3ananus
NPAKTHYECKOI'0 Typa PerMOHAJLHOIO0 3Tana
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2021-2022 yu4. roa. 11 kiace

I'EHETUKA U1 BUOJIOI'USA PA3BBUTHUSA (makcumym SO 6an1710B)

[IpenaranpHasi [OWAarHOCTUKAa UMEET OrPOMHOE 3HayeHWe [UIsi MPO(HUIAKTUKH
HACJIEICTBEHHBIX 3a0oneBaHuii. OTBEThTE HA BOIPOCHI, CBS3aHHBIE C BHYTPHYTPOOHBIM
pa3BUTHEM YETIOBEKA U MPEHATATLHON TUAarHOCTHUKOM.

3apanme 1. [10 OanuoB] /s mpoBeneHHMs T€HETUYECKOM JUArHOCTHKU C LIEJIbIO
UCKJTIOYCHHS TIATOJIOTHII OEpEeMEHHOCTH CYIIECTBYIOT pa3IUYHbBIE CIOCOOBI 3a00pa Marepuaa:
aMHUOILICHTE3, KOPJAOIEHTe3, Ouomncus BopcuH xopuoHa. [lepen Bamu caumok Y3U G6epemeHHOM
JKEHIIIMHBI, OTMETHTE Ha aHAJIOTUIHOM PUCYHKE B JIMCTE OTBETOB OyKBAMU M CTPEIKAMHU YIaCTKH,
OTKY/Ia CIEAYyeT Moy4yaTh MaTepHall Mpu: A - aMHHOLIEHTe3€ (0TOOpE KIETOK U3 aMHHUOTUYECKON
noJyiocty), b - kopaorenTese (ordbope mynmoBUHHON KpoBH) U B - Ouoricun xoproHa.

C 1enpr0 AMArHOCTHKH HEKOTOPBIX 3a00JIeBaHMN CHAadYala aHAIM3HPYIOT TCHETHYSCKUN
MaTepHaa POIUTENICH, U TOJBKO TOCITE dTOr0 MPHU HEOOXOJAMMOCTH — TCHETHYSCKUN MaTepHall
mwiona. OtmersTe Ha JIMCcTe OTBETOB, IS TOYHOM TUArHOCTHKU KaKUX 3a00JeBaHMN peOcHKa
WCIIOJIB3YETCSl TEHETHYECKUA aHaiM3 KIETOK camoro Iiona Oe3 aHamuza poxuteneit (I1),
UCIIONB3YETCS TMEPBUYHBIA TEHETHYECKHI aHalu3 pPOAUTENeH W MpU HEOOXOAMMOCTH aHaIu3
wiozga (P), unu sxe ananu3 HyxeH He reHeTnueckuit (H).

3ananue 2. [20 6aanoB] [Ipu 6epemeHHOCTH BO3MOXHO 00pa30BaHNE MOHO3UTOTHBIX UITH
JTU3UTOTHBIX Onu3HenoB. PaccMoTpuTe Ha pHUCYHKE, NMPUBEACHHOM HUXKE, pa3IMYHbIE CTaJUU
pa3Butusi OnmsHenoB. OxapaktepusyiiTe mioasl | — 4 B 3aBUCHMOCTH OT OCOOEHHOCTEU
OpraHu3ai X 000JI0YEK, YKKUTE THM OJIM3HEIOB, MOAMUIIUTE YKa3aHHBIE CTpEIKaMy Ha



PUCYHKaX CTPYKTYpBI, MEPEUUCIUTE 3apOABIIICBBIC JTUCTKH, KOTOPhIE MPUHUMAIOT y4acTHE B
dbopMUpPOBaHUM  yKa3aHHBIX  CTPYKTyp. llepeunmcnure B NPaBWIBHOM  TOPSAKE
MOCIIEA0BATEIBHOCTh CTAUH pa3BUTHs (5-9) It KaXKI0ro BapraHTa OJM3HEI0B, YKaXKHUTE 00IIHe
JUI ABYX OJIM3HELOB CTPYKTYPHI, paccuuTaiite K03(pPUIMEHT TeHeTHIeCKOTo pOACTBa (OO
00IINX aJuIeNel, yKa3bIBaeTCs B BUJIC JOTH CIMHUIIBI) MEXKTy OITH3HEIIAMH.

