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Y4eOHo-MeTonnueckoe nocodue «l'eHeTnka 4enoBeKa» COCTABICHO B COOTBETCTBUU C
TpeboBanusiMu DenepanbHOT0 TOCYAapCTBEHHOTO O00pA30BATEIBHOTO CTAaHIAPTa BBICIIETO
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BBEJAEHUE

SIBrieHMe HACIEICTBEHHOCTH BCEr/ia 3aHUMAJIO MMPOYHOE MECTO B HAILIEM CO-
3HaHWUH. «S0I0YKO OT SI0JIOHU HEeNaleKo MajaaeT» — 3HaKoMas MoroBopka. Bompo-
Cbl NEpelauyd MPU3HAKOB OT OJHOTO IOKOJIEHHS JAPYIOMY H3y4daeT TIE€HETHKA.
Hazpanwue »3Toit Hayke ObUTO AaHO B Hadaje XX Beka. OHO MPOUCXOAUT OT JATHH-
CKOT'0 «Zeneo» — MOpPOoXK/aat0; TPEUECKOro «reHe3uc» — MPOUCXOKIeHUE. | 'eHeTrka
— HayKa, M3y4darolmas MEXaHU3Mbl U 3aKOHOMEPHOCTH HACJIEICTBEHHOCTH U W3-
MEHUYHMBOCTH OPraHW3MOB, METOJBI YIIPABICHUS STUMH Iporeccamu. Hazanue
ObLI0 MaHo aHTauiickuM yaeHbsiM B. borconom B 1906 rony.

Hctopus reHeTHKHA HACUUTHIBAET CTOIBKO K€ JIET, CKOJIBKO U UCTOPUS YeTIo-
BeuecTBa. HacnenoBaHue TeX WM MHBIX IPU3HAKOB MHTEPECOBAJIO JIIOJIEH C CAMBIX
paHHUX BpeMeH. 3a00TsACh 00 YIYYIICeHUH MOPOJ] JOMAITHUX KUBOTHBIX, 3aHMMa-
SICh Pa3BEJEHUEM PACTEHUH, JIIOJIU CTAPAIUCH 3aKPENUTh B MOTOMCTBE JYyUIlIUE Ka-
yecTBa. Jlaxke He 3Has 0 3aKOHAX HacleloBaHusA, OyAylIue Cynpyrd OTBETCTBEHHO
MOJXOJMUIIM K BbIOOpY napTHepa. Eciau B poay MOBTOPSUIMCH OJIHU U Te ke 3a00I1e-
BaHUS, ONACATIUCh, UTO UX MOSIBJIEHUE MOKHO OXHUJATh OT NoToMCTBa. OTCIO/1a Ke
IIJI0 HACTOPOXKEHHOE OTHOIICHHE K JIIOASIM «0e3 poy, 0e3 miemenu». He ogo0ps-
JUCH ¥ Opaku MeXIy ONM3KUMHU POJACTBEHHUKAMHM — HEBECTY CTapajuch OpaTh U3
nanekux noceneHuil. Kecratu, B pyCCKOM SI3BIKE CIIOBO «HEBECTa» MPOUCXOAUT OT
«HEBECTh OTKyAa». Emie ['mnmokpar nosarai, 4To Kaxk/1as 4acTh TeJla IPOU3BOJUT
cems. 13 3mopoBoro cemenn o0pa3yrorcs 310poBble opranbl. [1o3xe 3Tu mosnoxe-
HUs ObUTH C(HOPMYTUPOBAHBI B TEOPUH MTAHT€HE3HCA.

YenoBek Kak OOBEKT T€HETUYECKUX UCCIIECIOBAHUM, OTIMYAETCS OT JPYTUX
YKUBBIX OPTaHU3MOB IIEIBIM PSIIOM OCOOCHHOCTEH, KOTOPHIE JENAI0T €ro Heymo0-
HBIM JIJIS1 U3y4EHHsI. DTO CBA3AHO C €r0 COLUAIBHON MPUPOION U OCOOCHHOCTAMU
TEHETUYECKOU OpraHu3anuu. M3BECTHbIM OTEUECTBEHHBIM YUEHBIM-TEHETUK U TIE-
naror M. E. JIoGareB BeIEIS CIECIYIONINE U3 HUX: HEBO3MOKHOCTh MPOU3BOJIh-
HOT'O CKPELIMBAHUS, MMO3HEE HACTYIICHUE MOJIOBOW 3PEJIOCTH, MAJOE€ YUCIO TO-
TOMKOB B KaXJOW CEMbE, HEBO3MOXHOCTb YPaBHHMBAHHUS YCJIOBUM JKU3HU IJIS
MOTOMCTBA, OTCYTCTBME TOYHOW PErMCTpPAIIMU HACJIEJACTBEHHBIX MPU3HAKOB B Ce-
MbSIX, OOJIBIIIOE YHUCIIO XPOMOCOM.

CoBpeMEHHBIN ATall pa3BUTUS N€HETHKU YEJIOBEKA XapaKTEPU3YETCS CTpe-
MUTEJIBHBIM IIPOTPECCOM HAIIMX 3HAHMM O MOJEKYISIPHOM CTPOEHUU T'€HETHYE-
CKOrO Marepuaina. HarmsmaelM mpuMepoM mporpecca B 3TOH 00JIacTH SIBISIETCS
peanuzaius MeXIyHapOJHOU MporpaMmbl «I'€HOM uesoBeKa», B XOJI€ BBINOJIHE-
HUsI KOTOPOM BBISIBIIEH pa3Mep T'€HOMa YeJIOBEKa, ONPEIENICHbl U JIOKAIN30BaHbI
€ro IeHBbI.

BHeapenue cOBpeMEHHBIX MOJIEKYJISIPHO-TEHETUYECKUX METOJO0B HUCCIE0-
BaHMs, pa3paboTKa HAJEKHBIX CIIOCOOOB JUArHOCTUKHM HACIEIACTBEHHBIX 3a00Jie-
BaHMM M HOBBIX TOJXOJIOB K MX JICYCHHIO, a TaKKe MPUHIUIOB MPO(HIAKTUKA
ATUX 3a00JIEBaHUI Ha OCHOBE HIMPOKOIO MCIOJIb30BaHUS MPEHATAIILHOU (JOpOJI0-
BOM) IMarHOCTUKHU MPUOJIU3UIIO FEHETUKY K PEIICHUI0 HACYIIHBIX MPOOJIEM IMpaK-
TAYECKOTO 3/IpaBOOXPAHEHUS.



1 METOIbI U3YYHEHUSA 'EHETUKU YEJIOBEKA

['eneanocuueckuti memoo. AHanu3 3aKOHOMEPHOCTEW HaciIeAOBaHUS MPHU-
3HaKOB YEJIOBEKa Ha OCHOBE COCTaBICHHUS POJOCIOBHOW ObUI MpEIIOKEeH
®. NanpToHOM B 1865 roxy, a cuctema odo3nauenuii — KOcrom B 1931 roay. Ilpu-
HSTBIE B HACTOSIILIEE BpeMsI 0003HAUEHUS MPECTABICHbI Ha PUCYHKE 1.
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Pucynok 1 — Cucrema 0003HaueHUH U1 POJOCIOBHBIX.

OTOT METOJ IPUMEHUM, €CJIM U3BECTHBI IIPSIMbIE POJCTBEHHUKHU MTpoOaHaa —
YeJI0BEKa, B OTHOLIEHUH KOTOPOTO COCTABIIAETCS POAOCIOBHAS U KOTOPBIM CaM 5B-
asieTcs o0s1agaTesieM ONpeAesIEHHOTO HAacaeICTBEHHOTO PU3HAKaA.

