Tema ypoka: I'eHeTrKa 1 310pOBbE UETIOBEKA

[enu u 3a1a4m ypoka:

[To3HaKOMUTH ¢ HEKOTOPBIMHU HACJIEICTBEHHBIMU 3200JI€BAHUSAMH.
[ToxazaTh NpPaKTUUYECKOE 3HAUEHUE T€HETUKH JUISI METULHBI.
Bocnuranue 6epexHOro OTHOIIEHUS K CBOEMY 370POBBIO.
@®opMupoBaHUE HABBIKOB UCCIIEI0BATENBCKON AESITEIbHOCTH.
Pa3BuTue nHTEpeca K M3y4yeHHUIO FTeHETUKU

1.BBojHas 4yacTh ypoKa:

Pabora ¢ nonsiTusiMu:
(camocrosTenbHas paboTa 10 KapTOYKaM ¢ CaMOIIPOBEPKOH)
1-Bapuant
| Hayka, u3yvaroniasi U3MEHYUBOCTb U HACJIEICTBEHHOCTD;
2 cnocoOHOCTH TPHOOPETaTh HOBBIE MPU3HAKH B MPOLIECCE WHANBHUYAIBHOTO Pa3BUTHS,
3 COBOKYITHOCTb BHEILIHUX U BHYTPEHHUX ITPU3HAKOB;
4.COBOKYIHOCTb T'€HOB ,KOTOPYIO OpPraHU3M IOJYy4aeT OT POAUTENIEH;
5 cnocoOHOCTH MepeiaBaTh NPU3HAKU OT POJUTEIEH IOTOMCTBY ;
6 peoOaaromuii TPU3HAK;
7 BPEMEHHO MCYE3al0INi IPU3HAK;
8 0cobm, KOTOphIC He O0HAPYKUBAIOT B TIOTOMCTBE PaCICIIIICHHS;
2-BapuaHT
9 ocobwu,. naromye B MOTOMCTBE pacllerieHue
10 anbTEepHATUBHBIE TEHBI;
1 1HEnonoBBIE XPOMOCOMBI;
12011HapHBINH HAOOP XPOMOCOM;
13 nBoIHOI HabOp XPOMOCOM;
14 n3MeHeHus ,IPOUCXOAIIME B XPOMOCOMaX MO/ BIUSHUEM (DAaKTOPOB BHEUTHEN U
BHYTPEHHEH CpeJIbl;
15 yuactok monekynsl JIHK, conepxamuit nHGOpMaIuio o NEpBUYHOM CTPYKType Oenka
16 COBOKYITHOCTbH I'€HOB, COJIEPKAIIMXCS B TallJIONTHOM HA0OpE XPOMOCOM KIIETKE.

2.0cHOBHAs 4acCTh ypOKa

1. AxkTyanuzanus 3HaHUN
B 20-M Beke u3zBecTHO Oosiee 1 THIC. HACIEACTBEHHBIX 3a00ieBanmii, B 21-M Beke Oonee 3-4,5
ThIC.,4% HOBOPOXKIEHHBIX CTPAJAIOT OT FeHeTHYecKuX aedekToB, 60% camMonpon3BOJIbHBIX
abopTOB CBSA3aHBI C XPOMOCOMHBIMH HapyIIeHUsIMU y Tuiofa OiHa U3 AeCSITH TaMeT HECeT
OmMO0YHYI0 HHPOPMAIIHIO.
Yewm Bce 310 00ycnoBieHo? [louemy KOIMUECTBO HACTIEICTBEHHBIX 3a00/IeBaHUI pacTeT?
MpsI ¢ BaMH CEToJIHS JIOJDKHBI pa300paThCcs Ha YPOKeE.

2. [locTanoBka rpoOaeMbl

PebsiTa ckaxuTe 3a4eM BaM HYKHO MOJIY4YaTh ITH 3HAHUSA?

-Kakue ectb HacnencTBeHHbIe 3a00seBaHU?

-IIprunHbBI HACJIEICTBEHHBIX 3a00JICBaHMI?

