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[eHeTHKA ¢ OCHOBAMH MeIHLHHCKOH reHeTHKH: y4eOHO-METOIMIECKOE nocobue i
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B yueGHO-METOAMYECKOM M0COOMH MPE/CTaBICH TEOPETHUYECKHI MaTepual Iio
muciumiHe «[eHeTHKa 4YesioBeka ¢ OCHOBAMH METMIIMHCKUIT TEeHETHKH», a TAKKC
[paKTHYECKHE 3a/aHus /sl pabOThI CTY/ICHTOB Kak Ha 3aHATHAX, TaK U Ui CaMOCTOA-
TEJILHOTO MX BBIIOIHEHHS.

OCHOBHas 3aa4a MOCOOHS - TIOMOYb CTYJIEHTY B IIPONECCE MOATOTOBKM K OCBOC-
a0 6a30BOrO CoAepKaHus Kypea.

VyeGHO - METOMUEcKoe M0co0He PeIHA3HAYEHO Ul CTY/IEHTOB CHICIMATLHOCTH
34.02.01 CecTpuHCKOE A€I0.

B y4e0HO-METOANIECKOM noco0uu, HapsLy C KIACCHYECKMMH TOJIOKCHUAMH, 00-
CYXK/IQI0TCS aKTYaJIbHBIC BOIPOCHI COBPEMEHHOIT Me/TMLIMHCKOH TeHETUKH.

Astopami 06001IeH GOIBIION ONBIT NPENOAaBaHHs ICHETHKH yes0BeKa ¢ OCHOBA-
v Memumuackoii reseruky B CI1O, yuTeHbl MCTOANIECKHAC 0COOEHHOCTH MPEJICTaBIIE-
HHSL MATEpUAa Ha PasHbIX YPOBHAX npoheccHOHANBHOM NOATOTOBKH.

VyeGHO - MeToaMueckoe 1ocodue NpeaHasHadeHo Uit CTyACHTOB yupexkIeHHi
CI1O, obyuaromumes 1o CrenuaibHOCTH 34.02.01 CectpuHCKOE €0 M0 JUCIHILIHHE
«eHeTHKA YeT0BEKa ¢ OCHOBAMU MEIUIIMHCKON TEHETHKI.



PELLEH3UA

Ha YYEBHO-METOJMYECKOE [TOCOBUE k mpoBeaenuto npakTHYeCKUX 3aHATHIA
no OI1.04 TEHETUKA C OCHOBAMU MEJIMIIMHCKOM I'EHETUKH anst 0Gyua-
IOIMXCS OYHOM U 04HO-3a04HON Gopmbl 00yueHus no cnennaabHoct 34.02.01 Cecr-
puHckoe jeno, cocrapiennoe npenogasareasiMu ['BIIOY PO «IIMK» I{pi6a B.B. u
[lenexosoii C.A.

[Ipencrasiennoe nHa peuensuo YYEBHO-METOJAMYECKOE ITOCOBUE coort-
BercTByeT padoueil mporpamme auctmmiueel OI1.04 TEHETUKA C OCHOBAMMU
MEJIMLIMHCKONM TEHETUKM s 06y4arommxcst 04HOM 1 0YHO-3a04HON (opmbl
00yuenns 1o creruanbHocTH 34.02.01 CectpuHCKOE €710 U COCTABICHO COTJIACHO pe-
KOMEHZALUAM 110 MOATOTOBKE METOMYECKHX MATEPUATIOB.

YYEBHO-METOIMYECKOE ITOCOBUE siBnsercs 4pe3BbIYaifiHO aKTyaJIbHBIM
JUIS IPOBE/ICHHS NIPAKTHYECKUX 3aHATHH, TaK KaK PEIIeHHE TeHETHYECKUX 3a/1a4 BbI3bI-
BaeT 3aTPyHEHHS Y 00yYarOIIMXCS.

YYEBHO-METOJIMYECKOE ITOCOBUE oTpaxaet cBSA3b TEOPHH ¢ MPAKTHKOIA.

[Tocobue Bkmoyaer B ces OpraHM3alMOHHO-METOMYECKUH, HHPOPMAIIHOHHBIIA,
KOHTPOIUPYIOLINiA OJIOKH.

[Ipenonasatensmu npopaboran Gosbiuoi 06beM undopmanuu o OI1.04 T'EHE-
TUKA C OCHOBAMU MEANLIMHCKON TEHETUKH. TTon0KuTe bHBIM ABISETCS
TO, YTO TpErnojaBareiy o0pamanT BHUMAHHE HA AKTYaJlbHOCTb, 3HAUMMOCTh H3ydae-
MBIX Pa3/IeyioB.

[TonoOpannblii MaTepuan mMO3BOJSET OpPraHU30BaTh PabOTy WHAWBHAYAIBHYIO,
MapHyl, TPYNIoOBY0. 3ajaud 1moao0paHbl pa3HOTO YPOBHS CIOKHOCTH, YTO JIeTaeT
BO3MOXHBIM H(pepeHInpoBath Matepuasi, 00ecrneunTh IesSTeNTbHOCTh, Kak ¢j1a0o-
YCNEBAIONIMX YYEHHKOB, TAK U UMEIOLIMX BBICOKMI ypOoBEHb y4eOHOH MoTHBanuu. Pa-
00Ta opraHu3yeTcs B peKuMe COTPYAHNYECTBA MPENO/aBaTes ¢ 00yYarOmMMHUCS.

YYEBHO-METOJIMYECKOE TTOCOBHE coctaBieHO MeTOIMYECKH TPaMOTHO,
OTBEYACT COBPEMEHHBIM MEAArOrHYeCKM TpeOOBAHMAM; MATEPUAN XOPOLIO CTPYKTYPH-
pOBaH.

YYEBHO-METOJIMYECKOE TTOCOBHME pekoMeHI0BaHO K HCIIOJIB30BAHUIO B
yueOHoM npouecce ['BIIOY PO «lIMK» mis 00ydaromuxcs 04HOH W OYHO-3a09HOM
(opmbI 00yuenus no cnenuansHocTi 34.02.01 CectpuHCKoe €10,

Ky3pmuuenko / ['1aBHas  memuumHCKas — cecTpa
Tarbsna Cepreesna ['6OY PO «/II'by B r. [llaxTer PO




PEINEH3USA

Ha YUEBHO-METO/MYECKOE ITOCOBHE k npoBeAeHHIO NPAaKTUYECKUX 3aHITUH
nmo OIL.04 TEHETMKA C OCHOBAMWU MEJUIIMHCKONW TEHETUKU s
00yJaroImuXcsl OUHOM U OYHO-3a04HOM (hopMbI 00ydeHus o cneruaibHocTy 34.02.01
CectpuHckoe neno, cocrapieHHoe npenoaaBareissMu ['BIIOY PO «ILIMK» I1p16a B.B.
u lllenexosoii C.A.

IIpencraBiennoe Ha penensuro YYUYEBHO-METOJINMYECKOE ITOCOBUE
COOTBETCTBYET paboyeil mporpaMMe AUCHUIUIMHBI ISl OOY4YarOIKUXCsd OYHOM M OYHO-
3a09HOM (opMbl 00ydeHus 1o cneruaibHocT 34.02.01 CecTpuHCKOE ACIO.

YYEBHO-METOAMYECKOE ITOCOBUE pa3paborano st oO0ydaroluXcsi WU
MpenoiaBaTesieid, COAEPKUT METOAMYECKHE YKa3aHWsd K MPAKTUYECKUM 3aHSATHSAM,
CIIMCOK JINTEPATYPbl, KOHTPOJIbHBIE BOIIPOCHI, TECTHI JUIsl KOHTPOJISI 3HAHUN U TTO3BOJISIET
B KpaTyallliie CPOKM OPTraHU30BaTh BHITIOJHEHHUE MPAKTUYECKOTO 3aHATHS, 0OPMUTD
OTYET ¥ NPOBECTH ero caauy. [locoOue nmpenycmarpuBaer nmposeaeHue 9 NpakTUUECKUX
3aHATUH.

Hene YUYEBHO-METOAMUYECKOI'O IIOCOBMS: 4yepe3 mnpakTHYECKYIO
NEATEIbHOCTh 3aKpENNUTh 3HAHWA TEOPUU U IIOBBICUTH YPOBEHb CaMOCTOSTEIIBHON
paboThI O0YYaIOIIMXCSA 110 ATOPUTMY PEIICHUS T€HETUYECKUX 3a/1ay.

YUEBHO-METOJMYECKOE IIOCOBHUE mnocCBSImIEHO AaKTyalbHOM TEME
coBpemeHHOCTH, BeAp yueHas aucuumuimHa OI1.04 TTEHETHUKA C OCHOBAMU
MEIUIIMHCKOM T'EHETHUKU npeamnonaraet  popMUPOBaHUE y  CTYJICHTOB
MPAaKTUYECKUX HAaBBIKOB II0 PELIEHUI0 337a4 IO OCHOBHBIM T'€HETHYECKUM
3aKOHOMEpHOCTAM. IIpakTuyeckas [eATEIbHOCTh HAMNpaBlieHa Ha pacllUpeHue u
yriyOJieHue 3HaHUU CTYACHTOB.

OcnoBHbIM IocTouHcTBOM YUYEBHO-METOJINYECKOI'O ITOCOBUSA sBnsieTcs
noa00p aBTOpaMU Kadye€CTBEHHBIX OIpPENEIeHHUM, YeTKO C(HOpMyIHpOBaHHBIX 3a]ad,
MO3BOJISIOIIMX OTPa0daThIBATh MPAKTUUECKUE YMEHMS, KaXKJ0€ U3 KOTOPHIX OLICHUBAETCSA
B Oaax.

[TocoOue cBOEBPEMEHHO U aKTyaJbHO MO COJEPKaHUIO, TIOCTYITHO MO U3JI0KEHUIO
NpEICTaBICHHOTO Marepuana. Takxke cpeau JOCTOMHCTB peneHsupyemoro IlocoOus
HEO0OXOJAMMO BBIJIEIUTh JOTMYHOCTh MaTepuala, BblOpaHHoro asropamu. YUEBHO-
METOJMYECKOE IIOCOBUE KOHKpETU3UPYET COAEPKAHUE MPEAMETHBIX TEM
OI'OC CIIO ¢ y4eToM MEXNPEAMETHBIX U BHYTPHUIWCLUIUIMHAPHBIX CBS3€W, JJOTUKHU
y4eOHOro mpoiiecca.

YUEBHO-METOJMYECKOE ITOCOBHUE pekomeHI0BaHO K HCIOJIB30BAHUIO B
yauebHoM miporiecce I'BIIOY PO «IIIMK» nns oOyyaromuxcsi 04HOM U OYHO-3a0YHOM
dbopmel 00yuenus no cnenuanbHoctu 34.02.01 CectpuHckoe aeno.

Kopotuenko H.A. [Ipenonasarens poQeCCUOHAIBHOTO
yaeonoro 1ukia ['bITIOY PO «IIIMK»




COJIEPKAHME

BBEJIEHUE

IpakTnueckoe 3ansitue Ne 1

OCHOBHBIE THUIIBI ACJICHUS 3YKapUOTHUECKOUN KIeTKHU. ['ameTorenes.
IpakTnueckoe 3ansaTue Ne 2

Pemienne cUTyallMOHHBIX 3aJad MO OMNPEACIICHUI0 W3MEHEHUU B

CTPYKTYpE HYKJICHHOBBIX KHCJIOT B TIPOIIECCE CUHTE3a OeliKa, IPUBOIAIINE K
Pa3TUIHBIM 3200JIEBaHUSM.

IIpakTnuyeckoe 3ansaTue Ne 3
HacnenoBanue MeHIENMPYIOIKUX NPU3HAKOB Yy desoBeka. CLerieHHoe

C I10JIOM HaCJICAOBAHUC.

IIpakTHyeckoe 3ansitue Ne 4

N3yyeHne n3aMEHYNBOCTH U BUJIOB MyTAIMi Y YEJIOBEKA.
IIpakTuyeckoe 3ansarTue Ne 5

I'eneasornueckuit merox. CocTaBieHUE U aHAJIN3 POAOCIOBHBIX CXEM.
IIpakTnueckoe 3ansaTue Ne 6

Meronbl n3y4eHHUs HaCcJIeICTBEHHOCTH YEJIOBEKA.

IIpakTuyeckoe 3ansaTue Ne 7

N3yueHnne XxpoMOCOMHBIX 3a00JI€BaHUN.

IIpakTnuyeckoe 3ansaTue Ne 8

N3yuyenue reHHbIxX 3a00JIEBaHMIA.

IIpakTnuyeckoe 3ansaTue Ne 9

N3yueHne  MaccoBBbIX, CKPUHUPYIOIIUX  METOJIOB  BBISBICHUS

HACJIEICTBEHHBIX 3a00JIEBAHUN.

CIIMCOK JIMTEPATYPEI

\‘

19

25

32

38

44

o1

61

70

78



BBEJIEHUE

Y4eOHO-MeTOu4ecKoe TTocoore pa3paboTaHO B COOTBETCTBHH C pabodeil mporpaMMoi
muctminael OII 04 T'eHeTMka 4YejloBeka ¢ OCHOBAMHM MeEAMIMHCKON Te€HEeTHKH I
cienmainbHoctd  CIIO  34.02.01 CectpuHCKOE €0 M COACPKUT PEKOMEHAAIUU TI0
BBINIOJIHEHUIO MTPAKTUYECKUX 3aHATHM.

Y4ebHo-MeTOMYECKOE MOCOOKME K BHITIOJIHEHUIO MPAKTHYECKUX PAOOT MpeaHa3HAuE€HO
JUIS opraHu3anuu paboThl Ha npakTuueckux 3aHATUsAX 1o OIL.04 I'emeruka ¢ ocHOBamMm
MEJIMUIMHCKOH TeHeTHMKHM, KOTOpas SBISETCS Ba)XHOM COCTAaBHOW 4YacThl0 B CHCTEME
MOJATOTOBKM IO MpPOrpaMMe MOJATOTOBKH cIenuanucToB cpeaHero 3BeHa (nanee [HIICC3) mo
cnermaibHOCTH 34.02.01 CecTpunCKOE N1€710.

[IpakTuyeckue 3aHATUS ABIAIOTCS HeoTheMieMbIM dTanioM u3yueHus OIL.04 T'enernka
€ OCHOBAMM MEIMUIMHCKON FreHeTUKHU U POBOISATCS C LEIBIO:

e GOopMUPOBaHUS MPAKTUYECKUX YMEHUN B COOTBETCTBHHM C TPEOOBAHMUSIMU K YPOBHIO
MOJATOTOBKH 00YyYaIOIUXCsl, yCTAHOBJIEHHBIMHU pabouell mporpaMMoil yueOHOM TUCIUIUIMHBI;

® 00001IIeHUS, CUCTEMATU3AINH, YTITYOJICHUS, 3aKPEIUICHHS MTOYYCeHHBIX TEOPETUUECKUX
3HaHUM;

®TOTOBHOCTH HCIIOJIb30BAaTh TEOPETUUECKHUE 3HAHUS HA MPAKTUKE.

[Ipaktrueckue 3ansatus mo OI1.04 T'eneTuka ¢ OCHOBaMHM MeIMIIUHCKOH TeHETHKU
CHOCOOCTBYIOT POPMUPOBAHUIO CIEAYIOMUX podeccnoHanbubix kommnerenuui (I1K):

[1K 3.1. KoHcynbTupoBaTh HaceJIeHUE MO BOPOcaM MpO(PHUIaKTUKHN 3a00J1€BaHUM.

I1K 3.2. IIpomaranaupoBaTh 310POBBIM 00pa3 KU3HHU.

[1K 3.3. YuacTtBOBaTh B MPOBEACHUH MPOPMIAKTHIECKIX OCMOTPOB H TUCTIAHCEPHU3AIIUU
HAaCEJICHHUS.

[IK 4.1. IIpoBOANTH OLIEHKY COCTOSIHHS TALIUEHTA.

[1K 4.2. BbInoJIHATh MEUIIMHCKUE MAHUITYJISILIUN NIPY OKa3aHUU MEIULIMHCKON MOMOIIHN
MAalHEHTY.

[1K 4.3. OcymecTBISTh YXO/1 38 TALIUEHTOM.

[1K 4.5. Oka3biBaTh MEIUIIMHCKYIO TOMOIIb B HEOTIIOXKHOU (hopMme.

[1IK 4.6. YuacTBOBaTh B MPOBEACHUH MEPOTIPUIATUN METUITMTHCKON peaOuIUTAIINH.

VYyebHo-metoauueckoe mocodbue mo OI.04 I'eneTuka ¢ OCHOBAMH MeTUIIMHCKOI
reHeTHKHN UMEIOT MPAaKTHUECKYI0 HApPaBIEHHOCTh U 3HAYUMOCTh. Dopmupyembie B mipoliecce
MPAKTUYECKUX 3aHATHH yMEHHS, 00mue M MpopeCcCHOHATBHBIE KOMIIETEHIIMU MOTYT OBITh
WCIIOJIb30BaHbl O0yUYarOIIMMUCA B Oyaymied npodeccuoHaabHON nesTenbHOCTH. OCHOBHAas
3aja4a mocoOust — MOMOIIb CTYIEHTY B IIpoIlecce OCBOEHUs 0a30BOT0 COIep KaHus Kypca.

Y4eOHO-MeToM4ecKoe TocoOre TMpeIHa3HaueHO [UIsl OOydJarommxcs KOJUJIEIKa,
myvatomux OI1.04 TeHermka ¢ OCHOBAMM MEIMUMHCKOW TEeHETUKH U MOTYT
WCIIOJIb30BAaThCSl KaK Ha YYEeOHBIX 3aHATHSAX, KOTOPBIC IPOBOAATCS I0J PYKOBOJCTBOM
mpernojaBatTeNsi, TaK W JJI CaMOCTOSATEIHHOTO BBITIONHEHUS MPAKTUYECKUX pPabor,
PeIyCMOTPEHHBIX pabouell mporpaMMoil BO BHEAYIUTOPHOE BPEMsI.

OrneHkr 3a BBINIOJIHGHWE TPAKTHYECKUX pPaOOT BBICTABISIFOTCS 1O MATHOAIEHOMN
cucteme. OLIEHKH 3a MPaKTUYECKUE PabOTHI SBISIOTCS 00sI3aTEIHHBIMUA TEKYIIIUMH OI[CHKAMHU
no OIL.04 I'eHeTMka ¢ OCHOBAMH MeJIMUIMHCKON IeHeTHKH M BBICTABISIOTCS B XKypHaie
TEOPETUYECKOTO OOYICHUSI.

OBPA3OBATEJIBHBIE PE3YJIBTATDI, 3AABJIEHHBIE B ®I'OC

B PE3YIbTATC OCBOCHUA NUCHUIIJINHBI O6yan0HlHﬁCH JOJNXKCH



ymemb:

- MPOBOAUTH OMPOC U BECTH YYET NALMEHTOB C HACJIEACTBEHHOM MATOIOTHUEH;

- MPOBOJUTH Oecelpl MO IUIAHUPOBAHUIO CEMbBU C YYETOM HUMEIOIIecs
HacJIeCTBEHHOM NaTOJIOTUH;

- MIPOBOJIUTH MPEJIBAPUTEIIHYIO TUATHOCTUKY HACIIEICTBEHHBIX OOJIE3HEH.

3Hamo:

- OMOXMMHUYECKHE U IIUTOJOTHYECKHIE OCHOBBI HACICACTBECHHOCTH,

- 3aKOHOMEPHOCTH HACJIEIOBAHUS PU3HAKOB, BUbl B3aUMOJCHCTBUS I'€HOB;

- METOJIbl M3YyYEHHUSI HACIIEICTBEHHOCTH W W3MEHYHMBOCTH YEJIOBEKa B HOPME H
MaTOJIOTHUH;

- OCHOBHBIC BHJbl HM3MECHUMBOCTH, BHIBl MYTallMid y 4YeloBeKa, (HaKTOPHI
MyTareHesa;

- OCHOBHBIE TPYMIIbI HACIEJCTBEHHBIX 3a00JE€BaHUM, MPUUYMHBI U MEXAHU3MBI
BO3HHUKHOBCHHUS;

- Lead,  3aJa4d, METOJbl W TOKa3aHUs K  MEIUKO-TEHETUYECKOMY
KOHCYJIbTUPOBAHHUIO.

YuebHo-MeTOIMYECKOE TTocoOUe pa3paboTaHO sl OOyYarolIuXCsi M TMpernojaBaTenei,
COJICP’)KUT METOJMYECKHE YKa3aHUS K TMPAKTUYECKUM 3aHSATHSM, CIHCOK JIUTEPaTypHI,
KOHTPOJIbHBIE BOMPOCHI, TECTHI Ui KOHTPOJIS 3HAHUW W TIO3BOJIIET B KpaT4allllue CPOKU
OpraHU30BaTh BBHIMOJHEHUE MPAKTUYECKOTO 3aHATHSA, OPOPMHUTH OTUET U MPOBECTH €ro cAady.
[TocoGue mpenycmaTpuBaeT NnpoBeAcHHE 9 MpakTUYecKuX 3aHATUH. [IpakThdeckue 3aHsATHS
MPOBOJATCS JUIsi OOYYaIOIIUXCSl TOCIIE TEOPETHUECKOrO HM3YyUEHHUS COOTBETCTBYIOIIMX TEM
nporpammel aucuuiuinabl OIT 04 ['eHeTnka 4denoBeka ¢ OCHOBAMU MEIUIMHCKOW T€HETHKH.
Ha nmpakTudeckux  3aHATHSX  KOHKPETU3UPYIOTCS, YIAYONAIOTCA W 3aKPEIUIsioTCs
TEOPETUYECKUE 3HAHUS OO0y4alomuxcs W MPUOOPETAIOTCS OIpeAelieHHbIE YMEHUS B
coorBeTcTBUU ¢ TpeboBanmsamMu OIl 04 I'eHeTwka denmoBeKa C OCHOBAMH MEIUITMHCKOM
TCHETUKH.

[IpenogaBarens 3apanee MHOOPMHUPYET OOYUAIOIMIUXCS O MPEACTOSIIEM MPAKTUYECKOM
3aHSATHH, YTOOBI JaTh BO3MOXKHOCTH TOJTOTOBUTHCS K HEMY, MOBTOPHUTH TEOPETUYECKUN
Marepuan u HauOosiee 3(P(HEKTUBHO HCIOIB30BaTh OTBEJECHHOE HA BBINOJIHEHUE PaOOTHI
BpeMsI.

Kaxnoe npakTuueckoe 3aHsATHE 3aBEPUIACTCS 3AMOJIHEHUEM OTYETa, 1€ B MHUChbMEHHOU
dbopMe naroTcs OTBETHI HAa KOHTPOJBHBIE BOMPOCHl W TECTOBBIE 3alaHusi. B mocobun
MIPUBEJICHO MMPUMEPHOE COJIEPKaHNE KOHTPOJIbHBIX BOMPOCOB U TECTOB JUIsl KOHTPOJISI 3HAHUH,
KOTOpbIE MOTYT OBITh U3MEHEHBI U JIOMOJHEHBI MPEINOI1aBaTeIIsSMU.

[IpakTudeckue 3aHATHS MPOBOJSATCS B CIIEIUATBLHO 00OPY/IOBAaHHOM Y4eOHOM KaOWHETe
TCHETUKH YeJI0OBEKa C OCHOBAMH MEIUITUHCKOM IT€HETHUKH.

OobopynoBanue yueOHOro kaduHeTa:
. TaOmuIbL.
. HaGops! cnaiinoB «XpoMOCOMHBIE CUHAPOMBI».
. Habopst poTocHIMKOB OOTBHBIX C HACIEACTBEHHBIMU 3a00JICBAaHUSMU.
. MHEKpPOCKOIIBL.
. Mukponpenaparsl.
. MyneTuMeua cuctema (KOMITBIOTEp, HHTEPAKTHBHAS JIOCKA).
. Buneopunbmer.
. OGyuaromue KOMIbIOTEPHBIEC TPOTPAMMEBI.
. KonTpoaupyromnme KoMIbIOTEpHBIC TPOTrPaMMBbI

O 00 1N AWK —



INPAKTUYECKOE 3AHSATHE Ne 1
Tema 3ansaTusa: OCHOBHbBIE TUIIBI JEJIEHUS 3YKaPUOTUYECKOM KIeTKU. ["'ameTorenes.

I_[e.m, 3aHATUA: 3aKpPCIUICHUC TCOPCTHYCCKUX 3HaHUK B oOJacTH CTPOCHHA
3YKapHOTquCKOﬁ KIICTKHU, CTPOCHUA, q)YHKHI/II/I H THUIIOB XpOMOCOM YCJIOBCKA, OMOJIOTrHYECKOM
poJin MHUTO3a U Meﬁ03a, u HpI/IO6peTCHI/IC HAaBBIKOB aHaJIn3a KapuorpamMm M OIPCACICHUSA
KapuOTHII.

TEOPETHUYECKHAM BJIOK.

KuzHp KIETKM OT MOMEHTa €€ BO3HUKHOBEHHS B pe3ylibTaTe JeJIeHHs MO0 €€
COOCTBEHHOTO JICJICHUS — WJIM CMEPTH Ha3bIBACTCS KU3HEHHBIM LHMKJIOM KJIETKHU. B TeueHne
BCEH KU3HU KIIETKH pacTyT, TU(HEepEeHIUPYIOTCS, BRIMOIHAIOT crieruduueckue §yHKIHH.

Kusep KIETKH MEXAy ICICHUSIMH WIH OT JCJICHHsS 10 € THOSIH Ha3bIBaeTCs
uHTepda3oi. Ilepuom ot pgeiacHUS KISTKH J0 €€ THOeId XapakTepeH Ui  KJIETOK
MHOTOKJICTOYHOTO OpPTaHW3Ma, KOTOPBIE IOCIE JEJICHUS YTPATHIIH CIOCOOHOCTh K HEMY
(3pUTPOLUTHL, HEPBHBIE KJIIETKH U T. I1.).

HNurepda3zy nenst Ha tpu nepuona: Gi, S u Go.

Gi-mepuoa —mnpecUHTEeTHYECKHUI- pocT KieTok, cuHTe3 PHK, OenkoB, moBblaeTcs
aKTUBHOCTh (PEPMEHTOB, YYAaCTBYIOIIMX B DJHEpreruueckoM oOmeHe. B ocHOBe kaxaoi
XPOMOCOMBI JISKUT ofHa ABycnupaibHas moliekyna JIHK. Komruectso JIHK B numiouaHoi
KJIETKE Ha ATOW CTaJANH 0003HAYaeTCs CHUMBOJIOM 2C.

S-nmepuoa-cuHTETHYCCKHA- perumKaius (yasoeHue konuwdectBa) JIHK, nHaumnaercs
yABOEHHE IeHTpuoiend. Kaxpas Xpomocoma COCTOMT M3 JBYX CECTPUHCKHX XpOMAaTHJ,
conepxut JIHK 4c. Uucio xpomocom He mensercs (2n). [IpomomkurensHocts cuate3a JJHK -
6 - 12 yacoB y MJIEKONTUTAIOIIHX.

B Go-nepuoae wucnpamisiorcs omuOKM, jgonyuieHHble npu  perumkauuu  JIHK,
HakaruiBaeTcsa sHeprus AT®, 3aBepiiaeTcsi yIBOCHHE LIEHTPUOJIEH, MUTOXOHAPHI, MJIACTU/I,
CUHTE3UPYIOTCST O€NnKHM, W3 KOTOPBIX CTPOUTCS aXpPOMATHMHOBOE BEPETCHO JICJICHWS,
3aKaHYMBAETCS POCT KIIETKHU.

CylecTByOT TPH CII0C00a /1e/IeHUs KJIeTKH: MUTO3, aMHTO3, MeHO03.
MmuTo3 - mitos (rped. - HUTH) - IPOIecC HENPSIMOTO JIeJICHUS COMATUYECKHX KIIETOK.
Muto3 cocTouT u3 yeThipex (a3: mpodasbl, metadassl, anadasbl, Tenodassbl.
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Pucynok 1 - Cxema ctaauii MuTO3a



Buonoruyeckoe 3HaueHne MUTO3a:

1. Crtporo oAMHAaKOBOE paclpeiesieHne MEXy T0YEPHUMHU KIETKaAaMU MOJIEKYII
JIHK maTepuHCKON KIIETKH.

2. ObecneunBaeT 00pa30BaHNUE T€HETUUECKH PABHOLIEHHBIX KJIETOK M COXpaHsAETCA
IPEEMCTBEHHOCTh TOKOJICHUH.

3. ObecnieunBaeT >MOpPHMOHANLHOE PA3BUTHE U POCT OPraHU3MOB, PEreHepaIuio
OpraHoB W TKaHed. M3 oaHON OIIOAOTBOPEHHOW SMLEKIECTKH BO3HUKAET LEJBIA OPraHU3M
YeJIoBeKa CO BCEMU €r0 OpraHaMH U TKaHsIMH, B KOTOpo coaepxkutcs npumepHo 1014 knetok.
Henenue comamuueckux xiemox TPOAOIKAECTCS y B3POCIOr0 4YeIOBEKa, OCOOEHHO B TaKUX
TKaHSX, KaK KOKa, KOCTHBIA MO3T, CIIM3UCThIE 000JIOUKH U T.I.

ATHNHYeCKHEe MUTO3BbI:

1. BO3HHMKAIOT MpPH TMOBPEKJACHUM MHUTOTHUECKOIO amnmapara M XapaKTepU3yITCs
HEpPaBHOMEPHBIM  paclpelie]IeHHeM TI'e€HEeTHYECKOr0 MaTepuana MeXIy KIeTKaMu -
aHeyIiouauen (OT rpey. an - He, eu-IpaBUIbHOE, ploon - CKIIA/IbIBAI0); BO MHOTUX CIIydasx
UTOTOMUSL OTCYTCTBYET, B pe3yjibTaTe (OPMHUPYIOTCS THUTAHTCKUE KIETKU. ATUIHUYECKUE
MHUTO3BI XapaKTEPHBI JIs1 3TOKAYECTBEHHBIX OIYyXO0JIeH U 00Ty4YEeHHBIX TKaHEH.

2. OOYCIIOBJICHBI AaHOMAIHMSIMH XPOMOCOM-XPOMOCOMHBIMH alGeppanusiMu (OT JIaT.
aberratio - oOTKJIOHEHHWE)- CIHMIIaHWE XPOMOCOM, HX pa3pbiB Ha (pParMeHTHI, BBIMAICHHE
ydacTka, oOMeH (parmMeHTamu, yJIBOEHHE OTACNBHBIX y4YacCTKOB XpPOMOCOM U J1p. Moryt
BO3HHUKATh CIIOHTAaHHO, HO 4Yalle BCJEJICTBUE JCHCTBUSI Ha KJIETKH MYTarecHOB W
MOHU3UPYIOIIETO 00JyYeHHUS.

3. DuaomMuTo3-(oT rpeu. endon — BHYTpPH) BapHaHT MHUTO3a, IIPU KOTOPOM MPOUCXOIUT
YABOEHHUE YMCIIa XPOMOCOM BHYTPH SiIEpHON 000J70uku Oe3 e€ paspyiieHus u oOpa3oBaHUs
BEpeTeHa JICTICHHUS.

HMoaunaonaus (ot rped. Poly — MHOTO U ploos — CKJIaIbIBaTh) -KJICTKH, COJICPIKAIINC
0oJjiee ByX raruioMHBIX HAOOPOB XpOMOCOM B Pe3yJibTaTe MPEIIICCTBYIOMUX YHIOMHUTO30B.
Ona cBolicTBeHHa MONMU(GYHKIIMOHAIBHBIM dJIeMEHTaM (KJIETKaM IEUYEHH, CEep/Iia, CIFOHHBIX
xKenes U Ap.). B 3aBUCHMOCTH OT 4nCiIa XpOMOCOMHBIX HA0OPOB B MOJUIUIOUIHBIX KIETKAX UX
Ha3bIBalOT Tpu-(mipu 3), Terpa-(npu 4), nenra-(npu 5) u T. A. -TuiouAHbIMU. [lonuniuonnnsie
KJIETKU OTJIMYAIOTCA TUTAHTCKUMU Pa3MepaMU U YaCTO BCTPEUAIOTCS B OMYXOJEBBIX TKAHSIX, a
TaK)K€ B TKaHAX, MOJABEPTHYTHIX JEHCTBUIO MMPOHUKAIOIICH paaraiiiu.

AMMTO3 - TpSIMOE JieJeHHe KIETKH, IPU KOTOPOM SIIpO HAXOAUTCSA B HHTEp(azHOM
COCTOSSHUU. XPOMOCOMBI HE BBIABIAIOTCS. Bepereno neneHuss He oOpasyerca. AMHUTO3
MPUBOJUT K MOSIBJICHUIO JBYX KJIETOK, MHOTJA BO3HUKAIOT JIBYSJEPHbIE M MHOIOSJIEpHBIE
KJICTKH. AMHUTOTHYECKOE [IeJIEHWE HAYMHAETCS C M3MEHEeHHs (OpMBbI M YHCIa SApBIIIEK.
KpynHble sApbILIKY JensTcsl NEpeTsHKKOW, 3aTeM NMPOMCXOAMT JAENIEHUE siipa MEepeTsKKOM,
oOpa3ys J1Ba sAJpa WM MHOXECTBEHHOE pasJielieHHe sapa, ero ¢parMeHrauus. Sapa Moryr
OBITh HEPaBHOW BEITMYMHBL. AMUTO3 BCTPEYAETCS B OTXKUBAIOLINX, IETCHEPUPYIOIINX KIETKaX,
HECTIOCOOHBIX AaTh HOBBIE KU3HECTIOCOOHBIE KJIETKU. B HOpME aMUTOTHYECKOE JIeJICHHE Aaep-
B 3apOJIbIIIEBBIX O000JOYKAX JKUBOTHBIX, B (OJUIMKYISPHBIX KJIETKaX SUYHHUKA; TpU
Pa3IMYHBIX NTaTOJIOTMYECKHUX Ipoleccax (BOCHaleHHe, 3I0KaYECTBEHHBIN pOCT U Ap.).

Meiio3 — aenenue, IpUBOASAIIECE K YMEHBUICHUIO B sIAPE KIETKUA YHCIIa XPOMOCOM BJBOE,
C auIIouHOro (2n) ao ramnouaHoro (n). [Ipoucxoaut oOpazoBaHue U CO3pEBaHUE MOJOBBIX
KJIETOK M3 OCOOBIX COMAaTHYECKHX KJIETOK SUYHHUKOB M CEMEHHHUKOB. Meuio3 BKIIIOYACT JIBa
neneHus kietok- meio3 I m merio3 II. Kaxxmoe u3 3TMX JneiaeHHil COCTOUT M3 4-X CTaaui:
npogassl, MeTadasbl, aHadazbl U TeT0(asbl.

IlepBoe MeWOTHUYECKOE ACIICHWE Ha3bIBAIOT PeAYKUMOHHBIM. B pesynbpraTe uM3 oxHOU
KJICTKH C AWIUIOUTHBIM HAaOOpoM XpoMOCOM OOpa3yloTCsl JBE IOYEpHUE C TarIOMTHBIM
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HaObOPOM, KOTOpbIE B CIIEpMATOTE€HE3€ HA3bIBAIOT BTOPUYHBIMU CIIEPMATOLIUTAMHU, & B OOT€HE3E
— OOLUTaMH.

Bo Bpems uHTEpdhaszbl MEXy MEPBBIM U BTOPHIM JIEJICHHEM B S TIEPHO]] HE MPOUCXOJUT
peaymkanus MoJiekya JIHK.

B mpodaszy I npoucxoaut BaxkHOoe cOOBITHE C TOYKHU 3PEHHs CO3/IaHUSI T€HETUYECKOTO
pazHooOpa3usi — KPOCCHHIOBep- OOMEH TOMOJOTHYHBIMU YYaCTKAMH HECECTPUHCKUX
XpOMaTu, T.€. XpOMATHJ, OTHOCSIIMXCS K Pa3HbIM IMApaM TOMOJOTHYHBIX XPOMOCOM. Y
XKeHIMMH mpodaza | aKkTUBHO MPOTEKAaeT B TEUEHUE HECKOJIBKUX MECAIEB B MEPHO
BHYTPUYTPOOHOTO pa3BUTHSA, a TOJHOCTbIO 3aKaHYMBAETCSI K MOMEHTY OBYJSILUUA B
MOJIOBO3PEIIOM BO3pacTe, a y My 4uH Jiautcs 20-25 cyTok.
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Pucynok 2 - Cxema ctaguii Merosa

Btopoe melioTndeckoe aeneHue Ha3bIBalOT IKBAIMOHHBIM. OHO MOX0XE Ha MHUTO3. M3
XpPOMOCOM, HMEKIIMX JBE XPOMAaTHUJbI, 00pa3ylOTCS XPOMOCOMBI, COCTOSIIHME U3 OJHOMN
XpOMaTHJIBl (JIETUTCS YABOCHHBIN TaIuIOMAHBIN Habop Xpomocom). B pesymbrare BTOpOTO
MEHOTHYECKOTO JICTICHUsST 00pa3yroTcsl B My)KCKOM raMeToreHese 4 criepMaThibl, a B )KEHCKOM
raMeToretese — SUIeKIeTKA.

buojiornyeckoe 3HaueHue Meiio3a:

1) oOpa3oBaHKe MOJOBBIX KIETOK C TAIUIOUIHBIM HAaOOpPOM XPOMOCOM, MTO3TOMY PeOEHOK
MOJIy4aeT OT KaXJOro W3 POAUTENIel TOJOBUHY €ro Habopa XpOMOCOM M BKJIAJl KaxJIO0Tro
pOIUTENSI B TEHOTHIT pEOCHKA OJTMHAKOB;

2) OMBAJICHTBI PACXOAATCS HE3aBUCUMO JPYT OT JIPpyra K pa3HbIM IMOJIKOCaM KJICTKH, YTO
OOBSCHSAET HE3aBUCUMOE HACJICJOBAHWC TMPU3HAKOB, €CIM WX TCHBI HAXOMATCS B Pa3HBIX
XPOMOCOMaX.

3) B pe3yibTaTe KPOCCHHIOBEPA 00pa3yeTcs GONBIIOE YMCIO HOBBIX KoMOMHamuii (22°)
HETOMOJIOTMYHBIX XPOMOCOM M 3TO SIBJISICTCS OCHOBOH TI'€HETHYECKOW WHIMBHUIYATbHOCTH
YeJioBeKa Ha XpOMOCOMHOM YPOBHE.
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4) cmydvaiiHasi BCTpe4ya ramMeT — KOMOWHATHBHas M3MEHUYMBOCTh. BceienctBue uero y
JeTell TOSIBIISIFOTCS TPU3HAKH, KOTOPHIX HE OBLIO Yy poauTeneil. ITo MaéT BO3MOXKHOCTH
MPUCTIOCOOUTHCSI K OKPYXKAIOIIEH cpejie.