C noMOIIBIO IeHeaIorn4ecKoro METO1a MOKHO BBISICHUTBH XapaKTep Hacle-
JOBaHUSA: JOMMHAHTHBIN WM PELECCUBHBIN, ayTOCOMHBIN WMJIM CLEIUICHHBIN C I10-
oM. Ecnu npusHak SBIseTCs JOMUHAHTHBIM ayTOCOMHBIM, TO B POJOCIOBHON KaK
MPaBUIIO, TAKOW MPHU3HAK MPOSBIISAETCS B KAXKIOM MMOKOJIEHUH, €r0 00JIaaTeNIsIMU B
PABHOM CTENEHU SBJSIOTCS MYXYUHBI U KEHIIUHBI (PUCYHOK 2).
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PI/ICYHOK 2 — PO,Z[OCJ'IOBHa}I C ayTOCOMHO-JOMHWHAHTHBIM HACJICJOBAHUCM
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PerieccuBHBIN MpU3HAK MPOSABIAETCS Yy Te€TEPO3UTOTHBIX OOnaaareneit pe-
LIECCUBHBIX I'€HOB, IIOATOMY TaKHWE€ NPU3HAKU IIPOSIBISAIOTCA HE B KaXIOM IIOKOJIE-
HUU U BEPOSITHOCTh MX BBILICIUICHUS 3HAYMTEIBHO BO3PACTAET B POACTBEHHBIX
Opakax, 4To SIBJSI€TCSI HAyYHbIM OCHOBaHMEM JJisl ux 3ampera. Cpeau MyKYuH U
KEHIIUH PELECCUBHBIE ayTOCOMHBIC NPU3HAKM BCTPEYAKOTCS C PABHOM 4YaCTOTOU

(pucynox 3)

SO5——6 30 5 aTiTe

PI/ICYHOK 3 - POI[OCJ'IOBH&H C aYTOCOMHO-PEUECCCUBHBIM HACICAOBAHHUEM

CuerieHHble ¢ X-XpOMOCOMOM pELeCCUBHbBIEC NMPU3HAKU MPOSIBISIOTCS, KaK
paBuio, y MYXXYHMH, TaK KaK JIJIsl 3TOr0 JOCTATOYHO OJHOW J03bI reHa B X- XpO-
MocoMe. Oco0b, y KOTOPOM pelieCCUBHBINA T'€H MPOSBIISIETCS B OJTHOM J103€, HA3bI-
BAETCSl TEMU3UTOTON. Y KEHIIMH TaKUe MPU3HAKU MPOSBISIOTCS 3HAYUTEIBHO pe-
ke, TaK KaK JJig 3TOr0 HY>KHO, 4TOOBI 00€ X-XpOMOCOMBI HECITU PELIECCUBHBIE Te-
Hbl. OOBIYHO KEHIIMHBI SIBISIOTCSA TOJBKO HOCUTENSIMU TaKUX T€HOB B I€TEpPO3H-
roTe W, mepeiaBasi X-XpoOMOCOMBI CHIHOBBSIM, TPUBOAAT K (PEHOTHITHIECKOMY TPO-
SBJICHUIO CLIETUIEHHBIX ¢ X-XPOMOCOMOM MPU3HAKOB (PUCYHOK 4).

Pucynok 4 — PogocnoBHas ¢ X-CUEIUIEHHBIM PELECCUBHBIM HACJIEI0BAHUEM

[Ipr3Haku, KOTOpBIE MEPENAIOTCA Yepe3 Y-XpOMOCOMY, Ha3bIBAKOTCS TOJIAH-
npudeckumMu. OHU NEPENaroTCs U MPOSBISAIOTCS TOIBKO Y MY>)KYHH (PUCYHOK 5).
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Pucynok 5 — PosiocnioBHast ¢ Y-ClENI€HHBIM HAC/I€I0BaHUEM

bruzneyoswiii memoo. bnuzHeniaMyu Ha3bIBAIOT OJHOBPEMEHHO POJIUBIIUXCS
ocobeil. Ha ux momro mpuxonutcs 1% ot BceX HOBOpOXKACHHBIX. Ecnu Onu3Henb!
MOSIBIJIMCH U3 OJTHON OIJIOAOTBOPEHHOM KIJIETKH, KOTOpas M0 KaKMM-TO IPUIMHAM
B XOJie JIpoOJIeHUs], pa3/ieuIach Ha HECKOJIBKO 000COOJIEHHBIX KIJIETOK, KOTOPHIC



CTaJIM Pa3BUBATHCS HE3aBUCHMO JPYT OT JIPyra, TO UX HA3BIBAIOT OJHOSUIIEBHIMU
(OB). OgHosiineBbie OJIU3HEIEI UMEIOT OJJMHAKOBBIM I'€HOTHUII, OHH BCETrJIa OJHOT'O
nona. Ob Ilo cyTu- 3TO KIJIOH, «M3TOTOBJIEHHBIW» NPUPOAON. JJIsl XapakTepucThKa
cxoactBa Ob UCHONB3YIOT OHATUE KOHKOPOAHMHOCHb U COBIIAJICHUE B MPOSIB-
JIEHUH TPU3HAKOB, KOTOPYIO BbIpaXXaroT B MpOLEHTax. Eciy HaIM4ne 0JHOrO Ipu-
3Haka y Ob Bceraa conpoBox/1aeTcs HAIMYUEM TOTO K€ MPU3HAK Y BTOPOTro OJIu3-
Hena, To ToBopAT o 100% koHKopaHTHOCTH. MHOTrue Mop(doaoruieckrue npu3Ha-
ku y Ob mmeror 100% xoHKOpmaHTHOCTH: ¢opma Jmia, ri1a3, OpoBeu, Hoca,
OKpacka IJ1a3, BOJIOC U T.N. A BOT MO MPU3HAKaM, Ha MPOSIBIICHUH KOTOPBIX CKa3bl-
BafOTCS B OOJIBIIIEH CTEMIEHU CPEIOBBIC BO3/ICHCTBHYS, HAIIPUMED, Macca Tema, Mo/-
BEPKEHHOCTh 3a00JIEBAHUSM, HEKOTOPHIC TICHUXOJOTUYECKHE XAPAKTEPUCTHKH, Y
Ob MoxeT HabII0IaThCS HECOBIAICHNUE UITH OUCKOPOAHMHOCHb, KOTOPYIO TaKKe
BBIPAXAIOT B IPOLICHTAX.

B Hacrosiee Bpemsi H3BECTHO, UTO CIIOCOOHOCTH K poxkaeHuto Ob umeer
TF€HETUYECKYI0 OOYCIOBIEHHOCTh U TIEPEIAeTCs M0 HACJIE/ICTRY.

Takue Onu3HENbl MPEACTABISAIOT OOJIBIION WHTEpeC M U3YyYEHHUS POJH
HACJIEICTBEHHOCTU U CpeJibl B OPMUPOBAHUU MPU3HAKOB YEJIOBEKA, B TOM YHCIIE
U TaKUX CJIOKHBIX, KaK MICUXUUYECKHE. BbIIO cenaHo nHTEepecHoe HAOI0ICHHE: Y
pasznyueHHbix OB, o4eHb yacTo HaOMIOJAETCS YIMBUTEIBHOE CXOACTBO HE TOJIBKO
MOP(OJTOTUYECKUX, HO U TCHXOJOTMYECKUX OCOOCHHOCTEW: CXOJIHbIE MPUCTpa-
CTHsI, IPUOPUTETHI, Ipodeccuu, CeMENHbIN yKia. bbut caenan BBIBOA O TOM, YTO
«CXOJTHBIE TEHOTHUITBI BRIOUPAIOT CXOIHYIO CPETY».

B ncuxorenetnke — OAHOM W3 HANpPaBJICHUN T€HETUKHU UYEJIOBEKA, UCIOJIb-
3YIOT TaKOW BapuaHT OJM3HEIIOBOTO METO/a, KaK «METOJl KOHTPOJBHOTO OJM3HE-
11a». C 9Toi 1eNbI0 B OKCIIEPUMEHTANIBHOM rpymie o0y4daroT ogHoro u3z Ob, a npy-
roif OJTM3HET] CITYXKUT sl Hero KoHTposieM. C MOMOIIIBIO0 TAKOTO METO/1a OBLIH TIO0-
Jy4€Hbl UHTEPECHbIE JJaHHBIE AJIs negaroros. [lokazano, Hampumep, 4To 0OydeHue
Cc momolplo Mozened 3¢h@exTuBHEEe, YeM MPOCTOE KOMMPOBAHUE, IMOCKOJIbKY
yIJIy4IlIaeTCs HE TOJbKO KOHCTPYKTUBHAS ACSATEIbHOCTh peOeHKa, HO U MepecTpau-
BalOTCs Apyrue ncuxuueckue QyHKIUH pedeHka. A BOT ONTHUMAIbHBIX CIIOCOOOB
0Oy4eHHs] YTEHUIO HET, 3P (HEKTUBHOCTH CIIOCOOA 3aBUCUT OT YPOBHS MHTEIUICKTY-
aNbHOTO pa3BUTUsA peOeHKa. Bbblmu mosiydeHbl JaHHBIE, CBUACTENIbCTBYIOIIUE O
TOM, YTO B PAHHEM JETCTBE CO3PEBAHHUE CYLIECTBEHHO OINPENEISAETCS T'€HETHYe-
CKOHM MpOrpaMMOU, TIOITOMY, HAIIPUMED, JIUTEILHOCTh yaepkanus dddexra Tpe-
HApPOBKM Y Mb onnHakoBbl. PazHuiia B pe4eBOM pa3sBUTHM, CTUMYJIUPOBAHHOM
TPEHUPOBKOI B Bo3pacte 1,5 — 2 €T, CTUpaeTcsl B TEUEHHUE 3-X MECSIIEB.