-po(hMITaKTUKA HACIIEACTBEHHBIX 3a00IeBaHUN?

-A eme ,9Ta nHGOpMaLKs KaXA0My U3 Bac IPUTOJUTCS IPU INIAHUPOBAHUN CBOEH CEMBHU.



3. Xoa ypoka

3anuce TEMBI YPOKa B T€ETpalb.
«I'eneTuKka n 310POBLE Y€/JI0BCKA.»

A)ITPUYNHBI

Bepuemcs k Bonpocy. Uem Bce 310 00ycioBieHo? B yem nmpuunna?

OTO MyTalMHM-BHE3AIIHbIE CTOWKUE U3MEHEHHSI TEHETUUECKOI0 MaTepuraa, PUBOISALIUE K
MOSIBJICHUIO HOBBIX IPU3HAKOB OPraHU3Ma, CIIOCOOHBIX Mepe1aBaThCsl MOCIEAYIOUIM
MOKOJIEHUSIM .DTO HACJIEICTBEHHbIE U3MEHEHUS T€HOTHIIA.

Crnaiin Ne MyTanuy MOTYT TTOSIBUTBCSI TI0 JISHCTBHE MyTareHHbIX (haKTOPOB, KOTOPBIMH
SBIISIIOTCS: paIMalliOHHOE, PEHTICHOBCKOE. YIbTPO(EOIEeTOBOE N3IYyUECHUE, UCIIOIb30BaHNE
XUMHYECKHUX BEIIECTB, aIKOT0JIb , HIKOTHH . Ta0aK.

Caiig N Bce HacnencTBeHHbIE 00JI€3HU MOKHO pa3/IeUTh Ha JIBE OOJIbLINE FPYIIIIbI
CBSI3aHHBIE C MYTAIMSIMU T€HOB  XPOMOCOM

B)I'ennbie myTtanmu Crnaiig Ne

OO0ycnoBiieHbl MyTAlMSIMU U JIK OTCYTCTBUEM OT/EIbHBIX T€HOB U HACIEAYIOTCS B ITOJTHOM
COOTBETCTBUH ¢ 3akoHamMu Mennens. OHu OBIBAIOT ayTOCOMHBIE (JIOMUHAHTHBIE PEIIECCUBHBIE ),
cueruieHHsle ¢ monom(c X unny xpomocomoii)Crnaiia Ne

AyTtocomHble MyTalus (I3MEHEHHS B T€HaX ayTOCOM) MOTYT 110 CBOEMY XapaKTepy MpOsiBICHUS
OBbITh MM JOMUHAHTHBIMU WJIU PELIECCUBHBIE

K ayT0COMHO- JOMHHAHTHBIM 3200J1€BAHUSAM
OtHocsTcs cunapoM Mapdana Jlonumaktims, KaTapakTa , OTCYTCTBHE MAJIBIX KOPEHHBIX
3y0oB. [Ipyu Hanuuuu nMpu3HaKka y OTHOTO U3 POIUTENEH MOJOBUHA AETei pOKIAeTCA C TAKUM
3a00JI€Ba€HUEM.,a TENIEPh Ballle HEOOIIBIIIOE UCCIEOBAaHUE
BoicTyniienue yuennka ( cunapom Mapdana Jlommpaxkruimsa)CaainaNe . Coaaiig Ne

AYTOCOMHO-penecCHBHBIC 3200J1¢BAHNSA

VY yenoBeka MHOT'O IPU3HAKOB, KOTOPbIE HACIEAYIOTCS PELIECCUBHO TOJIYOOH I[BET IJ1a3,

pychIe BOJIOCHI, BiIaJieHHe j1eBoil pykoit .IIpu G1M3KopoCTBEHHBIX Opakax BOSHUKAET BBICOKAS
BEPOATHOCTb BCTPEYU raMeT HECYIIME MyTaHTHBIE TeHbI. T.€. B TOMO3UTOTHOM PELECCUBHOM
COCTOSIHUY MPUBOJUT K TSKEJIBIM 3a00JIEBaHUSAM. TaKue KakK: TITyXOHEMOTa, 30 peHus,
anbOMHU3M, 00JIBICEHNE, PEHIIIKETOHYPHS, caxapHbli 1uadet. [IpuueM mmsoppenus MoxeT
IIPOSIBUTHCA TOJIBKO C BO3PAaCTOM