ITaTosorusi meiio3a. B pe3ynbrare HapylieHUs JACICHUS BO3HUKAIOT MOJIOBBIE KJIETKH C
HEeTPaBWJIbHBIM HAOOPOM XPOMOCOM, HUIM C BUAOU3MEHEHHBIMH XPOMOCOMaMH, YTO MPUBOIUT
K BPOKJIEHHOM HACJIEICTBEHHOM MATOJIOTHH.

[Ipouiecc 0Opa3oBaHus raMeT Ha3bIBAETCS FAMETOreHe30M, Pa3BUTHE CIIEPMATO30MI0B —
CIIEPMATOTE€HE30M, Pa3BUTHE SIUIIEKIIETKH — OBOTCHE30M.

I CnepmartoreHes OBoreHes (OoreHes)
dasa
PASMHOXEHUA

o8o0c20oHUU
criepmamoecoHuUuU

MUTO3
2n2c 2n2c
- ¢dasa
cnepmamouyum POCTA osoyum
Inopﬁdka POCT KNeTKu, / nopﬂdKa
- 2n4c penaukauua JHK 2n4c

cnepmamouyum d)aaa osoyum
Il nopadka n2c CO3PEBAHUA Il nopadka
menos
< cnepmamudbl nc

cnepmaTosounapl ? ? ? \ FIUMEKﬂemKa http://biologyonline.ru
¢a3a nOﬂHpr/e
nc 3uzoma (HanpasumesnovHbie)
SPOPMUPOBAHUA e

Pucynok 3 - ['ametorenes

Otnuyne cepMaToreHes3a OT OBOTeHesa:

1. [Ipu cnepmatorenese (1o 64 nHeil) U3 OJHON MCXOMHOM KIETKH oOpasyercs 4
CIepMaTo30uja, a Mpu oBoreHe3e (HauMHaeTcs y mioja B 12 Henenb U octaHaBiauBaercs Ha 20
Hezgene (mpodasza 1) u Bo3oOHOBIseTcs B myOepTaTHOM mnepuone)— 1 sifuexnerka u 3
HaIpPaBUTEJbHBIX TEJNbLA.

2. [Ipu cnepmaroreHese 30Ha pocTa OYEHb KOPOTKas, IPU OBOTE€HE3€ — JJIMHHAsS
(HaKOTJICHUE MUTATEIBHBIX BEIIECTB JUIsl OYYIIEero 3apo/ablIia).

3. [Ipu cnepmatoreHe3e ectb 30Ha (OPMUPOBAHMS, TPHU OBOTEHE3e OHA HE
BBIpa)KEHA.

4, B pesynbrare 3a BCIO H3Hb B MY)>KCKOM OpPTaHH3ME MPOAYIUPYIOTCS HE MEHEE

500 mupza. cnepmaro3ouIoB, MOJABUXKHBI, V=7 Mmwm/cek. K Hadamy monoBoro cospeBaHus B
saudHuKax HaxoauTesa npuMmepHo 100 000 oBoIUTOB, OAHAKO 33 BECh PENPOYKTUBHBIN MEpUOT
B SIMYHUKAX JKEHIIMHBI 00pazyetcs npumepHo 300 — 400 oBOLUTOB.

Iopsinok BBINMOJTHEHUS MPAKTHYECKOT0 3aJaHUsI:

- U3y4UTh MaTepuai no y4eOHuKy /2/, TeopeTndeckuii OJIOK K MPAKTHYECKOMY 3aHITHIO
Y METOIMYECKUE YKa3aHUS K MPOBEJCHHUIO MPAKTUIESCKOTO 3aHSTHS;

- BBITIOJTHUTD MIPE]IOKCHHBIC 3a/1aHuUS;

- CZIeNIaTh BBIBOJBI 110 IPAKTUYECKOMY 3aHITHIO.
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BOIIPOCHI 1JIs1 CAMOKOHTPOJIA

1 Yro u3ydaer reneruka yenoeka? UTo Takoe HACIEACTBEHHOCTb U U3BMEHYUBOCTh?

2 Ha Kakux ypOBHAX OpraHu3allUd >KU3HU MOXKHO IPOBOJIUTH TI'E€HETUYECKUE
uccinenoBanus? llepeuncnure pasaenbl TEHETUKH, B KOTOPBIX MCCIEAOBAHMS MPOBOJATCS Ha
YPOBHE: NOMYJISILUHU; CEMbU; OPraHU3Ma; KJIETKH; OTAEJIBHBIX MOJIEKYIL.

3 KakoBbl pa3ianuus MeXAy TEHETHKOW 4YeJIOBEeKa, MEJUIMHCKON M KIMHHYECKON
TE€HETUKOU?

4 Yem omiMyaroTcs THOPUIOJIOTMYECKHM W reHeasorndyeckuil ananus? Ilouemy
rUOPHUI0IOTUYECKUN aHAJIN3 HE UCIIONIb3YETCsl B TEHETHKE YesloBeKa?

5.Yrto takoe kapuotun? Kakoil kapuoTu yenoBexa?

6. XpoMocoMBbl, UX cTpoeHre. Buapl MeTadazHbIX XpOMOCOM.

7. Muto3, ero 6uoa0oru4eckoe 3HaueHue. XapakTepucTHKa OCHOBHBIX (a3.

8. Meiio3, ero Ouosoruyeckoe 3HaueHue. XapakTepuCcTHKa OCHOBHBIX (a3.

9. LluToreneTnueckuii METO, €ro rnokazanusa. Hampasienus metona.

10. Buasl sxcripecc-I1uarHoOCTUKY MOJI0BOTO XPOMAaTHHA.

11. KaprotunupoBaHue, €ro onpeaeieHue 1 3HaueHue.

METO/JMKA BBIIIOJTHEHUS 3ATAHUM:
1. 3apucyiitTe XpoMocOMBbI, oOmnpeaejJuTe BHALI XPOMOCOM M HMX YacTH
COOTBETCTBEHHO N M 3alIUIIIUTE B TETPA/b.

3 5

g e /
s/ Ny ™ 4 P o S5,
i e

2. 3anosHuTE TA0JAMILY.
Bomnpocsl 11 cpaBHeHHs Muro3 Meiio3

1. Kakue u3MeHeHust IpoucxXosT B siape B uHTepdaze?

2. KonuuectBo (a3 nenenus?

3. XapakTepHa JIM KOHBIOTalUsl TOMOJIOTUYHBIX
XpoMOcoM?

4. Kakoe 4ucio TI0YepHUX KJIETOK oOpa3yercs?

5. Kakoe 4ncio XxpoMOcoM MoiydaeT Kaxkaas IT0YEepHss
KJIeTKa?

6. Kakue xkieTku gensrcs?

7. Kakoe 3HaueHue UMeEET JIsl CYIIECTBOBAHUS BUIA?

3. A3yuuTe aJiropuT™M aHa/iu3a KapuorpamMMm 4ejioBeKa U NpuMepbl 3a1a4.

AHaJIU3 KAPHOrpaMM
Kapuorpamma — 310 n300pakeHHE BCEX XPOMOCOM TUILUIOMIHOTO Habopa KIETKH,
KOTOPBIE pacCIpelerieHbl 10 TpylmaM M PacloOXKEHBl JIpyr 3a JIpyroM B IIOpsJIKE
YMEHBIICHUS Pa3MepPOB C YUETOM UHANBUAYATbHBIX OCOOCHHOCTEN KaXKI0W XPOMOCOMBI

IIpu ananu3e KAPUOrpaMMbl HYKHO ONPeAeJUTh Cieaylolee:
1. Obwee xonuuecmso xpomocom -TPOHYMEPYHTE Mapbl TOMOJOTHYHBIX XPOMOCOM
(maxxe ecni OHU TIPEICTABJICHBI HE IBYMSI, & OJHOM HJIU TPEMS XPOMOCOMAaMH ).
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2. Konuyecmso u 6ud aymocom - HauJuTe Ha KapuorpaMMe ayTOCOMBI.

3. Konuuecmso u 6ud nonosvix xpomocom. I1o0BbIe XpOMOCOMBI OOBIYHO paCIIONararoT
OTIEeNbHO OT ayrocoM. HopMmanbHas KapuorpaMma coJep:KUT 23 mapbl XpoMocoM (22 mapsl
ayTocoM u | mapy moyioBerx xpomocom). Kaprorpamma G0IbHOTO YeITOBEKAa MOXKET COJIEPIKATh
45- 46 ayTocom H 1-3 MOJOBBIX XPOMOCOMBI.

4. Hanuyue anomanutl yucia xpomocom (JIMIIHUE WU HEIOCTAIOUINE)- OINpeesuTe
TIOPSITIKOBBIN HOMEP Tapbl XPOMOCOM, B KOTOPOW 0OHapyKeHA MYyTAaIIHsl.

5. Hoenmughuyuposamv eenemuueckuti _non. Ecam Bce XpPOMOCOMBI  OJWHAKOBBIC,
CpEeHEero pa3Mepa M METAlEHTPUYECKUE, 3HAYUT 3TO — X-XpPOMOCOMBI, U Tepea BaMu
KapuorpamMma >»EHCKOTO OpraHu3ma. Eciu cpeiad TOJOBBIX XPOMOCOM €CTh HeOOoJbIast
aKpOIICHTPUYECKAs XPOMOCOMa, 3HAYUT ATO — Y-XpOMOCOMa, a Tepe]l BaMH KapHuorpaMma
MY>KCKOT'O OpraHU3Ma.

6. Dopmyny kapuomuna - BKIIOYAET B ceOs: a) 3amUCh OOIIETO YKCIIa XPOMOCOM, O)
3alUCh COYETAHMS TMOJIOBBIX XPOMOCOM, B) CBEICHHS 00 aHOMAJIMHU YKCIIa XPOMOCOM (eciu
MMEeTCs): YKa3bIBAIOT XPOMOCOMY U BHJI aHOMAJIUH.

Hampumep, ¢opMyna kapuoTuma XKeHIIUHBI, ¢ 100aBouHOM 8-if xpomocomon- 47, XX,
+8; dhopmyna My KYHHBI ¢ CHHIPOMOM nojiucoMuu 1o Y- 47, XYY,

1. Hoenmuguyuposamv HOpMALbHBII UTU NANONOSUYECK UL KAPUOMUN 4eN08EKd.

IHPUMEPDBI PEHHEHUS 3ATAY.
3.1. OnumuTe KapuOTHIIL, TTOIB3YSICh PUCYHKOM KapUOTHIIA 37J0POBBIX MY>KUHHBI U
JKCHIIUHBI.

Rapuotun
/
()60 858 0 300K 9K Ay

1 2

KN 8K 5 AN K3 A4 XK k& X5 XK

[ 10

A an An XX AC KX &k Ah BA KX AR AR
13 11 14 15 ]

3 16 L A

14 15 ] v (] 13

ux XM Xk AW XX XX An  AA
19 el 21 22 149 20 21 22

\ MHeHuwjuHb: kKapuomun 46, XX MyxcuuHel: Kapuomun 46, )-:"r’/

Onucanue Kapuomuna:

1. O61ee unciio Xxpomocom- 46 1. O6miee uyncno xpomocoMm- 46

2. Yucno ayrocoMm- 44 2. Yucno ayrocom- 44

3. Yucio nojaoBbIX XpOMOCOM- 2 3. Yucno nonoBbIX XpOMOCOM- 2

4, JIniHre XpoMOCOMBI (CKOJIBKO)- 0 4, Jlnmane XxpoMocoMslI (ckoibko)- 0
5. Henocraromue XxpoMocoMbl 5. Henocraromue XxpoMocoMbl
(cxompKo)- 0 (cxombko)- 0

6. ['enernueckuit o (Myx., )K€H. )- 6. ['enernueckuit mois (Myx., )KeH. )-
KEHCKUU MYKCKOU

7. ®opmyna kapuortuna - 46, XX 7. ®opmyna kapuotuna - 46, XY

8. HopwMma nnu naronorus - Hopma 8. Hopwma nnu naronorus - Hopma

3.2. OnuiuTe KapuoTHUIIL, MOJIb3YACh PUCYHKOM KapUOTpaMMBbI YeJIOBeKa.
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Onucanue kapuomuna:

1. OGmiee unciio xpomocom- 47
Yucno ayrocom- 44
Yucao noJIoBbIX XpOMOCOM- 3
JlutHue XpOMOCOMBI (CKOJIBKO)- 1
Henocratomiye XxpoMocoMBI (CKOJIBKO)- O
['eneTndeckuii moa (MyXK., )K€H. )- KEHCKHUI
®opmyna kapuoruna - 47, XXX
HopMa uiu matonorusi — naToJIorust

NGk wWN

88

12

4. OnuuuTe KAPUOTHUII, MOJIb3YSCh PUCYHKOM KAPHOTPaAMMBbI YeJIOBEKA B TeTPa/IH.

PEIIUTE 3AJAYMH 110 ITPE VIO’ KEHHOMY AJI'OPUTMY

3agaua 1.

€ 3 B

3

B8 && & &y 2}

6 7 8 9 10

@i 4D 46 IXak &as

i1

X2

i€

ad

aAaX X3
13 149 15 16 17 18 19 20
a4 A Ka »
21 22 x
3agaua 2.
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3agaua 3.
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Onuinure KapuoTHII:

OOG11ee Yrciio XpOMOCOM-

Yuciio ayrocom-

Yucao noJIoBBIX XPOMOCOM-

JIniHue XpoMoCcOMBI (CKOJIBKO)-

HenocTaromire XpoMOCOMBI (CKOJIBKO)-

['eneTnyeckuii moi (Myx., )K€H.)-

dopMyna KapuoTuna -

X N O~ W

Hopwma wnu natonorus -

5. BBITTIOJIHUTE TECT.

Bbi0epuTte 0qMH NpaBHIbHBINA OTBET.

1. Peruukamus [JTHK npoucxoaut B:
a) MPECUHTETHYECKHI 1epro 1 HHTEPPa3bl

0) CHHTETHYECKHUI Iepro nHTep(hasbl
B) MUTO3€

T') MOCTCUHTETHYECKUH TTepuoa uHTepdasbl

2. ®da3za MUTO3a, B KOTOPOU MPOUCXOAUT CHUPATIU3ALMS XPOMOCOM, UCUYE3AET
SIIPBIIIKO, pacragaeTcs saepHast 000JI09Ka U 00pa3yeTcsl BEpETEHO JICJICHHUS:

a) aHadaza
0) Tenodaza
B) mpodaza
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r) uaTepdasza

3. Konproramus XxpoMOCOM MPOUCXOIUT HA CTAIHU:
a) uHTepdazbl

0) mpodassel 1 geneHus meiosa

B) MeTadassl 1 neneHus merioza

r) npodassl Il nenenus meitoza

4. OOMeH yJacTKaMy TOMOJIOTHYHBIX XPOMOCOM - 3TO...
a) KOHBIOT Al

0) KpPOCCUHTOBEP

B) MyTaIus

T') MUTO3

5. KreTouHnslit uimu >KM3HEHHBIN UKIT — 3TO:

a) )KU3Hb KJIETKH B MEpUOJI €€ JAeNeHus

0) ®KU3Hb KJIETKU OT JIEJICHUS /10 CIECAYIOIIETO AEJICHUS WA CMEPTH
B) KHU3Hb KJIETKU B MEPHUO] HHTEP(Da3bI

') 00pa3oBaHue MOJIOBBIX KIETOK

6. Mecrto, e B KIIETKE XPaHUTCS HACIEACTBEHHAs MHPOPMAIIHS, - 3TO:
a) s7po

0) pubOCOMBI

B) MUTOXOHJIPUU

') IUTOIIa3Ma.

7. 3HaueHUEe KPOCCUHTOBEpPA B!

a) HE3aBUCUMOM PACTIPEICTICHIHA XPOMOCOMAaX

0) coxpaHEeHHH TUIIIIOUTHOTO Habopa XpOMOCOM

B) CO3/IaHMH HOBBIX HACJIEICTBEHHBIX KOMOWHAIIUN

T') TO/IJICP’)KUBAHKUH ITOCTOSTHCTBA TEHOTHIIOB OPTraHU3Ma.

Bri0epuTe HECK0/1bKO IPABUJIBHBIX OTBETOB.

8. buonornyeckoe 3HaueHue meiiosa:

a) COMaTUYECKHE KIIETKH COXPaHSIOT AUIIONTHBINH HA0Op XpOMOCOM

0) 00pa3yrOTCsS reHeTHYECKH pa3HOOOpa3HbIe KIIETKU

B) 00pa3yeTcst KIETKH C ralyIouHBIM Ha0OpOM XPOMOCOM

r) 00pa3zoBaBIIKECcs KJIETKH 00J1aJal0T CIOCOOHOCTHIO K OIJI0I0TBOPEHHUIO

9. Tunel xpomocoM:
a) METaLEHTPUYECKHE
0) cyOMeTaleHTpruYecKue
B) aKPOLIEHTPUUECKHUE
') ME30IICHTPUYECKHE.

10. [{enTpoMepa B XpOMOCOME BBITIOTHSICT (PYHKITHH:
a) 00beauHSET mapy XpOMaTH]I B XPOMOCOMY

0) oOecneunBaeT yIBOCHUE TOMOJIOTHYHBIX XPOMOCOM
B)  ydYacTByeT B OMOCHMHTETHYCCKHUX MPOIeCcCcax KICTKU
I)  OIpenemsieT MOJ0KEHNE XPOMOCOM B KIIETKE
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11. B npodaze I meitornaeckoro AeneHus TPOUCXOIUT:
a) cupanuzaius xpomocomuoi JIHK

0) KOHBIOTAIUSI TOMOJIOTHYHBIX XPOMOCOM

B) PacXOKJI€HHUE TOMOJIOTHYHBIX XPOMOCOM

F) ICPCKPCCThI U 0OMEHBI Y4aCTKaMH I'OMOJIOTHYHBIX XpOMOCOM

YcTaHoBHUTE COOTBETCTBHE.

12. CooTHECHTE OCHOBHBIEC T€HETUUECKHE TTOHATHS C UX OIIpCACIICHUAMU.

a) TeHEeTHKa 1) cBOICTBO OpraHM3MOB TepeaaBaTh

uHpopManuo 0

IIPU3HAKAX U CBOMCTBAX OT POAMTENIEH IOTOMKAM;

0) HaAcCIeICTBEHHOCTH 2) Hayka O 3aKOHAaX HACJEJACTBEHHOCTH, H3MEHYHUBOCTH U
HacJe0BaHUN MPU3HAKOB OpTraHU3MaMu;

B) M3MCHYHMBOCTH 3) XpOMOCOMHBIM HaOOP OpraHU3Ma HiIH KIETKH

I) KapuUOTHII 4) CBOKMCTBO, KOTOpOE  3aKJIOYaeTCsI B  CIIOCOOHOCTH

OpraHnu3MOB HpI/IO6peTaTB HOBBIC IIPU3HAKH U CBOIMCTBA.

13. CooTHecHuTe XpOMOCOMEBI C METOIOM MCCIICIOBAHUSI.
a) X-xpoMocoma 1) F-tenbie
0) Y-xpomocoma 2) KapuOTHITMPOBAHUE

B) ayTOCOMBI | MTOJIOBBIE XpOMOCOMBI  3) Telblia bappa

14. CootHecure a3y JeseHus ¢ MPoLecCaMu:
a) Meradasa 1) pacxoxkaeHue rOMOJIOTHYHBIX XPOMOCOM
0) anadaza | meiioza 2) o0Opa3oBaHHE XPOMOCOM
B) aHnadasza MUTO3a 3) XpOMOCOMBI B IEHTPE KICTKU
r) npodasa MuUTO3a 4) pacxoXICHHE XPOMAaTH/T
15. YCTaHOBUTE COOTBETCTBHE MEXK]Y IPOIECCAaMH, MPOUCXOISIIUMHA BO BpeMs

ACJIICHHUA KIICTKU, 1 crocodbamu JACICHUA.

XapaKkTepUCTUKHU ITPOLIECCOB
a) o0ecreunBaeT poCT U Pa3BUTHE OpraHU3Ma
0) B pe3yJbTare JAejIeHUs 00pa3yrTCsS COMAaTHUYCCKUE KIICTKH
B) TIOJIZIEP>KMBAET MOCTOSIHCTBO YHCIIA XPOMOCOM B KJIETKax ocobei
OJTHOTO BHUJIA MPH TOJIOBOM PAa3MHOXKCHUHU
T') JEKUT B OCHOBE KOMOWHATUBHON M3MEHYUBOCTH
1) ISKHUT B OCHOBE BET€TaTUBHOTO Pa3MHOKECHHUS
€) B Ipoliecce JeJeHns 00pa3yroTcs OUBaICHThI

JomosiHure.

Crioco0 nemeHus
1) muto3
2) Meiio3

16. [TapHblE XpOMOCOMBI, OJWHAKOBBIE Y MYXCKMX M JKEHCKHUX OpPraHU3MOB,

Ha3bIBAOTCSA
17. KonnyecTBo XpoMOCOM B IIOJIOBBIX KJIETKAaX YEJIOBEKA -

18. XPOMOCOMBI, UMEIOT OAMHAKOBOE CTPOCHHE U OAUHAKOBBIN

MOPSIAOK T€HOB.
19. KoH1eBbIE yyacTKH XpOMOCOM, Ha3bIBAOT

20. Konsbroranus —31o
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MNPAKTUYECKOE 3AHATHUE Ne 2

Tema 3anaTusa: PemeHue CcuTyalHMOHHBIX 33/ad MO OIPEACICHHID HW3MEHCHHU B
CTPYKTyp€ HYKJIECHHOBBIX KHUCIOT B TpollecCe CHUHTE3a Oelika, MPUBOJAIINE K Pa3TUYHBIM
3a00JIEBAHUSIM.

IIEHL 3aHATUSA: 3aKPCIUICHUC TCOPCTUICCKUX 3HaHUH OMOXMMHYECKHX OCHOB
HaCJICACTBCHHOCTH

151 HpH06peTeHHﬂ YMCHUA OIIPCACIIATL UBMCHCHUA B CTPYKTYPC HYKIICHMHOBBIX KHCJIOT B
mponecce CUHTC3a Ocika IIpHU pCIICHWH 3aa4.

TEOPETUYECKHM BJIOK.

Baxxnelmum aHabOIMYECKUM IIPOLECCOM SBIISIETCS CHHTe3 Oesika. CriocOOHOCTh K CUHTE3Y
TOJIBKO CTPOTO OINpeieNeHHbIX OEIKOB- HaCJIeJICTBEHHOE CBOMCTBO OpraHu3MoB. B onHOi
monekysne JJHK moxeT ObITh 3akoaupoBaHa IMOCIEI0BATEIIBHOCTh aMHHOKUCIOT Ui MHOTHX
oenkoB. [lnan nocrpoenus Oenka 3akoauposan B JIHK, koropas HenmocpeacTBEHHOroO y4acTHs B
CUHTE3€ OEJIKOBBIX MOJIEKYJ HE IPUHUMAET.

IIponecc OuocuHTe3a 0eJIKa OCYILECTBISIETCS Ha pUOOCOMAax, pPACIOJIOKEHHBIX B
LUTOILIa3Me.

Tpanckpunuus - nMepenuchbiBaHUs TeHeTUYeCKo nHpopMaluu myrem cunre3a u-PHK mo
MPUHIIMITY KOMIUIEMEHTApHOCTH Ha ojaHol wu3 1uenedl monekyabl JIHK. Tlpoucxomutr Ha
HEOOJBIIOM €€ ydacTKe, OTBEYalolleM omnpeneiaeHHoMy reHy. Yacte npoiHoil cnmpanu JJHK
packpy4yuBaeTcs, OoOHa)kas KOPOTKHH y4acTOK OJHOM M3 Iemeil, KOTOPBIM OyIeT CIyXHUTh
Matpunieid ans cuHTe3a u-PHK. Bpmonas sroit memm auxkercs depment PHK-momumepasa,
CoelmuHsA MEXIy coboil HykimeoTuasl B pactymyto 1mens u-PHK, mnocnegoBarensHOCTH
HYKJICOTHI0B KOTOPOM SIBJISIETCA TOYHOM KOMUEN MOCIIEI0BATEILHOCTH HYKICOTH0B MATPHIIBI.

Tpanckpunuus MOYKET (Mg
MPOUCXOIUTH OJTHOBPEMEHHO Ha
HECKOJIBKMX IF€HaX OJTHOW XPOMOCOMBI U
Ha TEHax, PacIoOJIOKEHHBIX Ha Pa3HbIX
xpoMocomax. CUHTE3UpOBaHHAS B SApE
u-PHK otnensiercsa ot JJHK.

IIpoueccunr- co3zpesanne u-PHK.

UMTONNTASMA

N3  PHK  BeIpe3arorcs  ydacTku P, Tpancnauwma
(crumalicMHT),  KOTOpbIE  HE  HECYT \ Matpmasas PHK
Te€HETHYIECKOH uHopManuu 0 (r ) g
cTpykType Oenka (MHTpoHBI). Yepes %Q \
nopel  sjuepHoit  obomouku  u-PHK @ \\,\( -
OCTyIaeT B LUTOIUIA3My, T < Y
NPUKPEIUIACTCS K pubocoMe. megggzﬁ ‘%

Tpanciasuus- [IepeBoJ 2
Mocaen0BareibHOCTH TpuruieToB u-PHK C<l'\?
B TOCIEJ0BATEIbHOCTh AMHHOKHCIIOT. Fnu a:pu 0
Monekyna u-PHK moxer cBsa3biBaThCA nna
OJIHOBPEMEHHO c HECKOJIbKUMU P ey Earce
pubocomamu. -

Kowmmneke u3 u-PHK u pubocom HazbIBaeTcst noaupubocomoti (nonucomot).
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Tpancnsauuss HauuHaeTrcss co craproBoro kogoHa AVYI. Otcroma monekyna u-PHK
IPEPBHIBUCTO, TPUILIET 3a TPUILIETOM IPOJBHUTaeTcs 4yepe3 pruOOCOMBI, YTO COMPOBOXKIAETCA
POCTOM MOJIMMNENTUAHON LEenoYKd. YUCao aMMHOKHUCIIOT B TAKOM O€JIKE paBHO YUCIY TPUILIETOB
u-PHK.

T-PHK umeer dhopmy, HaMOMHUHAIOIIYIO JUCT KJI€Bepa, HA OJJHOM KOHIIe- aMUHOKHCIIOTa, Ha
IPOTUBOMOJIOKHOM- CHEIU(PUIESCKUIN TPUILIET (AHTHKOI0H), OTBETCTBEHHBIN 3a MPUKPEIUICHHUE
10 TPUHIMITY KOMIUIEMEHTapHOCTH K onpexaencHHomy Ttpuiuiery u-PHK (komon). Kaxmomy
AaHTUKOJIOHY COOTBETCTBYET CBOS aMHUHOKHCIOTa. B (QyHKIMOHAIBbHOM LEHTpEe pPUOOCOMBI
OKa3bIBAIOTCA J[Ba TpuUILIeTa (KOJOHA), C KOTOpbIMU B3auMozeicTByoT n8e T-PHK. B pubocome
OKa3JIUCh 08€ AMUHOKUCIOMbI, MEXKITY KOTOPBIMU BO3HUKAET nentuaHas cBssb. [lepsas T-PHK,
OCBOOOJIMBILIMCH OT aMUHOKHUCIIOTHI, MMOKHIAaeT pudbocomy. [lanee k 0Opa30BaHHOMY JUIIENITUILY
AQHAJOTUYHBIM ITyTEM MIPUCTPAUBAETCS TPEThs, YETBEPTAS U T. JI. aMUHOKHUCIIOTHI, IPUHECEHHBIE B
pubocomy csoumu T-PHK. Ilporiecc mpogomxkaeTcss A0 Te€X Mop, OKa B puOOCOMY HE MOIMAJET
OJIMH U3 TpeX TEPMUHUPYIOMMX KOJOHOB: YAA, YAI nmun YI'A, — nocie dero cuHre3 Oenka
npekpamaercs. CHHTE3 OTHOM MOJNEKYJbl Oellka JUIUTCS BCero 3-4 CeKyHIIbl, KaTaIu3upyeTcs
COOTBETCTBYIOIIUM (DEpMEHTOM U CHaOKaeTcs sHepruei 3a cuet paciuervieHus ATO.

Takum oGpazom, nocienoBarenbHOCTh KoJ0HOB U-PHK onpenenser mocnenoBaTenbHOCTh
BKJIIOUEHHUSI aMUHOKHUCIOT B Iienb Oenka. Ilocne 3aBepmienusi cunrte3a Oenka u-PHK mox
neiicTBueM GEpPMEHTOB pacmaiaeTcs Ha OTJEIbHbIC HYKICOTUIbI.

Ilopsinok BbINOJHEHUS MPAKTHYECKOT0 3a/1aHNS:

- U3YYUTh MaTepHall 1Mo y4eOHUKY /2/, TeOpETUUECKUH OJIOK U METOUYECKUE YKA3AHUS K
MIPOBEJICHUIO MPAKTUYECKOTO 3aHATHS,

- BBITMIOJTHUTD MPEJIOKECHHbBIC 3a/1aHMS;

- ClIeNIaTh BBIBOJIBI 1O MPAKTHYECKOMY 3aHSATHIO.

BOITPOCHI J151 CAMOKOHTPOJIA
Crpoenue u ¢pyukiuu monexynsl JTHK.
Crpoenue u ¢pynkuuu monekyasl PHK.
Ornpenenenyie NOHIATUI T€H, TEHOTUI, KOJOH, AHTUKOOH.
Permunmnkanus, penapanus JJHK.
I'eneTnueckuii KOO U €ro CBOMCTBA;
Dransl cuHTE3a OeKa.

ok owndE

METO/JMKA BBIIIOJTHEHUS 3ATAHUM:
1. 3anmosiHuTe TAOAULLY.
Bomnpocsl a1t cpaBHeHust JHK PHK

1. HaxoxxaeHus B KIIETKE

1. CtpykTypHBIE 0COOCHHOCTH MOJIEKYJIbI

2. Monomep

3. KoMnoHeHTBl MOHOMEpa

4. YrneBoj BXOJSIINA B COCTaB MOHOMEPOB

5. A30THCTBIC OCHOBAHHUS BXOIAIIMEC B COCTaB MOHOMCPOB

6. @yHKIMHU

2. U3yunTe aJropuT™M pelieHusi 3a/1a4, MOAeJUPYIOLIHe MPUHIHUNBI KOAUPOBAHUSA
HACJIeACTBEHHOM HH(OPMALMH U PUMEPBI 3a1a4.
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IIpaBuna Yapragdga — cucrema SMIUPUYECKU BBISIBICHHBIX MPABUJ, OMUCHIBAIOIIAX
KOJIMYECTBEHHbIE COOTHOLLIEHUSI MEXIY Pa3IWYHbIMU TUIIAMU a30TUCTBIX ocHoBaHui B JIHK.
boumn chopmynupoBaHsl B pe3yibTare padoThl rpynmnsl Omoxmmuka OpBuHa Yapradda B
1949—1951 rr. CootHomieHusi, BeisiBiieHHbIe Yapraddom mis amenmna (A), tumuna (T),
ryannHa (I') u muto3uHa (L), okazanuch cleayomuMHU:

1. KosmnuecTBO afieHMHA paBHO KOJIMYECTBY TUMUHA, @ TyaHWHAa — UTOo3uny: A=T, I'=11.

2. KonuuecTBO MyprHOB PaBHO KOJIUYECTBY NUPUMHUANHOB: A+I'=T+I11.

Jnuna xkaxcoozo nykneomuoa cocmaenaem 0,34 um

Cpeoniorww MonekyniaApHylo maccy 0OHOU AMUHOKUCIOMbL MOMCHO NPUHAMbL PAGHOIU
100 /1a (0oanemonoes), a 00n020 Hykieomuoa — 345 /la

Ecnu 6 ycnoeuu 3a0auu ykazan gppazmenm /IHK, kooupyrowuii uacms nojiunenmuoa mo:

1. He0OX0IMMO MOCTPOUTH IO MPUHIUITY KoMIIeMeHTapHocTu u-PHK;

2. o tpurietaM u-PHK HaiiTu cOOTBETCTBYIOIIYI0 aMUHOKUCIIOTY, UCIIONB3YsI TaOJIUIlY
«'ereTHUECKU KOI»:

* B [IEPBOM KOJIOHKE HAWTH NMEePBbIA HYKJIEOTH/ TPUILIETA;

* BO BTOPOU KOJIOHKE HANTH BTOPOH HYKJICOTH TPHUILIETA;

* B TPEThEH KOJIOHKE HANTH TPETHH HYKJICOTH/ TPHUILIETA;

+ HAJUTE COOTBETCTBYIOIIYI0 AMUHOKHUCIOTY, PACIOJIOKEHHYIO B TaOJMIIE B TOYKE

IIEPECCUCHUA KOOPAUHAT BTOPOI'O U TPECTHECTO HYKIICOTHUIOB.
Bropown HykneoTug

YYY 1 wenmn. | YUY T YAY v
yYUJ" ananmmn  (YUU L oo y AL f- Tuposun o
YYA . YA VAA SESEESER . KOAGH
Yyr I neaunn yur - YA €ro 3%’6% yrr Tewntodan g
e = LlAY ry
. vt . auu s }r“”'"“““ i P——— u B
05’ LUYA enyuH LA ponvuH ]—I'DYTaMVIH urAa A _;s_“
o D |
2 b4
:-;— AYL| —Wzoneauun | AU | Tpeonun AAu}—AcnaparuH ALY ]—Cepmu i1 §
= AYA - R, e AAATL . nosusn ATA Aprunun all B
Ayr f'%"y;%%h‘ AL~ ol el e r
My - ray ﬁxggggam— Yy v
l"YLl . oy | rA Knucnora my Ll
YA BanuH ru AnaHuH r rgg;%M“_ rTA rnuuuH A
L2 i B i - \CAT Kucnora rrr r

Pucynok 4 - Tabnuna «['eHeTHYEeCKUA KO

INPUMEPBI PEHHEHUS 3ATAY

3agaya 1. @parment mosekyasl JJHK coctont u3 Hyki€oTHIOB, pacroiOXKEHHBIX B
cienytomier  nocinenosarenbHoctd:  TAAATITHAANLLL. ~ Omnpegenute  coctaB U
MIOCJIEJOBATENIBHOCTh AMUHOKHCIIOT B MOJIUIENTHIHOM LIENH, 3aKOAUPOBAHHOM B 3TOM y4acTKe
reHa.

Pewenue

BemmuceiBaem nykneotunsl JJHK u, pazbuBast ux Ha TpUIUIETHI, IOTy4YaeM KOJOHBI LIETIH
monekyibl JIHK: TAA-ATT-TTIA-ALILI.

Cocransiem tpurietsl u-PHK, kommnementapueie kogonam JIHK, u 3anuceiBaeM ux
CTPOYKOU HUXKE.

[Io Tabmuie KOAOHOB OIpenenseM, Kakas aMHHOKHCIOTa 3aKOAMPOBAHA KaXKIbIM
tpuruietom u-PHK:

JTHK: TAA-ATT-TTTA-AIILL

u-PHK: AVYV-VAII-LI'V-VTT.

Amunokuciotsl: Mne —Tup— Apr— Tp.
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3agaya 2. @parMeHT MOJIEKYJbl COACPKUT aMUHOKUCIIOTHI: aclapariHoBasi KUCJIOTa—
aJlaHUH—METUOHUH—BanuH. Onpeaenure:

a) KakoBa CTpykTypa ydactka mojiekynsl JJHK, konupytoiiero 3ty nmocineqoBaTeibHOCTh
AMHUHOKHCJIOT;

Pewenue

a) Ilo Ttabmuue xomoHoB Haxoaum TtpureTsl uU-PHK, koaupyromme kaxayroo wu3
YKa3aHHBIX AMUHOKHUCIIOT.

benok: Acn— Ana— Mer— Ban

u-PHK: T'AILI-THA-AVI-TVYY

Ecau amuHOKHCIIOTE COOTBETCTBYIOT HECKOJIBKO KOJOHOB, TO MOKHO BBIOpATh JIFOOOM.

Omnpenensiem crpoenne Toil nenouku /IHK, xotopas xoauposana ctpoenue u-PHK. Jlns
3TOr0 MOA KaXKIbIM KOJOHOM MousieKynbl u-PHK 3anuceiBaeM KOMILIEMEHTApHBINA €My KOJIOH
monekynbsl JIHK. 1-g nens JHK: HTI-LHI' T-TAL-LTAA.

3agaua 3. OmpenenuTe MOPSAOK AMHUHOKUCIOT B y4acTKe MOJEKYNbl Oenka, eciu
W3BECTHO, YTO OH KOJUPYETCS Takoul mocieaoBaTelbHOCThI0 HykiIeotuaoB JIHK:
TIUI'TTTATTOTL ...

Kak m3menutcs oTBeT, ecnu XuMU4eckuM myteM u3 mosiekynsl JIHK Oynmer ynmamen
IECTON HYKJIEOTU?

Pewenue.

JAHK: TI'g I'TT TAT T'IOC

u-PHK: AIIl' TAA AVA OI'Q

AMMHOKUCIOTBI: Tpe-TJIH-UJIe- apr

o ynanenus u3z JJHK mecroro HykiaeoTuaa aMUHOKUCIOTHI B MOJIEKYJe Oelka uMenu
CIEAYIOIINUN MOPSIOK: TPEOHUH — IIIyTaMUH —U30JIEHIIMH-apTUHUH.

JTHK: T I'TT ATT O

n-PHK: ATl HAA YALL

AMUWHOKHUCIOTBI: TPE - TJIH - TUP

[Tocne ymanenust u3 JIHK mectoro HykieoTuga aMUHOKHCIOTHI B MOJIEKylle Oeika
HMMEIOT CIIEYIOLIUHI MTOPSAI0K: TPEOHUH — TJIyTaMUH — TUPO3HUH.

3amaua 4. Hyknennosas kuciora (ara MMeeT MOJEKYIApHYI0 Maccy mopsiaka 107,
CKOJIBbKO, TPUMEPHO, OCJIKOB 3aKOAMPOBAHO B HEW, €CIM IMPHHITH, YTO TUIUYHBIN OeloK
coctout B cpeaHeM u3 400 MoHOMEPOB, a MOJIEKYJIsIpHas Macca HykJieotua okoio 3007

Pewenue. benoxk u3z 400 MOHOMEPOB KOIUpPYETCS MOCIenOBaTEIbHOCThIO W3 1200
HYKJICOTUJIOB (IO TPU HYKJICOTHJA Ha KaXIYI0 aMHHOKUCIOTY). MoJsieKkyisipHas Macca Takou
konupytomied menoyku paBHa 300x1200 = 360000. Monekyina HYKJIEMHOBOW KHCIIOTHI C
MOJIEKYTISpHON Maccol 107 MoxkeT comepxars nmpubmusurensHo 28 reros (107: 3,6x10°) T. e.
MMEHHO TaKO€ KOJIMYECTBO PA3IUYHBIX OCIKOB MOKET OBITh 3aKOJUPOBAHO B HEH.