Ecnu Gnu3Hensl MosSBISIOTCS U3 PAa3HBIX, HO OJJHOBPEMEHHO OBYJIUPYIOITUX
Y OIUIOJOTBOPEHHBIX SMIEKIIETOK, TO UX Ha3bIBAIOT pasHosiueBbiMU (Pb). Pasno-
siilieBble OJM3HEIbl MOX0XHU HEe 0oJiee, yeM JIeTH U3 OAHOM ceMbh. OHU MOTYT
OBITH OJIHOTO WK pa3Horo nojsa. Poxnenue Pb cBs3aHo ¢ HapymieHueM o0pa3o-
BaHUS JKEHCKHX IOJIOBBIX KIIETOK — OBOI€HE3a, M YaCTO 3TO MPOUCXOIUT Y JKEH-
muH 6oJee 3penoro Bo3pacta. Pb Takke mpencTaBisiioT ONpeeieHHbId UHTEepec
JUISL KCCIIEIOBATENA-TEHETHKA. B 3TOM cilyuae ncciie1oBaTeNb UCXOAUT U3 MOChLIA,



YTO OJIM3HELBI UMEIOT Pa3HbIi T€HOTHII, HO CPEIOBbIe (PAKTOPBI HA HUX JCHCTBYIOT
OJIMHAKOBBIE (OOIIas BHYTPUYTPOOHAs cpeda N0 POXKIACHUS, OAMHAKOBBIE CEMEii-
HbIE YCJIOBUS, OJMHAKOBAs, KaK MPaBUJIO, IIKOJbHAS cpela U T.11.). B aTom ciyuae,
Bce (heHOTUINMYECKUEe pa3nuuus Mexay Pb mpeanucsiBaroTcs TeHETHUECKUM (ak-
TOpam.

Llumoecenemuuecxkuti memod. OCHOBY METO/a COCTABJISIET MUKPOOCKOIHYE-
CKO€ M3ydeHue kapuoruna. Kapuomun — 3TO COBOKYIHOCTb INPU3HAKOB XPOMO-
COMHOTO Habopa COMaTHYECKOW KIJIETKU opraHu3Ma (dhopMa XpoMOCOM, HX KOJIH-
4eCcTBO, pa3Mepsl). OH UCMOJIB3YETCS B IMarHOCTUKE XPOMOCOMHBIX 3a00JI€BaHHMA.
Pa3nuuHble OTKIIOHEHUs, CBS3aHHBIE C XPOMOCOMAaMHU, BBI3bIBAIOT CBOEOOpa3HbIE
U3MeHeHus (PeHOTHIIa B BUJE KOMILIEKCa aHOMAJIMH, Ha3bIBAEMbIX CHHAPOMAaMH.

OToT MeTox cTanu npuMeHATh ¢ 60-biX rogoB XX BEKa, MOCJIE YCTaHOBJIE-
HusA B 1956 rony JIx. Tuito u A. JIeBaHOM TOYHOro 4MCiIa XpOMOCOM YEJIOBEKA.
Ha Mexnaynapoaubeix coBemanusax B Jlensepe (1960), Jlonmone (1963), Hukaro
(1966) Obuta pa3zpaboraHa kiaccupUKaus 1 HOMEHKJIATypa XpOMOCOM YeJIOBEKa.
B cooTBeTcTBUU € peKOMEHIAIUSAMU 3TUX KOH(PEPEHIIUH XpOMOCOMBI pacrojara-
I0TCSI B NOPSIAKE YMEHBUIEHUS UX UIMHBL. Bce mapbl ayTocoM NpPOHYMEpPOBAHBI
apabckumu nudpamu ¢ 1 (camas kpymnHas) 10 22 (camast Menkasi) u 23 mapa — 1o-
JIOBBIE XPOMOCOMBI: XX min XY

ITo moJyI0KEHNIO HEHTPOMEPHI PA3JIMYAIOT: PABHOIUIEUHE XPOMOCOMBI (METa-
LEHTpUYECKue), ciaboHepaBHOIIEUnE (CyOMETalleHTPUYECKUE), CUIIbHOHEPAaB-
HoIieune (akpoueHTpudeckue). B cooTBercTBUM ¢ MOP(OIOTrHUECKUMH OCOOEH-
HOCTSIMU M pa3MEPOM XPOMOCOMBI YEJIOBEKA Pa3JIeJ€Hbl HA CEMb I'PYII, KOTOPbIE
o0o3HavyeHbl OykBamu aHrauiickoro andasura ot A g0 G. na nuddepeHupoBku
XPOMOCOM CO CXOJIHOM Mop(oioTHel U pa3MepamMy UCIONb3YIOT CIEIHATBHYI0 UX
00paboTky — nuddepeHnmantbHOe OKpalIuBaHUE, B PE3YIbTaTE KOTOPOTO TOSIBIIS-
eTcsi creuuUuueckuil JTMHEMHBIH PUCYHOK MO JJIMHE XPOMOCOMBI, CBSI3aHHBIN C
HaJIMYMEM IO-PA3HOMY OKPAIIEHHBIX CETMEHTOB, YHUKAJIbHBIX U1l KaXXI0M Xpo-
MOCOMBI (PUCYHOK 6).

Pucynok 6 — Xpomocomsl uenoBeka nocie quddepeHIanTbHOr0 OKpamBaHHs



[To @. ®orento u A Motynbscku, 1989

['pynma A (1-3) —kpymHbI€ CyO- U METAIlECHTPUYECKHE XPOMOCOMBI. I 'pyrma
B (4-5) — xpynnbie cyOMeTtanenTpudeckue. ['pynma C — (6-12 u X-xpomocoma) —
cpeaHue cy0- ¥ MeTareHTpudeckue xpomocombl. ['pynna D —(13-15) — cpennue
aKpoleHTpuueckue xpomocomsl. I'pynna E (16-18) — Menkue mMeTareHTpuuecKue
xpomocoMsbl. ['pynna F (19-20) — camble MENKUE METAEHTPUYECKUE XPOMOCOMBI.
G (21-22) — MenKue aKpOUEHTPUUECKUE XPOMOCOMBI (PUCYHOK 6.)

[Ipenapatel A aHalivM3a KapuOTHUIIA TOTOBSIT U3 JAEISAIIUXCS KIETOK JEHKO-
UTOB nepudepruyueckoit KpoBu. Pa3paboTka METOMUKN MPUTOTOBICHUS M aHATTN3a
XpPOMOCOM O3HAMEHOBaJa BOZHUKHOBEHHE HOBOM OTpACiu MCCIEAOBAaHUN — KIIH-
HUYECKOW mUTOreHeTHkH (0osee moapoOHO 0 XpomMocoMax cM. ri1. «HacnencTBen-
HBIH almapaTt COMaTUYECKUX U TeHEPATUBHBIX KJIETOK YEJIOBEKa»)

Memoo cenemuxu comamuueckux kiemoxk. OH OCHOBaH Ha KyJIbTUBHUPOBA-
HUU OTHEIBHBIX COMATUYECKUX KIIETOK M MOJYYEHUU U3 HUX KIIOHOB, C MOCIEAY-
ole ux rubpuauzanuen u cenekmnued. [Ipu ruGpuauzanum cOMaTHUYECKUX Kile-
TOK JBYX Pa3HbIX OpPraHU3MOB 00pPa3ylOTCs T€TePOKAPUOHBI-KIETKH, COJIepKallInie
o0a poauTeNnbCcKuX siApa. B TeueHue nepBbIX AENEHUN MPOUCXOIUT MOCTENEHHAs
yTpara XpoMOCOM OAHOTO U3 sifiep. Tak mpu THOpUAN3aluy KJIETOK MBIIIb X YeJo-
BEK, CIy4yallHbIM 00pa3oM yTpayMBaIOTCsI XPOMOCOMBI YEJIOBEKa, MpUYEM B pas-
HBIX THOPUAHBIX KJIETKAaX MOTYT COXPAHATHCS pa3Hble XpOMOCOMbl DyHKIIMOHU-
PYIOIIFE XPOMOCOMBI CHHTE3UPYIOT OmpeaesieHHble 0enku. OCTaeTCsl TONBKO BbI-
SCHUTh KaKHU€ XPOMOCOMBI 33 CHHTE3 KAaKWX OCJIKOB OTBEYAIOT. DTO IMO3BOJISET
KapTUPOBATh XPOMOCOMBI YEJIOBEKA, U3y4aTh META0OIMYECKUE TTPOIIECCHI, UCCIIe-
JI0OBaTh T€HHBIE MYTallMM, W3y4yaTh MYTAar€HHYIO U KaHIIEPOTr€HHYIO aKTUBHOCTb
XUMUYECKUX BEIIECTB.

buoxumuueckuii memood. OH 3aKIIIOYAIOTCA B BBISIBICHUM OMOXUMUYECKOTO
¢deHoTuna opranusma. MexaHu3M pa3BUTHUS MHOTHX TI€HHBIX 3a00JIeBaHUI 4eno-
BEKa CBSI3aH C HAPYILIEHHWEM TEX WJIM MHBIX 3BEHbEB OOMEHA BEIIECTB, COIPOBOXK-
JAOIIMXCS TOSIBIICHUEM B OpPraHU3ME IOBBIIIEHHBIX KOHLIEHTPALMN ONpPEACIICH-
HBIX METa0OJIUTOB.