Jlia otBeta Ha Jlucte OTBETOB MCMONb3yHTE caeayromue Koabl: M3b — MOHO3UTOTHBIE
ommsnenwl, JI3b — musurortneie OnmusHenpl, Cb — cmamckue OMM3HENBI, €CIM BO3MOXKHBI JIBA
Pa3HBIX BapUaHTa, YKAKUTE X Yepe3 3HaK «/»; Al — amanTonc, AM — aMHUOH, KM — KenTOYHbIH
meok, Ily — mynoBuHa, X0 — XOpHOH, €ClIM BCE NEPEUYMCICHHbIE CTPYKTYphl y OJIU3HEIOB
pazznenbHble, HanumuTe koJ BP (Bce paznenbaoe); BKM — BHyTpeHHss ki1eToyHast Macca, BJIBM
- BUCLEpAJbHBIA JIMCTOK BHE3apoAblIeBOM Me3onepmbl, IIJIBM — mapueTanbHbI JIMCTOK
BHe3apoblleBol Me3onepMbl, BOK — BHesapoasiuesas skrogepma, BOH — BHe3apoaslesas
SHTOAECPMA.

3ananme 3. [12 0auoB] AHeyruonauu (HapyIleHHs 4yHcia XpOMOCOM) TPaJUIMOHHO
NOPUHATO ONPEACNATh, HANPIMYIO HIACHTU(DUIUPYS XPOMOCOMBI B MeTa(a3HbIX IIACTUHKAX
JENAIUXCSl KIETOK, OJHAKO METOJOM IOJIMMEPa3HOW LIENHOM peaklyuu B pPealbHOM BPEMEHHU
AQHEYIUIOMINU CTaJ0 MOYKHO OTIPENEIATh B JIIOOBIX KIIETKaX B JIFOOOH (a3e KIETOUYHOTO LUKJIA.
Wnes atoro Meroaa COCTOMT B TOM, YTO JJIsi HECKOJBKHX XPOMOCOM BBIOMpPArOT YHUKaJbHbIE
JIOKYChI, BCTpeYaroIlMecs TOJbKO Ha 3TOM XpOMOCOME U TOJBKO OAMH pa3. 3aTeM u3
ouonornueckoro odOpasma Beiaesitor JJHK um s kaxmoro nokyca mpoBOASIT HapabOTKy
dparmentoB JIHK metomom IIIIP B peambHOM BpeMeHH, MOJYyYarOT KPUBYIO aMILIU(UKAIIUN
(rpaduk xonmmyectBa onpeaenenHoro ¢pparmenta JIHK B 3aBucumoctu ot Homepa nukia [11P),
HaxoaT Ct - KOOpAMHATY TOUKU MEPECeYEeHUs: KPUBOW aMIUIM(UKALMN C TPSIMOH MOPOroBOro
ypOBHs. 3aTeM cpaBHUBaIOT 3HaueHus Ct 11 pa3HbIX JOKYCOB Pa3HbIX XPOMOCOM M MPUXOJAT K
BBIBOLY, HOPMaJIbHBIN MJIM aHEYIUIOMIHBI XpOMOCOMHBINH HA0Op y aHATTM3UPYEMOTO YeloBeka. Y
pasHbIX JOKycoB 3HadeHuss Ct pasHble, TaKk Kak PPEKTHBHOCTh aMIUTM(UKALIUU TSI Pa3HBIX