3. PEHIUTE 3AJJAYH 11O ITPEJJIOKEHHOMY AJITOPUTMY.

1. Yyactox komupyromieit nHutu JIHK, ompenenstomuii mocieqoBaTelbHOCTh MEPBBIX
JIECATH aMHHOKHUCIOT [} - TIOOMHOBOTO TOJUTENTHAA, BXOJAIIETO B COCTAaB HOPMAIBLHOTO
reMoriioonHa 4venoBeka (HbA), uMeeT cIeAyIOUIyI0 HYKICOTHJIHYIO IOCJIEI0BAaTEIbHOCTD:
AL I'TT TALL TTA TTA UTIL[ UTL[ TTL[ ATA II'T (momueIil moaunentu coaepkut 146
AMHUHOKHUCJIOT).

3anummuTe HyKJICOTUHYIO TIOCIIEI0BATEIbHOCTh COOTBETCTBYIOLIETO YYaCTKa MOJIEKYJIbI
M-PHK 1 aMHHOKHCIIOTHYIO MOCTEA0BATENHHOCTh KOAUPYEMOT0 (parMeHTa MOJUTICIITH/IA.
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2. Y denoBeka, OOJBHOTO HUCTHUHYPHEH (coaepaHue B MOYe OOJIbIIEro, YeM B HOPME,
Yyclla aMUHOKHUCIIOT) C MOYOW BBIIESIOTCS aMHHOKHUCIOTHI, KOTOPBIM COOTBETCTBYIOT
cienyromnue TpurieTsl nHGopmarmonnoit PHK: YIIY YI'V TIHY ITY HHAA ATA AAA.Y
3I0pOBOTO 4YEJIOBEKAa B MOYE OOHApYKMBAETCS ajaHUH, CEpUH, INIyTaMUHOBas KUCIOTa U
TJIALMH.

a) Bbinenenne Kakux aMHUHOKHCIOT C MOYOM XapakTepHO M OOJBHBIX
HUCTUHYpUEH?
0) Hammmmre tpurutetst u-PHK, cooTBeTCTBYIOMNE aMUHOKUCIIOTaM, UMEIOLITIMCS

B MOYC 3JOPOBOI'0 4YCJIOBCKA.

4. BBIIIOJIHUTE TECT.

Bri0epuTe 0qMH NPaBUIbLHBINA OTBET.
1. CrnnalicuHr - 3TO npoluecc:

a)  yJaJeHus SK30HOB

0) pemapanus

B)  yJaJeHHUs UHTPOHOB

) PEKOMOHWHAIIWU.

2. Monomepom JIHK siBnsiercs:
a)  HYKICOTH]

0) yrieson

B)  a30THCTOE OCHOBaHUE

r)  TpUIUIET.

3. IlepeHOCST aMMHOKHUCIIOTHI K pHOOCOMAaM:

a) p-PHK
6) wu-PHK
B) T-PHK
r) JHK.

4 . buocuHTe3 Oenka B KJIeTKE IPOUCXOIUT B!
a)  MUTOXOHIPHUAX

0) xJoporacTe

B) pubocomax

I) H30COMax.

5. SApo KIETKU COCTOUT U3:

a)  sAepHOU MeMOpaHbI, JIN30COM

0) sanepHol 000J0YKH, SAPHIINIKA, XPOMATHHA U HYKJIEOIIa3MbI
B) XpOMaTHHa

r)  SOpBIIKA, MUTOXOHAPHA.

6. ®yukuuu JHK:

a) XpaHWT U BOCIPOU3BOIUT F€HETUYECKYIO WH(POPMAIIIO
0) TpaHCHOPTUPYET aMUHOKHUCIOTHI K pubocome

B)  TPAHCHOPTUPYET HYKJICOTUIbI

I)  YMEHBLIAET YUCJIO XPOMOCOM B KAPUOTHIIE.

7. K xogupyrommm yuactkam JIHK oTHOCAT:

a)  DK30HBI

0) UHTPOHBI
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B)  PEKOHBI
I)  MHUHHUCATEIUTHI
8. JlocTaBiIsAI0T aMUHOKHUCIIOTHI K pubocoMam:

a) JHK

6) wu-PHK
B) T1-PHK
r) p-PHK

9. TpaHcIALUS IPOUCXOIUT B:
a) sape

0) pubocomax

B)  MHUTOXOHJPHSIX

r) JU30coMax

Boi0epuTe Bce mpaBHJIbHbIE OTBETHI.
10.CocraB nykieoruna PHK:

a) TIILA
06) puboza
B) AY.,[II

r)  Je30KcHpuoO03a
n)  ocTtaTok ¢hochHOpHOM KUCTOTHI
e) Oenok

11.A30oTucteie ocHoBaHus B Mosekysie PHK:
a) TUMHUH

0) ajcHWH

B)  ypauui

r) LMUTO3UH

1) TyaHUH

e) puboza

12 KoMmieMeHTapHbIMHM a30TUCTBIMU OCHOBAHUSIMU SIBJISIFOTCSL:
a) TyaHUH — HUTO3UH

0) TryaHUH — aJICHUH

B) THUMMH — ypPOLIMIJI

r) TUMUH — aJIeHUH

JlonmosiHuTe.

13. OIHO3HAYHOCTh TEHETUYECKOTO KOJA -

14. AHTUKOIOH -

15. Pennukanus-

16. Tpanckpunuus-

17.Ten -

18. Tpwu psgom pacnonoxxkeHHbIx Hykiaeotuaa JIHK HaswsiBaeTcs

19. Ilpomecc OuocuHTe3a Oenka OCYIIECTBISICTCS B KJIETOYHOTO
UK.

20. I'otoBas k Tpancisiiun u-PHK cocrout u3 240 nykineotnnoB. CKOIBKO aMUHOKHUCIOT
Oyner B Mosiekyse Oenka?
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MNPAKTUYECKOE 3AHATHE Ne 3

Tema 3anaTus: HacnenoBanve MEHIEIUPYIOLIUX TPU3HAKOB y yenoBeka. ClEeIeHHoe ¢
I10JIOM HAacJIeJOBaHHUE.

I_le.m, 3aHATHA: 3aKPCIIJIICHUEC TCOPECTUUCCKUX 3HAHUU SaKOHOMepHOCTeﬁ HacCJICOOBaHUA
IMPHU3HAKOB, THUIIBI HACJICAOBAHWA MCHACIUPYIOIMUX IIPHU3HAKOB Yy YCJIOBCKAa HW BHIOB
B3aUMOJICHCTBUS T€HOB U HpI/IO6peTeHI/I}I HaBBIKOB MOACIIMPOBATH HACIICAOBAHUC IIPU3HAKOB B
PCUICHUH 3aaa4.

TEOPETUUYECKUMU BJIOK.

Menpean cpopmyiupoBas 3 3aK0oHa:

1. 3akon jgomuHuMpoBaHusi MaHM 3aKOH eAMHOO0Opa3usi 1-ro NOKOJIEHHA: TIpU
CKpEIIMBAHUH 2-X OPraHU3MOB T'OMO3UTOTHBIX IO AJIbTEPHATUBHBIM AJJIENSIM OJHOTO TEHA,
BCce TUOpUIBI 1-TO MOKOJEHUS MOIY4aroTcs €IUHOOOpa3HbIMU MO T€HOTUNY M (EHOTUNY U
MPOSBISIIOT JIOMMHAHTHBINA IPU3HAK.

MeHnens Haval TPOBEIACHUE CBOUX T'€HETUYECKHUX

d‘ OKCIIEPUMEHTOB HAJ] TOPOXOM, BBIOpaB JBa COpTa,

P Q @y X aa OTIUYAIONINECS 0 OJHOMY Mpu3HaKy. CemMeHa OJHOTO
copTta ropoxa OBUIM JKENIThIe, a APYroro — 3eJCHBIC.

r A a Menjens,  NpoM3Bed  UCKYCCTBEHHOE  OIBLICHHE,

N > JIOKIAICS TOSBJIEHHS CEMSH M BBIACHWI, 4YTO BCE

. Aa TIOSIBUBLIMECS CEMEHA OKA3aJIMCh JKEJITHIMH, HE3aBUCUMO
OT copra.

b Q B d Aa To e camoe sBieHue HAOIIIOIAI0Ch PH CKPEIMBAHUH

pacTeHuii ropoxa ¢ GeJBIMA U KpacHBIMHU LBETKaMu. Bee

A . 1IBETHI TUOPHTHBIX PACTEHMI OKA3aIMCh KPACHBIMH.

r A @ A @ B pe3ynbTare 3KCIIEpHMEHTOB MeHIENb chenan

| X/ = BBIBOJ: B MOTOMCTBE TMOPHIOB IEPBOrO MOKOJEHHS

o a8 HaOmonaeTcs eauHooOpasue. B ganbHeilmeMm  5TO

F, AA Aa Aa (@a SIBJICHUE MOYYMJIO HAa3BaHHE MEPBOro 3aKoHa MeHens.

2. 3akOH pacuienyieHusi NPU3HAKOB — TPHU CKPEIIMBAaHUM JBYX TI€TE€PO3UTOTHBIX
oco0eil, OTIMYaroIUXCcs 0 OJAHON Mape aJbTePHATHUBHBIX MPU3HAKOB BO BTOPOM IOKOJIEHUU
MPHU3HAKH, pacieruIstores mo gerorumny 3:1, mo renotuny 1:2:1.

3. 3aKoH _He3aBHCHMMOI0 HACJIeI0BAHUS NMPHU3HAKOB-TIPH JU- U TOJUTHOPUIHBIX
CKpeIMBaHUSAX THOpUAOB 1-ro TOKONEHUWs, Kaxjaas Tmapa NpU3HAKOB Hacieayercs
HE3aBUCHUMO JPYT OT Apyra U BO 2-M MOKOJEHUU pacuieruienue no genorumny 9:3:3:1.

DTOMY 3aKOHY MNOJYUHSAKTCH Hea/uleJbHble TeHbl, PACIHOJIO)KEHHbIE B
HErOMOJIOTHYHBIX XPOMOCOMAX.

Jlnst sxcniepuMeHTa ObUTH B3SIThI PACTEHHS TOPOXa € JKEATHIMU U TIaJKUMU CEMEHAMU U
C 3€JICHBIMU U MOPIIMHUCTBIMU. B 3TOM cirydae jBa mpu3Haka 00yCIOBIEHBI IBYMS IMapaMu
ammeneir. OnHa mapa OTBEYAaeT 3a OKpPAcKy CeMsH, a BTopas 3a ux ¢opmy. B stom
sKcIiepuMeHTe MeHJenb M3ydall HaclieJOBaHUE TMPU3HAKOB, 33 KOTOpPHIE OTBEYAIOT TI'EHBI,
JeXallye B pa3HbIX XpOMOCOMaXx.
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P= O AABB aabb B 1900r. yuensie ['u ne ®pus

e K.Koppenc u  K.Uepmak
F ot AB\ /ab BHOBb  OTKPBUIM  3aKOHEI
F1—» AaBb MeHnenss ¥ IOOIOJIHUIU UX.
ﬂ \q\g OHu J0Ka3alM, 4TO: TeHOTHII
MNamemes: _>AB Ab aB _ 3TO
¥ [AABE| AABL[AABE AggT\ B3aHMoJIeiicTByIOImAas

oe O O O o CHCTeMa TeHOB, B KOTOPOH
AaBb | AAbb | AaBb | Aabb B3aMMO/IEICTBYIOT Kak
Ab O @ O @ aJUleJbHbIE TeHbl, TAK H He
S AaBB| AaBb| aaBB | aabBb | aJuleJIbHbIE TeHbl,
aB O o . . PAacnoJio’KeHHbIe B Pa3HbIX
.p | A2Bb| Aabb| aaBb| aabb J:[g“ycax FON;(;J;«(:)?;}::::IHI;

o @ . . XPOMOCOM.

Ilopsiiok BBINMOJTHEHUS MPAKTHYECKOT0 3aJaHUSI:

- U3Y4YUTh MaTepual Mo Y4YeOHUKY /2 / U METOIMYECKUE YKa3aHUsl K IPOBEICHUIO
MPAKTUYECKOTO 3aHATHUS;

- BBIIIOJIHUTD MIPEJIOKEHHbIC 3a/1aHus;

- cJieaTh BHIBOJBI MO MPAKTUYECKOMY 3aHSTHIO.

BOITPOCHI JJ151 CAMOKOHTPOJIA
1. OcHOBHBIE ATaIbl PA3BUTHS T€HETHKHU.
2. TlonsTHE O TOMHUHAHTHOCTH W PEICCCHBHOCTH, TOMO- U T€TEPO3UTOTHOCTH, T€HO- U
dhenoture, reHOPOHIE.
CyTb 3ak0HOB MeHiens1, X [UTOIOTUYECKOe 0OOCHOBaHUE.
Henonnoe noMuHUpOBaHUE, TPUMEPHI.
MHOK€eCTBEHHBIE AJUICIIN, IPUMEPBHIL.
KonomunupoBanue, CBEpX10OMUHUPOBAHHUE.
KommnnemenTapHoe B3aUMOICMICTBHE TEHOB.
JIOMUHAHTHBIN U PELIECCUBHBIN DIIUCTA3.
KymynsTuBHas u HEKyMyJIsITUBHAS IOJIUMEPHUSL.
0. IlneiioTponHOE B3auMo ielicTBHE TeHOB. [leHeTpaHTHOCTS.
1. OcHOBHBIE MONOXKEHUS XPOMOCOMHOM TEOPHH.
12. CremnieHHOE HACJIeIOBAHKE TIPU3HAKOB.
13. IlpusHaku, cuierieHHbIe ¢ TToJIoM. [IpumMepsl.

RR©0O~NO O A~W

METO/IUKA BBITIOJTHEHUSA 3AJIAHUM:

1. 3anoanute Tadauny «3axkonsl I'. Menaes».

Ne HazBaunue 3axoHa u ero Cxema ckpelrBaHus CootHomenue | COOTHOIIEHHUE
CYTh ocobeit o ocobeii o
TEeHOTUITY denotuny

2. H3yuurte ajropuT™M pemieHusi 3a4a4 Ha 3aKOHOMEPHOCTH HACJeI0BAHUA
NPU3HAKOB M IPUMeEPHI pelieHus 3a1a4.
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AJ'II‘OpI/lTM peieHusd 3aia4 Ha 3AKOHOMEPHOCTH HACJICA0BaAaHUSA IMPU3HAKOB.

1. KpaTko 3anummTe ycinoBus 3a7auu B BUJie TaOJIUIIBI.
IIpusHak I'en I'enoTun
Kapue rinaza A AA, Aa
['ony6rbie rnasa a aa

2. YCTaHOBHTE XapaKTep HaCJIeOBaHUS aHAIM3UPYIOUIUX MPU3HAKOB, T.€. KAKUM T'€HOM
— JIOMUHAHTHBIM (A) WM PELIECCUBHBIM (@) STOT MPU3HAK KOHTPOIUPYETCS.

3. Ecniu opranu3M roMo3uroTeH 1mo oJHoMy reHy - AA, oH oOpa3yeT rameTsl A (Win
OpraHm3Mm aa-o0pa3yer raMeTEHI a).

4. Eciii opranvu3M roMo3uroreH mo AsyMm resam  AABB- ramets AB (unu opranusm
aabb- o6pasyer ramersr  ab).

5. B cnywae reTrepo3UroTHOCTH MO OAHOMY reHy — Aa opraHu3M oOpasyeT JBa TuIa
rameT (A, a), HECyIUX pa3HbIe ero aJljIellu.

6. Eciiu opranusm rerepo3uroreH mo AByM reHam - AaBB oOpasyeT yeTbipe Tuma
ramet- AB, AB, aB ,aB.

7. I'eTepo3UroTHple OpraHU3Mbl IPU IOJHOM JOMUHUPOBAHMM BCETAA MPOSBISIOT
AOMHMHAHTHBIA MPU3HAK.

8. TI'enoTunm opranusmMa ¢ penecCHBHbBIM NPHU3HAKOM BCETJa TOMO3UTOTEH IIO
PEIIECCHBHOMY QJIJICIIIO U 3alMCHIBACTCS- aa, 1Mo IByM reHam- aabb

9. 3anumuTe reHeTHYEeCKy cxeMmy ckpemmBaHus. Ha mepBoM (cieBa) MecTe MUIIETCS
KeHCKasi (MaTepuHCKasi) ocoOb, HA BTOPOM (CIpaBa) MHUIIETCS MY>KCKasi (OTIIOBCKasi) ocoOb
(cM. CUMBOJIBI).

G
F
10. [Ipoananusupyiite  pe3ynbrarbl  CKpemuBaHusA.  OnpenenuTe  YHMCICHHBIC

COOTHOIIIEHUSI TIOTOMCTBA 10 (peHoTuny u reHotumy. [IporHo3 Ha MposBiIeHHEe 0003HAYEHHOTO
npu3Haka onpenensiercss B npouentax (100%,50%, 25%, 12,5% wu 1.1.) wnm npoctoit 1poObio
(1/2,1/4,1/8, 3/4,2/8 u 1.1.).

11. 3anuiMTe OTBET HAa BOMPOCHI 3a7a4H.

IIpu penieHuy 32124 UCNOJIb3YIOTCSI CHMBOJIbI:

P (ot nat. Parenta - poaurenu)- poauTtenn

Q - )eHCKas 0co0b

&' - MyKcKkas 0co0b

F (ot natunckoro filii - 7€TH)- MOTOMCTBO OT CKPEIIMBAHUS
X - CKpeIINBaHUe

A,B,C - 1TOMUHaHTHbBIE IPU3HAKU

a,B,C — PCIICCCUBHBIC TTPU3HAKU

INPUMEPHI PEHIEHUS 3AJTIAY.
3agauva 1.
VY denoBeka OMU30PYKOCTh JOMHMHHUPYET HaJ HOPMAIbHBIM CTPOEHUEM 3peHHeM. Y
ONMM30pPYKHX poJuTEeNel poausicsi peOEHOK ¢ HOpMallbHbIM 3peHueM. KakoB reHotumn
poauteneii? Kakue eme net MoryT ObITh OT 3TOr0 Opaka?

Pewenue.
IIpusHax I'en I'enoTun
OJIM30PYKOCTh A AA, Aa
HOPMAJIBHOE 3pEHHE a aa
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Ob6a poautensi JOJKHBI UMETh B CBOEM T'€HOTHUIIE PELIECCUBHBIN r'eH (a) T.K. y peOeHka
IPOSIBUJICS PELIECCUBHBIN MPHU3HAK, T.€. OH TOMO3UTOTEH 10 3TOMY TeHY (aa).
['eneTnyeckast 3anuch pelIeHUs:

P QAa x & Aa
G A; a A; a
Fi1
dAa A a
Q Aa
A 1/4 AA 1/4 Aa
a 1/4 Aa 1/4 aa

Omeem. BeposTHOCTD POKICHUS IeTei ¢ 0au3opykocThio-3/4 (75%).

3agaua 2.

VY uyenoBeka Kapuil LBET TJia3 JOMHHHUPYET HaJ TOlyObIM, a Kyp4aBble BOJIOCHI - Haj
mIagkuMi. ['omy0ornas3elii Kyp4aBbli MY)XKYHMHA TE€TEPO3UTOTHBIM IO TeHy (GOopMBI BOJIOC,
YKEHUJICSI HA T€TEPO3UTOTHOM Kaperjaa3oi KeHIIMHE, UMEIOIEH riagkue Bosockl. Kakue netu
MOTYT POKJIaThCs B ITOU ceMbe?

Pewenue.
P ©Q AasB X
IpusHaK Ten | Tenotnm [eneTnyeckas 3anuch ¢ aaBs
Kapue riasa | |A|AA, Aa G As; asB aB; aB
roiyObIe riraza a |aa F1
xypuassle Bosocy || | B | BB, Bs w aB aB
TJIaJKUE BOJIOCHI B | BB QAass L
AB 1/4 AaBsB 1/4 Aass
Kap.Kyp. Kap.rjiaj.
aB 1/4 aaBs 1/4 aaBB
rOJL.KypH. TOJLTTIAK.

Omeem. 114 (25%)- xapue riasa, Kyp4aBbie Bojocel;, 1/4 (25%)- kapue riasa, riajakue
BoJIoCHI; 1/4 (25%)- ronyOsie Tna3a, KypuaBbie Bosockl; 1/4 (25%)- ronyOsie riasa, riaagkue
BOJIOCHI.

3amaua 3.

Kenmuua umeer pe3yc-MOJOXKUTENbHYIO KpoBb |l Tpymmbel, a y e€ oTma pesyc-
oTpUIaTeIbHasl KpoBb | Tpymnmbl, BBIXOAUT 3aMyX 3a MYKUYMHY C Pe3yC-OTpHUIATEIIbHOMN
KpoBbio Irpymmel. Onpenenute BO3MOXKHBIE TEHOTHUIBI U (DEHOTHUITBI UX JieTel. M3BecTHO, 4TO
pe3yc-TONOKUTETbHASI KPOBh JOMUHHUPYET HaJl PE3yC-OTPUIIATEIIBHOM.

Pewenue.
O6o3nauenue reHa | TpagunoHHOE ISl 3ajad Ha TPYIIBI KpoBU. BTOpyro rpymmy

kpoBu 3armmcanu | A1 0, T.x. y oTIa sxeHImuHbI ObLIa IIEpBas TPyIa KPOBU U TeH 1° o mepenan
en.

IIpnusHax I'en I'enoTun
Rh(+) D DD, Dd
Rh(-) d dd
| rpynna | © 100
Il rpynna | A [ATATALO

['eneTnueckas 3anuch pelieHus:
P Q1M°Dd x & 1%°%d
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G 1D, IAd, I°D, I°d 1°%d

Fi  1A1°Dd, 1”1°dd, 1°1°Dd, 1°1%d
I+ - I+ I-
Otsert: 25%- Il Rh(+); 25%- II Rh(-); 25%- | Rh (+); 25%- I Rh (-).

3amaua 4.

VY 4yenoBeka NpU3HAK TeMOQWINK (HECBEPTHIBAEMOCTb KPOBM) pPELECCUBEH MU
JIOKaJIM30BaH B X-XxpoMocoMe. JleBylika, oTel KOTOpou cTpajan remouiveld, a MaTh Oblia
3/10pOBa BBIXOJMT 3aMY>K 32 3JJOPOBOTO 10 3TOMY IpHU3HAKy MyXuuHY. Kakux neteil MoxHO
OKUJaTh OT 3TOro Opaka?

Pewenue.
[Tpu3Hak Ien| 'enotun PoXIX x XY
HopmanbHas X+ XHXh G X X Xty
CBEPTHIBAEMOCTb F xH XH Y
reModunus Xh Xhxh, XY v
XH  Xh
XH XHXH XAy
3]1.JICB. 3]1.MaJTbY.
X XHxh Xy
3]1.JICB. 0O0JIbH.MAJTBY.

Omeem. Bce N1€BOYKHM, POXKIECHHBIE B 3TOH cembe, OyayT 3A0pOBbL, a Mainbuuku 50%
3nopoBsl 50%-cTpagator remoduauei (0T BceX 3a4aThiX MaJbYUKOB)

3. PEHLIMTE 3ATAYH 110 AJITOPUTMY.

1. XKenmmua c KapuMu TJla3aMH BBIXOJMT 3aMy’K 3@ Kaperjazoro MYX4HMHY, o00a
POIUTENS KOTOPOTO Takke Kaperiassl. OT 3Toro 6paka poauiics OJUH roiyoorias3slii peOeHOK.
Onpenenure TeHOTUIBI BCEX WIEHOB ceMbH. M3BECTHO, YTO Kapue rasza JOMHUHHUPYIOT HaJ
rOJyOBIMH.

2. Y dYenmoBeka PBDKUN IBET BOJOC JOMHHHUPYET HAJ PYChIM, a BECHYIIKH- HAJl UX
OTCYTCTBUEM. ['€TepO3UTOTHBIN pPBDKEBOJIOCHIM 0€3 BECHYIIEK MYXKYMHA IKEHWICS Ha
PYCOBOJIOCOM JKEHIIIMHE I'€TEPO3UTOTHON 110 HAJTMYUIO BECHYIIEK.

Omnpenenute BEpOSTHOCTD POXKICHUS peOeHKa ¢ PHIKUMHU BOJIOCAMH M BECHYIIIKAMH.

3. Y OKeHHmMHBI, CTpajarouiel OTCYTCTBUEM NOTOOTHAENEHUS (aHTUApPO3Has
AKTO/IEpMalbHAs TUCIIA3Us), U MY>KYUHBI, HE MUMEIOIIEro yKa3aHHOTO JedexTa, poxaaeTcs
ceiH. OmpenenuTts, yHaclueayeT Ju peOeHOK OoJie3Hb MaTepy WM K€ MajbuuK Oyzer
3JIOPOBBIM, KaK U ero oTtell. M3BecTHO, 4TO reH, OTBETCTBEHHBIN 3a pa3BUTHE ITOW O0JIE3HU, —
PELECCUBHBIN I'eH, JTIOKAJIM30BaHHbIN B X-XpOMOCOMe. OyJIeT 11 CTpajgaTh 3TUM 3a00JeBaHUEM
JIEBOYKA, SBJISIOIIASICS BTOPBIM PEOEHKOM B CEMbE?

4. Yerwipe rpynmnsl Kposu 1o ABO cucreMe y uenoBeka 00YyCIOBIEHBI TPEMs aJIEIAMU
onnoro rena: 1% |2, IB. I'pynna xposu 1(0) o6ycnosnena peneccuBHoil amnensto 1, rpynma
kpoBu I1(A) — amnensio 1A, rpynma kposu 1(B) — amrensio I8, rpynna kposu 1IV(AB) —
amnenamu 1A n 1B omnoBpemenno. I'en I° peneccusen no ornomenmio k remam 14 u B
Kenmuna c III rpynmoit KpoBu BO30yauiaa Je10 O B3BICKAHUH AJTUMEHTOB C MY>KUHHBI,
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umerouiero | rpynny, yrBepkaas, 4To oH otel pedeHka. ¥ pedenka I rpynma. Kakoe pemenue
JIOJKEH BBIHECTH Cy[?

4. BBIIIOJIHUTE TECT.

Bri0epuTe 0qMH NPaBUIbLHBINA OTBET.

1.

a)
6)

Tperuii 3akoH MeHiens 1eCTBYET MPH YCIOBHM:
€CJIM T€HBI PACTIONI0KEHBI B OJTHOM ITape FOMOJIOTUYHBIX XPOMOCOM
€CJIM T€HBI PACTIONIOKEHBI B Pa3HBIX Mapax FOMOJIOTHYHBIX XPOMOCOM U HE

B3aUMOJCHCTBYIOT C IPYTMMH I'€HAMH

B)
r)

IIPY HEPABHOU BEPOSATHOCTH 00pa30BaHMs TaMET Pa3HbIX THUIIOB
IIpU PaBHOM BEpOSITHOCTH 00pa30BaHUs raMeT

Ecnu B moToMcTBe pacuierienre no gperorumny 3:1, To TeHOTHIBI POJIUTENEH:
Aaxaa

AA X aa

Aax Aa

AA x AA

I'en kogupyeTt nHPOpPMALIHIO O CTPYKTYpE:
MOJIEKYJIBI aMHUHOKHUCIIOTHI

oaHo#t monekyibsl T —PHK

OJTHOM MOJICKYIIBI OeTKa

HECKOJIbKUX MOJIEKYJ Oeka

B munnongHbIx Aapax COMaTHYCCKUX KIICTOK YCJIOBCKA HAXOIATCA:
MHO>ECTBO ajuiesici KaXXJ0ro rcHa

ABa aJlJICJIbHBIX TCHA KOHKPETHOT'O IIPHU3HAaKa

YCTBIPC AJJICIIBHBIX I'CHA

OJIVMH aJIJIeIbHBIA TeH JaHHOTI'O IIpU3HaKa

Pacuieruienue no geHoTUIy 1711 MOHOTMOPUAHOTO CKPEUIMBAHUS TOMO3ZUTOT MPU

MOJIHOM JIOMUHHUPOBAHUH:
a) OTCYTCTBYET

0) 3:1

B) 1:2:1

r) 9:3:3:1

6. Pacmerienue no GpeHoTHMy 151 AUTUOPUTHOTO CKPEIIMBAHUS TOMO3UTOT TIPU
IIOJIHOM JOMHUHUPOBAHUMU:

a) OTCYTCTBYET

0) 3.1

B) 1:2:1

r) 9:3:3:1

7. HacnenoBanue 1BeTa KOXKHU SBJISIETCS TPUMEPOM:

a) MOJIMMEPUN

0) reiiorponuu

B) BMHCTa3a

') KOJJOMUHHUPOBAHUS
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BriOepute Bce npaBWJIbHbIE OTBETHI:
8. XapakTepuCTUKH KOMIIJIEMEHTAPHOCTH:
a) B3aMMHOE BJIMSHHME F€HOB Pa3HbIX ajliesied, 3aHUMAIOIINX COCEHUE JTIOKYChI OJTHOM

XPOMOCOMBI

6) IMPUCYTCTBHUC B I'CHOTHUIIC ABYX AOMHHAHTHBIX I'CHOB M3 PA3HBIX AJUJICJIBHBLIX IIap

IIPUBOJUT K ITPOABJICHHIO HOBOT'O IIpU3HAKA

B) JIOMMHAHTHBIM (PELECCUBHBIN) IeH U3 OAHOM aJIEILHOM Maphbl MOJABIISIET IEUCTBUE

JOMUHAHTHOTO (PEleCCUBHOI0) TeHa U3 IPYroi aJuIeNbHOM Mapsl

6)

F) T'CHBI N3 PAa3HbIX AJUICIIBHBIX IIap BJIHAKOT Ha CTCIICHD IIPOABJICHUS OJHOT'O IIpU3HAKA

9. XapakTepuCTHKa HETIOJHOTO JOMUHUPOBAHHUS:

a) TOMUHAHTHBIN T€H HEe MOJIHOCTHIO MOJIaBIIsIeT ACHCTBHIE PELIECCUBHOTO TeHa
0) IOMUHAHTHBIN TeH MOJHOCTHIO TOJIABIISIET ICUCTBHE PELIECCUBHOTO T'eHa

B) TOMO- U T€TEPO3UTOTHI ()EHOTUTTUYECKH HEOTIMYUMBI

') TOMO- ¥ T€TEPO3UTOTHI (DEHOTUITHUECKH Pa3TNIHbBI

10. PeneccuBHEBIN T'eH:

a) MPOSIBIISICTCSI B TOMO3UTOTHOM COCTOSIHHH ITPH TIOJTHOM JTOMHUHHPOBAHUT

0) POSIBIIIETCS B TETEPO3UTOTHOM COCTOSIHUM TTPH ITOJTHOM JJOMHUHHUPOBAHUU
B) IIPOSIBIIIETCS B TETEPO3UTOTHOM COCTOSHUU IIPH HEMTOJIHOM JIOMUHHUPOBAHHH
T') TOIaBJIIEMbBIH JOMUHAHTHBIM T€HOM IIPH TIOJTHOM IOMUHUPOBAHUU

11. Bwujasl B3auMOJICHCTBUS HEAJUIETbHBIX T€HOB:

a) DIIMCTa3

0) KOMIUIEMEHTApHOCTH

B) IIOJIUMEpPUS

r) KOJAOMHHUPOBAHUE

1) IIOJIHOE JOMUHUPOBAHUE

e)

12. CpoiicTBa TOMO3UTOTHOTO OPTaHU3Ma:

a) oOpa3yeT OJIUH TUIl TaMeT

0) oOpa3yeT /Ba TUMa raMeT

B) COAEPKUT OJUHAKOBBIC AJIJICIbHBIE T€HbI

T') HE JIaeT pacIICTICHUs TPHU CKPEIMBAHUY C aHAIIOTMYHOM 110 TEHOTUITY 0COOBIO
1) TaeT paculeIuieHrue MPH CKPEIIMBAHUN C aHAJIOTMYHOM 10 T€HOTUITY 0COObIO

YcranoBuTe COOTBETCTBHE.
13. YcraHoBuTe COOTBETCTBHE:
TeTEPO3UTOTHBIN OpraHU3M 1) COBOKYNHOCTh MpPH3HAKOB H CBOWCTB OpraHU3Ma,
dbopMupyOmmxcss B Ipolecce  B3aMMOJICHCTBUS
TE€HOTHIIA CO CPEAOU

dbenoTun 2) BHEIIHEE MPOSIBICHHE T'eHa
MPU3HAK 3) MecTo reHa B XpOMOCOMe
JIOKYC 4) opraHu3M C IBYMS aJUICJIbHBIMH T€HAMH DPa3UYHBIMU
no GpyHKIMH
14. YcraHoBHuTE COOTBETCTBHE:

MOJTHOE JOMUHUpOBaHWEe 1) mposBICHME B TPU3HAKE Cpa3y JBYX  aJUICJIBHBIX
JIOMUHAHTHBIX T€HOB, HO B HOBOM BapHaHTE MpHU3HAKA WU
CBOMCTBa

IJIEHOTPONUA 2) coueTaHWe JBYX Tap HEAUICIbHBIX T'E€HOB B OJHOM
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OpraHu3Mme, BBI3BIBAIOIINX (bOpMI/IpOBaHI/IC HOBOI'O

MpU3HaKa.
B) KOJOMHUHHUPOBaHUE 3) sBICHHWE, NpPH KOTOPOM OJMH TI'E€H MOXET BIMATH Ha
dbopMupoBaHNE HECKOJIBKUX MPU3HAKOB
I') KOMILJIEMEHTapHOCTD 4) momaBJCHHE OJHOTO ajUIess HaJ IPYTHM
JomosHuTe.
15. AunnenpHBIE T€HBI PACTIONI0XECHBI B XpOMOCOMax

16. XpOMOCOMHYIO TEOPHIO HACIEACTBEHHOCTH pa3padoTa .

17. IlpuumHOl  HEMOJHOrO  CLEIUIEHUs TE€HOB B OJHOM  XpoMocoMe
SIBJISICTCS .

18. bamzopykas aeymka (AA) BBIXOJUT 3aMY’K 3a IOHOIIY C HOPMAJIbHBIM 3PCHHEM
(aa). BeposSTHOCTb POXKACHHS Y HUX PEOCHKA C HOPMAJIBHBIM 3pESHUEM OYICT paBHa

19. MonorubpuaHOe CKpenuBaHue-

20. JIoOMUHAHTHBIN T'¢H-

ITPAKTUYECKOE 3AHATHUE Ne 4
Tema 3ansaTusA: V3ydyeHne n3MEHUYMBOCTH U BUJIOB MyTallMi Y YEJIOBEKA.

Lenb 3aHATHS: 3aKPEIUTh TCOPETHUUYECCKHE 3HAHUS OCHOBHBIX BHJOB HM3MCHYHMBOCTH,
3HaYEHWE W MEXaHW3Mbl KOMOWHATUBHONH HW3MEHUHMBOCTH; IPHYMHBI W  CYIIHOCTH
MYTaIlMOHHOW W3MEHYMBOCTH; BUIBI MYTAIUH Y YEJIOBEKa, POJIh TEHOTHIIA U BHEIITHEH CPEJIbI B
MPOSIBIICHUN TIPU3HAKOB W TPOBOJUTH TIPEIBAPUTEIBHYIO JHATHOCTHKY HACJICICTBEHHBIX
0ome3Hel.

TEOPETUYECKHH BJIOK.

[To xapakTtepy H3MEHEHHUs] MPU3HAKOB M MEXaHW3MY BO3HUKHOBEHHS H3MEHYMBOCTD
ObIBaeT peHOTUITMYECKAs U TCHOTUIIMYECKAsl.

@eHoTHIIMYECKAS MJIM _ MOAM(PUKANMOHHAA (HEHACJeJICTBEHHAs) M3MEHYMBOCTD-
W3MEHEHUS MPU3HAKOB OpraHu3Ma MoJ BO3JACUCTBUEM CPEIbl U HE CBSI3AHHBIE C U3MEHECHUEM
reHotuna. Moaudukanuu HE HACICAYIOTCS W TPOSBISIIOTCS B TpaHUIAX, OMPEACICHHBIX
HOPMOM peakiiy, HE MEPEIAIOTCS MO HACIEACTBY CIEAYIOIMUM MoKoieHussM. Hopma peakunun
— TIpeIeIIbl MOAM(PUKAITMOHHOW M3MEHUNBOCTH MPHU3HAKA, TOIYCTUMOM TP TAHHOM I'€HOTHIIC.
[IInpokoii HOPMOWN pEaKUMH XapaKTEPU3YIOTCS KOJMYECTBEHHBIE NMPHU3HAKM — Macca Tea,
MUTMEHTALUS KOXKHU U T.]I., & Y3KOH HOPMOM peakuu — UBET IJ1a3, rpynna KpOBH.

MoaudukanmoHHas U3MEHYMBOCTE MMEET aJIalTUBHOE (IIPUCIOCOOICHHOE) 3HAYEHUE U
o0ecreynBaeT B SBOIIOIUU €CTECTBEHHBIH 0TOOp BUIOB. [IpuMep mMoaudukanumn- n3MEHEHHUS
Macchl Tejla B 3aBUCHUMOCTH OT TMUTaHUS W (PU3NUECKOM HArpy3KH, YCUJICHHE W Pa3BUTHE
MBIIIEYHOW M KOCTHOM MacChl Yy CIIOPTCMEHOB, YBEIMYEHUE BSPUTPOIIOI3A B YCIOBHAX
BBICOKOTOPbSI U1 KPAWHETO CEBEpA.

deHoTunruYecKas N3MEHUMBOCTh XapaKTepU3yeTcs 2 mapaMeTpaMu:

* ICHETPAHTHOCTh — BEPOSATHOCTh (PEHOTHUIIMYECKOTO TMPOSBICHHUS MpH3HAKA IPH
HaJIMYMU COOTBETCTBYIOLIEro reHa. OHa u3MepsieTcsl MO MPOLEHTY 0coOeil B MOMYJSIIHH,
uMeroIuX MyTaHTHbIA ¢eHotun. Ilpu monHoit menerpantHOCTH (100%) MyTaHTHBIA TeH
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IPOSIBIISIETCS y KaXKI0 0coOu, obiafaronieil uM; mpu HEMOJHON MEHETPAaHTHOCTU (MEHbIIe
100%) ren nposiBnsieT cBOil peHoTunnyeckuit 3¢ ekt He y BceX 0coOei.