OO0bekTaMu OMOXMMUYECKON JUArHOCTUKHU MOTYT ObITh MOYa, TOT, IJIa3Ma U
CBIBOPOTKA KPOBH, OPMEHHBIE 3JIEMEHTHI KPOBU U T.N. broxuMuueckue MeToabl
MO3BOJISIIOT BBISIBUTH MPOAYKTHI HAPYIIEHHOTO MeTa0omu3Ma. PaHHAs TMarHOCTHKA
3a0oneBaHuil OOMEHa TO3BOJISIET CBOEBPEMEHHO HAyaTh JICUCHHE, CKOPPEKTUPO-
BaTh ()EHOTHIT OpraHU3Ma.

Monexynapno-cenemuueckue memoosi. OHU CBSI3aHbI C BBIIEICHHEM MOJIE-
kyn JJHK u3 otaenbHbIx XpoMocoM, TUO0 MUTOXOHAPUH, C TOCIEAYIOLUIUM H3yde-
HUEM CTPYKTYPbI 3THUX MOJIEKYJ, BBISIBICHUN U3MEHEHUN B ONPEACIICHHBIX y4acT-
KaxX reHa. 9To MO3BOJISIET MPOBOJUTHh MOJIEKYJSIPHYIO THArHOCTUKY HACIEJCTBEH-
HOM matosioruu. llosy4yeHHbIE ATUMH METOJAMH JaHHbBIE IO3BOJISIOT IMOJIYYUTH
0oJiee TOJIHbIE MPECTABICHUSI O TEHOME YeNIOBEKa.

lonynayuonno- cmamucmuueckuii memoo u cenemura nonynsayut. Cucrema
CKpEILMBAHUs OKa3bIBACT BJIMSHUE HAa PACHPENECICHHE T'€HOTUIIOB B IMOMYJISIUU.



IIpu cinyyallHOM CKpeIIMBaHWU (TAHMHUKCHH) COOTHOILIEHHE F€HOTHUIIOB B IIOITYJISA-
UM OTMCHIBACTCS 3aKOHOM (M COOTBETCTBYIOIIEH dhopmyioi) Xapau-BaitnOepra.
MIMEHHO OH JIEKUT B OCHOBE MOIYJISILIUOHHO — CTATUCTUYECKOTO METO/IA.

CMBICII 3TOTO 3aKOHA 3aKJIKOYAeTCsd B TOM, YTO €CJIM Ha NAaHMHUKTUYECKYIO
NOMYJISILIMI0 HE IEUCTBYIOT (DAKTOPBI, U3MEHSIOIINE YACTOThHl T€HOB, TO €€ CTPYK-
Typa OCTaeTCsl HEM3MEHHOMU B Psy MOKOJEHUH U IpeJicTaBiieHa (hopMyioit

pAA +2pq Aa+ qaa =1,

rae pA — 4acToTa JOMUHAHTHOTO aJUIeNisl, ga — 4aCTOTa PELECCUBHOTO aJlIe-
ns. [IpuBenennast popmysia OMUCHIBACTCS CASAYIOMMM 00pa3oM: OIS JOMUHAHT-
HBIX TOMO3UTOT PABHO KBAAPATy YaCTOThI BCTPEYAEMOCTH JOMUHAHTHOIO aJUIEIIs,
JIOJIS TETEPO3UTOT PABHA YJIBOEHHOMY IPOU3BEAECHHUI0 YaCTOThI BCTPEYAEMOCTH
JOMHHAHTHOTO U PELIECCUBHOIO aJUIENIEH, a JOJS PEUECCUBHBIX TOMO3UIOT PaBHA
KBaJIpaTy 4aCTOThI BCTPEYAEMOCTH PELUECCUBHOTO aJUIENS.

VY cTaHOBIIEHHAs! 3aKOHOMEPHOCTh CIIPABENINBA JIJISI UACANIBHOM MOIMYJISINH,
KOTOpasi OTBEYAET TaKUM TPEeOOBAHUAM, KaK HEOTPAHUYEHHO OOJBIIOE YUCIO OCO-
Oeil, uTo oOecreunBaeT BO3MOKHOCTh CITy4YailHOTO CKPEIIMBAHUS; OTCYTCTBUE MY-
TallMOHHOTO IPOLECCA, U3MEHSIOIIETO YaCTOThl T€HOB; OTCYTCTBHE OTTOKA I'€HOB
3a CYET €CTECTBEHHOI0 0TOOPA; OTCYTCTBUE MUTPALIMIA.

NneanbHbIX NOMYyJSALKANA B IPUPOJIE HE CYLIECTBYET. B X0/1€ ABOIIOLIMK POUC-
XOJIUT HEMPEPHIBHAS 3aMEHA OJJHUX FE€HOTHUIIOB JIPYTUMU IIyTEM U3MEHEHUS B MOILY-
JISIUAWA YUCIIEHHOTO COOTHOIIEHUS] KAQUECTBEHHO PAa3IMYAOIIMXCS] TEHOTUIOB. PaBHO-
BECHE T€HOTUIIOB B TAHMUKTUYECKOW MOIMYJISIIUY, OnlcanHoe Xapau u BaitnGeprom,
OCHOBAaHHOE Ha COXPAHEHUM OTHOCHUTEJIbHBIX YACTOT T'€HOB, U3MEHSAETCS MOJ JECH-
CTBHEM psiJia MOCTOSHHO JIEHCTBYIOMUX (PakTOpoB. K HUM OTHOCSATCS MyTallMOHHBIN
poLecc, 0TOOP, N3MEHEHHE YUCIIEHHOCTH, U30JISIUS U PSAJ] IPYTUX.

[Tox neiicTBUEM PHAOTEHHBIX (BHYTPEHHUX) U 3K30TCHHBIX (BHEIIHMX) (pax-
TOPOB MPOUCXOJNUT HEMPEPBIBHBIM MYTAIMOHHBIN Mpouecc. HecmoTpst Ha TO, 4TO
BepositTHOCTh HapymeHut JIHK neBenuka u cocraisier 1 cioydait ma 100000 —
10000000 HYKI€OTHUIOB, Y YETIOBEKA HA OJIHO MOKOJIEHUE MPUXOJUTCS HECKOJIBKO
MYTAaIil CTPYKTYPHBIX T€HOB, U B KaXJIOM MOKOJEHUU reHOGOH/I MOMYJISIUN T0-
MOJIHSIETCS] 3HAUUTEIbHBIM YUCJIOM HOBBIX MyTauuid. M3BecTHO, 4T0 y 5% HOBO-
POXKJIEHHBIX PErUCTPUPYIOTCS HacieAcTBeHHble 3aboneBanus, npuuem 40%
HACJIEICTBEHHBIX 3a00J€BaHUI 0053aHbl CBOUM IMOSBJICHHUEM BHOBb BO3HUKILIWUM
MyTalusM. ITO 00BSICHSIETCSI OOJIBIIIMM YUCIIO HYKJIEOTHUIOB B TEHOME YEJIOBEKa —
3,2 MJIpA M. H.

YacroTa amieneil pa3HbIX TEHOB Oy/IeT U3MEHSATHCS B 3aBUCUMOCTH OT MYyTa-
[IMOHHOTO JABJEHUS, T. € OT COOTHOIICHUS MPSIMBIX U OOpaTHBIX MyTanuid. MyTa-
MY COCTABJISIIOT IEPBUYHBIN UCTOYHUK HACIIEACTBEHHBIX U3MEHEHUH AJ11 0TOOpA.