JIOKYCOB HEMHOTro pasnuuaercs. J[inst mpoctoTsl cumraiite 3¢pPeKTHBHOCT aMIuIM(uKanuy B
nukie [IP i Bcex JIOKycOB IpUMEpHO paBHOU ABYM. Huske Ha puCyHKe IOKa3aHbl KpUBbIE
ammudukanuii s 6 obpasno JIHK: HOpMmanmbHBIE MY)KCKOH M JKEHCKMH KapHOTHNBI U 4
aHeyIUTONIHBIX Kapuotuna A — I, a Takyke HaOOpHI MOOBBIX XpomocoMm [-1V, cooTBeTcTBYIOMIIHE
aneymiongusiMm A - I'. CootHecutre Ha Jlucte oTBeToB 00pasziel A — I' ¢ aHEYIIOMIHBIMU
KapuoOTUIIaMH, Ha0opaMH TOJOBBIX XpomocoM [-IV u Ha3BaHWAMH COOTBETCTBYIOIIHMX
3a00JeBaHM{, 3alUIIMTEe KapuoTUlbl M 3a0oneBaHus. llpum 3ammcu kapuoTuna cHaydania
yKa3bIBA€TCs 001I1ee YUCIIO XPOMOCOM, ITIOTOM IOJIOBBIE XPOMOCOMBI, B CIIy4ae TPMCOMHHM B KOHIIE
3alMCH CTAaBUTCS 3HAK IIIOC M YKA3bIBAE€TCSI HOMED JIMILHENH XPOMOCOMBI, HAIPUMEP, Y IEBOUKH C
CHUHIpOMOM DjiBapjca kKapuoTun «47, XX, +18».
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3ananne 4. [8 6asnoB] bonbmas yacTe aHEYIUIOWIHBIX SMOPHOHOB MOTHOAET BCKOpE TOCIE
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OTLIOIOTBOPEHUS, OJHAKO HEKOTOpPBhIE M3 HUX MOTYT J0XKHBaTh OO0 poxKAeHHs. Paccuuraiite
CPEIIHIOI0 BEPOSITHOCTh JIOKUTH A0 POKJIEHHUs 3MOpHOHaA ¢ TpucoMuei mo 21 xpomocome, eciu
npumepHo 20% 3aperucTpHUpOBaHHBIX OEpPEeMEHHOCTEH MO Pa3HbIM MPUYMHAM 3aKaHYMBAIOTCS
rubenpio mioga, B 60% Takux Ciy4aeB HaXOASTCS HapyIIEHUS 4YHclIa Xpomocom, a 2%
HapyUICHUN MPEJCTaBIAIOT coO0M Tpucomuio 21, mpu 3TOM 4acToTa TpUcoMuu 21 HA MOMEHT
poxxnenust paBHa |1 Tpucomuk Ha 600 mitaieHeB. YKaxuTe BEPOSITHOCTD IUIOAA C TpucoMuei 21
JOKUTH J10 POKICHMUS, BEIPA3UTE €€ B MPOLIEHTaX (OKpYTIUTE 0 LEeNbIX), MpuBeauTe Bamr pacuet
BEPOATHOCTH C KPATKUMU MOSCHEHUSMHU.



Hroro 6amios: Mudp

JIMCT OTBETOB

I'EHETHUKA U BUOJIOI'USA PA3BBUTHAL. 11 knace

3ananme 1 B cymme 10 6amnos, o 1 6ayty 3a KiIeTKy TaOJIuIbl U CTPEIKY Ha pucynke Y 3.
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3ananme 2 B cymme 20 6amios, o 1 Ganny 3a KaxXIyro KIETKY TaOauibl U Ko3pPUIueHT
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Crpesakamu ykaszanbsl | A b B

Ha3BaHue CTPYKTYpPbI

N3 yero ona cocTour

Koa¢ppuument poacrsa: nois M3b , 1aa J13b

3ananme 3. B cymme 12 6amios, mo 1 6amry 3a KJIETKY TaOIHIIbI

Kpusas A b B r
amIuiuKaym

Kapuorun

[To0BBIE XPOMOCOMBI
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3ananue 4. § 6a/UI0B 32 pacuer.