3anaua caaig Ne

Opnna u3 ¢popm mm3oppeHnn HacIenyeTcsl Kak pellecCUBHbIN npu3Hak. OnpeaenuThb
BEPOATHOCTh POXKJCHUS peOeHKa ¢ IN30ppEeHNUEN OT 310pPOBbIX POAUTENEH, €CITU U3BECTHO YTO
6a0y1IKa co CTOPOHBI OTIIA U JI€J] CO CTOPOHBI MaTepH CTpaJalid 3TUM 3a0osieBaHUEeM(peliaeM y
JTIOCKH)

HacaenoBanue cuenjieHHoe ¢ 1oJoM

[{enbIit psi IPU3HAKOB HACIEAYETCSl CUEIUICHO C MOJIOM € X WK Y TOJOBBIMU XPOMOCOMaMH
Cmaiig Ne

Hampumep ¢ Y xpoMocomoii cBsi3aHbI T€HBI TaKuX 0oJsie3Hel. Kak runepTpruxo3- MOBBIIMICHHOE
OBOJIOCEHEHUE YUIHBIX PAKOBUH ,[IEPETIOHKH MEXKIY MaJIbLIaMH, YEITYWHYATOCTh KOXKHU-

[{enb1it psig MpU3HAKOB HACIEAYETCS ,CUEMIIEHO ¢ X XPOMOCOMOM. JIOMMHAHTHBIMU

SBIISIOTCS: :TIOTEMHEHHE 3yOOB- THIOIIAa3uUsl , PEIECCUBHBIMU TeMO(UITUSI-HECBEPTHIBAEMOCTh
KpPOBH, JaIbTOHU3M-I[BETHAS CJIENOTA, OTCYTCTBHE MOTOBBIX XKene3. ['emModunuio Ha3pIBalOT
«UapcKoi 00JIe3HBIOY, MOCTYIIAWTE U BbI Y3HAETE IIOYEMY.




BeicTynuieHus1 yaeHnKa (poaocjoBHas KOpoJieBbl Bukropun)

3agaua3 Caaiig Ne

My>xxunna, 6071bHOM reModuueit, >keHUICS Ha 30pOBOM KeHIMHE(BCE ee MpeIKH Obun
310pOBBI). Y HUX poamiack 104b. Onpenenure BepoOSTHOCTh POXKICHHUS O0IBHOTO reMopuineit
PeGenka ot Opaka 3TOH JOYEPH CO 310POBBIM MYKYHHOM.