* SKCIIPECCUBHOCTh — CTEMEHb BBIPAXCHHOCTH NPU3HAKA Y WHAMBHIYYMOB, KOTOpBIE
MPOSIBIISIIOT 9TOT NMPU3HAK; CTENEHb (PEHOTHITMYECKOTO MPOsBIeHUs MyTanuu. Korma roBopsr
00  JKCIpecCMBHOCTH  3a0o0yieBaHHs, TO OILIGHUBAIOT COCTOSHUE  OOJBHOTO  Kak
yIIOBJIETBOPUTEIHHOE WU CPEHEN CTENCHH TSKECTH, WM KaK TSXKEJoe, T.€. B IaHHOM Cllydae
MOHATHE SKCTPECCUBHOCTH aHAJIOTHYHO MOHITHIO «TSDKECTh TEUEHUS OOJIC3HM.

OnaHO U3 NposBICHUN MOIU(DUKAIIMOHHON U3MEHYUBOCTH — (peHoMeH (heHOKONUpOoBaHus.
@DeHOoKOIUA — 3TO MPU3HAK, U3MEHEHHBIA MO/ JCHCTBHEM BHEIIHUX (AaKTOPOB, KOMUPYET
MPU3HAKHU PYroro TeHoTumna. B pa3Butum (eHOKONMuil MOTYT UrpaTh posib (HaKTOPhI CPenbl -
KIMMaTH4YecKue, (pu3ndeckrne, XUMHUIECKHe, OMOJIOTHYECKUEe M COIHAIbHBIEC (3aropensie, HO
HACJIEJICTBEHHO CBETJIOKOXKME MHIMBUJIBI TIPEJICTABISIOT COO0M Kak Obl «KOMUU» T€HETUYECKU
TEMHOKOXKHX JIFO/ICH )

B Meannmne (peHOKOTMU — HEHACIEICTBEHHBIE O0JIE3HH, CXOIHbIE C HACIIEACTBECHHBIMH.
Pacripoctpanennass npuynHa (eHokonui — JqeicTBUEe Ha OEpeMEHHBIX TepaTOreHOB
Pa3TUYHON MPUPOIBI, HAPYIIAIONIUX SMOPHOHAIILHOE Pa3BUTHUE TJ10/1a (TEHOTHUI €ro MPU STOM
He 3aTparuBaercs). BpokneHHble MHpeknuu (KpacHyxa, TOKCOIUIa3MO3, CHU(HINC) TaKke
MOTYT CTaTh MPUYMHON (EHOKOMMI psfa HACIEIACTBEHHBIX OOJIE3HEW W MOPOKOB Pa3BUTHS
WIM y 4YeloBeKa MPUEM alKorojs BO BpeMs OEpEeMEHHOCTH NPUBOJUT K KOMIUICKCY
HapyIIEHUI, KOTOPbIE 10 HEKOTOPOM CTEMEHN MOTYT KOIIMPOBATh CUMIITOMBI O0Je3Hu JlayHa).

I'enoTununyeckasi  (HacjieICTBEHHasi W3MEHYHUBOCThB) — OSTO  W3MEHEHUA,
MPOU3OLIEAIINE B CTPYKTYpE TEHOTHIIA U TIEpeIaBaeMble TI0 HACTIE/ICTBY.

Buapl reHOTHIMYECKON U3MEHYHUBOCTH:

1) MyTalMOHHAS U3MEHUYNBOCTh

2) KOMOWHATHBHAsI N3MEHYUBOCTb.

MyTanMoOHHA __ M3MEHYHMBOCTL ___—  THUI  HACJEJACTBEHHOW  HM3MEHYUBOCTH,
00yCIIOBJICHHOM MOSIBJICHHEM U3MEHEHUH B CTPYKTYpE T€HOB, XpOMOCOM HJIM T€HOMA.

MyTauum — D3TO BHE3allHbIE, E€CTECTBEHHBIE WM BbI3BAHHBIE HMCKYCCTBEHHO
HAacJIeyeMble U3MEHEHHSI TEHETUYECKOI0 MaTepralia, MPUBOASIIME K U3MEHEHUIO MPU3HAKOB
Opra"u3ma.

BUJIbI MYTAIIUHN

A 4 kA kA \ 4

10 BUY KJETOK, MO “YPOBHIO”
MO MPUUNHE MO 3HAYEHUIO | - ”
B KOTOPBIX | ("MACIHITABY")

NPOU3OUHIIIA MYTAIIUA

v

“CIIOHTAHHBIE” COMATHYECKHE MATOTEHHBIE 'EHHBIE
4 v v A 4
| ] 1
iuuayuupomnzmm FAMETHYECKHE HENTPAJILHBIE | ‘ XPOMOCOMHBIE ‘
w v
BJIATONPUSITHBIE } ‘ FEHOMHBIE

HpOIICCC BO3HUKHOBCHU MYTaIII/Iﬁ Ha3bIBACTCA MYyTarcHes.
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CnoHTaHHBIH MyTareHe3 BO3HHUKAET IPU OOBIYHBIX (PU3HOIOIMUECKUX COCTOSHHSIX
oprasuzMa 0e3 BUIUMOTO JOMOJIHUTEIBHOIO BO3JEHCTBHUS HA OPraHM3M BHEUIHHMX (DaKTOPOB
(mpum ommbkax perunkanuu U penapamun JJHK u mog neiictBruem MetabonuToB OpraHu3Ma).

NuaynumpoBaHHbIi MyTareHe3 BOZHUKAET MPU HAIIPaBICHHOM BO3AEHCTBUM (PaKTOPOB
BHEIIIHEH WJIM BHYTPEHHEW Cpelibl; MOXKET OBITh KOHTPOJIUPYEMBIM (H-p B DKCIEPUMEHTE C
[eJIbI0 U3YYEHUS MEXaHHW3MOB M €ro IOCIEACTBUH) M HEKOHTPOJIHpYeMbIM (0OiydyeHue B
pe3yabpTaTe BEIOpOCca paJuoaKTUBHBIX JJIEMEHTOB B CpeAy OOMTaHUs).

KomOnHaTuBHAasi H3MEHYUBOCTD - CIy4aliHas IEPEeKOMOUHAIMS YK€ UMEIOLNXCS TEHOB
1 XpomocoM. He conpoBoxkaaeTcss N3MEHEHUAMH CTPYKTYPBI TEHOB U XPOMOCOM, HO T€HOTHIIBI
poauTenel U 1etei pa3nuuHbl. B reHoTune nereil OyayT NpuUCyTCTBOBATh I'€HBI BCEX UETHIPEX
IpyII NPapoIUTENEH.

KoM0OuHaTHBHAs H3MEHYMBOCTh BO3HUKAET B PE3YJIHTATE MPOIECCOB, MPOUCXOIALINX B
XO0JI€ MEHO03a U B PEe3YJIbTATE OIUIOLOTBOPEHUA

1) KoMOWHAIMA XPOMOCOM CIY4aliHOCTh IPH CIHUSHUY SUIEKICTKH U CIEpMaTO301/1a;

2) HE3aBHCUMOE PacXOXKJICHUE XPOMOCOM B raMeTe MpH Meio3e;

3) pexoMOMHAIMS IeHOB B Pe3yJbTaTe KPOCCHHTOBEPA.

Hanpumep, poxnenue aereit ¢ 1 nnu IV rpynnoil KpoBH y TE€TEPO3UTOTHBIX POJUTEIIEH,
umeromux II u Il rpynnsl kpoBu (y HOTOMKOB IMOSIBUWINCH HOBBIE MPU3HAKH, OTIMYHBIE OT
POJIUTEIIbCKHUX )

KoMOuHaTuBHAsT HM3MEHYMBOCTH SBISETCS TIJIABHBIM HCTOYHUKOM T'€HETHYECKOTO
pazHooOpa3us, 4To 0OecreynBaeT BbKMBAEMOCTh BUJIOB B BAPUATHBHBIX YCIOBUAX BHEIIHEH
CpElBl.

Ilopsinok BbINOIHEHUS MPAKTUYECKOT0 3a/1aHUSL:

- U3YYHUTh MaTepual Mo y4eOHUKY /2, TEOPeTHUECKUi OJIOK M METOJIUYECKUE YKa3aHUs K
MIPOBEACHUIO MPAKTUUECKOI0 3aHATHUS;

- BBITIOJTHUTD MPEJIOKECHHbBIC 3a/IaHMS;

- clIeNIaTh BBIBOJIbI 1O MPAKTHUYECKOMY 3aHSTHIO.

BOIIPOCHI IJIsI CAMOKOHTPOJIA

1. MexaHu3Mbl U1 TPUYMHBI HEHACJIEACTBEHHOM N3MEHUYUBOCTH MPU3HAKOB.

2. MexaHu3M U MPUYUHBI HACIECTBEHHON M3MEHUUBOCTH MPHU3HAKOB.

3. KomOnHaTHBHAsI K3MEHUHUBOCTb, KaK O7HA U3 (OpM HACTIEACTBEHHOW N3MEHYHUBOCTH.
Ee npuuunbl 1 nociencTBus.

4. MyrarenHble (haKTOpbI, KAK ICTOYHUK MYTaIlMOHHOW H3MEHUHNBOCTH.

5. Knaccudukanust MyTanuii 1 BX XapaKTepUCTHKA.

6. MexaHu3M U MOCIEICTBUSA T€HHBIX MYTAIUH.

7. MexaHu3M XpOMOCOMHBIX MyTalliid, UX MPUYUHBI U MOCIICICTBUS.

8. Iomumuionust M aHEYIJIOUIUS, KaK OCHOBHBIE (DOPMBI TCHOMHOM MYTaIiH.

9. 'eHOMHBIE MyTallMK, KAK HCTOYHUK XPOMOCOMHBIX 3a00JI€BaHU YETIOBEKA.

METOJMKA BBIMTOJHEHMUS 3AJAHMIA:

1. 3anosHuTe Ta0aMuIy B TeTrpaan «CpaBHUTEJbHASl XapaKTePpUCTHKA (opM
U3MEHYHMBOCTH).
XapakTepucTuKa DeHOTUITNYECKAS MyTauuoHHas
U3MEHYNBOCTh H3MEHYMBOCTh

OOBEKT N3MEHEHUS
OTtOuparomuii pakTop
HacienoBanve npu3HakoB

34



HO,Z[Bep)KCHHOCTB HN3MCHCHHAM XpOMOCOM

[TonBep:keHHOCTh n3MeHeHusIM MoJiekya JJHK

3HaueHHe J1JIs OpraHu3Ma

SHadyeHue I BUAA

PoJb B BOTIOLINN

2. 3anoanute Tadauny B Terpaam «Kmaccupukanus Myranuiny

[To npuunnam [To myTupoBaBILINM [To n3amenenuro ITo ucxony mnst
KJIETKam T€HETUYECKOr0 MaTepualia opraHusma
1. 1. 1. 1.
2. 2. 2. 2.
3. 3.
4.

3. PEHIMTE 3AJTIAYH 110 IPEAJIOKEHHOMY AJITOPUTMY.

1. B poauiibHOM JOME POJIUIICS 1 BCKOPE yMep Majb4MK, B COMATHYECKHUX KIIETKaX
KoToporo ooHapyxuwin 49 xpomocom. Kakast 310 uameHunBocTh? OOBSICHUTE MEXaHU3M €€
TIOSIBJICHUS.

2. B pe3ynbrare BO3IeHCTBUS XUMHUYECKOTO MyTareHa rnocjie0BaTeIbHOCTh TEHOB B
xpomocome udmenmwiack ¢ ABCDEFGH na ABCBCDEFGH.
Tun xpomocomHo abepparuu?

3._0O0bsicHUTE, TTOYeMY JeTH OOBIYHO MOXO0KH Ha CBOMX POJIUTENICH, HO HE SIBIISIFOTCS UX
TOYHOM KOIHEH.

4. Kak uamenurcs crpoenue 6enka, ecnu B mosiekyne JJHK mecto Tpunnera AAA
zanMmér tpuruiet AT'A, a 'L — LI, a AT'A — AI'T.

Kaxk sToT nporecc B reHeTUke Ha3bIBaeTCs?

4. BBIIIOJIHUTE TECT.

Bri0epuTe 0AMH NPaBUIILHBIN OTBET.

1. 'enHble MyTanuu 00yCIIOBJICHBDI:

a) UM3MEHEHHUEM NopsaKa HyKiIeoTuaA0B B Mosekyne [JHK
0) U3MEHEHHEM CTPYKTYpPBl XpOMOCOM

B)  KpPaTHBIM yBEJIMYEHHEM UYHCIIa XPOMOCOM

I)  TpaHCJIOKalUsIMHU

2. H3MeHeHMs B HAaCJIEACTBEHHBIX CTPYKTypax - 3TO:
a)  HacJEJCTBEHHOCTh

0) HOpMa peaxiu

B) MyTanus

I)  peruIMKanus

3. MexaHu3M BO3ZHUKHOBEHHSI XPOMOCOMHBIX MYTaIlU:
a)  TpaHCIIOKalus

0) HepacxoKJIE€HHE XpOMOCOM BO BpeMs Meiio3a

B)  Jenenus

I) HHBEPCHUS
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4.  T'naBHBIA UCTOYHUK FEHETUYECKOTO pa3HOOOpa3us:
a) MoAu(UKaLUOHHAS U3MEHYHUBOCTh

0) daxTopsI cpeas

B) KOMOHMHATHBHasi U3MEHYUBOCTH

r) ¢umorenes

5. B pesynbraTe BO3AEHCTBUS OMOJOTMUECKOTO MyTareHa nociae0BaTeIbHOCTh T€HOB
B xpomocome n3Menminack ¢ ABCDEFGH na ABCEFGH. Tun xpoM0oCOMHON MyTaluu:

a)  TpaHCIOKauus

0) AymIMKaus

B)  Jelenus

I)  UWHBEpPCHUSA

Brbi0epuTte npaBuIbHbIE OTBETHI.

6. XpomocomHble 60JI€3HU BOSHUKAIOT B pE3yJIbTaTe:
a) KOMOMHATHUBHON M3MEHYHMBOCTH

0) TIeHOMHBIX MyTalUi

B)  XPOMOCOMHBIX MyTallui

I) TEHHBIX MyTaluii

/.  MyrtannoHHass U3MEHYMBOCTb TMEPEACTCs MO HACIEICTBY, TaK KaK BO3HUKACT B
MHOTOKJIETOYHOM OpPTaHU3ME B:

a)  MHOKapje

0) sIeKIIeTKax

B) IUIa3Me KpOBU

I)  MEXKIETOYHOM BEIIECTBE

1)  crIepMaTo30uaax

8.  BuIbl TeCHOMHBIX MyTaIluii:
a) MOHOCOMHUSI,

06) Tpucomus

B)  JyIUIMKaIMs

r)  TpaHCIOKanus

9. K»k30omyTrareHaM OTHOCSITCS:
a)  paauanus

0) XUMHUYECKHE BEIIeCTBA

B)  BHUPYCHI

r)  O0COOEGHHOCTH CTPYKTYpHI FreHa

10. Bwunabl ©I3MEHYUBOCTHU B 3aBUCUMOCTH OT MPUPOJIBI KIETOK:
a)  ¢eHoTunmUUecKas

06) KOMOWHATHBHAs

B) TIeHepaTHBHas

r) coMaTuyeckas

11. KomOuHaTHBHas N3MEHYUBOCTH O0YCIIOBIICHA:
a)  KPOCCHHTOBEPOM.

0) mnepexoMOMHAIMEH TeHOB MPU KPOCCUHTOBEPE
B)  (akTropamu cpeibl
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F) HC3aBUCHUMbIM PACXOXKACHUCM XPOMOCOM B I'aMCTC IIPpH Meno3e.

12. Hopwma peakiuu:

a)  W3MEHSET TeHOTHIT OpPTaHu3Ma

0) ompenenseTCs FEHOTUIIOM OpraHu3Ma

B)  BeJET K MyTalllH

I)  HW3MEHSET JIOKYChI TCHOB

o)  QGopMUpPYET B OHTOTCHE3E, B 3aBUCUMOCTH OT YCIIOBUH Cpe/Ibl, pa3Hbie (PCHOTHUIIBI

13. ¥YcraHoBHUTE COOTBETCTBHE:

T€HOMHBIE MYyTaIluu W3MEHECHHE KOJIOHOB
XPOMOCOMHBIC MYTaIluH MYTaIliH, CBSI3aHHBIC C U3MEHEHUEM KOJIHMYECTBA XPOMOCOM
MHUCCEHC-MYTaIus MYTalliH, CBS3aHHBIE CO CTPYKTYPHBIMH HW3MEHEHUSIMU
OTACIBHBIX XPOMOCOM

HOHCEHC-MYTAaIHsI 3aMeHa a30TUCTOrO0 OCHOBAHUS B KOJIOHE

14, YcTraHoBHTE COOTBETCTBHE MEX]y TUIIAMU U3MEHUMBOCTH U UX XapaKTEPHBIMU
0COOCHHOCTSIMHU:

XapakTepHble 0CO0€HHOCTH Tun u3MeHYNBOCTH

a) HeoOpaTuMma 1) MyTanmoHHast K3MEHYUBOCTh
0) HaciemyeTcs 2) Moau(HUKAMOHHAS K3MEHUHNBOCTD

B) HEIpeCcKa3zyema

T') HE Tepeaaérces CaeayrIIeMy TOKOJICHHTO
1) MOKET OBITh BEI3BaHA M3MCHCHHEM YHCIIa
XpPOMOCOM

€) HOCHUT MPHUCIIOCOOUTEIIBHBIA XapaKTep

15. YcraHoBUTE COOTBETCTBHE!
a) MOHOCOMHS 1) O0OMEH y4yacTKaMH HETOMOJIOTHYHBIX XPOMOCOM
0) TpaHCIOKaUs 2) YBEJIMYCHUE UM YMEHBIIEHHUE YHCIIa XPOMOCOM
B) AHEYTUTOUTUS 3) YABOCHHUE y4acTKa T'€Ha WJI XPOMOCOMBI
r) JYTUTUKALAS 4) OTCYTCTBHE OJJHON XpOMOCOMBI B KAPUOTHUIIE
JlonmosiHuTe.
16. [Ipenenst MonudUKAIMOHHONW M3MEHYMBOCTU TPHU3HAKA, JOMYCTUMOU TIpH

JaHHOM I'€CHOTHUIIC HA3BIBAIOTCA

17. [Ipu3Hak, pa3BUBaOIIUNCS TIOJ  BO3ACHCTBHEM  CPEIOBBIX  (DaKTOPOB,
KOMUPYIOIIUN HACJIEICTBEHHO O0YCIIOBICHHBIN MTPU3HAK, HA3BIBACTCS

18. - OTpakaeT 4YacToTy (PEHOTUIIMYECKOTO  IPOSBICHUS
MMEIOMIENCs B TEHOTUITE HH(POPMAIIHH.

19. [Ipnuunsl, BBI3BIBAIOIINE MyTaluu,
Ha3bIBAIOTCS
20. MyTareHe3 BO3HUKAeT IMpHU HaMpaBiICHHOM BO3ACHCTBUU

(bakTOpOB Ccpebl.
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INPAKTUYECKOE 3AHATHUE Ne 5
Tema 3ansaTus: I'eneanornueckuii mero. CocTaBiieHUE U aHAJIU3 POJIOCIOBHBIX CXEM.

I.le.m; 3aHATHA: 3aKpCIUTh TCOPECTUUCCKHUC 3HAHUA CYIIHOCTH, 3HAYCHHUA H 3aJdad
MCTOJOB H3Yy4YCHHA HACJIICACTBCHHOCTH YCJIOBCKA, reHeaJorn4eCKui aHaJIu3, OCOOCHHOCTH
POOOCIOBHBIX C PpPa3HbBIMHM THUIIAMHU HACJICAOBAHUA TIPU3HAKOB U HpI/I06peCTI/I HaBBIK
COCTABJICHUA MW aHaJIM3a POIOCIOBHBIX CXCM, IIPOBCIACHMUA HpeﬂBapHTeHBHOﬁ JNAardioCTUKHU
HaCJICACTBCHHBIX OoJie3HEH.

TEOPETUYECKHUM BJIOK.

I'eneanoruveckuii Meroa ObuT TpeaioxkeH B 1865 1. ®@. ['anbTOHOM M OCHOBaH Ha
aHaJIM3€ pachpeiesieHUs] KaKuxX-IMOO HOPMAJbHBIX WJIM TAaTOJOTHMUYECKUX MPU3HAKOB
(3abosieBaHUil) Cpeu MPECTABUTENICH OJHON CEMbU B POJIOCIOBHOM.

PogocnoBHass — 310 rpaduyueckoe U300pakeHre POJICTBEHHBIX CBSI3EH MEXY YICHAMU
OJIHOM CEMbH B HECKOJIBKUX MOKOJIEHHUSX.

B MeauMuuHCKON TEHETHKE 3TOT METOJl HAa3bIBAIOT KIMHUKO-TEHEATOTMYECKUM T.K. OH
BKJIIOYAET KIIMHUYECKOE 00cIieoBaHNe OOJIBHOTO U €ro POJCTBEHHUKOB.

Iloka3aHusi KJIMHHUKO-T€HEAJOrN4eCKOro MeToaa:

1. YCTaHOBJICHUE HACIIEJICTBEHHOTO XapaKkTepa 3a00JIeBaHus;

2. YCTAaHOBJICHHME THIA HACIEIOBaHUS TMpPU3HAKA M YPOBHS IIE€HETPAHTHOCTHU
(4acToThI MPOSIBICHUS);

3. ONpEIETEHNUS CUEIUICHNS U JIOKAJIN3alU1 T€HOB HA XpOMOCOMaXx;

4, M3y4Y€HHUE NHTEHCUBHOCTU U3MEHEHUSI MYTAallHOHHOT'O MPOIIECCa Y YETIOBEKA;

o. BEPOSITHOCTh POXKJIEHUs peOeHKa C HACJIEJICTBEHHON MaTOoNIOruell (TeHeTUYeCKUii

pI/ICK) pru MEAUKO-TCHCTUYCCKOM KOHCYJIIbTUPOBAHHU.

Kiannuko-reHeanornieckoro MeToJ BKJIKYaeT 1Ba 3Tana:

1. COCTaBJICHUE POJIOCIOBHOM U €€ rpaduueckoe n300pakeHue;

2. reHeasornyeckuid ananui. lLlenp reHeanoruyeckoro aHaian3a-yCTaHOBJIECHUE
HACJIEICTBEHHOI'O XapakTepa IpuU3HaKa M TUNA HaciaeAaoBaHus. JlJIgs 3TOro MCHOJB3YIOT
OCHOBHBIE ITPUHIIMUIBI HACIEAOBAHMS, YCTAaHOBJICHHbIE MeHeneM (MM MOJUYUHSAIOTCS TOJIBKO
MOHOT'€HHbIE€ HacCJIeJICTBEHHbIE 3a001eBaHUsl MPUUMHON KOTOPBIX SIBISIETCSI MyTallMl OJHOTO
reHa). B Hayane TpeOyeTcsi yCTAaHOBUTH UMEET JIM MPU3HAK HACIEICTBEHHBIH XapakTep; eciu
KaKoH-IMOO MpU3HAK BCTpedasics B POJOCIOBHON HECKOJIBKO pa3, TO MOXKHO JIyMaTb O €ro
HACJIEICTBEHHOM MPUPOJIE; OJTHAKO 3TO MOXKET ObITh M HE TaK, HapUMep, KaKue-TO BHEIIHUE
(dakTopsl WM MPOPECCHOHATBHBIE BPEAHOCTH MOTYT BBI3BIBATH CXOJHBbIE 3a00JEBaHUS Y
YWIEHOB OJTHOM CEMBHU

NHauBuga, ¢ KOTOPOro HaYMHAETCSl UCCIIENO0BAaHKE, Ha3bIBaeTcs mpodanaom. Yaimie 310
0O0JBHOW WJIM HOCHUTENIb H3Yy4aeMOro MpH3HaKa, HO MOXET ObITb U 3J0POBBIA WHAMBUI,
OOpaTUBLIMICS 32 MEIUKO-TEHETUYECKONW KOHCYNbTalUMei. 3aTeM HCCIEOYIOTCS POAMTENH U
cubchl — 3TO OpaTbs M CECTpPhI, T.e. ACTU WU3 OJHOW ceMbH. Eciam cuOChl MMEIOT OIHOTO
oO11ero poauTens UX Ha3bIBAlOT MoJrycubcamu. Pasnnyaior ennHOyTpoOHBIX (0011ast MaTh) U
€IMHOKPOBHBIX (001Ul oTelr) nonycuocoB. Bee nuuHo o0cie10BaHHbIE BPAauOM YJIEHBI CEMbU
0003HaYaIOTCs 3HAKOM «!».

HOpﬂIl()R BBINNOJHCHUA NPAKTUYECCKOI0 3aIaHUA:
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- U3y4YUTh MaTepual Mo yueOHuKY /2 /, TeopeTudecKuid OJI0K U METOAMYECKHUE YKa3aHUs K
IPOBEJICHUIO MTPAKTUUYECKOTO 3aHSATHUS;

- BBIMIOJIHUTD MPEJIOKEHHbBIC 3a/1aHMUS;

- ClIeNIaTh BBIBOJIBI MO MPAKTHUYECKOMY 3aHSTHIO.

BOIPOCHI JIs1 CAMOKOHTPOJIA

1. OcoOeHHOCTH HW3Y4YEHHUS HACIEIACTBEHHOCTH YEJIOBEKa KaK CIelu(pUuecKoro
00BbEKTa FTEHETUYECKOTO aHaAIN3a.

2. ['eHeanornyeckuii METO., CYIIHOCTb, TOKa3aHUs U ATAIbI.

3. Mertouka coCTaBICHUS POIOCIOBHBIX.

4, AHanu3 poJ0CIOBHOM.

S. OCOOEHHOCTH  POJOCIOBHBIX TIPU  ayTOCOMHO-JAOMHUHAHTHOM, ayTOCOMHO-
PELieCCUBHOM HaCJeI0BaHHH.

6. Oco0eHHOCTH POAOCIOBHBIX IPH CLEIUICHHBIM C TI0JIOTO HAC/IEJOBAHUH.

METO/JMKA BBIIIOJTHEHUS 3ATIAHUM:
1. O3HakoMBbTeCH € AJTOPUTM COCTABJIEHHUS POAOCIOBHOI

1. PogocnoBHasi CTPOUTCS CHU3Y-BBEpPX M HAUYMHAETCS C MPOOaHIA, TO €CTh YeJOBEKa
(6osbHOTO, 3I0POBOTO), OOpaTUBIIIErOCs 32 KOHCY bTaleil. O003HaueHus - W MYX4HHA, © -
YKEHIIUHA. %

2. Bcex poJICTBEHHUKOB OJHOTO MOKOJEHHs (MpoOaH[, ero CecTpbl U OpaThsi, €ro kKeHa
WJIM MYXK) PacroJiararoTcsi Ha OJ{HOH rOPU30HTAIBLHON JUHUM.

3. CuOchI (OpaThst B CECTPBI) PACIIONATAIOTCS B POJTOCIOBHON B TTOPSJIKE POKICHUS CIIeBa
HalnpaBo, HauMHasg ¢ crapuiero. JleTu ofHON CympyXecKOH maphl pacroiararoTcs Ha OJHOM
ypOBHE, OOBEAMHSIIOTCS OOIEH dYepToil, KOTopas BEpPTHKAIbHOW IUHUEH COEIUHSETCS C
nuHUElN Opaka ux poauTesnei.

4. Ponurenu npobaHja, ux OpaThsl U CECTPBI PAcIOJIaratoTcsl B cJieyloueM NOKOJIeHU!
(Beimie mpobanpa). Jlanee mociaenoBaTeIbHO U300paXKAIOTCA POACTBEHHUKHU TI0 JIMHUUA MaTepu
nmpoOaHa, 3aTeM — €To OTIIA.

5.Bce unensl pooCIOBHOM JOMAKHBI PacoiaraTbCs CTPOro Mo MOKOJEHUSM B OJIUH PSi.

6. Jlromeil, oOmamarouux aHATU3UPYEMBIM TMPU3HAKOM (3a00J€BaHUEM), BBIJICTSIOT
IITPUXOBKOM M.

7. TloxoneHus 0003HAYAIOTCSI PUMCKHUMH HudpamMu cjieBa OT POJIOCIOBHON cBepxy
BHM3.

8. ApabGckumu nudpamMm HyMeEpyeTcsl MOTOMCTBO OJHOTO TIOKOJIEHUs (BECh psifl) CiieBa
HaIpaBo MocyenoBaTeNbHO. TakuM 00pa3om, KaxIbli 4ieH POAOCIOBHOW MMEET CBOM mudp
(manpumep, 1-3, I1-2 u 1.1.)

o SIAoOpOoOBas XMeHumHa
crbGCba
I:l INOPOBBIFA MyMYMMHa
MOHOIMIOTHLIE
Grnuuane e
olEl npoSang
AMI3ImMIroTHolea
SNUuIHeub!
o non HemsBecTeH I:l:l-_o SecnnoTaHeiA Gpax
e o
3 BHeSpaYHoe
= NoToMCcCTEO
‘ MegquMIMmHCKMIA aSopT :I
‘ ™MEe DT B O DO M LS HH B - - SConNnobHore
1O seax W] @  creposurornme
HOoCMTENM peUyec-
D:O KPOBHOPOLCTEE MM b I:I o CHBHOrG remHa
Spax
|O| MM HO
O—D—O NMosTopHELI A Spax I:- - oGCcAenOBaHHbLI e
o--l:] BrneSpavuHan CSA3bL /IZ/EIG VM e DL M e

Pucynok 5 - CuMBOJIBI, UCIIOJIB3YEMBIE ITPU COCTABIIEHUU POJOCIOBHBIX
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2. A3yuuTe npuMep pelieHusi 32124 HA COCTABJIEHUE POIOCIOBHOI.

[IpoGann cTpamaeT aHUpPUAMEH, KOTOpas XapaKTepPH3yeTCsi OTCYTCTBHEM payKHOU
obosouku. OH WMeEeT JBE CEeCTPhl, OJHA M3 KOTOPBIX CTpajaeT aHupuaued. Math mpobana
3I0pOBa M BBIIILIA U3 OJIATOMOJIYYHOTO 10 ATOMY 3aboneBanuio poja. Oren npobanga O60JeH.
[To nuHUM OTHIa M3BECTHHI OOJBHBIC IS M OJHA TETS, BTOpasl TeTsS- 37A0poBa; OadyIika, ee
cecTpa W mpajaen OonbHBIE. Y OOJBHOTO 1AM OONbHAS JOYh M JIBA 3IOPOBBIX CHIHA. Y
0a0ylIku - IBE CEeCTPhl U Opat 370poBbIe, a oAHa cecTpa OonbHas. [Ipagen umen 310poBOro
Opata u xeHy. COCTaBUTh POJIOCIOBHYIO.
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3. I/I3y'mTe THIIBI HACJICA0OBAHUS MPU3HAKOB.

By

ﬁ

THUIIbI HACJIEJOBAHUA ITPU3HAKOB.
AyYTOCOMHO-AOMUHAHTHBINA THII HACJIIOBAHUS

1. Tlpu3Hak BCTpPEUAIOTCS B KaXJAOM IIOKOJICHUH.

2. Tlpu3Hak MOSIBISETCSA B pAaBHOW CTETICHH M MY>KUWHBI, U )KCHIIUHBI.

3. Ilpu3Hak BcTpewaercss y JE€Tel, y KOTOPBIX XOTS Obl OAMH W3 POAUTEIEH HMeeT
M3y4aeMbIi IPU3HAK.

4. BonbHOI peGeHOK poxaaeTcs y O0nbHBIX poauTeneii ¢ BeposTHOcTh0 100%, ecnu
OHU TOMO3UTOTHBI; 75%, €CJI OHU T€TEPO3UTOTHBI.

5. BeposTHOCTB poXxaeHUs 00JIBHOTO peOeHKa y 3A0pOBbIX poauteneit 0%.
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AYTOCOMHO-penecCUBHBIN THII HACIEA0BAHUSA
1. IIpu3nHak BcTpeyaeTcs He B KaKIOM ITOKOJICHUU.
2. Ilpu3Hak uMeeTcs B paBHOM CTEIIEHU U MY)KUUH, U JKCHIIUH.
3.  Ecuu npusHak uMmeercs y 000MX pOAUTENEH, TO TOT IPU3HAK UMEIOT BCE JIETH.
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4. IlpuszHak BcTpewaercs y JeTei, pOAUTENM KOTOPHIX HE HUMEIOT H3y4aeMoro

IpU3HaKa.
5. BeposTHOCTB poxkaeHus: 00JBHOTO peOeHKa y 3A0POBBIX poauteneit 25%, ecnu oHu
rerepo3urotHsl, 0%, eciu oHr 00a WM OJTMH M3 HUX TOMO3UTOTEH 110 JOMUHAHTHOMY T€HY.
6. YacTo mposBmsieTcs mpu OIM3KOPOACTBEHHBIX OpaKax.
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CuenyieHHbIH ¢ X-XpOMOCOMOH (C MOJIOM) JOMUHAHTHBIA THIT HACJIEIOBAHUS

1. IIpusHak BcTpedaeTcs B KaKIOM IMOKOJIEHHH.

2. Ilpu3Hak BcTpeuyaeTcs B OOJIbIIEH CTETIEHU Y KEHILUH.

3. IlpusHak BcTpewyaemcsi y JA€TeW, y KOTOPBIX XOTsA Obl OJUH W3 POAMTENEH HUMeEeT
M3y4aeMbIi ITPU3HAK.

4.  Ecnu npu3HaK UMEEeT MY>KYMHA, TO BCE €ro Jouepu OyIyT UMETh 3TOT MPU3HAK, a Y
BCEX CBIHOBEH 3TOT MPHU3HAK OTCYTCTBYET.

5. bonbHOU pebeHOK poxkaaeTcsl y 00JbHBIX poauTeneit ¢ BepositHocThio 100%, ecnu

MaTh TOMO3UTOTHA, 75%, €clii MaTh TETEPO3UTOTHA.
6. BepostHOCTh poXxaeHHs 00JIBHOTO pebeHKa Y 310pOBbIX poauteneit 0%.
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CuemnieHHbI# ¢ X-XpOMOCOMOii (€ MOJIOM) pelleCCHBHBIN THII HACJIEI0BAHUS

1. Ilpu3nHak BcTpedaeTcs HE B KaKIOM IIOKOJICHUH.

2. IlpenMylecTBEHHO NPU3HAK BCTPEYAETCA y MY)KUYUH, IPUYEM Y UX OTLOB IPU3HAK
0OBIYHO OTCYTCTBYET, HO UMEETCS y J1eZI0B (ITPpajie/IoB) MO MaTEPUHCKON TMHUU.

3. Y KeHIIMH BCTpeUyaeTcs TONbKO TOra, KOI/1a OH UMEETCsl Y UX OTLA.

4. BeposATHOCTh PpOXIACHHS OOJBHOTO MalbyMKa Yy 3I0pPOBBIX poaurenei 25%,

oosbHOU 1eBouku — 0%.
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CuemnieHHoe ¢ Y- XpoMocoMoii (roJ1aHApruyecKuii) THII HACIe0BAHUS
1. Ilpu3Hak BcTpevaeTcs B KaXKI0M MOKOJICHUH.

2. IlpusHak BcTpedaeTcst TOJbKO MYXUYUHBI.

3. IIpusHak nepenaercs 1Mo My>KCKOM JIMHUU: OT OTLIA K CHIHY U T.J.

4. BeposiTHOCTB pOXKJIeHUs1 OOJIBLHOTO MaJibukKa y 605sHOro otiia pasHa 100%.
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4. I3YUYUTE NNPUMEPHI PEHIEHUA 3AJIAY HA OIIPEJAEJIEHUE THIIA
HACJIEJOBAHUSA ITPU3HAKOB.

3anaua 1.
[TocnenoBaTenbHOCTH pacCyXACHUM TP ONPEICTICHUN TUTIA HACIIEIOBAHUSI MIPU3HAKA B
CIEIYIOIIEH POIOCIIOBHOM.

! i
& O m O
v éﬁéé

I'padmueckoe n300pakeHUE poIOCIOBHOM.

1. JIromu ¢ u3y4aeMbpIM NPU3HAKOM BCTPEYAIOTCS 4YacTO, B KaXXJOM IOKOJICHUH;
YeJI0BeK, MMEIOIIMI N3y4aeMblii IPU3HAK, POKAACTCI B CEMbE, /1€ 00s13aTEIBHO XOTS Obl OJIUH
W3 pOIOUTENEM MMEET U3ydaeMbld Ipu3HaK. [loaToMy MOXKHO caenars NEPBBIU
MIPEABAPUTEIBHBIN BBIBOA: U3Y4aEMbIl IPU3HAK-IOMUHAHTHBIMN.

2. B ponocinoBHOl 6 XEHIIUMH U 5 My»XYMH UMEIOT U3y4aeMblil NMpu3HaKk. MOXHO
CUMTATh, YTO U3Y4AEMbIl MPU3HAK C MPUOIU3UTEIBHO PAaBHOIM YacTOTOM BCTpedaeTcs U Cpeiu
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MY>KYUH, U CPEAH JKEHIIUH. JTO XapaKTEPHO Ui MPU3HAKOB, T€HbI KOTOPHIX PACIOJIOKEHBI HE
B MIOJIOBBIX XPOMOCOMaX, a B ayrocoMax. [103ToMy MOXHO cliejaTh BTOpOH MpeiBapUTEIbHBIHI
BBIBO/I: U3y4a€MbIi MTPU3HAK SIBJIIETCSI Ay TOCOMHBIM.

3. Takum 00pa3oM, MO OCHOBHBIM OCOOEHHOCTSM HACIEIOBAHHE H3y4aeMOI'0
IpU3HaKa B 3TON POJOCIOBHONM MOKHO OTHECTH K ayTOCOMHO-AOMUHAHTHOMY Tumy. Kpome
TOTO0, 3Ta POJIOCIOBHAs HE 007a1aeT HAOOPOM OCOOCHHOCTEH, XapaKTePHBIX AJI IPYTHX TUIIOB
HacJIeI0BaHUsl.

OnpenenuB THUIT HACJIEIOBAHUS U3y4aeMOro MpU3HAKa, MOXKHO JIETKO BBISICHUTh T€HOTHUI
npoOaHia u cAeNaTh IPOrHO3 O €ro BEPOITHOM TOTOMCTBE.

3anaua 2.