OTOOpOM Ha3BIBAIOT MPOLECC MEPEKUBAHUS OPraHU3MOB, T€HOTHUIIBI KOTO-
phIX 00€CNeunBalOT UX HAUOOJBUIYIO MPUCIOCOOJEHHOCTh K YCJIOBHUSIM CpPEJbI.
Hauboiee 3¢ pexkTUBHBIM SIBIIIETCS OTOOP, HAMPABJICHHBIA MPOTUB IOMUHAHTHBIX
BpeIHbIX MyTauuid. CKOPOCTh YCTPAHEHHUS UX 3HAYUTEIBHO BBIILIE, YEM JJISL pELieC-
CUBHBIX MYTallMif, T.K. KaK MPaBUIIO, OHU cpa3y HposBisitoTcs B geHorune. Ho
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MpaBUJIa UMEIOT UCKIIOUeHUs. Tak, MyTalus reia 4 XpoMOCOMbI MPUBOJIUT K 3a-
OoneBaHUI0 xopeed ['eHTHHITOHA, KOTOpPOE XapaKTepus3yercs AereHepaTUBHBIM
U3MEHEHUEM HEPBHOM CHUCTEMBI, NMPUBOMSIINM K HEMPOU3BOJBHBIM JBHKCHUSIM
JUIA U KOHEYHOCTEH, 3aTPy/IHEHHOW peYd U MPOTPECCUPYIOLIEMY CIa00yMHUIO.
[IposiBnsieTcst 3Ta HacleCTBEHHAs 60Jie3Hb B Bo3pacTe 35-40 ser, korna OoibHbIE
y>K€ OCTaBUJIA MIOTOMKOB, ITOATOMY TaKU€ JTOMHUHAHTHBIE T€HbI JIIMMUHUPYIOTCS U3
NONYJIALMY MEIJICHHO. 3aTpyIHEHA U SJIMMHUHALMSA TOMHUHAHTHBIX T€HOB, KOTOPBIE
umeroT He 100% nenerpanTHOCTh. (IleHeTpaHTHOCTh — CTOCOOHOCTH T€HA peau-
30BaThCA B MpU3HAK). Tak, y 4yeloBeKa 3JI0KaUeCTBEHHAs MapHas OIMyXOJib rja3 y
JeTeil — peTuHobOIacToMa, 00YCIOBICHA YKCIIPECCHe MyTaHTHOTO JOMHUHAHTHOTO
reHa 13 XxpoMocombl, KOTOpbIX UMeeT neHeTpaHTHOCTh 80%. CnenoBaTtenbHo, 20%
F€HOB MOTYT HE MPOSBUTHCA U MEPEUTH B CIEAYIONIEE TOKOJIEHUE.

KoHueHTpanus reHoB 3aBUCUT OT YHMCJIEHHOCTH MOMYJALMA. PerneccuBHbIe
reHbl OyIyT YCTPaHAThCA MEIJIEHHEE, MOCKOJIbKY OHU HE MPOSBISIOTCS B T€TEPO-
3UTOTHOM COCTOSTHUU. UeM OoJiblie YNCIEHHOCTh MOMYJISIUI, TEM MEHbIIIE BEpO-
ATHOCTb BCTPEYH OIAHOTHIIHBIX I'E€TEPO3UTOTHBIX T'€HOTHUIIOB, a 3HAYUT, MEHBIIE
BEPOSATHOCTD BBIIICTUICHUS PELIECCUBHBIX TOMO3UTOT. OHM HaYHYT BBILIEILISATHCS B
TOMO3UTOTE JIMIIb TOTAA, KOT/1a KOHIEHTPALUs TAKUX T€HOB BO3PACTET.

Uem nomynsiivs MEHbIIIE, TEM PELECCUBHBIE T'€HbI PACIPOCTPAHSTCS OBICT-
pee. VMeHHO MO3TOMY B HEOOJBIIUX H30JMPOBAHHBIX MOMYJALUAX (M30JTaX)
Yanie MPOUCXOJUT BBIIICIUICHUE PELIECCUBHBIX T'€HOB, KOTOPOE SIBJISIIOTCS CIEH-
CTBUEM WHOpPUIMHTA — OJM3KOPOJCTBEHHOTO CKpenuBaHusA. Pa3Hbie W30ISTHI
HECYT pa3iuyHble KOHIEHTPALMU CXOAHBIX reHOB. Tak Ha MapuaHCKUX OCTpOBax
CMEPTHOCTH CPE MECTHOTO HACEICHHS OT OOKOBOTO aMHOTPO(PUIECKOTO CKIIEPO-
3a B 100 pa3 mpeBbIlIaeT CMEPTHOCTH OT 3TO Oosie3HH B Apyrux crpaHax. B FOx-
Hoii [laname Oonblryro 4acTh IUIEMEHH KapuOa KyHa B OJIHOM M3 MPOBUHIUHI CO-
CTaBJISIOT aJIbOMHOCKI, KOTOpbIE MOSBISIOTCS B KaxxaoM nokosienuu. B I1IBeina-
puHU B OTHOM U3 cenieHuit Ha peke Pone cpenu 2200 xuteneit ooHapyxeno 50 riy-
xoHeMbIX 1 200 yenoBek ¢ aedekTaMu ciyxa.

DTO OOBICHSETCS TEM, UTO MPHU COKPAIICHUH YUCICHHOCTU TMOMYJISIUHU IO
KaKuM — TO CITy4alHO CJIIOKUBIIUMCS OOCTOSITENIbCTBaM, B HEH MOTYT COXPaHUThCS
OTJEJIbHbIE MYTAHTHBIE T€HbI, KOTOPbIE MPH MOCJIEAYIOIIEM YBEINYEHUHN YHCIICH-
HOCTH TOMYJISILIMUA, MOTYT JOBOJBHO OBICTPO BO3PACTH. DTO SIBICHUE M3MEHEHUS
TeHHBIX YaCTOT B TMOMYJISIIUUA B PE3yJIbTaTe NEUCTBUS CIy4alHBIX (aKTOPOB (HE-
PABHOMEPHOCTh PA3MHOKEHHS OTHAEJIbHBIX CEMEU, CHUKEHHWE MUTpAlMU Hacese-
HUS U T. JI.) HA3bIBAIOT JpeiihoM TEHOB.

Bce, Bblllle mEpeYUCICHHOE MOXET TOBOPUTH O TOM, YTO 3aKOH XapJu U
BaiinOepra HenmpuMEHHUM K pealbHbIM nomyssuusM. OJHAKO MPU HEKOTOPBIX
YCHOBUSAX (BBICOKAsl YUCICHHOCTh MOMYJIAINI; MUTPAIMOHHBIE MPOLIECCHI, PU KO-
TOPBIX MPUTOK U OTTOK T€HOB B3aMMHO YPaBHOBEUIMBAKOTCSA; MyTallMOHHBIE MPO-
IIECChI, YPABHOBEUIMBAEMbIE OTOOPOM U T.II.) IPUPOAHBIE MOMYJSLUUA BEAYT ceOs
KaK uaeanbHbie. KpoMe 3TOro B NpUpOIHBIX MOMYJISIUAX OPOUCXOAAT U3MEHEHUS
4acToT ajuieNied 1Mo AEHCTBUEM SBOIOIMOHHBIX (PaKTOPOB OYEHb MEIJIEHHO, T0-
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stomy popmyna Xapau-BaitHOepra ucmonb3yercsi B MpaKTHIECKOW A TEIHHOCTH.
Ee nmpuMeHSIoT U1l U3y4eHUsl T€HETUYECKON CTPYKTYPbl IPUPOJHBIX MOMYISLNM,
BBIYHCIICHUS] YAaCTOT BCTPEYAEMOCTH HHTEpeCyIoluX reHoB. Takas uHdopmanus
MPEACTABIISECT OMPEACIICHHBIN U TEOPETUUYECKUN U MPAKTUYECKUN UHTEpec. B Mme-
JULIUHCKOM T€HETHKE MOIMYISUUOHHO-CTATUCTUUYECKA METOJ HUCIOIb3YETCS IJIS
U3YYEHUS! YaCTOThl HOPMAJIbHBIX U MATOJOTMYECKUX T€HOB, TEHOTUIIOB U (PEHOTH-
OB B MOMYJSILIMAX Pa3JIMYHBIX CTPaH, FOPOJIOB, MECTHOCTEW, YTO MO3BOJISIET CO-
CTaBJIATH MPOTHO3 IS CJIECAYIOIINUX MOKOJIEHUH, B TOM YHUCJIE 110 HACJIEACTBEHHBIM
naroiorusaM. Ha oCHOBE NaHHBIX, MOJTYYEHHBIX MOIMYJSIIUOHHO-CTaTUCTUYECKUM
METOZOM, BO3MOKEH PETPOCIIEKTUBHBIM aHAJIW3 3BOJIIOLUHA T'€HOB M UX PacCIpo-
CTpPaHEHHS.