B)Xpomocomubie 3a001eBanus CraiigNe
B HOpMe kapuoTun yenoBeka BKIIOUaeT 46 XpOMOCOM-22ayTOCOMBI U JIBE IIOJIOBBIE XPOMOCOMBI.
Ecnu npoucxoaut u3smMeHeHue uucia, GopMbl, CTPOSHHUS XPOMOCOM BO3HHUKAIOT XPOMOCOMHbBIE
6one3nu. Kax 3to npoucxoant? MHoraa npu co3peBaHUM MOJIOBBIX FaMET, HapyIIaeTcs
pPacxXoKJIEHUE XPOMOCOM.. M OJJHA U3 FaMET MOXKET MOIY4YHUTh JHUIIHIOW XpoMocoMy. Ecnu
HEHOpMaJlbHasl rameTa (C JIMIIHEH XpOMOCOMOI) COETMHUTCS] C HOPMAJILHOM BO BpeMsI
OIJIOJJOTBOPEHUS . TO 00pa3yeTcsi OpraHu3M C JHUIIHEeH xpomocoMoit XXV uinu Ha oJHY
XPOMOCOMY MEHBIIE.
IIpumepsl Takux 0os1e3Heil
1.Cunnpowm Knsitndensrepa-47 xpomocom, XXVY. Beerna nposiBisiercs y My>KYMH OHU
XapaKTEpU3YIOTCS HEIOPA3BUTHEM IOJIOBBIX XKeJie3, OecIIoineM, 4acTO YMCTBEHHOU
OTCTAJIOCTBIO. BBICOKMM pocToM( 3a CYET HENPONOPLUOHATIBHOCTH JJIMHHBIX HOT). JTa 00J1€3Hb
BcTpedaetcs: y ogHoro u3 400-600 HOBOPOKIEHHBIX MAJIbUYHUKOB.
2. Cunnpowm IlepemeBckoro- TepHepa -45 xpomocom, XO Habmrogaercs y sxkeHud. OH
Ha0JII0/1aeTCsl B 3aME/IJIEHUU 110JI0BOT0 CO3PEBAHNUS, HEOPA3BUTHH TIOJIOBBIX XKene3. becmonuu.
JKeHuHa ¢ ’TUM CUHIPOMOM . UMEET HeOOJIBLION POCT, IJICUN IUPOKUE , Ta3 Y3KHH,
«MOHTOJIOUAHBIN pa3pe3 ri1a3. Berpedaercss y HOBOPOXKIEHHBIX JI€BOYEK C YACTOTOM OAMH Ha
5000.
3. Cunyipom JlayHa- OlHA U3 YACTO BCTPEUAONTUXCS XPOMOCOMHBIX Oone3Heit Onun Ha 500-600
HoBopoxnennsix. OHa pa3BuBaeTCs B pe3ynbTare Tpucomuu 21 nmapel xpomocom. [Ipnunna
TPUCOMHUH CBSI3aHA C HEPACXOXKJIEHHMEM XPOMOCOM B XOJI€ Mei03a y »eHIMH. YacToTa
poxieHus OOJIBHBIX JeTel 3aBUCUT OT Bo3pacTa poauteneit Ilocne 35-40 net pe3ko Bo3pacTaeTr
MOSIBJICHHE OOJIBHBIX JIETEH, a TAK)KE €CJIM OTEIl MOJIOXKe YeM MaTh Ha 15-20 neT.boie3Hs nerko
onpezensercs. IMeer psii XapakTepHBIX IPU3HAKOB | YKOPOYEHHbBIE KOHEUHOCTH, MAJICHBKH
yeper, y3Kue ria3a, y3Kue ria3Hble MIeJu ¢ KOCIM pa3pe3oM, HaJIMYKe CKIIAJKU BEPXHEro BeKa,
IUIOCKOE IIUPOKOE NEPEHOCHE, ICUXUYECKAs OTCTAIIOCTD ,9aCTO MMOPOK CEpPALA.
Cy1iecTBYIOT U ipyrue 00JIe3HH CBSI3aHHBIE C HAPYILIEHHUE CTPOSHUSI XPOMOCOM:

A)DeHNIKEeTOHYpUs- YMCTBEHHAs! OTCTaIOCTh( MyTaus 17xp.)

b)Cunnpowm Ilatay-Tpucomus(13xp)-3astubs ryda, BodUbs MacTh.

B)Cunapom kormaybero Kpuka-myTanus SXp.(HeJOpa3BUTCTh TOJIOCOBBIX CBSI30K)U JP.
3aboneBanus
[TpobGnembl 3K0I0THH, YHOTPEOIEHUE aJIKOTOJIS . HAPKOTHKOB BBI3BIBAIOT POCT YHCIIA
HACJICJICTBEHHBIX 3a00J1€BaHU, OKOJIO 5% HOBOPOXKICHHBIX JIETeH UMEIOT HACJIC/ICTBECHHBIC
3a00JIeBaHNs WM TPEAPACIIONIOKEHHOCTh K HUM. DTOT BOIIPOC aKkTyaJleH U B Haiel Kamyxckoi
obnactu nu KupoBckom paifone Jls uccineaoBaHus 3TOro BOIPoca Mbl 00paTHIINCh K
paiionHomy nenuatpy KupoBckoii paitonHo# 6onpHuts Pakosoit C. Bi.
BbicTynuieHue yyammxcs