310poBbIE MYX M K€Ha (JIBOIOPOJHBIE cHOCHI) MMEIOT OONbHYIO aTakcuedl dpuapeiixa
(mporpeccupyroliee pacCTpoOCTBO KOOPAMHAIIMY JIBHKEHUN) 10ub. MaTh My»Ka U OTEI[ XKEHBI,
poanbie cuOChI, 310poBbI. OOIMIA AsiAs cynpyroB 310poB. Ux obmiast 6abymika Oblia 310poBa,
a JlefylIka cTpajan atakcueil. Bce poJCTBEHHUKH CO CTOPOHBI OTIIA MY’Ka, B TOM 4YHCIE 2
TSI, ABOIOPOIHAS cecTpa, AeAylika U 0adyiika 370poBbl. Bece pOJICTBEHHUKH CO CTOPOHBI
MaTepH KEHBI 3710pOBBl. COCTaBhTE POJTOCIOBHYIO.

OmnpenenuTe: THIT HACTEAOBAHUS W TEHOTHUITBI JIUI POJOCIOBHOIM;

Pewenue.
. oO——O
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Tumn HacnenoBaHUsST — AyTOCOMHO-PELIECCUBHBIM, BCE YJIEHBI POJOCIOBHOM, UMEKOIIME

MATOJIOTUYECKUN TIPU3HAK, TOMO3UTOTHI IO PEIIECCUBHOMY TeHy (aa); poautenu pedenka (I11-
2, 111-3), mate myxa (I1-5), oter xenst (11-7), ux oouwmit asas (11-6) — rerepos3urotHsl (4a).
I'eHOTMIIBI OCTaJbHBIX WIEHOB POJOCIOBHONH C JIOMHUHAHTHBIM IIPU3HAKOM JOCTOBEPHO
YCTaHOBHUTH HEBO3MOKHO (OHHM MOTYT OBITh KaK TOMO3UTOTaMHU, TaK M T€TEPO3UTOTAMH);

5. PEHIUTE 3AJIAYM 11O NPEJJIOXKXEHHOMY AJI'OPUTMY.
3agaua 1. OnpeaennTe THN HAC/IeIOBAHUS MPU3HAKA B PO0CJI0BHOI. OTBeThTE HA
BOIPOCHI.

b
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1.  Ckonpko mokoJjieHu# n300paxeHo Ha cxeme?

2.  Jluma xakoro nojia 60J€I0T B JaHHON ceMbe?

3. C kakumu xpomocomamu (TIOJIOBBIMH WM ayrocomMamu) Bbl cBs3bIBaeTe
HacyenoBaHue?

4.  Bctpeuatorcs jau O0bHBIE B KaXKJOM IMOKOJICHUH?

5. [eTu xakoro nojia poxAar0TCs OT 3[0POBBIX POJIUTENCH?

6. Ecmm nu B pogocIoBHON OJIM3KOPOACTBEHHBIC OpaKu?

7. OmpenenuTe THUI HACJEAOBAaHUS MIPU3HAKA B POJOCIOBHON CXEME.

3agaua 2. IIpoGamm — OonpHOUM MuonaTtueit J[[romenna (arpodus CKeIeTHOU
MYCKYJaTypbl) MaibuuK. [10 JaHHBIM COOpaHHOTO y poauTeNeil aHaMHe3a, CaMU POJUTENU U
IIBE cecTpbl mpoOaHaa 310poBbl. [1o OTHOBCKOW NMHMM JBa 414, TE€TKa, Aed M 06adyiika
npobaHna — 370poBHL. JIBe ABOIOPOIHBIE CECTPBI OT AAIM W JIBOIOPOJHBIM OpaT OT TETKU
npobanyia — 3710poBkel. [lo nuHUKM MaTepu mpoOaHa OAWH U3 ABYX Jsnel (crapiiuit) 6osen
Muomnatueid. Bropoit ass (310poBbIi) UMEN IBYX 3J10POBBIX CHIHOBEH U 37J0pPOBYIO J104b. TeTs
npobanaa uMena 601bpHOTrOo chiHa. [ea u 6adymika — 310poBbl. COCTaBbTE POJAOCIOBHYIO.

MNPAKTUYECKOE 3AHSATHE Ne 6
Tema 3ansaTHsA: MeTOABI N3yUYeHNs HACIECICTBEHHOCTH YEJI0OBEKA.

Ieab 3aHATHS: 3aKpPENUTh TCOPETHUECKHE 3HAHWUS B O0JACTH METOJ0B H3YUCHHS
HACJIEJICTBEHHOCTH YEJIOBEKA C IEIbI0 MPOBEACHUS Oece M0 MIAaHUPOBAHUIO CEMBbHU C YUETOM
AMEIOILENCS HACIEACTBEHHON ITaTOJIOTHH.

TEOPETUYECKHUM BJIOK.

IOUTOTEHETHYECKHUM METOJI ocHOBaH Ha MHKPOCKOIHYECKOM H3y4CHHH
XpPOMOCOM B KJIETKaX 4eJIOBEKa.

[{uToreHeTHUECKU METO/1 BKIIFOYAET:

a) METOAbl JKCIpecc-AMarHOCTUKU Tojla-ompeeneHne X - W Y-XpOMaTHHa.
Hcnonb3yercs uisi TUarHOCTUKA XPOMOCOMHBIX 3a00JIeBaHUM, B YaCTHOCTH TIPHU MOJO03PCHUH
Ha XPOMOCOMHBIE HapyIIEHHS, CBS3aHHBIC C TMOJOBBIMH XPOMOCOMAaMH, TaKXke B CyaeOHOM
MEJIMIIUHE, KOoTJa TpeOyeTcs Mo MATHAM KPOBU YCTAHOBUTH MOJIOBYIO MPUHAIIICKHOCTD.

0) KapUOTUIIUPOBAHME- OMNpe/eJCHNEe KOIMYEeCTBA M KayecTBA XPOMOCOM C IIEJBIO
JTMArHOCTHKU XPOMOCOMHBIX OOJIE3HEH.

BUOXUMUYECKHUN METO/l ucnonb3ylOT ajid JUAarHOCTUKH Oojie3Hel oOmeHa
BEIIECTB, TPUUYUHON KOTOPBIX SIBISICTCSI N3BMEHEHHUE aKTUBHOCTH OIPEICIIEHHBIX (PEpMEHTOB M
YCTaHOBJIEHUSI TETEPO3UTOTHOTO HOCUTENIBbCTBA. Hampumep, reTepo3uroTHOe HOCHTEIHCTBO
peleCCUBHOTO ayuielis (DEHWIIKETOHYpUU pearupyeT Ha BBeJcHUE (QeHWIalaHuHa Oosee
CWJIBHBIM TIOBBIIICHUEM KOHIICHTPAllMM aMWHOKHUCIOTHI B TIUIa3Me, YeM HOpMajbHbIC
TOMO3HTOTEL.

B OnoxuMu4eckoi TMarHOCTHKE BBIICISIOT 2 YPOBHS: IIEPBUYHBIA U YTOYHSIIONTUH.

Lenb MEepBUYHOTO YPOBHS THATHOCTUKH ([TPOCEUBAIOIICH, HIIM CKPUHUHT-TIPOTPaMMOii) -
UCKIIIOYUTh  3J0POBBIX WHAWBHUAOB W3 JalbHEWIIero oOCIEIOBaHWS W  BBIJCIHUTH
MIPEATONIOKHUTEIIBHO OOJIBHBIX, MMCIOIIMX KAaKOe-TO HACICJICTBEHHOE OTKIIOHEHUE OT HOPMBEI.
[IporpamMmbl MEepBUYHOW OMOXMMHYECKOW JMAarHOCTUKHM HACJICIICTBCHHBIX OOJIE3HEH MOTYT
OBITh MAaCCOBBIMU U CEJICKTUBHBIMH. MacCOBBIE MPOCEUBAIOIIUE MPOTPAMMBI UCTIONB3YIOTCS B
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JIMArHOCTHKE (PEHUIIKETOHYPUH, BPOXKJIEHHOTO TUIIOTUPEO3a, aiPEHOTeHUTAIBLHOTO CUHAPOMA,
BPOXKJCHHBIX aHOMAJMW pa3BUTHUS HEPBHOM TPYOKW U T.A. CeNeKTUBHBIE NUAarHOCTHUYECKHE
MPOrpPaMMBbI TIPETYCMATPUBAIOT IPOBEPKY OMOXMMHUYECKIX aHOMAIHA 0OMeHa (MO4a, KPOBb) y
MAIMEHTOB C MOJ03PEHUEM Ha T€HHBIE HACIIECTBEHHBIE OOJIE3HH.

YTOUHSIOMUN 3Tan MPOBOJIUTCS C LIENBI0 YTOUHEHHUS (MOATBEPKIACHUE AMArHO3a WU
OTKJIOHEHHE TIpU JIOKHOTIOJIOKUTEIBHOW peakluu Ha T[EepBOM dTare). Hnsa  aroro
WCIIONB3YIOTCSI  CIIOKHBIE METOJbl OHMOXMMHH, © MOJICKYJISIPHO-IIUTOTCHETUYECKUE U
MOJIEKYJISIPHO-OMOIOTHYECKIE METO/IBI.

MOJIEKYJIAPHO-TEHETUYECKHUE METO/JbI npeaHazHaueHbl AJisl BBISIBJICHUS
Bapualuii B cTpykrype uccienyemoro ydactka JHK (amnensi, reHa, peruoHa XpoMOCOMBI)
BIUIOTH 10 pacuIMpoBKU NEPBUYHON MOCIEIOBATEILHOCTH OCHOBaHUU. B ocHoBe 3THX
METOJIOB JieKaT TeHHO-uHkeHepHble Manunyasiuuu ¢ JJHK u PHK. HcxomnsiM sTamnom
saBisieTcss monydenue ooOpasnoB JHK - mroObie siapocoaepskaiive KIETKH (JIGMKOIUTHI,
XOpHOH, aMHUOTHYECKHE KICTKH, KYJIbTYpbl (hruOpoOIacToB).

NONYJSAIMOHHO-CTATUCTUYECKUH  METOJI  mo3BonseT  H3y4uTh
pacipoCTpaHEHHUE OTICIBHBIX TC€HOB M TCHOTHUIIOB B YEJIOBEYCCKUX MOITYJISAIUAX, YTO JACT
HEOOXOAMMYI0 HMH(OPMAIMI0O O YacTOTEe TETEPO3UTOTHOCTH M CTENEHU MoymMopdusMa y
YeloBeKa. B YacCTHOCTH, B TETEPO3UTOTHOM COCTOSIHHM B TOMYJISALNUSAX HAXOMHUTCS
3HAYUTEIHbHOE KOJMYECTBO PELECCHUBHBIX ajlielieil, 4To 00yCIaBIMBAaeT Pa3BUTHE PA3TUIHBIX
HACJICJICTBCHHBIX 3a00JICBaHMU, YaCTOTa KOTOPBIX 3aBUCHT OT KOHIICHTPAIUU PEIECCHBHOTO
TCHa B MOMYJSIIIMA W 3HAYUTEIHHO IOBBINIACTCS MPH 3aKIFOYCHUU OJU3KOPOIACTBEHHBIX
OpakoB.

Cornacno 3akony Xapau-BaiinOepra (1980) - B momynsiiuu COXpaHSIETCS MOCTOSTHHOE
COOTHOIIICHHE YaCTOThI TEHOTHUIIOB M3 IMOKOJICHHS B TIOKOJICHUE, €CIIM HUKakue (pakTopbl He
HapyIIalOT 3TO PAaBHOBECHE.

YacroTa reHOTHIOB U (DEHOTUTIOB PACCYUTHIBACTCS O PopMyIIe:

p?(AA) +2pq(Aa) +q° (aa)=1.

Cymma yacToT amieneil OAHOro reHa B TeHO(QOHAE NOMYJSIUI — 3TO MOCTOSTHHAs
BEITUYMHA:

p+g=1,

I/ie p-4acToTa JOMUHAHTHOTO ajiess (A),
J-yacToTa peleCcCUBHOIO ajiesns (a);
p=1-Qé
q= "o

3akon Xapau-BaitHOepra naer BO3MOXHOCTb OINPEACIUTh T€HETUYECKYIO CTPYKTYpPY
NOMYJISUUN (COOTHOIIEHHE MEXAY YacTOTOW TOMO3UIOT M TE€TEPO3UIrOT), pPacCUUTATh B
MONYJIALIMM 4aCTOTY HOPMAJBHBIX M IATOJIOTMYECKMX TIE€HOB M 4YacTOTY HOPMAJbHBIX M
MATOJIOTUYECKUX (PEHOTUIIOB. 3HAHUE TEHETHYECKOrOo COCTaBa MOMYJALMA UMeeT OO0JbIIoe
3HAYEHUE JJIs COLMAIbHON TUTUEeHbI U TPO(QUIAKTUYECKON MEIUIIUHBI.

BJIM3HENOBBIN METOJ HCTIOJB3YETCS OLICHKHU CTEIICHU BIIMSTHUS
HACJIEICTBEHHOCTH U CPEJbl HA Pa3BUTHE HOPMAJIbHOI'O WJIM MATOJOTHYECKOro npusHaka. OH
MO3BOJISIET BBISIBUTH HACJICICTBEHHBIN XapakTep MpU3HAKa U OICHUTHh A(P(HEKTUBHOCTH
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JEUCTBHUsSI HA OpraHW3M BHEMHHMX (aKTOpoB (JIGKAPCTBEHHBIX IIpemapaTroB, OOydYEHHS,
BocniuTaHus). bnusHenoBeiii meton Obu1 BBeaeH @. [NamunbToHOM B 1876r., KOTOPBIA
BBIJICIWII Cpeu OJIM3HELOB JIB€ TPYMIMbl: OJHOSIHIIEBbIE (MOHO3UTOTHBIE) U JBYSIIEBBIC
(AU3UTOTHBIE).

JTEPMATOI'PA®UUYECKHUM METO/I 0CHOBaH Ha MCCIEAOBAHUN peibeda KOKHU Ha
nanblax, JaJOHSAX W IMOJOIIBEHHBIX IIOBEPXHOCTAX CTOIN, KOTOpBHIM 00pa3oBaH
SMUJEPMAIBHBIMU BBICTYIIAMH — T'peOHSIMH, KOTOpble 00pa3yloT CIOXHBIE y30pbl. MeTozbl
nepmaToriupuku npeangoxensl @. 'anbronoM B 1892 r., X0Ts OCHOBBI 1S Kiaccu(UKALUU
KOXHBIX y30poB ObLIM pa3pabotanbl f. [lypkunse B 1823 r. KokHble y30pbl Ha manblax,
JAJI0HSAX U CTOMAX 3aKja/JbIBalOTCs HAYMHAsA C 3-ro Mecsla BHyTpUyTpoOHo# ku3HH. K KoHIy
4-ro Mecsua ux (GopMUPOBAHUE 3aKAaHYMBAETCS MOJTHOCTBIO, M B T€UEHHUE BCEW NanbHenIIen
’KU3HHU y30pbl OCTAIOTC HEN3MEHHBIMU.

UMMYHOTEHETHUYECKHM METO]I 3akmodaeTcs B H3Y4eHHH HMMYHHOTO
cTaTyca MHANBUAYYMa-CIIOCOOHOCTH OpraHM3Ma K MMMYHHOMY OTBETY Ha BHEJpPEHUE B HEro
YY>KEPOJHBIX BEIIECTB (AHTUTCHOB) C MOMOIIBI0 KOMILIEKCA KIMHUYECKUX M Ja0OpaTOPHBIX
MMMYHOJIOTUYECKUX MCCIIEIOBAaHUN B JAHHOW CEMBE.

METOJ MOAEJMUPOBAHMS no3BosisieT U3y4uTh OOJIE3HN YeIOBEKa HA )KUBOTHBIX,
KOTOpbIE MOTYT OOJIeTh 3TUMH 3a00JICBaHUAMH. TEOPETUYECKYI0 OCHOBY OHOJIOTHYECKOTO
MOJICIIMPOBAHMS JIa€T 3aKOH T'OMOJIOTMYECKHUX PSAIOB HACIEICTBEHHOM n3MeHuumBocTH H.U.
BaBuioBa, coriacHO KOTOpPOMY TE€HETHYECKH OJM3KHE BHUIBI U POJBI XapaKTepU3YIOTCS
CXOJIHBIMU PsiJaMU HACJEACTBEHHON N3MEHYHBOCTH.

NPEHATAJIBHBIA CKPUHHUHI — xoMIieKcHas JIOPOJOBAsT TMArHOCTUKA C LEIBIO
OoOHapyXeHHUsT TPYyOBIX aHOMAJIMA pa3BHTHS HAa CTagud BHYTPHYTPOOHOTO pAa3BHUTHS H
KOCBEHHBIX MPU3HAKOB (MapKepOB) MAaTOJIOTUHU ILJIOA.

Mertoibl TpeHaTAIbHON JUATHOCTUKH MOYKHO Pa3/ICIUTh Ha JIBE TPYIIIIbI:

*HeunBazuBubie (Y3U, OMOXMMHYECKHII CKPUHHHT) - O€30MacHbIE MAacCOBBIC
WCCTIEJIOBAHUS, HE OKa3bIBAIOIINE HUKAKOTO BO3JICHCTBHSI C TTOMOIIHI0 HHCTPYMEHTOB WJIU UTJI.

*HBa3uBHbIE (XOPUOHOUOINCHS, TIJIAIEHTOOMOICHS, AaMHHUOIICHTE3, KOPIOIICHTES,

(deTockonus.) - MPOBOJSATCS MO CTPOTHM TOKAa3aHUSM, IOCIE MPOBEACHUS MPOCEUBAIOIIETO
V31.

IMopsiaoK BHIMOJHEHUS MPAKTHYECKOT0 3a/1aHNsI:

- M3Y4YUTh MaTepHal 10 YUCOHUKY /2/, TCOpETHUECKUIT OJIOK U METOAMUYECKUE yKa3aHHS K
MIPOBEJICHUIO MPAKTUYECKOTO 3aHSTHS,

- BBITIOJIHUTD TIPEJIJIOKCHHBIC 33 JaHUS;

- clIeNaTh BHIBOJIBI MO MPAKTUYECKOMY 3aHSITHIO.

BOINPOCHI IJIsI CAMOKOHTPOJISL

1. [wrorenermueckuii Mmetoa. OCHOBHBIC MOKA3aHUS IS IIUTOTCHETHYCCKOTO
HCCIICIOBAHMS.

2. KapuorunupoBaHue — OnpeeieHIe KOTMYEeCTBA U KaueCTBa XpOMOCOM. MeTO b
IKCTIPECC-TUarHOCTUKH ompeAeieHus X U Y XpoMaTHhHA.

3. buoxumudeckuit metoq. KauecTBEHHBIC TECTHI, TO3BOJISIFOIIIE ONPEICISATh
HapyIIeHus 0OOMEHa BEIIECTB.

4. bnusHenoBslii MeTo1. POk HACIEACTBEHHOCTH U Cpebl B POPMUPOBAHUM
MPU3HAKOB.
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5. MonekynsapHO-TeHETUYECKUI METOI.

6. IlomynsAMOHHO-CTAaTUCTUYECKHUM MeTOI. 3aKOH Xapau-BaitnOepra.

7. MeTtobl reHeTUKN COMAaTUYECKHUX KIIETOK (MMPOCTOE KYJIbTUBUPOBAHUE,
rudpun3anus, KIOHUPOBAHUE, CEICKIIHS).

8. Meton nepmaTorauduKy.

9. VMMyHOT€HETHYECKUI METO/I.

10. HewnBa3uBHBIC METO/IBI IPEHATATIHLHON TUATHOCTUKH.

11. VHBa3MBHBIC METOIBI TPEHATATHHOM TMATHOCTHKH.

METOJMKA BBIIIOJTHEHUS 3A TAHUM:
1. 3apmoanurte Tabaumy: «MeToabl H3Y4YeHHS] HACJEJICTBEHHOCTH YeJOBEKA»,
HCMOJIb3Yysl MATEPHAJI JIEKIIUN U YYeOHHUKA.

HaunmeHnoBaHnue MeToaa CymHoCTh MeTO/1a Lean» npuMeHeHust
(KpaTKo)

reHeaJorn4eCcKum

[IUTOr€HETUIECKUU

OMOXUMHUYECKUNA

MOJICKYJIHpHO-I‘eHCTI/I‘-ICCKI/Iﬁ

MONMyJIINUOHHO -CTaTUCTUUCCKHUI

OJIN3HELOBBII

JnepMaTorauduuecKui

HCHHBA3WBHBIC IPCHATAJIbHBIC

OO NO O~ WIN -

HHBA3WBHLBIC ITIPCHATAJIbHBIC

2. U3yunTe aJirOpuT™M pelieHus 3aaa4, ¢ HCN0Jb30BaHUEM 3aKkoHa Xapau-BaiinOepra.

JAKOH XAP/JH-BAHHBEPT A

NpyH HAIHM4YHUM AJbTePHATHBHEIX (opMm (anneneiil) B NoNyusAlMH [PH  YCIOBHH
CBODOMHOrO CKpEIIMBAHWA, TPH OJHHAKOBO BBICOKOH KH3HEeCnocOoOHOCTH Pa3HBIX
FeHOTHIIOB TEPBOHAYANBHOE alfelieil coxpaHseTcs BO BCeX TMOCHeIYHOIIHX
MOKOJICHHSX , HE3aBUCUMO OT a6CONMOTHOH MCXOAHOI YaCTOThI

LI_.J?[CTOTa PEHOTHIIOB 1 (peHOTHNOB paccHHUTHIBAETCH MO (hopmyiie Xapau-Baiinbepra:
p H2pgtq=l,
rne p —4dacrora 1o0MHHAHTHOIO I'eHa,
( —4YacToTa peluecCHBHOID reHa,
v(:|3 — YHCI0 TOMO3HTOTHRIX 0co0eii mo PENSCCHBHOMY T'CHY C FT€EHOTHITIOM aa.
AJroputm
pelieHusi 3a1a4, ¢ HCMOJb30BaHUEM 3aK0oHA Xapau-BaiinOepra

1. Onpenenuts 0° — 4acTOTy B MOMYJISIMUA TOMO3MIOTHBIX 0COOel ¢ reHoTHIIOM (aa),
paszeNnB KOJMYECTBO OPraHU3MOB C PEIECCUBHBIM NPHU3HAKOM Ha 00IIee 4ucio ocoOeit
MOITYJISILIAH.

2. OnpenenuTs (| — YaCTOTY PelieCCHBHOIO reHa (a) B JaHHOW MOMYJIAINH ( = \ q?

3. Ucnone3ys popmyny p +q =1, rae p —dactoTa JOMHUHAHTHOTO ajuielis reHa(A),

g - YacToTa PEIECCUBHOTO aJlIeiisl TeHa (a), HaliJIeM 4acTOTy TOMHHAHTHOTO reHa (A)
p=1-q.

4. PacyeT reHETHMYECKOW CTPYKTypbl MOMYJALMA OCHOBaH Ha Qopmyne Xapam —
BaiinOepra

p? +2pq + g° =1, rie p — YUCII0 TOMO3HUTOTHBIX 0co0eii ¢ reHoTHIIOM (AA), 2p( — YHCIIO
reTepO3UroT, (| — YUCIO TOMO3UTOTHBIX 0CO0EH ¢ TeHOTUIIOM (aa).

B nonmynsuMoHHOW TeHEeTHKE MPUMEHSIOT pas3InYHbIE CIOCOOBI BBIPAXKEHHUS YaCTOT
ayuiene 1 reHoTunoB. [Ipu pemenun 3a1a4 4acToThl AJUIEIEH M TEHOTUIIOB BBIPAXKAKOT B BUJIE
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noJiei exmannbl, Harpumep, 0,28 win 0,00031. YacTo B yciaoBUM 3ajladyd UCXOJIHASI 4acCTOTa
BBIpO)KCHA WHAYe, U TMPEXKIE, YeM MPUCTYIUTh K PEIICHHWIO 3aJaud, ObIBaeT HEO0OXOAMMO
BBIPA3UTh 3HAYEHUE UCXOJIHON YaCTOTHI B BUE J0JIEH €AUHUIIBI.

PaccMoTpuTe HECKO0JIBKO MPUMEPOB, WUTIOCTPUPYIOMINX HPOLEYPY pacyeTa YaCTOTHI,
BBIPOKCHHOM B JIOJISAX €THHHITBI.

PaznuuHble criocoObl BbIPAKCHHUSA aAJ1J1€JId WM T'CHOTHIIA Pacuer 4acCTOThI,
Bpra)l(eHHOﬁ YaCTOTHI B
J0JAX ¢ IHNHUIIbI

B wuccnenyemoii mnonynsiuuu 84 uyenoBeka u3z 420 umenu 84:420=0, 2
JOMUHAHTHBIN MPU3HAK.

B onHolt W3 momynsuMii BCTpPEYaeMOCTh JIOJEH C pesyc- 15:100=0,15
MOJIOKUTEITLHOW KPOBBIO (PEIECCUBHBIN TPHU3HAK) COCTABISET

15 %.

BcrpeuaeMocTh  OONBHBIX, cTpajgalomux (eHmnkeronypueii, | 10 =1: 10000 = 0,0001
pasna 10™,

B €BPONEHCKIX O YJISIIHSX pacrpoCTpaHEHHOCTh 0,02: 1000 = 0,00002
axonaporuiazuu coctasisgeT 0,02 Ha 1000 HOBOPOKICHHBIX.

Anxantonypus Bcrpedaercs ¢ yactorou 1 : 100000. 1: 100000 = 0,00001
N3yyaemplii MpHU3HAK XapaKTEPHU3YETCS HETOJHON HEMOJHOMN 0,09:0,3=0,3

MEHETPaHTHOCTHIO, paBHON 30%, U BCTpedyaeTCs B MOMYJISAINU C
gactorou 0,09.

3. AIBYUUTE IPUMEPHBIE 3AJIAYA C PELIEHUEM.

3anauva 1.

AHanmu3 TOMyJSIIUU TIOKa3all, 4YTO YacToTa JIoJeH, o0JaJalonux pelnecCUBHBIM
npu3HakoM, paBHa 0,16. KakoBa yacToTa roMO3UrOTHBIX HOCUTENEH JIOMUHAHTHOTO aJIJIeNs B
3TOM momynsuuu?

Pemienue.

q2=0,16,q=0,4

p=1-9q=1-04=0,6

p2=0,6*0,6=0,36

3agaua 2.

AHanu3 MOMyJSIMM TO0Ka3aj, 4TO 4YacToTa JOMHUHAHTHOro ayiens B mnomyisiuu 0,6.
KakoBa yacToTa m10/1€¥1, FOMO3UTOTHBIX IO PELIECCUBHOMY QJUIEIIIO, B 3TON MOIMYISLINHN?

Pemnienue.

p=0,6

g=1-p=1-06=04

q?=0,16

3agaua 3.

lNamakTo3emMusi — ayTocomMHO-pelnieccuBHOE 3abosieBaHue. YacToTa MNaTOJIOTHYECKOTO
amnens B CIIIA paBua 0,3%. KakoBa yactoTa BCTpeuaeMOCTH JIIOJIEH, HE CTPaJalOMINX 3TUM
3a0o01eBaHuEM?

Pemenne.

g = 0,003

1-q 2 =1 -0,000009 = 0,999991

3amaua 4.
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Hanuune B kpoBH yenoBeka pesyc-(hakTopa — ayTOCOMHBIM OMUHAHTHBIA MPHU3HAK.
Jlonst pe3yc-MOJOXKUTENbHBIX JIoAeH B monyisiuuu coctaBisier 84%. KakoBa wacTtorta
BCTPEYAEMOCTHU JOMUHAHTHOTO aJuiesis?

Pemenne.

q2=1-0,84=0,16

q=0/4

p=1-0,4=0,6

3amaua 5.

Y denoBeka adbOMHU3M — ayTOCOMHBIM pELECCUBHBIM mpu3HaK. 3aboyieBaHUE

BcTpedaercs ¢ yvactorod 1 / 20 000. Ompenenute 4acTOTy TIeTEPO3UTOTHBIX HOCHUTENEH
3aboseBaHus B paiioHe.

Pemenue.

AnbOMHM3M HaciexyeTcss pereccuBHO. Bemwmauna 1/20000 -s10 g2 CrienoBaresbHo,
gactota reHa a Oymet: = 1/20000 == 1/141.

Yacrora rena p oynet: p =1-¢q,; p =1-1/141 = 140/141.

KommdgecTBo retepo3urot B momyisimun paBHo 2pg = 2 x (140/141) x (1/141) = 1/70. T .x.
B nonyisinuu 20000 yenoBek To yuciio rerepo3urot B Heil 1/ 70 x 20000 = 286 yenoBek.

4. PEHIUTE 3AJAYN, ITIO NPEJJOXKEHHOMY AJI'OPUTMY.

3anauva 1.

BpoxnenHnslii BBIBUX Oellpa y 4elOBEKa HACJIEAyeTCsl KaK ayTOCOMHBIM JTOMHHAHTHBIN
npuzHak ¢ 4actoroil 6:10 000. Omnpenenure 4YHUCIO TETEPO3UTOTHBIX HOCHUTENEH TIeHa
BpPOKICHHOTO BbIBHXA O€/pa B MOMYJISIUU.

3anaua 2.

B nonynsiiuu yactoTa JOMUHAHTHOTO aiess A (HOpManbHOUM (GOPMBI XPYCTAIIMK TJ1a3a)
paBHa 0,8 u peueccuBHOro a (aHoMalbHOM (opMbl xpycTanuk riaza) — 0,2. Omnpenenute
94acTOTY BCTpedaeMocCTH Jrojei (%) ¢ HapylIeHueM XpycTaluKa riia3a (TeHOTHII aa).

5. BBIIIOJIHUTE TECT.

BriOepuTe 0qMH NPaBUWIbHBINI OTBET.

1. buoxuMmuueckue MeToAbl FTEHETUKH YeIOBEKa MO3BOJISIOT YCTAHOBUTD:
a) poJib HACJIEICTBEHHOCTH U CPEJibl B IIPOSIBJICHUHU MTPU3HAKA

0) u3MeHeHusI B OOMEHE BEIIECTB

B) U3MEHEHHUS KOJINYECTBA XPOMOCOM

I') UI3MEHEHHUS B T€HaX

2. [luToreneTnuecknii METO MO3BOJSAET YCTAHOBUT:
a) poJib HACJIEJICTBEHHOCTH U CPEJibl B MIPOSIBJICHUHU MTPU3HAKA
0) KOJIM4YecTBa U Ka4eCTBa XPOMOCOM

B) T€TE€PO3UTOTHOE HOCUTEIHCTBO

I') FEHHbIE MYTaLlUH

3. VY apTpa3ByKOBOUM CKPUHUHT IJI0/Ia BO BpeMsi 0€pEMEHHOCTH MPOBOUTCS:
a) 1 pa3 B cpok 6-8 Henenb

6) 2 paza B cpok 11 - 14,19 — 21 Henenu

B) 2 pa3za B cpok 6 - 8 u 34 - 36 Henenb

r) 3 pa3a B cpok 10 - 14, 20 - 24 u 32 - 34 Henenu
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4.
a)

HpeHaTaana;I JUardoCTuKa:
KOMIIJIICKC MepOHpHHTHﬁ, HaIIpaBJICHHBIX Ha  MIPCAYHPCIKIACHUC

3a0o0JieBaHMsl y peOEHKa
MEPOIPUATHUS M0 MPEAOTBPAIICHIIO OEPEMEHHOCTH IPU BHICOKOM PUCKE POXKIACHUS
0oJpHOTO peOEHKa

0)

B)
r)

5.

JANardioCTuKa Oose3Hu y 3M6pI/IOHa Wiy 11j1o0aa

Pa3BUTHUA

JTMArHOCTHKA T€TEPO3UTOTHOTO HOCUTEIHCTBA PEIIECCUBHBIX MMATOJIOTMYECKUX TCHOB
y OepeMeHHOM

OnTuManbHBIM CPOKOM OEPEMEHHOCTH JJIs MPOBEICHUSI OUOTICUN XOPHUOHA:

a) 5 - 6 Henmenb

0) 10 - 14 menenb
B) 15 - 22 Henenn
r) 36 - 38 HEACTD

6.

MOJIGKYJIHpHO-FeHeTI/I‘-IeCKI/II\;I MCTO IMO3BOJISICT YCTAHOBUTD!

a) I3MEHCHMS B T'eHaX

0) HaCIIeICTBEHHBIN JTU JaHHBIN MpU3HAK

B) TCHETUYCCKYIO CTPYKTYPY MOMYJISAIIUN

T') POJIb HACJICICTBEHHOCTH M CPEIbl B IPOSBICHUN ITPU3HAKA

7.

bnnzaenoBeI METO OCHOBAH HA:

a) ompeaencHUH Ko UITMCHTA HACIICIOBaHNUS

0) onpexaenennu K03 HuUIeHTa KOHKOPAAHTHOCTH U JUCKOPAAHTHOCTH
B) U3yYEHUU UHTEIIJICKTa OJU3HEI[0B

T') U3yYCHUH POJICTBEHHUKOB OJIM3HEIIOB

8.

Knunuko-reneanornyeckuii METOJ] O3BOJISIET YCTAHOBUTh:

a) poJIb HACJIEJICTBEHHOCTH U CPEbl B IPOSBICHUN MIPU3HAKA
0) U3MEHEeHHsI B TeHaX

B) TUI HAaCJI€JOBaHUs MpU3HaKa

') I3MEHEHUSI KapuOoTUIa

9.

Onpenenenne  kounentpauuu A®DII B  kpoBu OepeMeHHOM

CKPUHHUPYIOIIUM
METOZOM I0POJIOBOM JUATHOCTHUKHU:

a)
0)
B)
r)

XPOMOCOMHOM MaTOJOTUHU

HaCJIeICTBEHHBIX (pepMeHTONaTHiA

TeHHBIX OoJIe3HEN

reTePO3UTOTHOIO HOCUTEIBCTBA MATOJIOTUUECKOTO TeHA

10. V 3popoBoro yenoBeka Tenbiie bappa obHapyxuBaercs:
a) 1 B My’KCKOM OpraHusmMe

0) 2 B )KEHCKOM OpTraHu3Me

B) 2 B MY)KCKOM OpTaHH3ME

r) 1 B )K€HCKOM OpraHu3Me

ABJIICTCA

11. OnTtumanbHBIM CPOKOM OEPEMEHHOCTH JIJIsl TPOBEACHUS KOPAOILICHTE3a SABJISICTCS:
a) 5 - 6 Henenb
0) 8 - 11 nenenp
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B) 19 - 21 nenenn
r) 36 - 38 HEenenb

BriGepuTe Bce npaBUJIbHbIE OTBETHI.

12. BO3MOXHOCTH ITUTOT€HETUYECKOTO METO/Ia:

a) TI03BOJISICT YCTAaHOBUTH HACIEICTBEHHBIC OOJIE3HU, CBS3aHHBIC C M3MEHEHHEM YHCIIa
U CTPYKTYPBI XPOMOCOM

0) TO3BOJISET BBISBIISATH XPOMOCOMHBIE OO0JIE3HU

B) TIO3BOJISIET OTPEACIUThH HACIEACTBEHHBIE 00JIE3HN 0OMEHa BEIIECTB

r) TMO3BOJISET PaCCUYUTATh PUCK POKIEHUS OOJIBHOrO peOeHKa

13. Bo3MOXHOCTH OJIM3HELIOBOTO METO/Ia!

a) YTOYHEHHE ITepeyHs HacJeICTBEHHBIX 3a0oyieBaHMi U OOJe3HEH ¢ HaceICTBEHHON
IPEAPacIooKEHHOCTHIO

6) OmpeaeTeHNe POJIH HACIEACTBEHHBIX ()aKTOPOB M CPE/bl B MPOSBICHUN OOJIE3HU

B) TIPOBEJCHHE CBOCBPEMEHHON MPO(PUIAKTHKH OOJIE3HH OJHOTO W3 OJIM3HEIOB IPH
3a00JIeBaHUH BTOPOTO

r) TO3BOJISIET PaCCUYUTATh PUCK POKIEHUS OOJIBLHOTO peOeHKa

14. Jlns BeisiBieHUs: ocobennocter crpoenus [JHK ee BeiiensroT us suep:
a) TuM(pOIUTOB

0) KJIETOK KOXKH

B) CIIEPMATO30U/IOB

T') KJIETOK TKaHH IJIAICHTBI

15. Ykaxute HEeMHBa3UBHBIE METOIbI TPEHATAILHON TUarHOCTUKHU:
a) (herockomnus

0) Y31

B) ananu3 XI'U B CBIBOPOTKE OepeMEHHOM

') XOpUOHOUOTICUS

JlonmosiHuTe.
16. YpoBens PAPP-A cHuxeH npu y II10/1a.
17. [Ipu YJIbTPa3BYKOBOM HCCIEeJOBaHUN moaa B 19-21

Hezenu 0OHapyKUBAIOTCS
18. AMHMOLIEHTE3- 3TO
19. Kopnouenres-3to
20. Merton, B OCHOBE KOTOPOIO JIEKHAT M3Y4YEHHE KOXKHOIO PpHCYHKA NabLEB-

IMPAKTUYECKOE 3AHATHUE Ne 7
Tema 3anaTHA: V3ydueHne XpOMOCOMHBIX 3a00ICBaHUA.

Heab 3aHATHSA: 3aKpPENUTh TEOPETUUYECKUE 3HAHUS O HACIIEICTBEHHBIX OOJNE3HSAX U HX
KJaccu(uKamuy, OCHOBHBIX T'PYIMIaXx XPOMOCOMHBIX 3a00JI€BaHHM, MPUUMHAX U MEXaHU3Max
X BO3HUKHOBEHHS: KOJIMYECTBEHHBIX M CTPYKTYPHBIX aHOMAJIMM ayTOCOM M KIMHUYECKHUX
CUHAPOMOB MpPH AHOMAJIMAX IOJIOBBIX XPOMOCOM M MNPHOOPETEHHE HABBIKOB IPOBEICHUS
MIPEeaBAPUTEIHHON IUAaTHOCTHUKU HACTIEICTBEHHBIX OOJIE3HEH.
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TEOPETUYECKHM BJIOK.

XpomocoMHbIe 3200/1eBAHNSI MOKHO Pa31eJIuTh HA 3 TPYNIIbI:

1. Tlonuble (oOpMBI C U3MEHEHHWEM YHCJIa XPOMOCOM, B OCHOBE KOTOPBIX JEXaT
TeHOMHBIE MyTalluu. MeXaHn3M BO3HUKHOBEHUSI TEeHOMHBIX MYyTAallHii:

- HepacXoXkJIeHHE XPOMOCOM BO BpeMs Mei03a;

- yTpaTa OTJIeTbHOM XpOMOCOMBI BCJIEICTBUE «aHa(ha3HOTO OTCTABAHUS;

- MOJIUIUIONAU3AIUS-yBEIMYEHUE YHCIIa XPOMOCOM, KpaTHOE TrarjlouIHOMY Habopy.

