3HaKy. B cnyyae Aa-geicTeme reHa He NposABAAETCA.



deHUNKeToOHYpUA —3aMeHa OAHOro reHa Ha ApPyroro —aMMHOKUCIOTbI TUPO3MHA
Ha ¢peHnNanaHWH 1 AaHHbIA pepMeHT He pa3pyLlaeT ero, OH HakanaMeaeTca. 3To
BeAET K NOBPEeXAEeHMI0 HEPBHOM cuctembl. CieanTtb 3a ANETOMN.

8 00Knao4uK-cyernsneHHoe ¢ NosaoM HacnedosaHue-2emopuausa u 0as1b6MOHU3M.

Ha socke nuweT reHoTMNbl 3TUX BonesHen, Knacc pellaeT 3aaady.
9 poKNapguUuK. XpomMocomHble 60se3HuU.

9711 3a601eBaHMA CBA3aHbI C UBMEHEHMEM B YMC/IE XPOMOCOM NN B UX CTPOEHUM.
B KneTtkax yenoseKa Haxoautca 46 xpomocom, 3To 6bino onpeseneHo B 1956

roay.
CuHOpom JlayHa.

MpucytctBue TpeTben 21-h Xpomocombl -45 ayTocom, 4YacToTa BCTPEYaAEeMOCTMU
1:1000, TakMe [EeTU XapaKTepu3ylTCca YMCTBEHHOM OTCTANOCTbIO, MaJIEHbKMM
pocTom, cnabbim UMMYHUTETOM. ECM B KapmoTune XKeHLWmuHe BMECTO ABYX MKC (X)
NOJIOBbIX XPOMOCOM — OZlHA, TO pa3BMBaeTcA cMHApPOM LllepuwescKkoz2o-TepHepa,
NPU KOTOPOM JKEHLUMHbl CTpagatoT becnnoanem, UMeT ManeHbKUM pocT,
KOPOTKYlO wWwet. Hannume nunwHen X —XPOMOCOMbI Y MYKUYMH MNPUBOAUT K
cuHOpomy KnaliHghenomepa, BblpaxKatoweroca B 6ecniognn. BbICOKOM POCTE,
KEHCKOM Tune ckenera.



K TAxenblMm NOCneacTBUSAM NPUBOAAT TAKKe U HapyLUEHMA CTPYKTYPbl XPOMOCOM.
Hanpumep, npu ageneumm 4actu 5-M XpomMoCOMbl Yy 4esioBeKa Habnwopaetcs
CUHOPOM «KOWQA4Ybe20 KPUKA» MpPU KOTOPOM HAPYLIEHO CTPOEHWE FOPTaHU U
ronoc N ronoc nmeet ocobbit Tembp, HANOMUHAOLWMIA MAYKaHbE KOLIKKW, KpOMme
TOro pa3BmBaeTcsa cnaboymue.

10 poknaguuk-HexcenamenbHocmoe 671U3KOPOOCMBEHHbLIX BPAKO8

MyTaumMm B OpraHusme 4YenoBeKa MNPOUCXOJAT AOBOJIbHO 4Yacto M 10% ramet
ABnatoTca gepekTHbIMU. PeHOTUNUYECKM 3TN MyTaLMKN HEe NPOABAAIOTCA, T. K. OHU
PELEeCCMBHbI, U YeNOoBEeK MOXeT HecTn B cebe 6onblioit Habop reHeTUyYecKux
OTKNOHEHWI, cam Toro He noao3pesasn. Mpu BCTyneHNUN B BAU3KOPOACTBEHHDIN
6pak pe3Ko BO3pacTaeT BEPOATHOCTb Mepexoga MOBPEXAEHHbIX TFeHOB B
rOMO3MUroTHOe COoCToAHME (aa), U NaTONOrMsa HEMUHYEMO NPOABUTCA B dpeHoTUne
NOTOMCTBA, MNO3TOMY BO BCEX CTPaHaxX MMpa 3anpelleHbl Takne HGpakum namn He
PEeKOMEH0BAHbI.