I')/IuarHocTuka u NpopPHJIAKTHKA reHeTUHYEeCKUX 00s1e3Heill

JILH. Toncroii B cBoeM poMane «AHHa KapeHnHa» cka3all , 4TO BCE CHACTIMBBIE CEMbH MTOX0XKH
JpyT Ha Apyra, a KakJ1as HecuacTJIMBasi CEMbsl HecyacTauBa 1o cBoemMy. C TOUKM 3peHust
TeHETUKHU HECYACTIMBBIMHU CUUTAIOTCS T€, B KOTOPHIX €CTh JETH C HACJIEICTBEHHBIMU
3200JICBaHUSIMH.



OCHOBHBIM IIyTEM IPEIOTBPAILEHHUS HACIECTBEHHBIX 3a00JIEBaHUI Y UeIOBEKa SIBISAETCS UX
JMAarHOCTUKA U MPOoQMIAKTUKA. J[J1s1 3TOro CyIIEeCTBYIOT yUpexAeHUs 00ecIeqnBatOIIe
MEAMKO-TEHETUUECKYI0 KOHCY/IbTauio. OCHOBHAs 3ajjauya KOHCYJIbTalluil YCTAHOBUTD CTEIEHb
pHCKa pa3BUTHsI HaclIeACTBEHHOI0 3a0oseBanus .B nepByto odepenpb B Takue KOHCYIbTALUU
JIOJDKHBI 0OpalaTbes BCTynaromiee B Opak Juia UMEIOIIre B HACIEICTBE TeHETUYECKOE
3aboseBanue ,Juna crapiie 30 jeT, a Takke paboTaroIUX Ha MPEANPUATUSIX C BPEAHBIMU
YCIIOBUSIMU CPEJIBI.

A Kak 00CTOUT [1eJ10 ¢ NPOPUIAKTUKON B HAIIEH odJacTu?

BoicTyniienue yu-csi (mpoguiiakTuKa)

J)3ananus(pedaexcus)
ChopmynupyiiTe peKOMEHIAIUH 1T OyAYIITUX POAUTENICH

HckiroueHne MyTareHoB(JIEKapCTB,. MUIIEBBIX J00ABOK, pEHTTEH. .JIKOT0JIb. HUKOTHH,
HapKOTHUKH)

[1nanupoBaHue ceMbU (MCKIIOUYUTH OIU3KOPOA. Opaku, 0TKa3 OT JETOPOXKACHUS IIPU
BBICOKOM PHCKE Hacje/. 3a00JIeBaHu)

JloOpoBoJIbHASI TUATHOCTHKA

E) BLIBO/I
3axoHbl MeHienst npuMeHNMBI K yenoBeKy. Ha nmposiBiieHue HacineacTBEeHHbBIX 3a00J1eBaHU
BJIMSICT BHEIHSS CPEJia. CYIIECTBYIOT Pa3IMUHbIC CIIOCOOBI TPOPHIAKTHKU HACICICTBEHHBIX
3a00JICBaHUM.

7K) UTOI' YPOKA
Pa6ora yu-cs.

Jlom. 3agaHust
1. 3aJ1a4M Ha JIMCTaxX «KapTa ypoKa»