2. Tonmubie GopMBbI C U3MEHEHHEM CTPYKTYPHI XpOMOCOM. XPOMOCOMHBIE aHOMAJIUU
MOT'YT OBITh MPUYUHON BPOXKJICHHBIX MOPOKOB PA3BUTHUS, MOBTOPHBIX CAMOIPOU3BOJIBHBIX
abopTOB, CiydaeB MEpPTBOpOXIAeHUs u Oecrmiogusi. [naBHbie 3(P(GEKTHI XPOMOCOMHBIX
aHOMAJIMU-JIETAJIbHOCTh M BPOXACHHBIE TMOPOKU pa3BUTHUS. MeXaHU3M BO3HUKHOBEHUS
XPOMOCOMHBIX MYyTaIlHii:

- TPaHCIJIOKaLUs;

- IeNelns;

- TyTUTAKAIINS,

- UHBEPCHSL.

3. Mozanunbie (HOPMBI C XPOMOCOMHBIMUA U TEHOMHBIMH MYTalUsIMU (T.€. 4aCTh KJIETOK
OpraHu3Ma UMeEET IPYroil Habop XPoOMOCOM).

KonuvecTBeHHBbIE U CTPYKTYPHBIE AHOMAJHMH AYTOCOM.

Cunapom JlayHa — yactoe XpoMOCOMHOE 3a00JieBaHMe Yy yenoBeka. [Ipuunna cunapoma
- TprcoMu4 1o 21-i XpoOMOCOMe.

BapuanTsl n3MeHEHHsS XpOMOCOM IPU CUHPOME:

- mpoctas Tpucomus 2 1-it xpomocomsl (kapuotun 47, XX/ XV +21);

- TPAHCJIOKAallMOHHBIE BApUAHTHI - TONOJIHUTENbHAS 21-51 XpoMocoMa MPUCOETUHSAETCS K
IpyruM xpoMocomam (yaie K 13-i nin 14-i1);

- MoO3aWyHble BapuaHThl (YacTh KJIETOK OpraHu3mMa OOJILHOTO  COJEPXKUT
JOTIOJTHUTEIBHYIO XPOMOCOMY, a IPYTUE KIETKA UMEIOT HOPMAaJIbHbI KapUOTHII).

OcHoBHbIE (EHOTUIIUYECKUE TPU3HAKHU: OKpyrias ¢opma TOJOBbl C YIUIOHIEHHBIM
3aThUIKOM, CKOIIEHHBIN M Y3KHH J100, JUI0 IJIOCKOE; «MOHTOJOUIHBINY pa3pe3 ria3; ToJcTas
KOXKHas CKJaJKa Ha 3aJHEld MOBEPXHOCTU II€H; JOMOJHUTENIbHAsI KOXHas CKIajgka y
BHYTPEHHHUX YTOJIKOB IJ1a3-3MUKAHT; S3bIK OOJBIION U BUIEH MEXIY 3y0aMH; OTKPBITHINA POT U
MBIIICYHAs] TUIOTOHUS, KUCTH M CTOIBI IIUPOKHE W KOPOTKHUE; TATHIA Mayel] Ha pyKax
WCKPUBJIEH U UMEET YKOPOUCHHYIO cpefHioto (dananry. B 50% ciydaeB y geteit BpoxKIeHHBIC
nmopoku cepana. Y 15% OONbHBIX aHOMaNHMM >KETyJOYHO-KUIIEYHOTO TpakTa (arpesus
(3apamieHue) Wik CTEHO3bl MHUIIEBOAA U JIBEHAANATHUIEPCTHOM KUIIKH). [ Bcex OONBHBIX
XapakTepHa YMCTBEHHas OTCTAJIOCTh. J[eTW O4YeHb MPUBSI3aHBl K OJU3KUM, JIACKOBBI, OJHAKO
OTJIMYAIOTCS] HEYCTOMUUBOCTHIO HACTPOCHHUSI.

Cunpapowm Ilaray 3aHuMaeT BTOpoe MECTO M0 4acTOTE BCTPEYaEMOCTH (IIOCIIE CUHIpOMaA
JlayHa) cpeau MOTHBIX ayTOCOMHBIX TpucoMuid. Kapuorun 6omnbroro 47 XX/XY +13.

deHoTHNUYECKUE MPU3HAKU: MUKpouedanus (yMEHbIICHHE pa3MepOB IOJIOBHOTO MO3ra
U yeperna B pe3ysibTaTe HAPYIICHHS POCTa MO3TOBOM TKAaHH BO BHYTPUYTPOOHOM IEPUOIE);
paciienuHbl BepXHel Tr'yObl U He0a; MOJUAAKTHINSA (BPOXKICHHOE YyBEIMYEHHE KOJUYeCTBa
NaJIbIeB HAa PYKE WJIM HOTE OT MIECTUIAIOCTH JI0 MHOTOIAJIOCTH); 0O CKOIICH; INIa3HbIC MIEIH
y3KH€; TIepeHOCHIIa BJABJIEHA; IJla3a HEJAOPA3BUTHI C MOMYTHEHHUEM POTOBULIbI; BPOKICHHBIC
MOPOKK cepAna. Y TOJOBUHBI OOJNBbHBIX- MOPOKM MHUIIEBAPUTENIBHOIO TPaKTa; IMOPOKH
pa3BuTHs MoYeK. TUNMUYHBI 17151 OOJTBHBIX MOPOKU PA3BUTHS MOJOBBIX OPTaHOB: KPUITOPXHU3M
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(HeomyIIeHNE SUYKA B MOILIOHKY: PACIOJIOXKEHNE INYEK B OPIOIIHOM MOJIOCTH MM B TaXOBOM
KaHajie), TUIOIJIAa3Hs IOJOBOTO WIEHa y MAalb4YMKOB; yABOCHHE MATKH W BiIarajuma y
neBouek. LlenTpanbHas HepBHas cucteMa nopaxaercs B 100% ciydaes.

CunapoMom DJaBapjaca JCBOYKH IMopaxarorcs B 3 pasa dame. Kapworum - 47
XX/XY+18.

[Ipynunna cunapoma - Tpucomus 18-ii xpoMocombl. OnucaH aHIVIMWCKUM MEAUaTPOM U
reHeTuKoM JaBapacoM B 1960 rony.

DEHOTUITNYECKNE IPU3HAKH: BBICTYNAIOIIMM 3aTBUIOK; HUXKHSSA YENIOCTh YMEHBIICHA B
pazMepax (MHUKpPOTE€HMs); TJa3HbIE IIENM Y3KHE; YIIHbIE PAaKOBUHBI MaJ€HbKHUE, HU3KO
PacroJIOKEHHbIE; TpyJUHA KOPOTKas; IpyAHas KIETKa IIMpPOKas; HEIO0pa3BUTHE OOJIBIINX
HaJlblEB PYK; «CTOMAa-Kayajika» (HEMpaBWIbHOE B3aMMOIOJIOXKEHUM TapaHHOH, MATOYHOM U
JaZbeBUHON KOCTEH, MATOYHBIA Oyrop BbIAeTCsl Has3ad, CBOA MOXET IOJIHOCTHIO
OTCYTCTBOBaTh) ;  HaJbIbl CXaTbl B  KyJlak- '"QuekcopHas aHoMmanus", yepen
nonuxouedanuueckuit (6osiee ATUHHBIN U Y3KHi{), CHUHHOMO3TOBBIE TPBIXKH; IOPOKU Ceplia U
COCYZIOB; ITOPOKH PAa3BUTHUS >KEJIyIOYHO-KUIIEYHOIO TPAKTA; TMIOIUIA3HS JIETKUX; CpalllEeHHuE
MOYEK; YJIBOEHHME MOYETOYHUKOB. CO CTOPOHBI TOJIOBBIX OPraHOB: Yy MAaJb4UKOB-
KPUINITOPXU3M; y JEBOUYEK-TUIOIJIA3MS SUYHUKOB. Y BceX JeTed riay0okas yMCTBEHHAs
OTCTaJIOCTb.

CHHAPOM «KoOIIAYbero KpHUKa», OOYCIOBJIEH JeNelued KOpOTKOro Iiedya S-u
xpoMocoMsl. HacTora 3ab6onmeBanus 1:20000-50000 HOBOpOXKACHHBIX.

DEeHOTUTTMYECKHUE TIPOSBIICHUSA. J HOBOPOXKIEHHBIX CHHXKEHHass Macca Tela |
XapakTEepHBIM TJ1a4, HAMOMUHAIOIIMK KOIllaube MSYKaHbE, CBSI3aHHBIA C HEIOPa3BUTHEM
ropraiud (Cy>KeHHE TOpPTaHMU, MATKOCTb XpAIICH, yMEHBIICHHWE HAATOPTAaHHUKA), YEPEIHO-
JUIEBbIE aHOMAJIMHU, MUKpoIedaius, TyHooOpa3Has dhopma nuna, AehopMUPOBAHHBIE HU3KO
PacCIIOJIOKEHHBIE YIIHBIE PAKOBUHBI, TUIIEPTENOPU3M (YBEIIMUYEHHOE PACCTOSIHUE MEXKY ABYMS
rJ1a3aMy), aHTUMOHTOJIOMIHBIA pa3pe3 TJia3, SMUKaHT, MUKPOTHATUS (HEAOpa3BUTHE HUKHEH
WJIM BEPXHEH YeTI0CTH ), TSKEIbIE PACCTPOMCTBA AbIXaHUS, pa3BUBACTCS TIIyOOKasi YMCTBEHHAS
OTCTaJOCTh. Takue NpU3HAKKM KaK JYHOOOpa3HOE JIMII0 M KOIIAYMil KPUK C BO3PACTOM
CTJIaXKUBAIOTCSA, @ MUKpoliealiisi U KOocorja3ue BhISBISAIOTCA 0oJjiee OTYETIIHBO.

KosmmyecTBeHHBbIE M CTPYKTYPHbIE aHOMAJIMH MOJIOBBIX XPOMOCOM

Cunapom llepemesckoro-TepHepa (MoHOCOMUS TIO X-XpOMOCOME).

Kapuotun 6onbaoit 45, XO.

deHoTunuyeckue mnposiBiaeHus. B mepuox HoBopoxaeHHocTH Yy 50% OONBHBIX -
muMmaTUYecKuil OTEK Ha THUIBHBIX IOBEPXHOCTAX KUCTEM W cTom (M3-3a 3aKyMOpPKH
TuM(paTUYECKUX COCY/IOB U CEPAECYHO-COCYIHCTON HEIOCTATOYHOCTH, pa3BUBAIOLICICS
BCJIE/ICTBHE BPOXKJICHHOTO TOpPOKa Cepana) U KOPOTKas mess C OOKOBBIMH KOPOTKHMHU
(KpBUTOBUIHBIMU ) CKJIAJIKAMHU.

K 4-5 rogam nabmromaetcs 3amaepkka pocta pedenka. Poct B3pocnbix aeBymiek 135-145
CM.

VY neBouek 12-14 ner nabGmromaercss oTcyTcTBUE (POPMHUPOBAHMSI BTOPUYHBIX IOJOBBIX
MPU3HAKOB B pE3yJibTaTe€ HEJOPA3BUTHS TMOJOBBIX OpPraHoB (MOJIOBOM HMH(pAHTHINU3M),
HEJIOpa3BUTHE MOJIOYHBIX JK€JI€3, CKYIHOE OBOJOCEHEHHE Ha JIOOKE M B MOJMBIIICYHBIX
BIIAJIUHAX, OTCYTCTBHE€ MEHCTpyanuid. SIMYHUKK MOTYT OBITh HOPMAJIBHBIMH BO BpeMs
POXIEHUS, OJHAKO TMOCTeneHHO aTpodupyroTcs. JleTopokneHue y Takux OOJNbHBIX
HEBO3MOXXHO. IHTeNeKkTyanbHOe pa3BUTHE TaKUX MAIMEHTOK OJIM3KO K HOpME.
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[Tpu mMo3amuHbIX QopMax KIMHUYECKas KapTUHA cTepTa. Y 4acTh OOJIbHBIX HOPMAaJIbHO
Pa3BUTHI BTOPUYHBIE MTOJIOBbIE MMPU3HAKHN, U OHU MHOT/Ia UMEIOT MOTOMCTBO.

Cunapom Kinaiingeabrepa. Ilpuunna 3a0oneBaHus - HaJM4Me€ B KAPUOTHUIIE Y
MY>KUYUHBI JTOMOJIHUTENIbHOU X-XpoMocombl. Kapuotun OosnpHOro-47, XXV, 48 XXXY, 49
XXXXY.

VY rpyaHbIX eTell MHOT/Ia ONPEAEIAIOTCS MaJE€HbKUE pa3Mephl SUUeK (MUKPOOPXUIU3M)
KaKk eJMHCTBEHHOE NposiBieHHe 3abosneBaHus. OCHOBHbIE KIMHUYECKUE TMPOSIBICHUS
dhopmupyroTcs k 12-15 rogam.

DEHOTUITNYECKUE TPOSIBICHUS: BBICOKHMI POCT; YBEIUYHMBAIOTCS MOJIOYHBIE >KEJE3bl
(ruHEKOMacTusl); TeNOCIOXKEeHHe (PEMHUHU3UPOBAHO; POCT BOJOC HA JULE, TPyOgd U B
HOJMBIIIEYHBIX BIAJNHAX CKYAHBIH; r0JI0C BEICOKHIA; HEOPAa3BUTHE MTOJIOBOIO WIEHA.

OOumM nmpusHaKoM OOJIE3HM SIBISIETCS PAa3/IMYHAsl CTENEHb HAPYLIEHUs CliepMaToreHes3a
U atpodus sAUYEK, AUCTeHe3Ms (HapylleHHe TKaHEBOM CTPYKTYpbl) CEMEHHBIX KaHaiblieB. B
KpPOBH IOBBILIEH YPOBEHb TOHAJOTPOIIMHA U CHUYKEHA KOHIIEHTPALlUs TECTOCTEPOHA.

C yBenuyeHHEM KOJIMYECTBa X-XpPOMOCOM HapacTaeT CTENEHb CHMKEHUS MHTEJUIEKTa,
oOHapyKuBaeTcsl TEHACHIMS K GOPMUPOBAHHUIO TOPOKOB Pa3BUTHUS

IMoamcomus mo X-xpomocome y :xenmun. Kaprorumn 47, XXX, 48 XXXX, 49 XXXXX.
B kaxmolt kiIeTke KOJIMYecTBO Tesell bappa Ha OJIHO MEHBINE, YeM KOJHUYECTBO JUITHUX X-
XPOMOCOM.

Bcerpeuaercs ¢ wactotoit 1:1000-1:2000 HOBOPOXKIEHHBIX JEBOYEK.

VY manmeHToK c1abo pa3BUTHI TOJIOBBIE TPU3HAKH, HAPYIIICHO MTOJIOBOE pa3BUTHE, TPyObIe
4YepThl JKla, PUrypa HalOMHHAET MYXKCKYIO (C HIIMPOKHMHU II€YaMH), MHOTJA OTMEYaeTcCs
YMCTBEHHAsl OTCTAJIOCTh. MIHOT/1a BO3ZHUKAET «OMIO3UIIMOHHOE MTOBEICHUE» U TPYAHOCTH MPHU
YCTaHOBJICHUU MEXIMIHOCTHBIX OTHOIIECHHUH.

Hoancomus no Y-xpomocome. Cungpom 47, XXY.

Manpuuku ¢ kapuotunom 47, XYY poxpaatorca ¢ yactotoit 1:1000 (¢ xkapuotunom 47,
XYYY- 1:250000). bonbmMHCTBO UHANBUAOB 1O (PU3UYECKOMY U YMCTBEHHOMY Pa3BUTHIO HE
OTJIMYAETCS OT 370POBBIX. B kKauecTBe 0COOCHHOCTH MOXXHO OTMETHUTH 0OJie€e BBHICOKHUM POCT,
HIUPOKYI0 HUKHIOK YENIOCTh, JJIMHHBIC PYKH, arPeCCUBHOCTH B TIOBEJEHUU. B psne ciaydaes
MOXXET OBITh CHIKEH HWHTEUIEKT. OTHOCHTENHHO 4Yallle BOBJICYEHHI B KPUMHUHAIBHYIO
NEeSATETbHOCTb.

IMopsiaoK BHIMOJHEHUS MPAKTHYECKOT0 3a/1aHNsI:

- U3YYHTh MaTepuall Mo Y4eOHHWKY /2 / W METOIWYECKHE YyKa3aHUs K TMPOBEACHHUIO
MPAKTUICCKOTO 3aHATHUS;

- BBITIOJIHUTD TIPEJIJIOKCHHBIC 33 JaHUS;

- clIeNaTh BHIBOJIBI MO MPAKTUYECKOMY 3aHSITHIO.

METO/JAUKA BBIINIOJHEHMUSA 3AI[AHI/II71:
1. 3anoaHuTe TAOAMILY.
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10JIOBO XPOMATHUH
!

UNUCJIO TEJIEI] BAPPA

| N\

0 1 2
KAPUOTHUIT| | KAPUOTHIT KAPUOTHIT KAPUOTHII KAPUOTHIT
46, XY ? 47, XXV ? 47, XXX
T10JI [1OJI T10JI [10]1 [10J]
CHUHIPOM || CMHJIPOM | | CUHJIPOM || CHHJIPOM CHHJIPOM

2. O3HaKOMBTECHh C OJAaHKOM KapThl (peHOTHIAa OOTBFHOTO C XPOMOCOMHOW aHOMAJIHEH.
[Tonp3ysick mpeanoXeHHbIMU QoTorpadgusMu, a Takke MarepuajaMu YdyeOHUKa WId
untepHeta(http://vmede.org/sait/?id=Genetika_klin_bodkov_2011&menu=Genetika klin_bo4
kov_2011&page=7 ), rae OnucaHbl KIMHHYECKHUE MPOSBICHUS CUHIPOMOB, H300pa)KCHHBIX Ha
dortorpadusix. 3amonHuTe Kapty QeHoTuna OonbHOro pebenka. Damunus U UM

BbIMBINIUICHHBIE. ChopMynupyiTe NpeaBapUTENbHBIN JUarH03 XPOMOCOMHOW MAaTOJNIOTHH U
3aMUIINATE KAPUOTHIL.
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KAPTA ®EHOTHUIIA
BoabHo#t

Bospacr aer Ioua Bec Poct

Tenocnoocenue:

Koorca:

Hoemu:

Bonaocwi:

THookorcnaa knemuamka:

Mutumeunviit monyc:

Ymublepakoeunbt:

T'onoea: popma J100 3aTBLJIOK
POCT BOJIOC HA 3aTbLIKe

Oonacme 2na3 u 2na3noe A010Ko0:
rJasHas meJb pa3pes rJa3s

Hoc: ¢popma Xxapaxkmep uzmMeHeHuil

H3vik:

3ybbi: mpUKyC ¢popma BT IMAJIH

Ilea:

Tynoeuwe:

Ilo3eéonounux:

I'pyonas knemka

I'pyonsie xnceneswi:

Iloaca koneunocmei:

Bepxnue koneunocmu: njie4do npeamnieybe
JAJ0HDb
NAJbIBI CyCTaBbI
Huosicnue koneunocmu: 6e1po roJjieHb
croma NaJbIbI CyCTaBbI

Hepeuaﬂ cucmema u op2ansvl Hyecme:

Cepoeuno - cocyoucmasn cucmema:

Ilonoegovie opeannl:

IIcuxu4yeckuu craryc:

IIpexBapuTebHBIN IMATHO3:

Kapuorumn:
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KAPTA ®EHOTHUIIA
BoabHo#t

Bospacr aer Ioua Bec Poct

Tenocnoocenue:

Koorca:

Hoemu:

Bonaocwi:

THookorcnaa knemuamka:

Mutumeunviit monyc:

ymelepal(Ol?qul.'

T'onoea: popma J100 3aTBLIOK

POCT BOJIOC HA 3aTBIJIKE

Oonacme 2na3 u 2na3noe A010Ko0:
rJasHas meJb pa3pes rJa3s

Hoc: ¢popma xapakmep uzMeHeHul

H3vik:

3ybbi: mpUKyC ¢popma BET MU

Ilea:

Tynoeuwe:

Ilo3eéonounux:

I'pyonas knemka

I'pyonsie xnceneswi:

Iloaca koneunocmei:

Bepxnue koneunocmu: njie4do npeamnJieybe
JAJ0HDb
NAJbIBI CyCTaBbI
Huosicnue koneunocmu: 6e1po rojieHb
croma NaJbIbI CyCTaBbI

Hepenaﬂ cucmema u op2ansvl Hyecme:

Cepoeuno - cocyoucmasn cucmema:

Ilonoegovie opeannl.

IIcuxuyeckum craryc:

IIpeaxBapuTebHBIN IHATHO3:

Kapuorumn:

3. PEHINTE 3AJJAYN, 1O TPEJJIOKEHHOMY AJIT'OPUTMY.

3agaua 1.

Onumwure KapuoOTHIL:

1) 00I11ee YHCII0 XPOMOCOM,

2) YHCII0 ayTOCOM,

3) YHCIIO TIOJIOBBIX XPOMOCOM,

4) JUITHAE XPOMOCOMBI (CKOJIBKO)

5) HEJIOCTAIOIE XPOMOCOMBI (CKOJIBKO)
6) 1oJ1 (MY’>KCKOM HJTH JKEHCKHUIA),

7) YHCIIO TIIBI0OK X-XpOMaTHHA,

8) HOpMa WJIH MaTOJIOTHs (Kakoe 3a00JIeBaHuUE).
9) bopmya KapuOTHIIA.
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Puc. 1. Kapuoepamma uenosexa.

3amaua 2.

OnumuTe KapuOTHIL:

1) 00I111ee YHCII0 XPOMOCOM,

2) YHCIIO AyTOCOM,

3) YHCIIO TIOJIOBBIX XPOMOCOM,

4) JUITHAE XPOMOCOMBI (CKOJIBKO)

5) HEJIOCTAIOIIHE XPOMOCOMBI (CKOJIBKO)
6) o1 (MY»XCKOW MJTH KEHCKHH),

7) YHUCJIO TJIBIOOK X-XpOMAaTHHA,

8) HOpMa WJIH NMaTojorus (kakoe 3a001eBaHue).
9) dhopmyna KapuOTHIIA.

A A0 AR A A
LINLLIL R U S
AR AR A = RAOAR AA

AX AR °© RA AN &

€5, ¢ XX XX T’ X

Puc.2. Kapuoepamma uenosexa.

3agaya 3.

Manpunk 14 ner. OT nepBBIX CPOUYHBIX pPoA0OB ¢ Maccoi Tena 2500 r., nmuHO# Tena - 48
CM, OKpPY>XHOCTBbIO ToyioBbl - 33cM. Marepu 37 ner. Ilpu mepBoM ocMOTpe OTMEYanoCh:
TUIEPTENOPU3M, YIUIOUIEHUE CIMHKU HOCA, KIMHOAAKTWiIMA. Jepkut ronosy c 1,5 mecsues,
cuauT ¢ 6 MecsueB, XOAUT ¢ roja. IIpu ocMoTpe: BBICOKMI pOCT, CXOZSIIEECS KOCOTJIa3He,
KEHCKUN THUI TEJNOCHOXKEeHUs (TpeodiiafjaeT MOJKOXKHO-KUPOBOM ciod Ha Oenpax, rpyiw,
HUKHEH 4acTH KMBOTA), THHEKOMACTHsI, c1aboe OBOJIOCEHHUE JINIIA, TTOJMBIIIEYHBIX BOAJAUH U
700K, SIMYKKA yMeHbIIeHbl. OOIIMiA aHaINU3 KPOBU M MOYHX O€3 MMaTOJIOTHH.

1. Kakoii auarao3 MOKHO TPEITOJIOKHUTh?

2. Kako# KapuoTHIT MOKHO OXHUJIATh?

3. Kakue npu3HaKku sSBISAIOTCS PEMIAIOIIMMU B IOCTAHOBKE AUarHo3a?

4. Kakue reHeTUUECKUE METOAbI MOATBEPAAT AUATHO3?
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4. BBIITIOJIHUTE TECT.

Bbi0epuTte oUH NpaBUIbHBINA OTBET.

1. XPOMOCOMHOM OOJIE3HBIO SBISIETCS:
a) CUHApPOM DBapjca

0) rajgakTo3emMus

B) cunapoM Mapdana

T) aAPCHOTCHUTAIBHBINA CHHIPOM

2. [Ipu cunapome [layHna:

a) Habop xpomocoMm 45

0) Habop xpomocom 47

B) MPOUCXOAUT JIEIEIHs KOPOTKOTO Tuieya S-if XpOMOCOMBI
I') OTCYTCTBYET XpoMocoma B 21-ii mape

3. Kapuotur denoBeka ¢ CHHIPOMOM TPHCOMHHU IO X-XpPOMOCOME:
a) 45, XO

0) 47, XXX

B) 48, XXXX

r) 47, XXY

4, 45, XO — 3T0 KapuOTHI YEJIOBEKA C:
a) cunapomoM lllepemeBckoro-TepHepa

0) CHHIPOMOM «CYACTIIUBOU KYKITBD»)

B) BPO’KICHHBIM TUIIOTUPEO30M

') CHHAPOMOM DJIBapjica

o. I'my6okast ummotust, Mukporedaus, 100 CKOIMEHHBIN, Y3KUE TJIa3HbIC MIEIH,
3amnaBiiasi IepeHOCHUIa, HU3KO PACIIONOKEeHHbIE e(hOPMUPOBAHHBIE YIIIHBIE PAKOBUHBI,
paciienuHbl BepXxHel ryObl 1 HeOa (4acTo IBYCTOPOHHUE), TTOJUIAKTUIIUS HA pyKax. ITO
MIPU3HAKU CUHJIpOMa!

a) [latay

0) TeTpacomMuu 1Mo X-XpoMocome

B) «KOIIAYbETrO KPUKa

r) lllepemeBckoro-Tepuepa

6. [IefiHbIe KOKHBIE CKIIAJIKH - XapaKTEPHBIN MPU3HAK OOIBHBIX C CHHIPOMOM:
a) Knaiindenbrepa

0) alpeHOTeHUTAILHBIM

B) [laTay

r) lllepemesckoro — TepHepa

7. Kakyio XpOoMOCOMHYIO aHOMAJHIO MOXKHO 3aloJ03pUTh y OOJBHON C TaKUMHU
CUMIITOMaMH KaK HU3KHHA POCT, OOKOBBIE KOXKHBIE CKJIAJIKU Ha IlIee, HEPa3BUThIE BTOPUUIHBIC
MIOJIOBBIE MPU3HAKH:

a) CHHAPOM TPUCOMHH-X

0) cunnpom JlayHa

B) cunapom llepemesckoro-TepHepa

T') CHHAPOM DJiBapjica

Bri0epuTe HECK0/1bKO IPABUJIbHBIX OTBETOB.
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8.XpomocoMHbIe O0JIE3HU BO3HUKAIOT B PE3YJIbTATE:
a) XpOMOCOMHBIX MyTaIHi
0) TEeHOMHBIX MyTalUi

B) TEHHBIX MYyTallUi

) (peHOTUTYEeCKON U3MEHYUBOCTH

9. Mexanu3M BO3HUKHOBEHHI T€HOMHBIX MYTaIU:
a) HepacXoXKJACHUE XPOMOCOM BO BpeMs Meio3a

0) MOJTUTLIIONUTUS
B) UHBEPCHS
T') TPAHCJIOKAIIUS

10. ®enorunuueckue nposiBieHus cunapoma I[laray:

a) MUKpouedatus

0) paciienuHa BepXxHei TyOsl 1 HEOa

B) IIECTUNATIOCTh
I') MUKPOOPXHUIU3M

11. HJ’IH AUArHOCTUKHU XPOMOCOMHBIX Oone3nei HCIIOJIB3YIOT MCTOJBI:

a) OMOXUMHUYECKUI

0) MUTOTCHETUYCCKUH

B) OJIM3HEIIOBBIN

T') IpeHaTaTbHON TUarHOCTHKHU

12. ®enoTunuueckue MposiBICHUS cHHIpoMa JlayHa:
a) «\MOHTOJIOUIHBINY» pa3pes3 ria3

0) IeCTUIIATIOCTh
B) DIIUKAHT
I') IJIOCKOE JIUIIO0

13. YcranoBuTeE COOTBETCTBHE MEK/Y CUHIPOMOM U MPUYMHONW BOSHUKHOBEHMUS:

a) Cunapom KnaitHpenbrepa 1) 47, XX + 18
6) Cunnpowm Ilaray 2) 47, XY+ 21
B) Cunnpom JlayHa 3) 47, XX +13
r) Cunzmpom DaBapica 4) 47, XXV
14. YcraHoBuTe COOTBETCTBHE MEKAY CHHAPOMOM M €ro JUarHOCTUYECKUMHU
KPUTEPUSIMHU:
3aboneBanue MuyHMMaJIbHBIA TUarHOCTUYECKUA KPUTEPUIA

1. Cungpom [Jayna

A. V3kue u KOPOTKHUC TJIa3HBIC MIC/IN, «CTOIIa-KavdaJiKa», MaJICHbKHC
HHU3KO PaCIIOJI0XKCHHBIC YIIHEBIC PAaKOBHHEI, crudaTebHOoe
ITOJIOKEHUEC ITAJIBIIEB KUCTH, BI)ICTYHaIOHII/If/'I 3aThIJIOK

2. Cunnpom
«KOIIAYbero KpuKa»

b. TonoBa oxpyrmoii (opMBI C YIUIOHMIEHHBIM 3aTBUIKOM, JIO0
CKOWIEHHBIH W y3KHH, JMIO TUIOCKOE, THIIMYCH JIHUKAaHT,
MOHTOJIOUJHBIN pa3pe3 Tia3, MOCTOSHHO OTKPBITHIA POT, TOJICTHIC
ryObl, OOJBIION CKIIAQAYaThIN A3BIK, MTOTIEpEeYHas Jal0HHAs CKIIAIKa,
IByX(aJaHTOBBII MM3HMHEL, PE3KO HapyIIeHO aOCTpaKTHOE
MBIIIIICHUE.

3. Cunapom
Knaitadenprepa

B. JlyHooOpa3Hoe nHMIIO € IIUPOKO PACCTABICHHBIMH TJa3amH,
YIIHbIE PAKOBUHBl HM)KE€ HOPMAaJbHOTO YPOBHS, LIMPOKAs
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IIEPEHOCHIIA, AHTUMOHTOJIOUIHBIA pa3pe3 IUa3, TsDKeNas CTEICHb
YMCTBEHHOM OTCTalOCTH, IUIay peOeHKa HAlOMHHAET KOIaybe
MsyKaHbe.

4. Cunapom DaBapjca I OueHb BBICOKMA WM CPEAHUH POCT, THUHEKOMACTHS,
€BHYXOHMJIHOE TEJIOCIOKECHHE, HEAOPA3BUTHE SIMYCK U BTOPHYHBIX
MY>KCKMX TOJOBBIX IPHU3HAKOB, OOJBUIMHCTBO  OECIJIOIHBI,
YMCTBEHHAasi 0TCcTanocTh B 25 — 50% ciyyaes.

JlomnosHuTte:
15. 3anogHuTe TaOIuIy:

Cunapom Cungpom Cunapom Cunapom
Haitna 16)11:%:10)) (] Knaiin- «KOILIAYbETO
dbenpTepa KpHUKa

OO611ee YnciI0 XpOMOCOM

Uucno ayrocom

Hucno noJIoBBIX XPOMOCOM

JIumrHre XpOoMOCOMBI
(KOJIM4€eCTBO)

Henocraromue xpoMocoMbl
(KoMUY eCTBO)

BryTpuxpomocoMHbIe
MEPECTPOUKH (B KaKOM
XPOMOCOME)

JdomoanuTe:

16. Cunapom, npu KOTOPOM HaOII0AaeTCs BBICOKUN TOJI0C, MUKPOOPXUAM3M,
TEJIOCIIOKEeHNEe (PEeMUHU3UPOBAHO .

17. KonunuectBo Tenen bappa y nanuentku ¢ kapuorurom 45,X0-

18. [Ipnumnna cunapoma Ilartay- .

19. B cembe poautenedt poawics JOHOIIGHHBINH pebeHOK. Bpauwm ycranoBuiu:
MUKpoIedanuio, HU3KU CKOIIEHHBIN J100, Cy>KEHHbIE IJ1a3Hble 1IeJIH, IOMYTHEHHE POTOBHULIBI,
3amaBlliee MEPEeHOChEe, IIMPOKOE OCHOBAHHWE HOCA, ACPOPMUPOBAHHBIE YIIHBIE PaKOBUHBI,
JIByXCTOPOHHHE pacIIeIMHbl BepXHEel ry0pl M Heba, CUHIAKTWIMIO MajlbleB HOT, KOPOTKYIO
e, AeeKTbl MEeXOKeTyIOYKOBOH meperopoaku cepiama. Kakoe 3a0oneBaHHEe MOXKHO
npeanonoxuTh? Kakue npu3Haku sIBISIOTCS PEIIAOIMMU B TOCTAHOBKE IMarHo3a?

20. Tpu rpynnsl HacI€CTBEHHBIX MATOJIOTUI:

IMPAKTUYECKOE 3AHATHUE Ne 8
Tema 3anaTHA: V3yueHne reHHbIX 3a001€BaHUN.

Leanb 3aHATHA: 3aKpeIUICHUE TEOPETHUECKUX 3HAHUN B 00JacTH KiIaccupUKAIUU U
MPUYMHAX TEHHBIX 3a00JIEBaHMIA, ayTOCOMHO-IIOMHUHAHTHBIX 3a00JIeBaHUN, ayTOCOMHO-
pelecCuBHBIX 3a007eBaHMM, X-CIEMJICHHBIE PEIIECCUBHBIX M JOMUHAHTHBIX 3a00JeBaHui, Y-
CIETIJICHHBIX 3a00JIeBaHUM, OCHOBHBIC TMPHUHIMUIBI yXOJa 3a OOJILHBIMH C HACJIEICTBEHHOM
MaTojoOrMed M NPUOOpPETeHHE HAaBBIKOB  ompeneniarts 1o  (otorpadpum  GOIBHOTO
MIPEATIONIOKUTEIHHO TO WM HHOE TEHHOE 3a00JIEBAHNE U €T0 TCHETUUYECKYIO TPUYHHY.

TEOPETUYECKHM BJIOK.
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I'enHble WM MOHOTeHHBbIe 00JIE3HH — OTO TPyNNa HACJIEACTBEHHBIX 3a00JICBaHUU
YeJIoBeKa, MPUUMHON KOTOPBIX SIBIISIOTCS TOYKOBBIe MyTamnuu B Mosekyne JIHK, npuBoasmue
K HapYIICHUIO CuHTe3a 0eKoB. MOHOTEHHBIE 0O0JIE3HU HACIENAYIOTCS B TTOJIHOM COOTBETCTBHH
¢ 3akoHaMH Meunnaers.

BoJjie3nn ¢ ayToCOMHO-I0OMMHAHTHBIM THIIOM HACJIEI0BAHUS XAPAKTEPU3YIOTCS TEM,
9TO JIJIsl UX Pa3BUTHUSA JOCTATOYHO YHACIEOBATh MyTaHTHBIN aJlIeNTb OT OJTHOTO POIUTEIIS.

HEHPO®UBPOMATO3 I THUIIA (GonesHb PeximHTXay3eHa) — 95T0 TsDKeas
NOJIMCUCTEMHAs 00JIE3Hb.

[Ipynumnna - myranms resa NF1, nokanmmsyromerocs Ha 17-i XpoMOCOMe U KOJUPYIOIIErO
oenok HerpoduOpomun. I'en NF1 sBisiercss reHOM - CyIpeccOpoM OIyXOJIEBOTO poOCTa
(mpensaTcCTBYeT OOpa30BaHHUIO OMYXOJICH), YeM M OOBICHSAIOTCS €T0 OIyXoJieBble A((PEKTHI.
YacTtora Heiipodudpomarosa I Tuma- 1:3500-4000 HOBOpOKACHHBIX.

JlmarHocTHUecKre KPUTEPUH (I MOCTAHOBKU AMArHO3a HEOOXO0MMO HAJINYHE HE MEHEE
2 KpUTEPHEB):

v/ 6 u Gojee MATEH Ha KOXeE IBETa «KO(e C MOJOKOMY», JAHAMETpPOM Oojee 5 MM y
pebdenka u 6osiee 15 MM y B3pocioro

v’ 2 u 6osee HeHPOHUOPOMBI (I0OOPOKAUECTBEHHBIE OIYXOJIHM HEPBOB M3 IIBAHHOBCKUX
KJIeTOK U (pubpobmactoB) wim 1 miekcudopmHas Helipodudpoma (0myXob MO X0y HEPBHBIX
CTBOJIOB)

v/ ycuiieHHas OKpacka (MMIMEHTHbIE TIATHA) B TIOJAMBIIICYHON ¥ ITAX0BOM 00J1aCTIX

v’ IIIHOMa 3pUTEIBLHOTO HepBa (YTOJIIEHHE 3PHTEILHOTO HEPBA)

v' 2 u Gonee y3enkoB Jluima — OKpalleHHbIE FAMapTOMBI PaayXKHOM 00O0JOYKH TIa3a
(BO3BBIIIAIOIIMECS HAJT TIOBEPXHOCTHIO PamyKKu oOpa3oBanwms). [locne momoBoro co3peBanus
y3enku Jluia HabIo1a0TCs MPAKTUYECKH Y BCeX OOJIbHBIX

v/ BBIp@KCHHBIE KOCTHBIC AQHOMAaJIHWH B BH/C JMCIUIA3UM KpbLIa KIMHOBHIHON KOCTH,
MCTOHYEHHUSI KOPTUKAIBHOIO CIOS JUIMHHBIX TPYOUaThIX KOCTEH C IMCEeBA0ApTPO3OM MU 0e3
TaKOBOTO

v’ GIYCKAMIKN POJCTBEHHUK C JMarHOCTHPOBAHHBIM HelpoguOopoMaTozomM Trma I (Mars,
orerl, OpaT, cecTpa, peOEHOK).

CUHIAPOM MAP®DAHA- reHepanu3OBaHHOE NOPAKEHHE COCIUHMUTEIIBHOW TKaHU,
gactota coctapisier 1:10000. Brepsrie onucan B 1886 r. B.Mapdanom.