Tak ¢ MOMOIIBIO MOIYJIALMMOHHOTO METOAA YAAJIOCh BBIIBUTH I'€HOIEOIpa-
¢uto rpynn kposu 1o cucreme Jlanmreitnepa (1-4 rpynmnbl KpoBU) U OOBSICHUTD €€
npoucxoxaeHue. BorsicHunocs, yto B MHaun u Kurae koHuenTpanus amwiensi. B
HaMOOJIbIIAs, @ K BOCTOKY M 3amajay OT 3TUX CTpaH MPOUCXOAUT MOCTENEHHOE Ia-
JIEHHE BIUIOTH J10 TOJHOTO OTCYTCTBHUSI 3TOTO I'€HA CPEAu KOPEHHBIX JKHUTEJIEH
AmMepuku u ABctpanuu. B To e BpeMs y aMepUKaHCKUX UHIEHIEB U aDOPUTEHOB
ABctpanuu u IlonmHe3un MakcuMmyMma nocturaetr KoHueHtpauus aenu 0. An-
Jenb A peaka y KOpEHHOTO HaceneHuss AMepuku, a takxke B Muaum, Apasum,
Tponuueckoit Adpuke, B 3anagnoit EBpone. s 0ObACHEHUSI 3TUX pa3Iuyuvii B
TeHETUYECKUX CTPYKTypax MOMYJISIHM 10 TpyInaM KpoBH OblIa IpeaIioxKeHa Tu-
10Te3a, COTJACHO KOTOPOW pelariuM (pakTopoM O0TOOpa rpymi KPOBH CUCTEMBI
ABO sBUnNCH 3NMUAEMUU YyMbl U ocribl. Bo3Oynutens ocmbl, 0651agasi CBOMCTBOM
aHTUreHa A, oKa3bIBaeTCsl HanboJiee TYOUTEIbHBIM JUIS JIOCH ¢ TpyNnoi KpoBH 4,
MOCKOJIBKY TaKue JIMIIA HEe CIIOCOOHBI BHIPa0aThIBaTh JOCTATOYHOE KOJIMYECTBO aH-
TUuTeNn B cinyyae mHbekuuu. Tam, rae cBupernctBoBana ocna (Amepuka, Muawus,
Apasusi, Tpormnueckass Adpuka), B IEpBYIO 04epeab IMMUHUPOBAIACH AJlJIeb A.
B paiionax Asuu, rae Obula SHAEMUYHA YyMa W OCIa, HAUOOJBIIYIO YaCcTOTY MO-
Jy4YuJia ajuiens B.

Jlepmamozenughuuecxkuii memood. OH OCHOBAH Ha U3yYCHUHU KOXXHBIX Tpedel-
KOBBIX Y30pOB MaJIbLIEB M JIAJIOHEH, a Tak)Ke CruOaTeNbHBIX JIAJIOHHBIX OOpO3/I.
XapakTtep HaclieJoBaHUs TpeOHEBOro cueTa (YUCio JUHUN B y30p€ Ha OTIEIbHBIX
Najgblax) U NANWUISIPHBIE Y30pbl ONPEAEIAIOTCA T€HOTUIIOM, YTO MO3BOJISIET AHa-
THOCTUPOBATh HA PAHHUX OTAIlaX OHTOTEHE3a PsJi MATOJIOTUM WU OINPENEIATh UX
npupony. Bnepsbie gepMarornudpuveckuii METOA B T€HETHKE ObUI MPEAoKeH B
1892 rony ®.I'anbroHOM. VIMEHHO OH YCTaHOBWJI, YTO YKa3aHHBIE y30pbl HE Me-
HSIOTCSl B TEUEHHE KU3HHU U ABISIIOTCS MHAMBUIYAIBHON XapaKTEPUCTHKOMN Yeso-
BeKa. ['aIbTOH YTOYHUI W JOMOJHUI KJIAaCCHU(PHUKAIUIO penbeda KOKHBIX Y30pOB,
OCHOBBI KOTOpOii pa3paboransl 6buH [lypkunbe emie B 1823 rony. [lo3anee kiac-
cupukanuio @. ['abTOHA yCOBEPIIEHCTBOBAIM, U CEYaC OHA HIMPOKO MPUMEHS-
€TCS1 B KpUMUHAJIUCTUKE U TEHETUYECKUX UCCIEN0BAHUSAX.

B 1939r. BnepBsie onucanbl nepmatoraudsl npu cunjapome layna. 3to uc-
CJIeIOBAHUE TOJIOKUJIO HAYajlo ONUCAHMUIO JAEPMATOrNIU(OB MpU IPYTUX XPOMO-
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COMHBIX Oone3nsix: cunapomax Kmalindensrepa, LllepemeBckoro-TepHepa, cuH-
JAPOME «KOLIAYbEro KPUKa», YTO MO3BOJUIIO HMCHOJIB30BAaTh METOMbI AEPMATOIIIH-
(UKH ¥ MaJIbMOCKOIIMU B JUArHOCTHKE 3TUX 3a0osieBaHuil. Onucanbl cenuduyie-
CKHE€ OTKJIOHEHUS 3TUX NOoKa3aTesel NMpu MU30ppEeHNH, MUACTEHUH, JIUM(POUTHON
JIEUKEMUH.

Taxum 00pa3oM, coBpeMeHHas Hayka oOjazaeT 0OJIbLIIMM apCeHaJIOM METO-
JI0B, ITO3BOJISIOIINX IOJYYUTh IIOJIHBIE 3HAHUS O HACJIECACTBEHHOCTH 4YEJIOBEKAa U
BBISIBUTH HACJIEJCTBEHHYIO U3MEHYHBOCTb.

OpHako psAx M3MEHEHUN 4YEOBEYECKHUX MPHU3HAKOB HOCSAT HEHACJEICTBEH-
HYIO IPUPOAY U SBIAIOTCS MoaupukanusiMu. OHH OTpakaroT U3MeHeHue (HEeHOTH-
na moj AefcTBHEM CpenoBBIX (pakTOpoB. BO3MOXXHOCTH OpraHu3Ma BapbUpOBATH
CTENEHb M3MEHUYMBOCTH MPU3HAKOB HOCUT Ha3BaHUE HOpMbI peakunu. Hopma pe-
aKLMU OpTaHu3Ma ONPEIENAeTCS TeHOTHIIOM M MOXKET ObITh IIUPOKON WU Y3KOM.
JIroqu pasnuyaroTcs, HapuMep, HOPMOH PEeaKIUU HAa WHCOJLHI0 — OOIydeHHE
COJIHEYHBIMH JIydyaMU: KOKa OJIHUX JIOAEH IMpHOOpeTaeT TEMHBIM 3arap, a Koxa
APYTUX IPU TOU XKe J103€ 00IydeHHsI — 00ropaer.

V xuTenei BbICOKOTOpHUil ypoBeHb reMorioouHa Ha 30% Bbllle, YEM y KH-
Tened aoauH. 1Ipu noxeeMe B ropsl y JIOAEH YBEIUYUBACTCA COACPIKAHUE IEMO-
rJI00MHA KaK a/IallTUBHOE MPUCIOCOOIEHNE K TOHMKEHHOMY COAEPKAHUIO KUCIIO-
poJia, pU BO3BPAILEHUH B JOJIMHY COJEPKaHUE T€MOTJIO0MHA BHOBb CHUYKAETCSI.

3HaHMe HOPMBI PEaKIMu OpraHu3Ma IMO3BOJIIET MOAOUPATh ONTHMAJIbHBIC
YCIJIOBHSI 1151 IPOSIBIICHUSI TEX WM MHBIX MPU3HAKOB U YIPABIIATh U3MEHYUBOCTBIO.

3agaum I CAaMOCTOSATEIbHOIO PeleHUs!
1. Kakoii TMn HacineaoBaHMS MMOKa3aH Ha pucyHke? KakoBbl T€HOTHUIIBI POIUTE-
Jell — pOJOHAYATBHUKOB, €CJIA ajlielh 0003HauuTh OykBamu A u a? KakoBhI re-
HOTHIIBI BCEX JIIOEH, HE HECYLIUX JaHHOTO UCCIENYEMOT0O IpU3HaKa?

e Y

2}

i

2. ITo n300pak€HHON HA PUCYHKE POJOCIOBHOMN OMPENEIUTE U OOBSICHUTE Xa-
paKTep HACJIENOBAaHUS NMPU3HAKA (JOMUHAHTHBIMA WA PELIECCUBHBIN, CUEIUIEH WUJIU
HET C I0JIOM), BBIJIEJIEHHOI0 YE€PHBIM 1[BETOM. OMpeneanuTe TeHOTUIIbl TOTOMKOB,
0003HaUYeHHBIX Ha cxeme nudpamu 3, 4, 8, 11 u oObsicHUTEe POPMUPOBAHUE UX Te-
HOTHIIOB.
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YenosHbIe 0003HAMEHHRA

O — WEeHIHHA
D — MY:KUMHA

o )= Opak
| — aers oxiHoro Opaka

12 o HB@® o

HCCIEOy EMOTO NMPH3IHAKA

3.Ilo pomocioBHOW, TpPEACTaBICHHONW Ha PHUCYHKE, OMPEIEIUTE XapaKTep
HAclIeJJOBaHUsI TpHU3HAKa (JIOMUHAHTHBIA WM PEIECCHUBHBIA, CLEIUICH WA HE
CIICTJICH C TI0JIOM), BBIJICJICHHOTO YE€PHBIM I[BETOM, T€HOTHUIIBI POJAUTENCH U aeTein
B IIEPBOM TOKOJICHUHU. YKaXUTE, KTO U3 HUX SBJIAECTCS HOCUTEIEM I'eHa, MPU3HAK
KOTOPOTO BBIJIETICH YEPHBIM 1IBETOM.