Kapra ypoka



1. BBIITIOJIHEHUE TECTA
Ha ompeje/ieHHe TEPMHUHA.

1-BapuanT
1 Hayka, u3yvaroiias U3MEHYUBOCTh U HACJICICTBEHHOCTh-
2 crocoOGHOCTh MPUOOpPETaTh HOBBIE MPU3HAKH B MPOIIECCEe MHANBUAYAIBHOTO Pa3BUTHS-
3 COBOKYITHOCTbH BHEIIHUX ¥ BHYTPEHHUX MPU3HAKOB-
4.COBOKYNHOCTb F'€HOB ,KOTOPYIO OpPraHU3M MOJy4aeT OT POAUTENCH-
5 cocoOHOCTH TIepeIaBaTh MPU3HAKU OT POAUTENICH MTOTOMCTBY -
6 npeoliagaronui Npu3HaK-
7 BPEMEHHO MCYE3AI0IINN PU3HAK-
8 0cobu, KOTOphIE HE OOHAPYKUBAIOT B TOTOMCTBE PacCIleIICHHSI-
2-BapHaHT
9 ocobm,. Jaromye B MOTOMCTBE pacierieHue-
10 anbTEepHATUBHBIC T€HBI-
1 1Henona0BBIE XPOMOCOMBI-
12oanHapHBIA HAOOP XPOMOCOM-
13 nBoitHOI HAOOP XPOMOCOM-
14 n3MeHeHus ,IPOUCXOIAIINE B XPOMOCOMAX IO/ BIUSHUEM (aKTOPOB BHEITHEH U
BHYTPEHHEN CpeJibl-
15 ygactok monekynsl JIHK, coneprxamumii nHGOpMAIIHIO O TIEPBUYHON CTPYKType Oerka-
16 COBOKYITHOCTbH T€HOB, COJIEP>KAIINXCS B TAINIONIHOM HAa00Ope XpOMOCOM KIIeTKe-

Kapra ypoka



2.I'eHeTnueckue 3a1a4n

3anaua 1(pemaem B kiaacce) (3-ubl MeHnaesist)

Opna u3 Gopm mu30hpeHNH HacleIyeTcs KaK pelleCCUBHBIN npu3Hak. OnpenenuThb
BEPOSATHOCTH POXKJCHUS peOCHKA ¢ N30 PEHHUEH OT 3I0POBBIX POAUTENEH, €CITM U3BECTHO YTO
6alyIlKka co CTOPOHBI OTIIA U JIe/l CO CTOPOHBI MaTepy CTpajalid ATUM 3abosieBaHHeM(pelIaeM y
JIOCKH)

3agauda 2(pemiaeM qoma)

VY uenoBeka OpaxuAaKTHIHSI(YKOPOUCHHBIEC MANIBLIBI)-TOMHAHTHBINA PU3HAK, a ATbOMHU3M
peuieccuBHbIN. KakoBa BEpOSTHOCTb POXKIEHUS peOEHKa C IBYMsI aHOMAIIMAMU Y
FeTEPO3UTOTHBIX 10 000MM MPU3HAKAM POJIUTENEH.

3anaua 3 (pemraem B Kjacce) (CLUEMIIEHHOE ¢ MOJIOM HacIe0BaHHE)

My>xxunna, 6071bHOM reModuIueil, JKeHIWICA Ha 3J0POBOM KEHIMHE(BCE €€ MPEIKH ObLITN
37I0POBBI). Y HUX poAMIIaCh M04b. ONpenenuTe BEPOATHOCTh POKICHUS 00JIbHOTO reMopuIneit
PeGenka ot Opaka 3Toii JoYepu CO 3OPOBBIM MY>KUHUHOM.

3anaua 4 (pemraem oma)

Onpexnenure, KaKuX JeTed MOXKHO OXKHJIATh OT Opaka 370pOBOM KEHIUHBI(OTEIl KOTOPOH ObLI
JaTTbTOHUKOM) CO 3/I0POBBIM MY)XUYHHO# .[[BeTOBas crernora 00ycloBIeHa PEIleCCUBHBIM
reHoM(c) U creruieHa ¢ X XpoMOCOMOHA.

Kapra ypoka



H&CHCI[CTBCHHBIG 3a0o0sIeBaHUS

3200JIEBAHUS

IIPUYNHBI

IIPU3HAKHN

Cunapom Mapdana

[HomupmakTnus

reMopuius

JaJIbTOHU3M

Cunnpom
Kistiindensrepa

Cunnpom
[IIepieBckoro-
_Tepnuepa

DEeHUIKETOHYpUS

bonesns /layna