Otuonorus. [Ipuunna - myTanus B reHe GpuOpminHa (3aMeHa MPOJIUHA HA ApTHHUH) —
OeJika, BXOJSIIEr0 B COCTAaB COCUHUTEIBHON TKAaHU M 00ECTIEUNBAIOILIEro €€ yrnpyroctb. ['en
nokanu3oBaH Ha 15-if xpomocome. Jlepunur GubpuIMHA TPUBOIUT K TUIEPPACTSHKUMOCTH
IJIOTHOM COEMHUTENBHON TKaHU

B xnuHM4YecKkOW KapTHUHE BBIACISAETCS MOPAXKEHUE TPEX CUCTEM OpraHu3Ma: OMOPHO-
JIBUTATENbHOM, CepIeUHO-COCYIUCTOM U OPraHOB 3pEHUSI.

DEHOTUIIMYECKUE  TIPOSIBJICHUS: BBICOKUH  pPOCT, aCTEHMUYECKOE TEJOCIO0KEHHUE,
HEMPONOPLUUOHATIBHO JUIMHHBIE Nalblbl (apaXHOJAKTUIIMS, WIM «IaydybW» Malblibl), MpHU
oOxBate 1-M W 5-M manblaMu 3amscThsi JAPYrod PyKHM OHM O0S3aTE€IbHO IMEPEKPHIBAIOTCS
(cuMmnToM  3amsICThs),  moyiuxonedanbHbId  Yeper, AedOpMalMIO  TPYAHOH  KIETKU
(BOpoHKOOOpa3Hasi WJIM KHJIEBUAHASA), HCKPHUBIEHHE TO3BOHOYHMKA (CKONMMO3, KH(]O3),
TUNEPIIOABMYKHOCTH CYyCTaBOB, MJIOCKOCTOIIHE.

Co CTOpOHBI CEpACYHO-COCYAMCTOM CHUCTEMBbl - TMPOJANC MUTPAJIBHOTO KIanaH
(mpoBUCaHWE CTBOPOK KiamaHa B TOJOCTh JICBOTO MPEACEpAHs), PACHIMPEHHE aopThI
(OCHOBHOTO COCyJia, HECYIIEro KpOBb OT CEp/lla K OpraHaM)- aHeBpU3Ma, KOTOpask MOXKET
MIPUBECTH K Pa3pbIBY.
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[Tatonorus opraHoB 3peHHS B BUIE MHONHUH (OJU30PYKOCTH) CBSi3aHA C IMOJBBLIBUXOM
(WM cMelieHneM) XpycTalluKa, TeTepoXpoMusl (pa3HbIN IBET) paay>KKH, OTCIIOEHHUE CETYATKH.
[Icuxuueckoe U yMCTBEHHOE pa3BUTHE OOJIBHBIX COOTBETCTBYET HOpME. [IporHo3 st u3Hu U
MPOAOJKUTENBHOCTD KU3HU OMNPEACISIOTCS CTEINEHBIO IMOPAXKEHUS CEPACYHO-COCYAUCTON
CHCTEMBI.

WNutennexkr oObuHO coxpaHeH. CpefHss NPOJAODKUTEIBHOCTh JKM3HU COCTAaBIIsCT
MPUMEPHO 27 JIET, XOTS 4acTh OOIBHBIX JOXKUBAET JO CTAPOCTH.

CHHAPOM XOJIT-OPAMA (cuHApPOM «pyKa-CepAlle») — HaCIEICTBEHHOE
COUeTaHUE AHOMAJIUU OOJBIIMX MANbLUEB PYK U Je(PeKTa MEKIPEACEPIHON MEPEropoIKH.
[Ipnunna- myranus ¢akropa Ha 12 Xxpomocome, HEOOXOIUMOTO sl POPMUPOBAHUS BEPXHUX
KOHEYHOCTEH U cepaua. SBisercs MociaeACTBHEM THUCTOAMCIUIA3UH — HAPYIIEHUE Pa3BUTHS
TKaHEeH, OpraHoB, YacTel Tella, OTMEYaeTcs y 3apobllia Ha 5-i Heaene sMOproreHe3a, Korjaa
TG depeHIUPYIOTCSA IEPBUYHOE CEPJILIE U BEPXHUE KOHEYHOCTH.

DeHOTUTTYECKUE MPOSBICHU: 1) MOPOKK pa3BUTHS PYKH- OT M3MEHEHHUs 1-To manblia
KUCTU (HEIOpa3BUTHUSL WIM TPeX(aJaHTOBOTO) /10 HEIOPA3BUTHUS WU TOJHOTO OTCYTCTBUS
Jy4eBOM KOCTH ¢ (POPMHUPOBAHUEM JTYUEBOM KOCOPYKOCTH; 2) pazaudHble (POPMbI BPOKACHHBIX
MOPOKOB cep/la: AePEeKThl MEKIPEACEPAHON U MEXIKETYA0UYKOBOU MEPEropoaOK, OTKPBITHIN
AOpTaANbHBIN TMPOTOK, KOAPKTalUs (CY>KEHHE) aopThl, CTEHO3 JIETOYHOW apTepuu, MPOJIarc
MUTPAJILHOTO KJIamaHa u Jp.

boae3nun c¢ AYTOCOMHO-PCHECCUBHBIM THIIOM HACJIICAOBAHHA IIPOSABIAIOTCA Yy JIHIT
TOJIBKO B TOMO3UI'OTHOM COCTOsSHHH. FGTGPOSI/IFOTBI (beHOTHHquCKH (KJ'II/IHI/I‘-IGCKI/I) HC
OTIIMYAIOTCA OT 3OPOBLIX JIMII C ABYMS HOPMAJIbHBIMU aJIJICIIAAMU.

MYKOBUCHUAO3 (xucto3ublii  (puOpo3) — CUCTEMHOE  HACIEACTBEHHOE
3a0osieBaHme, 00YCIOBICHHOE MYyTAIMEH reHa TPAHCMEMOPAHHOTO PETYIATOpa MPOBOIUMOCTH
Ul XJIOpa W HaTpus M XapaKTepHu3yrolleecsl IMOPaKEHHWEM >JKelle3 BHEIIHEH CeKpeluH,
TSOKENBIMA HApPYIICHUSIMU (PYHKIIMI OpPraHOB JBIXaHHS U KEIYJAOYHO-KUIIEUYHOTO TPaKTa.
[Tatosmornyeckuit reH JIOKAIM3yeTcst Ha 7-U XpOMOCOMBL. MyKOBUCIIMA03 = MUCUS, «CIU3b» +
viscidus, «Bs3kuit». Yactora Bctpeuaemoctu 1:2500 HOBOpoxkAeHHBIX. [laToreHes o0ycnoBieH
TE€M, YTO MPU OTCYTCTBUM TI€HAa TPAaHCMEMOPAHHOIO PETyiiaTopa HapylIaeTcs TPaHCIOPT
XJIOPUJIOB B SIUTEIHAIBHBIX KieTKaX. [IporcxonuT n30BITOYHOE BBIBEICHHUE XJIOPUIOB H
o0Opa3oBaHUE TYCTOM BSI3KOW CITU3U B MPOTOKAX SK30KPUHHBIX )Kelle3, OpOHXaxX, KUIICYHHUKE, B
KaHaJIbl[aX CEMEHHUKOB.

DEHOTUNIMYECKUE TPOSABJICHUs. BBIBOAHBIE MNPOTOKH  IOKEIYIOYHOU  KEJIE3bI
3aKyMOPHUBAIOTCSA, CIU3b HE BBIBOAUTCS, 00pa3yroTcss KUCThl. DepMEHTHI MOKEITYI0UYHON
’Keye3bl He TMOCTYMalT B MPOCBET KUIIEYHHKA. ['Mmepnpoaykuus ciau3d B OpOHXUAIbHOM
JiepeBe BEJET K 3aKyNOpKe MENKUX OpOHXOB U MOCIEAYIOLEMY MPUCOCTUHEHUIO MHPEKIUU
pa3BHUBAIOTCS OpPOHXUTHI, MTHEBMOHUH. [10M00HBIE TIPOIECCHI PA3BUBAIOTCS B MPHUAATOYHBIX
nasyxax, B KaHaJbllax ceMeHHUKOB. [lapamiensHo Habmonatorcs Tsokenbie nopaxkenus KKT.
['HuOCTHBIE TIpollecChl MPUBOMAAT K B3AYTHIO JKMBOTA, OOMIBHOMY 3J0BOHHOMY CTYIY C
IIPUMECHIO KHpa. VMHTEIUIeKTyalbHOE pa3BUTHE ACTEH HE CTpajacT. B moTOBOM KUAKOCTH
MOBBIIIEHA KOHIIGHTPALMS HMOHOB HATpUs U XJOpa, STO OCHOBHOM JUArHOCTHYECKUU
Ja00OpaTOPHBINA MPU3HAK.

OEHUJIKETOHYPUA (PKY) (peHunnupoBuHOrpagHas  OnuroppeHus) —
HACJICICTBEHHOE 3a00JIeBaHHUE, CBS3aHHOE C HapylIeHHEeM MeTaboin3Ma aMHUHOKHUCIOT,
rIaBHBIM oOpa3oM (eHmnanaHnHa. MyTaHTHBIH TeH pacmojoXeH B [UIMHHOM Tuiede 12
xpomocomsbl. [Ipuunna @KV - nedexrt pepmenta (enunanaHuH-4-TUAPOKCHIIA3HI, KOTOPBIHA
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CHOCOOCTBYET MpeBpalleHUI0 (QeHWIaJaHuHa B TUPO3UH. CIeACTBHEM JTOrO SBISETCA
HAKOIUICHHE B OpraHu3Me MW Moue (eHwIaJaHuHa U (EeHUIMUPOBUHOTPATHONW KHUCIIOTHI,
TOKCHUYHBIE ISl KJIETOK FOJIOBHOIO Mo3ra. B opranusme HaOmro/1aeTcsi HEAOCTATOK TUPO3UHA
(BaxxHasi cocTaBHas 4YacTh OOMEHa HEHPOMEAMATOPOB) U MEJAHWHA, OIPEICISIONIETO
OKpaIllMBaHKE BOJIOC M KOXKH YEJIOBEKaA.

denotunuyeckue mposiBiueHus. HoBopoxaeHHBIH PEeOCHOK BBIMJISIAUT 3J0POBBIM, HO C
HayajgoM KOPMJICHHUS B OPraHU3M HayMHAET MOCTYNaTh (DEHMIATIAHUH C MOJIOKOM MaTepH WU
C UCKYCCTBEHHBIM NuTaHueM. KiimH1ueckre CUMIITOMBI 3aMETHBI y 2-4-X MecsSYyHOro peOeHKa
-0ecroKoeH Wi, Ha00OpOT, BsUI, COHJIUB, MOBBIIIEH TOHYC MBI, Tpemop. Koxa u Bosocs
HAYMHAIOT TEPSATh MUTMEHTAIUIO0 (T.K. CHHXKEHO KOJIMYECTBO MEJaHWHA), TJia3a CTaHOBSITCS
roJlyObIMH, TOSIBIIOTCSA SK3E€MOMOJO00HBIE U3MEHEHUSI Ha KOXe (MOKpAaCHEHUE, MOKHYTHE U
HIeNTyIIEHUE 1K U CKIAJ0K KOXH), OT peOeHKa UCXOIUT CBOCOOPA3HBIN «MBIIITMHBINA 3aIax.
C 4-x Mecs1eB CTAHOBUTCS 3aMETHOM 3a/iep)kKKa ICUXOMOTOPHOTO pa3BUTHS. Y JleTel crapiie
1 roma HapymieHue TOBeneHHS (NICUXWYECKHE PACCTPOWCTBA, PACTOPMOKEHHOCTB),
YMCTBEHHAs! OTCTAJIOCTh, CYyIOPOKHBINA CHHAPOM.

TF'AJTAKTO3EMUSA - wHacnenctBeHHass OoJie3Hb, OOYCIIOBJICGHHAs HapyIICHHUEM
VIJIEBOJHOTO  OOMEHa  BCIEACTBHE  OTCYTCTBUsA  ¢depMeHTa  ranakTto3o-1l-docdat-
ypuamitpancdepasbl U XapakTEpPU3YIOIIAsiCsl HAKOIJICHMEM B KPOBH TaJIaKTO3bl U JEUITUTOM
TJIIOKO3bl. MYTHPYET TE€H pacroyiaraeTcsi B KOPOTKOM Iuieue 9 xpoMocombl. B kpoBu u B
TKAHSIX HAKAIJTMBAIOTCA TOKCHYHBIC TPOAYKTHI (B KJIIETKAX MEUYECHH, MO3Ta, XPyCTAIHUKE).

denoTunuyeckue nposisueHus. Hayano 3aboseBanus posIBISIETCS C TIEPBBIX THEH YKU3HU
pebeHKa TpH BCKAPMIIMBAHUU €T0 MOJOKOM, C KOTOPBIM TOCTYHAaeT JakTo3a (MOJOYHBIN
caxap)- HCTOYHHK HEMeTabOoJIMpyeMOW  TallaKTO3bl, PACCTPOMCTBOM  MHILEBAPCHMUS,
WHTOKCHUKAIIMeW (Iuapes, pBOTa, OOE3BOKMBAHHUE), HEBPOJIOTUYECKON CHMIITOMATHKOM
(cymoporu, HUCTarM, THIIOTOHHUSI MBIIII), yBETUYEHUE I€YCHU (TeraroMeraius), >KENTyXa,
HApacTarOT TMPHU3HAKA TIEUYEHOYHOW HENOCTAaTOYHOCTH. B nmanbHelieM oOHapy>KUBaeTcs
OTCTaBaHHWE B (PU3MUECKOM W HEPBHO-TICHXUYECKOM PAa3BUTUH, KaTapakTa (IIOMYTHEHUE
xpycranuka). [Ipu Tsokenom TeueHuu u 0e3 JIeYeHHs IETH MOTHOAr0T Ha 1-M To/1y JKU3HHU.

BPOXJIEHHBIA TUIIOTUPEO3 xapakTepusyeTcs CHIDKEHHEM TPOLYKIUH
TOPMOHOB IIUTOBUIAHOW »kene3bl. Yacrora BeTpewaemoct: 1:4.000 HOBOPOXIECHHBIX.
[IpyunHa-nosHas MM 4YacTH4YHAs HEJOCTATOYHOCTh TOPMOHOB IIIMTOBUJHOW JKENE3bl B
pe3yJibTare:

1) Jlucrenes3un (1edeKT BHYTPUYTPOOHOTO pa3BUTHS) JKeEIe3bl

2) JlucropMoHoTreHe3a (aHOMalIbHast TPOAYKIIHSI TOPMOHOB IIUTOBUIHOM Kee3bl)

OTO COMPOBOXKAAETCS CHI)KEHHEM CKOPOCTH OOMEHHBIX MPOIIECCOB B OpPraHHU3ME, YTO
MPUBOJUT K TOPMOXKEHHMIO pPOCTa W Pa3BUTHIO TMOUYTHM BCEX TKaHEW opraHu3Ma peOeHKa,
yraerenuto HHC u 3aaepKKu MCUXUYECKOTo pa3BUTHSL.

deHoTunuyeckue NposBICHUA. B mepBble Mecsmbl KH3HM pebOeHka Habmomaercs
OTEUYHOCTh TKaHEeW muna, OONbIIOW S3bIK, CIU3UCTBIA OTEK (MHKCEIEMa), HapyLICHO
dbopmupoBanue ckenera, Opaxuiedanus (yBeTWUYEHHE IMONMEPEYHOrO pa3Mepa TOJIOBHI),
HIMPOKOE JIMILIO, IUIOCKMM HOC, 3amaBmias nepeHocuua. [locne 5-6 mecsneB cTaHOBUTCS
3aMEeTHOM 3a/Iep)KKa MCUXOMOTOPHOTO U (pusmueckoro passutus. Hapymenue gpopmupoBanus
ckerneta (rpyAHod Kudo3, MOSICHUYHBIN JIOP/I03, YKOPOUEHHE IIeH, KOHEYHOCTEH, MallblIeB),
nopaxenue [HHC (3amemnenne peakiuy Ha BHEIIHUE Pa3IpaKUTENH, CHIXKEHUE
KOHLEHTPALIMY BHUMAHUS, YXYALIEHUE MaMSTH, BAJIOCTh, COHIMBOCTD, allaTUYHOCTD, PEXKE —
HapyluleHUe CHa, MOBbIIIEHHas BO30yAMMOCTb, OecrnokoiicTBo). CyxocTh KoXH, 3amopbl. C
BO3PAcCTOM IPOSIBIISIETCS 3a1€PAKKA PA3BUTHUS MOJIOBBIX XKeJle3.
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AJIPEHOTEHUTAJIBHBIY CUHJIPOM pa3BuBaeTCs IPU HACIEICTBEHHOM Je(eKTe
dbepmenta 21-ruapokcuiasbl, MPHUBOIALICTO K HAPYIICHUIO CHHTE3a TOPMOHOB KOPBI
HaJmo4e4yHuKkoB. Berpeuaercs ¢ yactoroi 1: 5000 HOBOPOXKAEHHBIX

®opMbl 3a0071€BaHUS 110 KIMHUYECKUM OCOOCHHOCTSIM:

1 BUpWIbHAg (mpocTasi) ¢opMa XapaKTepU3yeTcsl HEMOJHBbIM Aepurutom 21-
THIPOKCUIIA3bl, YTO MPHUBOJIUT K M30BITOUHON MPOIYKIIMM aHAPOTEHOB y JeBoyek. B mepuon
HOBOPO’KJICHHOCTH Yy MAJIbYMKOB MOBBIIIEHHAS TUTMEHTALUS KOKHU U CIU3UCTHIX, YBEIHMUEHUE
pa3MepoB TeHuTanuii, 3-6 JIeT HauMHAeTCA MNPEXKJIECBPEMEHHOE II0JIOBOE pa3BUTHE-
TUMNEPIIUTMEHTAIMST MOILIOHKH, TMOSBJSETCS TOJIOBOE OBOJIOCEHEHHE, TIpyOeeT roiioc.
[loBBIlLIEHHOE COAEpKAHUE AHJIPOTEHOB MPUBOAUT K MpexaeBpeMeHHoMy (B 8-10 1er)
3aKpBITUIO KOCTHBIX 30H pocTa. B pe3ynbTare B3pocibie 00JIbHbIE UMEIOT pocT 0koso 150 cm,
HECKOJIbKO YKOPOUEHHbIE KOHEUHOCTU U MIMPOKYIO TPYIHYIO KIIETKY.

2. conbrepsitomiasi ¢popMa- CBs3aHA C TOTAIBHBIM AePUIUTOM (hepMeHTa, HEJOCTaTKOM
MUHEPAJIOKOPTUKOUJIOB U PE3KUM HapylIEHUEM COJIEBOro oOMeHa. Y peOeHKka HalmromaeTcs
CphITHMBaHHE, PBOTA, nuapes, Aerujapatanus (00e3BOKMBAaHME) M MOTeps Macchl Tena. [lpu
OMOXMMHYECKOM HCCIIEI0BAHUU - TUTIEPKATUEMUsl, TUTIOHATPUEMHUS U allU03.

3. creptas (hopMa TMATHOCTHPYETCS B TyOepTaTHOM Mepuoje. Y IeBOYEK — YCKOPEHHOE
(¢uzmyeckoe pa3BUTHE, TUPCYTU3M (M3OBITOUHOE OBOJIOCEHEHHWE), YBEIMYCHHE MBIIICYHOMN
MacChl, HapylleHWe MEHCTPYaJbHOrO IMKJIa, BIUIOTH J0 Oecruiogusi. Y MalbUHMKOB
MPEXAEBPEMEHHOE OBOJIOCEHEHHE HAPYKHBIX T€HUTAIUMN, CHUKEHUE TEMIIOB POCTAa.

BOJIE3BHb TES-CAKCA-nacienctBenHoe  3a0ojeBaHME  OOMEHa  JIMIIHJOB,
BBI3BIBACTCS BPOXKIACHHOW HEAOCTAaTOYHOCTHIO ¢epmMeHTa (rekco3amuuugasel A). Ona
XapaKTEepU3yeTCs YMCTBEHHOW OTCTaJOCThIO M HAPYIICHUSIMH MOTOPHKU, KOTOPHIE OOBIYHO
MIPOrPECCUPYIOT U MMPUBOAAT K Thbenu pedeHka. Jletu yaiie Bcero He JOKUBAIOT J10 5 JIeT.

CuMIITOMBl -HOBOPOXKJICHHBIE pOXKIAIOTCs paHbie. B Bo3pacte 3-6 MecsleB NE€TH
CTAHOBSITCS alaTUYHBIMU U PEArupyroT TOJBKO HAa TPOMKHM 3BYK. MBIIIIBI 11U, TYJIOBUIIA,
PYK U HOT cl1aberoT, BCKOpe PeOCHOK HE MOXKET CaauThCA U MOAHUMATh ToJIoBy. EMy TpynHO
MEePEeBEPHYTHCS, OH HE MOXKET YIAEPKUBATh MPEIMEThI, Y HEr0 HapacTaeT YXY/IICHUE 3PCHMUS.
K 18 mecsmam peOGeHOK OOBIYHO TMOJHOCTBIO TEPSET CIyX M 3PEHHE, Y HETO TOSBISIOTCS
CyJIOpOTH, TEHEpaTu30BaHHBIC MapajnyM, CHACTUYECKHe JBIKEHHS. [lanee KiInMHUYECKas
KapTHUHA TOJBKO YXYAIIAETCS U3-3a TOBTOPHBIX OPOHXOIMMHEBMOHUM.

BoJjie3nu ¢ X-cuenjieHHbIM JOMHHAHTHBIM THIIOM HacCJIeI0BAHMS.
I'MIOP®OCPATEMMUS- BUTaMUH D-pe3nucteHTHbIN paxur, ceMelHas
runodocdaremus X-cuersieHnas, pocharauader

boae3nu ¢ X-ClIeII.]IeHHI)IM P€UE€CCUBHBIM THIIOM HACJE€AOBaAHUA BCTPCUAIOTCA PCIAKO.
HpI/I 9TOM JKCHIIMWHBI IMPAKTUYCCKU BCEraa rerCpo3nroTHul, T.C. (1)€HOTI/IHI/ILICCKI/I HOpPMaJIbHBI
(3,Z[OpOBbI) U SBJISIOTCS HOCUTEIIMU. BOIbHBIMU OBIBAIOT TOJIBKO MYKYUHBI.

MUOJUCTPO®US JIOIIEHA - m#apymenue cuHTe3a Oenka aucTpoduHa,
CTAOUITU3HUPYIOMIETO MEMOpPaHy MBIIMIECYHBIX KJIETOK, T€H KOTOPOTO JIOKAJIM30BaH B KOPOTKOM

mieye X-xpomocombl. Yactora Bcrpewaemoctu: 1: 3.000 — 1: 5.000 HOBOpPOXKAEHHBIX
MaJIbYHKOB.
deHoTUNIMUeCKUE — mposiBicHHUA.  [Iporpeccupyroriee  HapacTaHWE  MBIMICYHBIX

TUCTPOPUUYECKUX U3MEHEHUN C TOCTENEHHBIM 00e3NBIKMBaHHEeM OonbHOTO. Kiaccumueckas
KapTuHa 00Je3HU TposBisgeTcs K 3 — 5 rogam. OJHUM U3 TMEPBBIX MPU3HAKOB SIBIISCTCS
VIUIOTHCHHE HWKPOHOXKHBIX MBIIII] W TOCTEIIEHHOEC YBEIMUYECHHWE HMX O00beMa 3a CYeT
paspacTaHusi COCIMHUTEITHLHOW W XUPOBOW TKAHW. 3aTpPyIHEHUS MPU BCTABAaHUH C IOJA, C
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KopTouek. M3 HaKIIOHEHHOTO BIEpe]] MOJIOKEHUS PEOCHOK MOAHMUMAETCS «I10 ce0e» (CHUMITOM
JIECTHHIIBI»). «YTHHAs» TIOXOAKA, TMOAYEPKHYTHIH TMOSCHUYHBIA JIOPI03, KPBIIOBUIHBIE
nomatku. Hapymenus pabotsl cepamna, y S0% CHMXEH MHTEIIEKT OT MOTPAHUYHBIX COCTOSTHUI
10 BbIpakeHHOU neOunbHOCTH. CHauana arpodust Mbliiy Oelpa UM Ta30BOTO IMosica, 3aTeM
IJICYEBOTO T0sICa, CIIMHBI, MPOKCUMAIBHBIX OTACIOB PYyK. B TepMHUHANIBHON cTauu clabOCTh
MBIIIII JIWIIA, [IeH, TIoTKU. MHTemtekT y 6onbHbIX AeTeit cHmxkeH. K 10-1 1 romam netn yxke
MIPUKOBAHBI K MOCTEIH.

CHUHAPOM MAPTHUHA-BEJIJI (cuHapoM YyMCTBEHHOM OTCTaJlOCTH C JOMKOM X-
xpoMmocomoit). Yacrora Bctpeuaemoctu: 1: 2.000 — 1: 5.000 HOBOpOXKAECHHBIX. BONBHBIX
MaJbyuKoB B 2 — 3 pasa Oosblie, yeM JeBOoYeK. ['eH Ooyie3HH-HA [JIMHHOM Iuiede X-
XpPOMOCOMBI, TPUCYTCTBYIOT HeOoJblIMe MoBTopstomuecs mnocienosarensHoctn JHK. B
clly4ae MyTalldd [POUCXOJIUT YBEIMYEHHE YHUCJIa KOMUA TaKUX TOBTOPSIOIIMXCS
MOCJIEIOBATEIILHOCTEM.

DEeHOTUTIMYECKUE TPOSIBICHUS. BBICOKMII poCT, KpYMHBIE KHUCTH U  CTOIIBI,
OTTONBIPEHHBIC YIIH, YJIMHEHHOE JIUIO C BBICTYMAIOMUM JIOOM, VIUIONMIEHHOW CpenHen
YacThI0O M  TOJCTHIMH Ty0aMH; HHUXHSAS 4YacTO BBIBEPHYTA, KIIOBOBUIHBIA HOC,
nepepasrudaeMoCTh CyCTaBOB, IJIOCKOCTOMHE, MAaKPOOPXUIAU3M.

TF'EMO®NJINS yame nopaxaeT MY>KUUH, IIPU 3TOM JKEHILUHBI SIBIISIIOTCS HOCUTEIISIMU
MOBPEKJEHHOI0 T'€Ha, HO MpU 3TOM caMu He OojeroT. YactoTa BO3HMKHOBEHMS J1aHHOMN
naronoruu coctaisgeT 1:10000 mm 1:50000. BmepBwie 3aboseBaHue MpOSBISET ceds B
paHHEM JETCKOM BO3pacTe — KOTJia MaJbllll HAYMHAET XOAUTh. POIUTEIN OTMEUAIOT, YTO J1aXKe
HEOONBIION yAap CONPOBOXKAAETCA KPOBOUBIUSHUAMH, KOTOPbIE HE COOTBETCTBYIOT
xapakrepy noBpexaeHus. [larorenes y malueHTOB CHUKAETCS WM MOJIHOCTHIO HApYIIAETCs
obpazopanue VI, IX, XI ¢hakTOpoB CBEpTHIBaHKE KPOBH.

Knaccudukanus:

1. Temopunus A — wiaccuueckas dopma remodminu, 85% OT Bcex 3a00JEBIIUX.
[Tpuuuna- nepunut VII paktopa cBEpThIBaHUA-HApYIIEHHE 00Pa30BaHUSI TPOMOOKHHARHI B €€
aKTHUBHOM (opme.

2. 'emounust B — 6one3np Kpuctmaca, 30% ot Bcex 3a0oneBmux. [IpuunHa - HeXBaTKa
IX daxTopa cBeprhiBanusa —Kpucrtmaca axkTop, MIa3MEeHHOIO0 KOMIIOHEHTa TPOMOOIIJIaCTHHA.
Hapymaercs nepBast ¢aza cBepThIBaHUS KPOBU — 00pa30BaHHe TPOMOOKHUHA3HI B €€ aKTUBHOM
dhopwme.

3. T'emodumus C, 2% Bcex ciydaeB 3a0oneBanus. [Ipuunna - HexBatka Xl ¢akTopa
CBEPTHIBAHUS — MPEIICCTBEHHUKA TPOMOOILIACTHHA.

Knnanueckas kapTuna.

1. VYV HOBOpPOXIEHHOTO - KPOBOTCUCHHE M3 OCTaTKa IYMOBUHBI, KPOBOUBIUSIHHUS O]
KOXKel, kedanmoremMaroMa (KpOBOMBIUSHHE MEXAY KOCTAMH uYepena MW HaJAKOCTHUIICH
(COeTMHUTENbHON TKaHbIO).

2. B Bo3pacre 1o 1 roxa:

e KpoBoTeueHus B Mepuoj, KOTJa y peOeHKa pexKyTcs 3yOhl.

eOrniepaTUBHBIC BMEIIATENIbCTBA, MPUBOMSAIINE K JJIUTEIBHBIM HEMPEKPAIIAIONIIMCS
KPOBOTCUYECHUSIM.

e KpoBoTeueHue U3 poTOBOM MOJOCTHU- MPU MPUKYCHIBAHUU SI3bIKA.

e HocoBble kpoBOTEUEHNU S

[TocTTpaBMaTHuecKkue KPOBOTEUCHMsI XapaKTEPHBI NI JACTEH, HAYYUBIIUXCS MOJ3aTh U
XOJIUTh: MEKMBIIICUHbIE TeMAaTOMbl U KPOBOWBIUSHUS B CycTaBbl (Tremaptpossl). Ha ¢one
ATOTO PAa3BUBACTCS AHEMHS-yMEHBUICHUE KOJUYECTBA HSPUTPOLUTOB, CHUKEHHE YPOBHS
remorsnioonHa. C BO3pacToM JAETH MOT'YT CTOJIKHYThCS ¢ UCTeueHrueM kpoBu u3 opranoB JXKKT B
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pe3yapTaTe TpaBM WIM MEAULIMHCKUX MaHUMY SIuy. Hanbospiryto onacHOCTh IPEACTABIISAIOT
KPOBOTEUEHHUS] U3 HOCOIVIOTKU M 3€Ba, YTO MOXKET MPHUBECTU K OOCTPYKLHHU JbIXaTEIbHBIX
nyTeu (HapyleHUs: IPOXOJUMOCTH JbIXaTENIbHbIX ITyTEH).

IHopsiioK BBINOJHEHUS TPAKTHYECKOT0 32 IaHUS:

- U3Y4YUTh MaTepual Mo Y4eOHUKY /2 / U METOIWYECKHE YKa3aHUsi K IMPOBEICHUIO
MPAKTUYECKOTO 3aHSTHS;

- BBITIOJIHUTD MIPEIJIOKEHHBIE 3aJaHUS;

- clleaTh BBIBOIBI MO MPAKTUYECKOMY 3aHSTHIO.

METO/IUKA BBIIIOJTHEHUA 3AJIAHUI:
1. 3amoanute Tabanny «I'eHHbIEe H0JIE3HN»

3aboneBanue | [Ipuunna Tun XapakTepHble Koppekuus MeTton
(medexr) | HaciaegoBaHUS MPU3HAKU JIMAarHOCTUKU

2. PEHIMTE 3AJIAYH 11O NPEAJIOKEHHOMY AJIT'OPUTMY

3agava 1.

[NamakTo3emMust Hacnenqyercss Kak ayTOCOMHBIM  PELECCHBHBIM IPU3HAK. Y CIIEXHU
COBPEMEHHOI MEeIUIMHBI MTO3BOJISAI0 MPENYNPEAUTh pa3BUTHE O0JIe3HU U U30eXkKaTh TAKEIbIX
nocjecTBUM HapymieHus: oOMeHa. OIpenenuTbh KakoBa BEPOSITHOCTh POXKICHHS OOJIbHBIX
JETEd B CEMbE, I'Ie OJWH U3 CYIPYroB I'OMO3WIOTEH IO T€HY TajJaKTO3€MHH, HO pPa3BUTHE
00J1€3HU y HEro ObLIO MPEJOTBPALIEHO JUETOM, a BTOPOM reTepO3UTrOTEH M0 TalaKTO3eMUN?

3anaua 2.

Pebenok, 10 mecsueB. Ponuncs ot nmepBoii OepeMeHHOCTH. Pojbl B Cpok ¢ Maccoii Tena
npu poxaenun 3300 1, nouHON Tena - 52 cMm. bepeMeHHOCTH mpoTekana 6e3 0COOEHHOCTEH.
3akpuuan cpasy. [Ipunoxken k rpyau B nepBble 30 MUHYT XKU3HHM, cocal OXOTHO. B Bece
npuObIBai xopoiio. Ha HCKycCTBEHHOM BCKapMJIMBAaHUU C OJJHOTO Mecsia cMecbio « ToHyC».
Koxa 6nennas, ronyOsie ria3a. K HacrosieMy BpeMeHH TOJIOBKY HE JIEPKHUT, HE CUJIUT, 3yObl
2/2. Urpyiek He Oep:KUT, poauTeseil He y3HaeT. Macca Tena 8,5 kr, miuuHa Tena - 70 cM.,
OKPY>KHOCTb rosioBbl — 45 cM. IIpu ocMoTpe onpesaenseTcs: HENPUATHBINA («MBIIIMHBIN) 3amax
oT pebenka. [Ipu cocTaBieHUH Te ke CUMITOMBI OOJE3HU UMEN JIBOIOPOJIHBIN OpaT JAHHOIO
pebeHka.

Bomnpocsr:

Kakoe MoHOTreHHO€e 3a001€BaHNEe MOKHO TIPEITOIOKUTH?

Tun HacnegoBaHMS JaHHOTO 3a00J€eBaHuUs?

HyXHbI 11 JOMIOTHUTENbHBIE OMOXUMUYECKUE UCCIIET0BAHUS ?

Kaxkue pekoMennanmu 31ech HEOOXOAUMBI?

KaxoBa BeposITHOCTb pOXKJIEHUS B 3TOM ceMbe, peOeHKa ¢ TaKUM ke 3a00eBaHreM?
Hanumure cxeMy ckpenuBaHusl.

a0 E

3agaua 3. Omnpegeanre 3a00jeBaHMe MW XapaKTepHble (eHOTHNHYECKHE
NPOSIBJICHUS.
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3. BBITIOJIHUTE TECT.

Bri0epuTe 0qMH NPaBUIbHBINA OTBET.

1. 3a0oneBaHue, BOSHUKAIOLIEE B PE3yJIbTaTe T€HHON MyTalluu:
a) cunapoM Knaitngpensrepa

6) cunapom Jlayna

B) Mmuonuctpodus Jromenna

r) cu"apom [laray

2. I'enHoe 3a005€BaHNE, CBA3aHHOE C HAPYIIEHUEM OOMEHA FTOPMOHOB:
a) reMmopuiIns

0) MyKoIoJIMcaxapHuui03

B) aJIpeHOT€HUTAIBHBIN CUHAPOM

I') MyKOBUCLUI03

3. HacnencrBeHHOM 001€3HBI0 OOMEHA AMUHOKHUCIIOT SIBJISETCS:
a) MblieyHas aquctpodus romena

0) cunapom Mapdana

B) (DEHUIIKETOHYPHS

I') rajJakTo3eMus

4. HacneactBeHHoe 3a0oyieBaHUE, KIMHUYECKHE TPOSIBICHUS KOTOPOIO MOXKHO
MPEeIOTBPATUTh JUETOTEPANIHeH ¢ IEPBOTr0 MeCsIa KU3HU peOeHKa:

a) aJJpEHOTCHUTAIbHBIN CUHIPOM

0) HeiipodudpomaTo3

B) (CHUIKETOHYpPHUS

r) cunapoM Maptuna-benn

5. IlpyunHa BO3HUKHOBEHHUS MOHOT€HHBIX OOJIE3HEMH:
a)  BO3JEUCTBUS BHELIHEW CpPEIbl

0) XpPOMOCOMHBIE MYyTallH1

B) wu3MeHeHusa B mojiekyne JJHK

) U3MEHEHHUS Yucjiaa XpoOMOCOM

Bbi0epure Bce npaBUJIbHbIE OTBETHI.
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6. lnarnocTtrika ()eHUIKETOHYPUH OCHOBAHA Ha:
a) TI'CHCAIOrMYECKOM aHAJIM3e

0) OHOXMMHYECKHX HCCIICIOBAHMIX

B) IUTOTCHETHYECKOM aHau3e

r)  OJHM3HEIIOBOM METOJE

7. lnarHoCTHYECKUEe KPUTEPUH aIPEHOTEHUTAITBHOTO CHHIPOMA!
a)  aTpodus MBI

0) TIOBBIICHHAS MUTMEHTAINS KOXKH U CIU3UCTHIX

B)  YBEIMYCHHE Pa3MEPOB T'CHUTAINH Y MATbUYUKOB

T)  TOBBIIICHHBINA CHHTE3 aHAPOTCHOB

)  yMCTBEHHAas OTCTaJIOCTh

€)  OIlyXOJIb 3pUTEIHLHOTO HEPBA

8. deHOoTHNUYECKHE TTPOSBICHU MUOAUCTpoduH Jlfomena:
a) TMporpeccupyromias MbIIeYHas cladoCcTh

0) YIUIOTHEHUE UKPOHOKHBIX MBILII]

B)  aCTEHMYECKOE TEIOCIOKEHHE

r) TOBBIIICHUE (peHUATaHWHA B KPOBH

9. ®eHOoTUTIHYECKHE MPOSIBICHHUS MYKOBUCIIHI034!
a)  3aKymnmopka OpOHXOB CIIH3BIO

0) YIUIOTHEHHWE HKPOHOXKHBIX MBIIIIII

B) aCTCHHYECKOE TEJIOCIOKCHHUE

r) TOBBIIICHUE ()eHUATAaHUHA B KPOBU

1) THEBMOHUU

€)  B3IyTHE KUBOTa

10. ®enotunuveckue npusHaku HEHUITKETOHYPHUH:

a) CHIKEHHE CKOPOCTH OOMEHHBIX MPOIIECCOB B OPraHU3Me
0) KOXa M BOJIOCHI TEPAIOT MUTMEHTALIUIO

B)  9K3eMONOJ00HbIE U3MEHEHHUS Ha KOXKe

I)  aHOMaJHH OOJIBIIUX MAJBIEB PYK

)  «MBIIIUHBIN 3armax»

11. YcTaHOBHTE COOTBETCTBHE:!

Tun HacienoBaHus Ipu3znax
a) AyTOCOMHO-IOMHUHAHTHBIH 1.V GonbHBIX poauTenel poxkaaeTcs 310pOBbIi peOeHOK
6) AyTOCOMHO-PEIECCUBHBII 2.MyX4UHBI IepeJa0T MPU3HAK TOJIBKO J0YepsM
B) X-CIEIJIEHHbIN JOMUHAHTHBIN  3.Y 3I0pPOBBIX poaUTENEH poXKaaeTcs 00JIbHOM peOeHOK
r) Y-CLeTICHHBIH 4.BbosneroT TOJIbKO MYKUYHUHBI

12. YcTaHOBHUTE COOTBETCTBHE:

AYTOCOMHO-peneccuBHOE Hp]/[3HaK
3a0oJieBaHue
a) MyKOBHCITHI03 1. Hapymienne o0pazoBanus pakTOpOB CBEPTHIBAHHS KPOBU
6) denunkeHonypus 2. Hapymenue metabosin3ma QeHuiagaHuHa
B) ['anmaktozemus 3. /Jedbunur TmONHOW WM YACTUYHOW HEIOCTATOYHOCTHU
TOPMOHOB ITUTOBHIHOM JKEJIE3bI
r) ['mnorepunos 4 HepgoctatouHass ~ aKTUBHOCTh  ()epMEHTa  TallakTo30-1-
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BPO’KICHHBIN dhoocharypuauntpanchepass
5.ITopaxeHue skemne3 BHEIIHEH CEKpeluu

13. YcTanoBuTe COOTBETCTBHE:

3aboJieBaHue Cumnrom
a) I'emodunus 1)«YTrHAS TOXO0IKa»
0) bone3np Pexnunraysena 2)«Ilayubu HambIibhy
B) Cunapom Mapdana 3)Paxutnynbie «OpacieThy
r) Muonucrtpadus 4)[TosiBneHne OCCIIPUINHHBIX TEMATOM
JromeHa

5)O0pa3oBaHre MTUTMEHTHBIX IATEH [BETA «KO(e C MOTIOKOMY

14. YcTraHoBUTE COOTBETCTBUSA:

3abosieBaHue JImarnocrTuka

a) I'unorepno3 BpOKICHHBIN 1) Ha pentrenorpamme n3MeHeHHs] TUIOPHU3APHBIX U
MeTadu3apHBIX 30H

0) AJpeHOTCHUTAIBHBIA CHHIPOM  2) [Ipo6a dennunra

B) ['unodocdaremus 3) Omnpenenenne coaepkaHusi aHIPOT€HOB U UX
IIPOU3BOJHBIX B MOYE U KPOBU

r) OEeHUIKETOHYPHS 4) Onpenenenre ypoBHSI TOPMOHOB IIUTOBUIHOM
KEJEe3bl

JlomosauTe.