Yenopubie 0003HaA4SHHA

Oiﬂ O — JKEHLUHHA
I:| — MY>KUHHa
1 l:' 25 301 — bpak
~ [eTH OfHOro Gpaka
5 6 ] Sa Il @ omenne
MCCIELYEMOro
npH3HaKa

4. Tlo n300pax€HHON HA PUCYHKE POJIOCIOBHOM OMpeaenuTe U 000CHYHUTE re-
HOTHIBI POJUTENEH, MTOTOMKOB, 0003HAaYEHHBIX Ha cxeMe uudpamu 1, 6, 7. Ycra-
HOBUTE BEPOSITHOCTh POKJEHUS peOEHKA C MCCIEAYEMbIM MPU3HAKOM Y KEHIIUHBI
noa Ne 6, eciiu B ceMbe €€ cynpyra 3TOT MpU3HaK HUKOTAa He HaOJ01aIcs.

ViToBHEIE 000IHAYEHOA

O — ECHIDHHA

? 3 + [ ] - vysaema
6 3 9 — Dpak
I —!

— IeTH 0IHOTO Dpaka

12 13 . . — OpOABICHHE
HCCIeyeMOoro pH3IHAKA

5. [1o n300pax€HHOI Ha PUCYHKE POJIOCIOBHON YCTAaHOBHUTE XapaKTep Hacie-
JIOBaHUs MPU3HAKA, BBIIEIEHHOTO YEPHBIM [IBETOM (JOMHHAHTHBIA WIIH PELIECCHB-
HBIW, CLIETIJIEH WJIM HE CLEIUIEH C I0JIOM), U 000CHYHTE ero. Onpenenure reHoTH-
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nbel mofei 1, 2 u 3. YcTaHoBUTE, ¢ KaKoi BEPOSITHOCTHIO JKEHITMHA 4 OyAeT reTe-
PO3UTOTHOM.

1—0 Venosrblie 0003HAYCHMS:
O - kenmuna
2 D__(b lj | O3 []— Myxuuna
4(_1) [ ) i d) |-_L| ‘ |j OED — Opax

AETH OJHOro Opaka

B @ npossichue npu3HAKA

6. [To n300pak€HHON HA PUCYHKE POJOCIOBHON YCTAaHOBUTE XapaKTep Hacle-
JOBaHUS MMPU3HAKA, BBIIEJIEHHOIO YEPHBIM [IBETOM (JOMHHAHTHBINA WJIA PELIECCHUB-
HBI, CIIETJIEH WM HE CIIEIJIEH C MOJIOM), B 000CcHYy#Te ero. OnpeneanTe reHOTH-
nbl rofed 1, 2 u 3. YcraHoBUTE BEPOSTHOCTh POXKICHUS Y KEHIIUHBI 4 Cleaylo-
niero peb€HkKa ¢ MPU3HAKOM, BBIICJICHHBIM Ha PHUCYHKE POJOCIOBHOW UYEPHBIM
LIBETOM, €CJIM OHA BBIWJIET 3aMY:K 3a YEIOBEKA, UMEIOIIETO ITOT PU3HAK.

10—+-=0 VenoBHBIC 0003HAYCHHSA:
B0 0 @ e
éd)l:lltl(f).—rlj O N o_llj_D_ﬁpM _

46 i * — JeTH OIKOro Opaxa

7. 1o n300pak€HHOI Ha PUCYHKE POJOCIOBHON YCTAaHOBHUTE XapakKTep IMpPOsB-
JICHUS TPU3HAKa (IOMUHAHTHBIN, PEIIECCUBHBIN), 0003HAUEHHOTO YEPHBIM I[BETOM.
Onpenenute reHOTUN Jroje nox Homepamu 1, 2, 3. Onpenenute, CUCIUICH JU
HACJIeyEMBII NPU3HAK C TI0JIOM?

B @ rpossacine npusnaxa

Yenosneie 0Do3naMe N
1 [:——. 2 O — WEHIHHA
|:’ MY RUMHA
l 3 D Opax
Jietn ofiHoro bpaka
- NPOSRIEHHE HCCTE=

AYCTMOTO MpH3HaAKa

8. M3yunte cxemy W ompenenuTe TUIl HACIEAOBAaHUS TMPU3HAKA, TMOSICHUTE.
Onpenenure reHOTUIBI YJIEHOB poaocioBHoOU Ne 1,2, 3, 4.

15



ryryl

9. Onpenenute TUN HACIEAOBaHUS, TEHOTHI MPOOaHIa B CIEAYIOMEH pOAO-
CJIOBHOU

R
O O oM
el uiclulclule iy TeleReNe

10. OnpenenuTe TN HACIEAOBaHUSA, TEHOTHUI MpoOaHa B CIEAYIOIIEH pojo-

CJIOBHOU

IR
® Oom O
]
me O OCLO A0 @

11. OHpe,Z[CHI/ITB THUIT HACJICAOBAHWA ITPHU3HAKA. Y CTaHOBUTH BO3MOXKHBIE T€HO-
THIIBI BCCX YJICHOB pO,Z[OCHOBHOﬁ.

@l O M O T
Lﬁﬁ O 0 O~ OO0

——t

'C;]_-]'\._J ® .%



2 U3YUEHUE OHTOT'EHETHYECKOM
N3MEHYUBOCTHU YEJIOBEKA

2.1 KapuoTun yejioBeka

BrnepBbrie MUTOTHYECKHE XPOMOCOMBI YeJlOBeKa ObUIM OMMCaHbl B paboTax
JIx. Apnonbaa (1879), B. ®nemmunra (1882). PaznuyHbie OLIEHKH UX KOJIMYECTBA
B MOCIIEAYIOIINE TOAbl BapbupoBaiu oT 47 no 49, npudem y My>KUYHMH U KEHILIUH
ATO YMCIIO OBLIO pa3HbIM. Takoe pazHoOOpa3ue NaHHBIX ObLIO CBSI3aHO C TE€M, UTO
MCCIICIOBAHMS MPOBOJUIIMCH HAa TUCTOJIOTMYECKUX Cpe3axX, TEXHUKA MPUTOTOBIIE-
HUSI KOTOPBIX ObljIa HECOBEPIICHHOM: XpOMOCOMBI Ha Cpe3ax HAKJIAIbIBAINCH OJHA
Ha JPYTyI0, 00pa30BbIBATM KIYOKH M IUIOXO MOAIABATUCH aHATU3Y. DTH TPYIHO-
cTU OBUIH MPeoaoseHBI B cepearHe XX BeKa, KOT/Ia HAyYHJIMCh MOJIy4aTh Mpera-
paThl XPOMOCOM M3 CYyCTICH3UH KJIETOK, BBIPAIIEHBIX B KJIIETOYHBIX KyJIbTypax. O0-
paboTKa XpOMOCOM KOJXHUIIMHOM, Pa3pylIAlOIIMM BEPETEHO JEIECHUS, TPUBOIUIIO
K OCTAaHOBKE MHUTO3a B MeTadase, Korjga XpOMOCOMBI JIETKO UACHTUPUIIMPOBATIUCE.
[Tonp3ysick Takum noaxoaoM B 1955 roay JIx. Tuito u A.JleBaH noacyuTany 4uc-
JI0 XpOMOCOM 4eJIOBeKa Ha 261 mpemnapare u NpUIILIA K BBIBOZY, YTO OHO paBHO 46
ni 23 napam. OHU BBISICHUJIM, YTO B HOPME B COMAaTHYECKUX KIJIETKaxX YEJIOBEKa
uMeeTcs 22 rapbl ayTocoOM, U OJHA Napa MOJIOBBIX XPOMOCOM.