11 poknapgumk Meduko-eeHemu4yecKue KOHCyabmauuu

B HacToAwee BpemA B pa3BUTbIX CTPaHaX CyLLEeCTBYET CETb MeAMKO-TEHETUYECKMX
KOHCY/NbTauni. Bpay-reHeTUK BbINOAHAET ABEe OCHOBHble PyHKUMMK. 1l-momoraeT
«MNOCTaBUTb  AMarHo3», 2-onpegenser  «NpPorHo3  340poBbA  bByayuwiero
nokoneHma». MeauKo-reHeTU4ecKada KOHCynbTauMa COCTOMT M3 4-x 3Tamnos:
AWArHo3, NporHos, 3akat4yeHue. coseT. Mpn s3Tom HeOBXOAMMO OTKPOBEHHOE U
nobpoxkenatenbHoe obuieHne Bpayva-reHeTUKa € cemben 6onbHOro. 3a nepuos,
CYyLLEeCTBOBAHME M-I KOHCY/IbTaLMIN yAaN0Cb CHU3UTb poXKaeHne BonbHbIX AeTen,
CHM3MNOCb KO/JIMYECTBO TaKMX [MMOPOKOB. KaK (EeHUNKETOHYpUA-3a4epKKa
YMCTBEHHOTIO U GU3MYECKOro Pa3BUTMA, aIbOMHU3M, NTULLEr010BasA Kap/IMBOKOCTb
M MHOTO ApPYyrux HacneacTBeHHbIX natonorMi. [ns Toro 4tobbl CHU3UTL
BEPOATHOCTb BO3HMKHOBEHWSA HAC/NeACTBEHHbIX OTKNIOHEHMN, HEOBXOAMMO CBECTH
K MUHUMYMY OEUCTBMA HA OPraHM3M MyTareHHbIXx $GaKTopoB —ObITOBOM XMMUW,
NPOMbILWNEHHbIE OTXOAbl, MULLEBbIE KPACUTENU, ALOXMMMUKATbI, BUPYCHbIE
3aboneBaHmAa. MeToabl KOHCY/NbTUPOBaHMA U36aBAAIOT MHOrMe Ccembu OT
Tpareaun poXKaeHua TaxenobonbHoro pebeHKa, XoTA 3TuyeckMe npobaembl,



CBA3adHHblIE C HOAO6HbIMM nporH03amn ”n BOMPOCaMu a6opTa, no-pasHomy
NMOHMUMAIOTCA NpeacTaBuUTeNAMnN pa3INYHbIX penmrmﬁ 1M HAapOoAaO0B.

3aKkaloueHue: yuyntenb 3a4aeT BOMPOC- KaKoe 3HayeHue A/1a 4YenoBevyecTsa
MMeNo OTKpbITUE Mperopom MeHaenem 3akoOHOB reHeTUKN?

NTor ypoKa AenatoT yyallmecs: KakoW BbIBOA, M3 ypoKa (Tembl) Bbl caenanv Ana
cebs (Bonpoc Knaccy)?

(oTBETOB MOMET ObITb B HECKO/IbKMX BapuaHTax, AOKNaQ4YMKaM MOryT 3a4aBaTtb
BOMPOCHI NO COOBLEHMAM CaMn AETU. CEMUHAP BEAET M HAaNPaBAAET YYUTEND.

B xome cemuHapa wcnonb3yloT-Tabavubl, PUCYHKKW, doTorpadumm, cnangbl
npeseHTauumn, KomnbloTep.)



Yunuteno nogsBoauT  UTOr CéMUHapa, CTaBUT OUEHKU U AO0KAaAYUKaAM ¥
oTBevalownm.

B KOHUEe ceMuHapa BCEM YYaAWMMCA pPaA3[aloT 3a4aHuA, TAe OHU NMUCbMEHHO
OTBEYAOT HA BOMPOCHI U peLatoT 33434y (Mo BapMaHTaM) HA OLLEHKY.

BapuaHt 1
1. Hannwwute kKapmnotun cMHgpoma [layHa, yKaxKute NnpudmnHbI.
2. npuBeguTe NnpuMepbl MyTareHoBs.

3. _3agaya. Y Kowek M cobaK macTb YepHOM OKpacCKM cuensieHa C NoJoM M
ABNAETCA JOMUHAHTHbLIM NPU3HAKOM, a PbIXKME-PELLECCUBHbIM .

Onpegenute non n ¢eHOTMN KOTAT, €C/IN KOLLKA pPbiXKadA. A KOT-HYepPHbIWN.
BapuaHT 2

1. HannwwuTte aBa KapnoTuna, rae NPUCyTCcTByeT mesasuye Barra

2.MpuBeauTe BUAbI HACNEACTBEHHOW M3MEHUYMBOCTH

3.3agaqa. Y KOWeK MU KOTOB MacCTb ‘-IGpHOVI OKpaCKun cuensieHbl ¢ noiom H“
ABnAeTCcA AOMUHAHTHbIM NPU3HAKOM, a pbiXKaAa-peLueCcCUnBHbIM.

Onpeaenute non n GeHoTUN KOTAT, EC/IU KOLLKA YepHas. A KOT-PbIXKUN.

3aZlaHMe Ha A0M.-3anucaTtb B AHEBHUKE.

Pednekcus.