15. IIpnunHa BpOKIEHHOTO TUIIOTUPEO3a-
16. HacnenctBennslii aedexr ¢epmenta 21- ruapokcuiiazbl BbI3bIBaeT 3a00JI€BaHUE

17. Ilpuyuna muoauctpoduu romenHa -
18. Ilpuuuna HeipopubdpomaTos -
19. JIeuenuie aipeHOreHUTAIBLHOTO CUHIAPOMA:
20. [Ipn neyeHMn MyKOBHCIIMI03a IPUMEHSETCSA

INPAKTUYECKOE 3AHATHE Ne 9

Tema 3anaTusa: V3ydeHue MaccOBBIX CKPUHUPYIOIIMX METOAOB  BBISBIICHUSA
HACJIeICTBEHHBIX 3a00JIeBaHUM.

Heap 3aHATHA: 3aKpENUTh TECOPETUUYECKUE 3HAHUA O 33/JadyaxX M ITanax MEJIUKo-
TEHETHYECKOr0 KOHCYJbTHUPOBAHUS, NPUHUMNAX KIMHUYECKOM IUAarHOCTHUKA WU MACCOBBIX,
CKpUHHUPYIOIIUX METOJOB BBISBICHUS HACICACTBEHHBIX 3a00JIeBaHUHM, NpEeHATAIHHOU
JTUArHOCTHKHW, HEOHATaJIhHOM CKPHUHUHTE U MPHOOpPETEHHWE HABBHIKOB HAa OCHOBAHHWH aHAJIM3a
POAOCIOBHOM M TEPCIEKTUBHBIX HCCIENOBAHUN BBIICIATH IMALMEHTOB «IPYIIIBI PUCKA» IO
Pa3BUTHUIO HACJIECJICTBEHHON MATOJIOTUM WM TPOBOAWTH OOCJIENOBAHWE U OMPOC OOJIBHBIX C
HACJIEICTBEHHOU ITaTOJIOTHEHN

TEOPETUYECKHM BJIOK.

Menuko-reHetuueckoe kKoHcyabTHpoBanue (MI'K) — »5T10 crneuuwanuzupoBaHHas
MOMOIIb HACEJICHUIO IO MPEAYIPEKICHUIO TIOSBICHUS B CEMbe OONBHBIX C HACIEIACTBEHHOU
narosniorueil. CyThb €ro B OIpPEACICHUH MPOTHO3a POXKICHHUS peOeHKa ¢ HacIeJACTBEHHOU
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NaToJOTUEH, OOBSICHEHUH BEPOSITHOCTU ATOrO0 COOBITHUS M TMOMOIIM KOHCYJIbTHUPYIOLIEHCS
CEMbE B MPUHATUHU pelIeHUss o AeTopoxkaeHuu. [IpoBoauTcs n0 3a4aTtusi U B JIIOObIE CPOKU
OepeMEHHOCTH.

Menuko-reHeTHYECKOE KOHCYJILTHPOBAHHE COCTOUT U3 TPeX 3TANOB:

1. JlmarHocTHKa. YTOUYHEHHE TUArHO3a C MOMOIIbIO MEHETHUYECKOro aHaiu3a. Bo Bcex
ClIydasiX IpUMEHSIETCs TeHeaJorndeckuit Mmeto1 uccienoBanus. He menee ueM B 10 % ciyuaes
MPUMEHSETCS] I[UTOTEHETHYECKOE KCCIeIOBaHUE. ITO HEOOXOAMMO [JIsi MIPOrHO3a MpHU
YCTaHOBJICHHOM JIMarHO3€ XpOMOCOMHOM 00JI€3HU U YTOYHEHHUH JMAarH03a B HESICHBIX CIIydasiX
OpU BPOXKICHHBIX IMOPOKAX pa3BUTHSA. BHOXUMUYECKUH, MOJEKYJISAPHO-TEHETUYECKUN U
MMMYHOJIOTUYECKHUI METO/bI HE SIBJSIOTCS CEUU(PUIHBIMU J1JI1 TEHETUUECKOW KOHCYIJIbTAIlUH,
HO IIPUMEHSIOTCS TaK K€ IIUPOKO.

2. IlpornosupoBanue. ['eHeTHuUeckuii PUCK MOXKET OBITh OMNpelneseH JUOO IyTeM
TEOPETUYECKUX PACYETOB C HCIOJH30BAHUEM METOJOB TEHETHMYECKOro aHaiu3a |
BApUALIMOHHOW CTaTUCTUKM (VI MOHOTEHHBIX 3a0oJieBaHMil), JMOO C TMOMOIIBIO
SMIUPUUECKUX JAHHBIX (HA OCHOBE TAOJUIl SMIIUPUIECKOTO PUCKA- MYJIbTH(PAKTOPUATBHBIEC U
XPOMOCOMHBIE OOJIC3HH).

[Ipy MOHOTEHHBIX, MEHIETUPYIOMINX OO0JE3HSIX MPOTHO3 OCHOBBIBAETCS Ha pacuere
BEPOSITHOCTH TIOSIBJICHUS MOTOMCTBA B COOTBETCTBUU C TE€HETHUYECKUMH 3aKOHOMEPHOCTSIMHU.
[Ipn »TOM eciu M3BECTEH THIl HACJIEIOBAaHUS JIaHHOTO 3a00JeBaHUS U TIO POAOCIOBHOMU
yllaeTCsl yCTAaHOBUTH T'EHOTHIT POJUTENICH, OlIEHKA PUCKA CBOJIUTCS K aHAIU3Y MEHJIEJIEBCKOTO
pacuierneHusl.

Ecnu y npob6anna ycTaHOBIIEHAa BHOBh BO3HUKINIA MYTallvs, TO PUCK POKIEHUSI peOCHKa
C TaKo# ke maroyiorueil HezHauwTteneH. [Ipy XpOMOCOMHBIX OOJE3HAX OMpEEICHHE PUCKA
MMOBTOPHOTO POXKIACHUSI MMOTOMCTBA C XPOMOCOMHBIMU aHOMAJIUSMH 3aBHUCUT OT TOTO, KAaKOBBI
KapUOTHUIIBI poauTened (Mo3aulu3M, CTPYKTYpHbIE aHOMalIHMU XpomocoMm). B ciydae
OTCYTCTBUSI HAapyIIEHWH B KapUOTUIIE POJMUTENCH BEPOSITHOCTH IOBTOPHOTO POXKIEHUS
pebeHKa ¢ XpOMOCOMHOW aHOMaJIMel OLEHWBAETCS M0 AMIUPHUYECKUM JaHHBIM JJIs KaKI0TO
BHJIa aHOMAJIUU C YY€TOM BO3pacTa pOAUTENCH.

[Ipu wmynbTUGAKTOPHAIBHBIX 3a00J€BaHUSX OCHOBOM OIEHKH pHUCKA  SBIISIOTCS
SMIIMPUYECKHUE JAHHBIE O NONYJISILIUOHHOW U CEMEWMHOMN YaCTOTE KaKJI0T0 U3 HUX.

3. 3BaxmoyeHue M coBeThl poautensiM. OOBsSICHEHHE OOpPaTHUBIIUMCS 3aKIIOUCHUS T10
MEJIMKO-TEHETUYECKOW  KOHCYJIbTAllMd TMPOBOJUTCA B  MaKCUMaJibHO JOCTYMHOW U
HeaupekTuBHOU (Gopme; kputepuem dddextuBHoctn MI'K Ha naHHOM »dTame sBisieTcs
MOHMMAEMOCTh CO CTOPOHBI KOHCYJIBTUPYEMOTO TOM MH(pOpMaIMu, KOTOpYIO AaeT Bpad. Jlis
JOCTIDKCHHST 1IeJTM KOHCYJIBTUPOBAHUS MpuU Oecele ¢ TMalUeHTaMu CleAyeT YYHUTHIBaTh
ypOBEHb UX 00pa3oBaHUs, COIHAIBLHO-DKOHOMUYECKOE TIIOJOXKEHUE CEMbH, CTPYKTYpY
JUYHOCTH M B3aMMOOTHOIIEHUS B ceMbe. UTO 4eM TspKeliee Hacle/ICTBeHHAas OOJIe3Hb, TEM
HACTOsITeNIbHEE Bpay JIOJHKEH PEKOMEHI0OBATh OTKAa3aThCs OT JACTOPOXACHUS. B mobom ciyuae
MIPUHATHE PEIICHUS O IETOPOXKICHUH OCTACTCS 32 CEMbBEH.

MI'K kak ¢popma mpopuiIakTUKH HACTIEACTBEHHBIX U BPOXKICHHBIX 3a00J€BaHUN CBSI3aHO
C JpyrTMMH BHUJIAMH  MEIMKO-TEHETUYECKOM TOMOIINM  HACEJEHUIO: MpEeHaTalbHOU
JTUArHOCTUKOM, CKpUHUPYIOITUMU MTPOTPaMMaMU, PEKOHIENIIMOHHON TPO(PMITaAKTUKOM.

CkpuHHpYOLIHE IPOrPaMMBI.

Haubonee  ycmemHo  mporpamMmbel  paHHeW — (AOKJIMHUYECKON)  AMArHOCTHKHU
HACJIEJICTBEHHBIX O0JIE3HEH MCIOJIB3YIOTCS B OTHOIIEHUH HACJIEICTBEHHBIX 0oJie3HEl oOMeHa
BEILIECTB Y HOBOPOKICHHBIX.

MaccoBoMy pOCEHBAHMIO MOAJIEKAT HACIEACTBEHHBIE 3a00€BaHMs OOMEHa:!

® [pHUBOJAILIME K TMOEIN WM CTOWKOW yTpare TPYyAOCHOCOOHOCTH M MHBAJIMAMU3ALUU
(Oe3 paHHEro BBISIBIIEHUS! U CBOEBPEMEHHOTO JICUE HHUA);
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e BcTpevaroumecs ¢ yactoToil He pexe yeM 1:20 000 HOBOPOXKIEHHBIX;

® Ui KOTOPBIX pa3paboTaHbl a/IeKBaTHbIE U IKOHOMUYHBIE METO/IbI IIPEIBAPUTEIHHOTO

(CKpUHMHT) BBISIBICHUS U () (PEKTUBHBIE MOATBEPKIAIOLINE METO/IBI;

® Ul KOTOPBIX pa3pab0oTaHbl METOABI JICUECHUS, PEAOMIUTALIMY U afanTall|y.

CeromHs mpoBOAUTCS  OOsA3aTENbHBIM  CKPUHMHI  HOBOPOXKIEHHBIX  JE€TEH 1O
YTBEp>KJICHHOW  HAlMOHAJIBHOW TMporpamMme Ha 5  HacleNCTBEHHbIE  3a00JIeBaHUS:
(beHuIKeTOHYpHS, MYKOBHCIIUIO3, BPOXKICHHBIM TUIIOTHPEO3, raJIaKTO3EMUsI,
aJIpEHOT€HUTAIbHBIA CUHIPOM.

bepercs kpoBb pebeHKa Ha CHEMAIbHBIN TeCT-0IaHK

©® Ha4-5 cyTku y TOHOILIIEHHBIX

® Ha 7 cyTky y HETOHOIIEHHBIX

IIpexonnenuuonHasi NPOPWIAKTHKA - KOMIUIEKC MEPONPUATUH, TOTEHIIMAIBHO
CIIOCOOHBIX OOECHEYMTh ONTHUMAJbHBIE YCIOBUS JUIS CO3pEBaHUs  SAWUIEKIETKH, €€
MOCJIEAYIOMIETO  pPa3BUTHSI, WMIUIAHTAIIMHM, M KakK pe3yldbTaT - pa3BUTHS  IUIOJA.

OcymecTBisieTcs B~ OTHOUIEHMU  BPOXIEHHBIX  IMOPOKOB  Pa3BUTUS U JIPYTUX
MyJIbTU(DAKTOPUATBHBIX ~ COCTOSHUM, T.6. HE JACTEPMUHUPYEMBIX MEHACTUPYIOIIUM
HacienoBaHueM. lIpodunakTuky mHpoOBOAAT MOCHE MEAMKO-TEHETUYECKOrO HCCIeI0BaHUS
CEMBH, B TMpOLECCE KOTOPOTO BpayY-TEHETHUK OIPEACISIET XAapaKTEp HACJIEIOBAHMS
3a00JieBaHMsI, TOBTOPHBIN T€HETUYECKUIN PUCK, BO3MOXKHYIO 3((HEKTUBHOCTD MPO(HUIAKTHKY.

Komrieke npekoHIenMoHHON MPOPMIAKTHKN BKIIIOYALT:

1. Jledenne XpOHMUYECKHX OYaroB HMH(MEKIUN (€CIU TAaKOBBbIE HMMEIOTCS) y OyAylux
pOIUTENEN.

2. JleyeHre XpOHUYECKUX COMATHUYECKUX 3a00JIeBaHUM.

3. OueHka criepMOrpamMmBel.

4. PerynupoBaHue MOJIOBOTO PEXUMA, IJITAHUPOBAHUE OEPEMEHHOCTH.

5. Jluera, oOoramieHHasi BUTAMUHAMU M MHKPOAIJIEMEHTaMH, B TOM 4ucie (HoraueBoit
KHACJIOTOW (CUMTAETCs, YTO OHAa CIIOCOOCTBYET YMEHBLICHHIO PUCKAa POXACHUS peOeHKa ¢
nopokamu [THC).

OOb4HO TpOMIAKTHKA HA3HAYAETCS U OCYIIECTBIISETCS BpPAuOM-THMHEKOJIOrOM, MpU
HEOOXOAMMOCTH - C YYaCTUEM JIPYTHX CIEIHAIUCTOB.

[Tokazanust K MPOBEACHUIO MPEKOHIIETIIIMOHHOMN MPOPUITAKTUKU:

- TEHETHYECKHH pUCK MYyJIbTH(PAKTOPUATBHBIX MOPOKOB pPa3BUTHS B ceMbe (Ie(EeKThbI
HEBpAJIBbHON TPYOKH, pacIIeIMHbBI TYObl U HEOA, TOPOKHU Ceplia U JIp);

- IOBTOPHBIE CIIOHTAHHbIE A00PTHI M POKICHUE MEPTBBIX ILIOOB;

- poXIeHue JnaeTed C NpeHaTaJbHOW TUHOTpOoPHUEel M MpeXIEBPEMEHHbIE pOJAbI B
aHaMHE3E;

- caxapHbIi 1UaleT, Ipyrue YHIOKPUHHBIC U METa00IMYeCKUe 3a00JIEBaHUs Y MATEPH;

- XpOHUYECKHE COMaTUYecKue 3a00JIeBaHusl Y OJIHOTO WM 00OUX pOAUTENEH;

- Mpo(eCCUOHATIbHBIE BPETHOCTU Y OJTHOTO U3 CYIPYTOB;

- paccTpoMCTBA MUTAHUS;

- TOJTOBPEMEHHOE YIOTpEOIeHNE JIEKAPCTBEHHBIX MTPETapaToB;

- 3a0oneBanus, Bei3BaHHble TORCH-undexmnusamu.

C reHeTHYeCKUX MO3UIMI MPEKOHIENIIMOHHAS TPO(PUIAKTHKA - 3TO MOMbBITKA YCTPAHUTD
yCIOBHS U (DaKTOPBI, CIIOCOOCTBYIOIIHNE SKCITPECCUHU MATOJIOTUYECKUX TEHOB.

IIpodunakTuka HacaeACTBEHHbIX 3200/1eBaHUIl

Ilo creneHn yrpo3bl (pucka) IMOBTOPHOTO INPOSBIEHUS B CEMbE HACIEICTBEHHBIX
3a00JIeBaHMI WX MOAPA3EIAIOT Ha 3 TPYIIIBL:
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1. 3a0osieBaHMsI C BBICOKOW CTEeNeHbIO TeHeThyeckoro pucka (l: 4), K KOTOphIM
OTHOCSITCSL O0JI€3HU C ayTOCOMHO-IOMUHAHTHBIM, ayTOCOMHO-PEIIECCUBHBIM U CIIETNIEHHBIM C
MIOJIBIM TUIIOM HACIEIOBAHUS;

2. 3a0oJieBaHUsI C YMEPEHHOW CTEIMEHbIO0 TeHeTHueckoro pucka (menee 1: 10); k HUM
OTHOCSITCS HACINEJCTBEHHBIE 3a00JIeBaHMs, BBI3BAHHBIE CBEKUMU MYTallUIMHU, a TaKKe
XpOMOCOMHBIE 0O0JIe3HH U 3a00JeBaHUs C TMOJUTCHHBIM THUIIOM HAaclielOBaHUs, T.C.
3HAQUMUTENIbHAsI  YacTh  BPOXKAEHHBIX  YPOJACTB M HACJIEACTBEHHBIX  3a00JieBaHUM,
pa3BHUBAIONINXCSA HAa TEHETHUECKH HEOIaronpusiTHOM (OHE;

3. 0oJe3HH, XapaKTepU3YIOUIUECs HE3HAYUTEIbHBIM PUCKOM MOBTOPHOTO MPOSBICHUS
WJIU TIOJIHBIM OTCYTCTBUEM PHUCKA.

IMopsiioK BBINOJHEHUS TPAKTHYECKOT0 32 IaHUS:

- U3YYUTh MaTepUal Mo y4eOHUKY /2/, TeopeTHUecKuil OJI0K U METOAMYCCKHUE YKa3aHUS K
MIPOBECHUIO MPAKTUUECKOTO 3aHATHUS,

- BBITIOJIHUTD TIPE/IJIOKEHHBIE 3aJaHUS;

- clleaTh BHIBOIBI MO MPAKTUYECKOMY 3aHSTHIO.

BOITPOCHI JJis1 CAMOKOHTPOJIA

Meanko-reHeTHYeCKOe KOHCYJIBbTUPOBAHUE, €T0 3a/1a4H.
OcHOBHBIE TTOKa3aHUs ISl IPOBEACHUS MEIUKO-T€HETUYECKOTO KOHCYJIbTUPOBAHMSL.
CrocoOblI OIIEHKH TeHETHYECKOTO PUCKA.
Kputepun onieHKr reHeTHYECKOTO PHCKA.
Bunbl npodunakTuky HaciaeCTBEHHON MaTOJIOTHH.
[InanupoBaHue TETOPOKICHUS.
[IpexoHuenironHas mpodrIaKTuka.
MeporpusaTs IPEeKOHIETIIUOHOM MPO(HUIAKTHKY.
Crnyyau, Ipu KOTOPBIX MPOBOJUTCS MPEKOHIIENIIMNOHHAS MPOQPMIAKTHKA (TIOKa3aHUs
JUTSI IPOBEICHUS TIPEKOHIETIIIMOHON TPOPUITAKTHUKH ).

10. B kakux cioydasx peKOMEHyeTcs MpeHaTalbHas TUarHoCcTUKa?

11. Kakue MeTo/bl IpeHaTaIbHON TUAarHOCTUKU BbI 3HaeTE?

12. Yto 3HAYUT CKPUHHUPYIOUIME METOJbl BBISBICHHS HACJIEJCTBEHHBIX 3a00JIeBaHUNA?

CoNoOR~WNE

METO/IUKA BBINIOJTHEHUS 3AJTAHUM:
1. 3anonnute TadaMNy «MeanKo-reHeTHYeCK0e KOHCYJIbTHPOBAHHEY.

Ne Hean 3agaum dTanbl OcobeHHOCTH

2. UI3YUUTE AJIT'OPUTM 110 COCTABJIEHUIO IIJIAHA BECE/IbI C

MMAIUEHTOM.
Becena- MeTo1 CAHUTAPHOT0 MPOCBELIEHNS .
Menuko-canuTapHoe MIPOCBEIICHUE HACEJICHUS npeanoiaraeT CO3/1aHHe

MH()OPMAIIMOHHO-METOUYECKIX MAaTEepHAIOB I OOECIeueHUs MAalMeHTOB HEOOXOIUMOM
uHpoOpMaIMed, O POIM MEIUKO-TEHETUYECKOTO KOHCYIbTHPOBAHUS B IUIAHUPOBAHHUH
3JI0POBOH CEMBH W OIPEACICHUN pPUCKA POXKACHHUSA OOJBHOTO peOeHKa, afanTHPOBAHHOW K WX
o01eMy 00pa3oBaTeIbHOMY YPOBHIO.

CocraBinenne WHMOPMAIMOHHO-TIPOCBETUTEIILCKUX  MATEPHUAOB  HAMPABIEHO Ha
paszBuTHEe TPOGECCHOHAIBHBIX KOMIETEHIIUN OyaymuXx METUIIMHCKUX pPaOOTHUKOB, YTO
JIeJIaeT X KOHKYPEHTOCIIOCOOHBIMHU Ha COBPEMEHHOM PBIHKE TPYy/a.
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Ileab: yCTaHOBUTH U Pa3BUTh KOHTAKT C MAaLMEHTOM JUIsl OCYIIECTBJIEHUS COBMECTHOMN
JIeSITEIbBHOCTH, BBIPAOOTKM €JUHOW CTpaTerud, NpoBeCTH oOMeH uHpoOpMaluud U AJid
B3aMMOIIOHUMAHHUS.

Ilnan Oeceabl MpeaycCMaTpUBAET BBEJICHUE, OCHOBHYIO YaCTh U 3aKIIOUCHHUE.

BBenenue:

— Kak 4acTo BcTpedaercs 3a0oneBanue? (pacpOoCTPaHEHHOCTH).

—  JaiiTe onpezaeneHue 3a00y1eBaHus 0e3 CI0KHON MEIULIUHCKONW TEPMUHOJIOTUY.

OcHoBHas1 yacTh Oecebl:

— Ha30BHUTE OCHOBHbBIC MPUUUHBI U CIIOCOOCTBYIOMINE (haKTOPHI 3200JI€BAHMUS.

—  OCHOBHBIE MIPOSBIICHUS 32001€BaHUs (CUMIITOMBI).

—  Kakue OCII0)KHEHHsI MOT'YT OBITh y ManuenTa’?

— Kakoe o0cie10BaHue AOKHO ObITh MTPOBEACHO MAIIUEHTY U C KAKOU LIENbI0?
JIeYeHUE MAIMeHTa: HEMEIUKAMEHTO3HOE U MEUKAMEHTO3HOE.

—  BEJIMYMHA T€HETUYECKOI'O PUCKA HE TOJIBKO B MPOLEHTAX, HO U B OTHOCUTEIbHBIX
MoKa3aTessiX (BBICOKUM, CpeAHUN U HU3KUH).

3akiI0uuTeIbHAS YACTh Oeceabl:

— TIPOTHO3 MpH 3a00JICBAHUHU JIJIS KU3HH, 3JOPOBbS U PA3BUTHS,

—  YpPOBEHb I'€HETUUYECKOr0 pHUCKa (BBICOKUMN, CPEAHUIN MIIN HU3KUI),

—  BO3MOXKHBIE MEPOMPUSATHS T10 JICYEHUIO U 00CIIET0BAHUIO,

MEPOIPUATHS IO TPOPIIAKTHKE POXKIACHUS OOJIBHBIX B CEMbE, B TOM UHUCIIE
BO3MOKHOCTHU JJOPOJOBOM TMATHOCTUKH CEMBE.

4. K meaumuHCKoM cecTpe oOpaTtuiiach OepeMeHHas KEHIHHA ¢ TPOChOOH 0OBSICHUTD
eu CYITHOCTb MCTOda HpeHaTaHLHOﬁ JIUArHOCTHUKHU- (beTOCKOHI/II/I. Bam HCO6XOI[I/IMO PCUINTDH
JaHHYIO MPoOJIEMy U MONOJHUTH ASPUIUT 3HAHUI MalMEHTKU [0 TaHHOMY BOIIPOCY.
http://mama.passion.ru/entsiklopediya-beremennosti/f/fetoskopiya-vo-vremya-
beremennosti.htm,

http://www.endomedium.ru/stat.php?op=view&stat=54

4. PEHIMTE 3AJJAYH IO NPEAJIOKEHHOMY AJIT'OPUTMY

3anauva 1.

bonpnas T., 27 ner, nHanpasieHa B MI'K mo moBoay Oecruiogus B 5-leTHeM Opake.
BolsicHeHo, 4YTO y O KEHIIMHBI HUKOT/a He Obuio MeHcTpyarnuil. [lpu oOciemoBanuu
oOHapyxeHo: pocT 142 cMm, Bec 50 Kr, KOpOTKas Iies C KPBUIOBUIHBIMHU CKJIaJKaMH.
UckpuBneHue KIOYUIl ¥ TO3BOHOYHHKA.

Ha nume, TynoBuile W KOHEYHOCTSAX OOJBIIOE KOJUYECTBO MUTMEHTHPOBAHHBIX
poauHoK. Huskuii pocT Boioc Ha mee c3aau. MoJIOYHbIE Kee3bl HEAOPA3BUThI, COCKH UX
pe3ko BTsAHYTHL. [lomoBoe oBojoceHue ckyaHoe. JambHO30pKOCTh 000uX Ta3. MHTeekT He
HapymieH. [Ipy THHEKONIOTHYECKOM OOCIEAOBAaHUU OMpEACNsieTCS OYeHb MalleHbKasl,
HEJIOpa3BUTass MaTKa, SIMYHUKH B Bujae Tsokeil. Jlepmarormuduka ¢ rpyObIMuU
MaToJIOTHYECKUMH 3Hakamu. [lomoBol xpomaTuH (Tenblia bappa) B OykkanbHOM cockobe He
oOHapyxeH. B poocinoBHOI ciiyyaeB HU3KOPOCIOCTH U OECIUIOUSI HEU3BECTHO.

OTBeThTE Ha BONPOCHI:

1. Kakoii mpeAnonoXUTeIbHO TUarH03 MOYKHO TTOCTaBUTh KEHITUHE?

2. Kakoii MOXHO OKHJIaTh Y HEE KapUOTHUII?

3. Kakue npusHaku SBISIOTCS PEIAIONIMMU B TIOCTAHOBKE IMarHo3a’?

4. CoctaButs 11an 6ecenpl 0 poau MI'K B mimaHupoBaHUH 310pOBOM CEMBH JKEHIIHHE.
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3amaua 2.

B cembe y 310pOBBIX poauTenel poAawiIcs TOHOIICHHBIM peOeHOK ¢ Maccoi Tena 2400
r. [lpm oOpameHun B MEAWKO-TEHETHYECKYI) KOHCYIbTAMIO y peOCHKa YCTaHOBWIH
MUKpoOLeQainio, HU3KUNW CKOIICHHBIA JI00, CYKEHHBIC TJIa3HbIC IIEIH, MUKPO(TaAIbMHUIO,
MIOMYTHEHHE POTOBUIIBI, 3allaBIliee MEPEHOChE, IMMPOKOE OCHOBAaHHUE HOCa, AeOPMUPOBAHHBIC
YIITHBIC PAKOBHHBI, IBYXCTOPOHHHUE PaCIICIMHBI BEpXHEH TyObl M HeOa, CHHIAKTUIINIO MaJIbIICB
HOT, KOPOTKYIO IIEI0, YETHIPEXTAIBIIEBYI0 OOPO3/ly Ha JIAOHAX, Je(EKThl MEAKKETYTOUKOBON
MEPErOpOJIKU CEPALa, 3aEPKKY MICUXUYECKOTO Pa3BUTHA.

1) Kakoe 3a0oneBaHre MOYKHO TPEANOI0KHUTH?

2) Kakum MeTo0M ucciieIoBaHUS MOYKHO IMTOCTABUTh TOYHBIM T€HETHUECKUN TUArHo3?

5. BBIIIOJIHUTE TECT.

Bri0epuTe 0qMH NPaBUIbLHBINA OTBET.

1. Kakasg cTeneHb pucka paclieHUBAETCs KaK MPOTUBOIOKA3aHUE K AETOPOKICHHUIO?
a) HU3Kas

0) NOBBIIIEHHAS B JIETKOW CTENEHU

B) CpeaHss

T') BBICOKas

2. Huzkas crerneHb prucKa pOXKIeHUS peOeHKA ¢ HACIIeICTBEHHOM IMaTOIOTHEH:
a) 5 %,;

0) 10 %;

B) 20%;

r) 0%

3. Cpennss cTeneHb pUcKa POXKIEHUS peOeHKa ¢ HACIICICTBEHHOM IMaTOJIOTHEH:
a) 5 %,;

0) 10 %;

B) 110 20 %.

4. Bpicokas cTeneHb prUcKa pOXACHHs peOeHKa ¢ HacIeCTBEHHOM MaTonorueil:
a) 10 %;

0) mo 20 %;

B) cBbiwe 20 %.

5. Hcnonp3ys Kakoi METOJT aHTPOTIOTEHETHKH, MOKHO Cpa3y MOCTABUTH IUArHO3
3a00JIeBaHMsl Y TOTOMKA U ONPEAETUTH IPOTHO3?

a) IIUTOTEHEeTUYECKU I

0) OMOXMMUYECKUMA

B) UMMYHOJIOTUYECKUI

1) IPEHATAIBHYIO TUATHOCTUKY

6. Omnpenenenre NPOrHo3a MOTOMCTBA MPU U3BECTHBIX T€HOTHUITAX POTUTEICH:
a) 1o 3aKoHaM MeHens

0) ¢ MOMOIIIBIO SMIIUPUUECKHUX JTAHHBIX

B) METOJIOM BapHAIIMOHHOW CTATUCTUKU

7. Bpad MeaMKO-TEHETUYECKON KOHCYJIbTALUU MOXKET ONPEAEIUTh PUCK POKICHHUS

00JIbHOTO peOeHKa, OCHOBBIBAACh HA MEH/ICIIEBCKUX 3aKOHOMEPHOCTSX HACIIE0BaHNH, TIPH:
a) XpOMOCOMHBIX 0OJIEe3HIX
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0) peHoxomnmu
B) MIPU COKPBITUH OJHUM U3 POJMUTEIICH CEMEHHOW HACIIECTBEHHOM MaTOIOTHH
') MOHOTEHHO HACJIEAYyEeMOM MPU3HAKE U U3BECTHBIX T€HOTUIIAX POIUTEICH

8. KamHnyecknii quardHo3 reHHBIX HACIEICTBEHHBIX 00JI€3HEN CTaBUTCS HA OCHOBE
JAaHHBIX:

a) IIUTOT€HETHYECKOr0 UCCIICAOBaHUS

0) OMOXMMHUYECKOTO UCCIICIOBAHUS

B) T'€HEAJIOTHYCCKOTO aHAIN3a

T') MOMYJISITUOHHO-CTATUCTHYECKOTO UCCIICTOBAHUS

9. MaccoBslii OMOXUMHUYECKHI CKPUHUHT:

a) oOcneqoBaHue eTel U3 yUpeKIeHUN 11 CIab0BUIAIINX

0) wuccren0BaHrE KPOBU M MOYM HOBOPOJKIEHHBIX Ha COAECPKAHUE
[JIMKO3aMUHOTJIMKAHOB

B) o00cliiefoBaHNE HOBOPOKICHHBIX C IIETBIO BBISBICHUS OTPEICICHHBIX (POopM
HACJIeICTBEHHOM MaTOJOTUHU B JOKIMHUYECKOHN CTaIun

r) o0cienoBaHue IeTel C CyJOPOKHBIM CHHAPOMOM, OTCTABAaHUEM B IICUXOMOTOPHOM
pa3BUTHUH, Iaparuieruen

Bbi0epuTe HeCKOJIBKO NPABUJIBLHBIX OTBETOB.

10. Hcrnonb3ys METOAMKY OIMpeIeJIeHHs TTOJI0BOTO0 XPOMAaTHHA, MOYKHO
JTMarHOCTHUPOBATH:

a) cuHapoM JlayHa y My 4HH

6) Cungpowm llepemesckoro — Tepuepa

B) Cunnpowm Ilatay u DaBapaca

r) Cunapom Knaitadpenbrepa

11. [lenm MEAMKO-TEHETUYECKOTO KOHCYJIbTUPOBAHMUS:

a) MpeAyIpexIeHne poXxKACHH 00JIBHOTO peOeHKa

0) ompeelieHre MPOrHo3a POXKIEHUS peOeHKa C HACJIEICTBEHHOM MaTOJOTUEH
B) OIpeiesieHre BEPOSITHOCTU POXKACHUS O0JIBHOTO peOeHKa

T') IOMOIIb CEMbE B IPUHITHH PEIICHUS B OTHOIICHUU POXKIACHUS peOeHKa.

12. Drarbl MeIUKO-TEHETHYECKOTO KOHCYJIBTHPOBAHUS:

a) YTOYHCHHUE JUarHo3a 3a00eBaHus

0) mpoBeieHrE CIIeIIHAIIBHOTO 00CIIeI0BaHUS BPAaUYOM-TCHETHKOM
B) OIpeIelIeHNEe TPOrHO3a TTOTOMCTBA

T') COCTaBJICHHUEC 3aKTFOUCHHSI

13. HeoOxoauMbie JaHHBIE JIJIS POBEICHUS IeHEAIOTHYECKOro 00CIeIOBaHHMSI
npo0aHIa B MEIUKO-TCHETHYCCKOM KOHCY/IbTAIIHN:

a) JaHHBIC O POJICTBEHHUKAX HE MCHEE, YeM B 3-X IMOKOJICHUSAX IO BOCXOISINCH U
OOKOBBIM JIHHUSIM

0) MaHHBIE O 3/I0POBBIX M PAHO YMEPIIUX POJACTBEHHHKAX

B) JIaHHBIE O CTCTIICHH BBIPAXKCHHOCTH 3a00JIEBaHUS, BO3PACTE €r0 MPOSBICHHUS

14. B kakux ciydasx Ha3HayaeTcs IUTOreHeTHYecKoe o0cieoBanre mpobdanaa?
a) MpHU MOJ03pPEHUH Ha 00JIe3HU 0OMEHA BEIIECTB
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0) IpH MOJO3PEHNUU HA HACJIE/ICTBEHHbIE 3a00JI€BaHNs, CBA3aHHbIE C UI3MEHEHUEM YHCIia
U CTPYKTYPbI XPOMOCOM, TPAHCIOKAUUIMHU
B) B HESICHBIX CIIyYasiX IPU BPOXKACHHBIX IOPOKAX PA3BUTHUS.

15. B kakux ciydasx Ha3Ha4aeTcss OMOXUMHUYecKoe o0cienoBanne mpodana?
a) IIpH MOI03PCHUHU Ha HACJICICTBEHHBIE TeTEPOTUIONIHBIC 3a00ICBaHUS

0) Mpu MOAO3PEHUH Ha HACJIEACTBEHHBIE O0JIE3HNM OOMEHA BEIIECTB

B) IUTSI ONIPEJICIICHUS TeTEPO3UTOTHOCTH

16. B kakux cinydasx Ha3Ha4yaeTCs MUMMYHOJIOTHYECKoe o0cieaoBanue npobdanaa?
a) pH MOI03PEHNH Ha 3a00JIeBaHUSI IMMYHHOU CHCTEMB,

0) U1 oTpeieNieH sl aHTUTEHHOTO COCTaBa KJIETOK U JKUAKOCTEH OpraHu3Ma;

B) JUIS OTIpEeNICHHS T€TePO3UTOTHOCTH.

17. Uenu 3aKIFOYUTENHHOTO 3TaNa MEANKO-TEHETUIECKOTO KOHCYIbTUPOBAHUS:
a) OOBSICHEHHE CEMbE CMBICIIa TEHETUYECKOTO PHCKA;

0) 00BsICHEHHE CYTH MTPEHATAIbHOM TUarHOCTHUKH;

B) OKa3aHHE TOMOIIIH CEMbE B MPUHITHH PEIICHUS;

I') COCTaBIICHHE TUCbMEHHOTO 3aKIIFOYCHUSI.

JlonmosiauTe.

18. - 3TO CHEUUAIM3UPOBAHHAS TIOMOILb HACEICHHUIO IO
MPeYNpPEKIACHUIO MOSIBJICHUS B CEMbE OOJIbHBIX C HACIEACTBEHHON MAaTOJIOTHUEH.

19. [InanupoBaHue [OETOPOXKACHUS U YIy4ylIEHHE Cpeabl OOUTAHMS 4YelOoBeKa. -
npoQuIaKTHKA.

20. Kommiieke MeponpusTUi, CIOCOOHBIX 00€CIeYUTh ONTHMAIbHBIC YCIOBUS IS
CO3pEBaHUs SIMIIEKIETKH, €€ MOCIHEAYIOIIEero pa3BUTHsA, UMIUIAHTALWU, W Pa3BUTHS ILU10]a-
npodunakTuka.
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