CoBpeMeHHbIE ITUTOTEHETUYECKUE METOJUKH MO3BOJISIIOT UACHTU(PUIIUPO-
BaTh XpOMOCOMBI TI0O MOP(OJIOTHH HE TOIHKO HA TPYMIILI, HO U MPOBECTU UACHTH-
¢bukario xpoMocom BHyTpH Tpynm. CyTh TUX METOJUK, KaK YKa3bIBAJIOCh BBIIIIE,
COCTOHUT B creruduueckor o0paboTKe XpOMOCOM pPa3IUYHBIMU KpacuTensiMu. B
pe3yJabTare MOSIBISETCS JIMHEHHBIN PUCYHOK MO JJIMHE XPOMOCOMBI, KOTOPBIN SIB-
JSI€TCSl UHIMBUIYaTbHBIM JUISI KaXJI0W XpoMocoMbl (pucyHok 6). {uddepenim-
albHasi OKPacKa XpOMOCOM CBSI3aHA KaK C UX XUMUYECKON HEOAHOPOJHOCTHIO, TaK
U Pa3HOW CTENEHBIO KOHJICHCAI[MU OTAEJNbHBIX YYaCTKOB, a 3HA4YMT, U C Pa3HOU
CIIOCOOHOCTBIO CBSI3bIBATh T€ WJIM MHBIE Kpacutenu. [lociaenoBarenbHOCTh U pas-
MEpbl CETMEHTOB SIBISFOTCS BAXKHBIM CHCTEMATUYECKUM IPU3HAKOM XPOMOCOM.
KonzneHcupoBaHHbBIE M XOPOIIO OKPALIEHHBIE YYAaCTKH HA3bIBAKOTCS T'€TEPOXpPOMa-
TUYECKMMH, a HEOKpPAIIEHHbIE — 3yXpOMAaTHYECKMMHU. B cBOIO ouepenp rerepo-
XPOMATHUH MOKET ObITh KOHCTUTYTUBHBIM (IIOCTOSTHHBIM, BBISIBJIIEMBIM Ha Pa3HbIX
sTanax KJIETOYHOTO LHUKIA) U (akyIbTaTUBHBIM (BpeMeHHbIM). M3BecTHO, yTO
yTpaTa Wi U3MEHEHUE reTepOXpOMaTHHA MaJi0 CKa3bIBAE€TCS HA MPU3HAKAX, B TO
BpeMsl KaK 3yXpOMAaTUHOBBIE YUACTKU HACBIIIEHbI T€HAMU, IOATOMY UX U3MEHEHUE
OTPaXKaeTCs Ha MPU3HAKAX OpPraHU3Ma.

B Henensdmuxcs KieTkax 4eaoBeKa XpOMOCOMBI IEKOHAEHCHpOBaHbl. OnHa-
KO OJIHa U3 TMOJIOBBIX XPOMOCOM >KEHIIMHBI OCTAE€TCSI KOHACHCUPOBAHHOW U BBISIB-
JI€TCS B BUAE XOPOLIO OKPAIIEHHON OKPYTJION CTPYKTYPBhI, HA3bIBAEMOU ITOJIOBBIM
XpPOMaTUHOM WM TenbleM bappa. B pasHbIX KII€TKax OJHOrO OpraHu3Ma MOTYT
ObITb MHAKTUBUPOBAHBI pa3Hble X-XPOMOCOMBI, MOATOMY B II€JIOM B OpPTraHHU3MeE
KEHIIUHBI PYHKIIMOHUPYIOT 00€ X-XpOMOCOMBI.
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UYucno tenen bappa Ha eqMHUIY MEHBIIIE, YEM YUCIO X-XPOMOCOM. Y MYyXK-
YUH BCETO 0JHa X-XPOMOCOM, IO3TOMY IOJIOBOI'O XpOMaTrHa HET. Ero nosiBineHue
y MYXYHH MOXET CBUAETEIILCTBOBATH O XPOMOCOMHOM 00JIE3HU, CBSI3AHHOM C J10-
noHUTEIbHON X-xpomocomoit. Takum 00pa3om, ompeaesieHre MOJOBOro Xpoma-
THHA — BaXXHBIN 3Tall B AMArHOCTUKE XPOMOCOMHBIX OOJIE3HEH.

OO6miast opraHu3aiys XpoOMOCOM 4eJioBeKa TpaauimoHHa. Kaxmaas xpomo-
coma B MeTadasze COCTOUT U3 JIByX CECTPUHCKUX XPOMAaTHUJ, COEIMHEHHbIX B 00J1a-
CTH NEPBUYHOMN MEPETSHKKUA WM LEeHTpoMepbl. OHa MrpaeT BaXKHEWIIYIO pOJib B
OpraHM3aly BepeTeHa aenenus. B paiione nentpomepsl B npodase hopmupyercs
ocobast OenmkoBasi CTPYKTypa, UMEIOIIasi CPOACTBO K OeTKaM MUKPOTPYyOOUeK Bepe-
TE€HA JIEJICHHS, TO3TOMY LIEHTPOMEPHI BBINOJIHAIOT BEAYLIYIO POJIb B PETYJSALHAU
CHHXPOHHOTO Pa3/eJICHUsI BCEX XPOMOCOM Ha JIBE XpOMATHAbI B MpOLECCE Aeie-
HUSL KpOME MEPBUYHON MEPETKKU MATh XpoMocoM — 13-15 u 21-22 umerot BTO-
pUYHBIEC TIEPETSKKU, KOTOPBIE SIBISIIOTCA 00JaCTSIMU SIAPBIIIKOBOTO OpraHu3aTopa.
HNMeHHO B 3TUX pailloHax pacnojoxeHbsl rensl p-PHK.

KoHI11eBbIE YUaCTKH XpOMOCOM HAa3bIBAIOTCS TEIOMEPHBIMU. TeI0oMEpPHI BbI-
MOJIHSIOT BaXKHbI€ (DYHKIIMU: OHM CTAOMJIM3UPYIOT XPOMOCOMBI, 3alllUILAs UX OT
KJIETOYHBIX HYKJI€Aa3 U JeTrpajaluu; MPEMATCTBYIOT CIUSHUIO XpoMocoM. C momo-
HIbI0 TEJIOMEpP XPOMOCOMBI MPUKPEIUISIOTCA K BHYTPEHHEH siepHOl MemMOpaHe, B
pe3yJIbTaTe Yero KaxJaas XxpoMocoMa 3aHUMAET B A/Ipe ONPEAECICHHOE MECTO.

C XMMUYECKON TOYKH 3PEHHSI XPOMOCOMA — 3TO HYKJIEONPOTENHOBBII KOM-
wiekc. B JIHK 3ammdpoBana ¢ moMomipio reHeTHYeckoro Kojaa HHQOpMAaIus o
Bcex Oenkax, a takke p-PHK u T-PHK. Otpesku JIHK, BrimonHstomue ogHy u3
BBIIIICHA3BAHHBIX (PYHKIIMIA — 3TO TeHbl. CXeMa pacroioKeHHsI TEHOB B XPOMOCOME
— 3TO TEHETUYECKAsI KapTa XPOMOCOM.

benku XpoMOCOM BBIMIOJNHSAIOT CTPYKTYPHYIO M PETrYJISTOPHYIO (DYHKIHU.
benku ¢ OCHOBHBIMHM CBOWCTBaMHU — TMCTOHBI SIBJSIIOTCS MaTepUajioM JJisi 00pa3o-
BaHUSI HYKJIEOCOM — OEJIKOBBIX KOMILIEKCOB, KOTOPBIE€ YIOPSAIOYUBAIOT HaYaIbHBIN
npoliecc KOMMakTU3auu XxpomocoM. Kucible O6enku, riaBHBIM 00pa3oM, peryiiu-
PYIOT T€HETUYECKYIO aKTUBHOCTD, MPUCOEAUHSSICH K OCHOBHBIM O€JIKaM HJIM OTCO-
EAUHSSACH OT HUX.

2.2 MexaHu3MBbl Hac/Ie0BaHUS PA3JIHYHBIX IPU3HAKOB Y YeJI0BeKa

YenoBek, Kak U Jpyrue oOBEKTHl KHUBOUW MPUPOJILI, MOAUYNHICTCS YHUBEP-
CallbHbIM 3aKOHAM HACJIEJOBAaHUS MPHU3HAKOB, YCTAHOBIECHHbBIM ['. MenaeneM u
T. Mopranom.

[TockonpKy reHbl pacloyIOKEHbI B XPOMOCOMAX, a UX PaCIpEICIICHUE 3aBU-
CUT OT CIIyYallHOM CErperaluuv B MEWO3€ U NP OILUIOJIOTBOPEHUH, TO U pacupeae-
JIEHUE TE€HOB, JJOKAIN30BAaHHBIX B XPOMOCOMAaX, HOCUT BEPOSITHOCTHBINA XapaKTep.

VY yenoBeka UMEIOT MECTO BCE THUIIbI HACJIEAOBAHUS MIPU3HAKOB: JIOMUHAHT-
HbIi ayTOCOMHBINM, PELECCUBHBIM AayTOCOMHBIM, & TAKXKE€ CUEIUVIEHHOE C I0JIOM
HaclieJJoBaHue, 00yClIOBIIeHHOE X B Y-XPOMOCOMaMHU.
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JIOMUHaHTHBIMU TPU3HAKAMHU Y YeJIOBEKa SIBJSIOTCS: MOJHbIE T'yObl, 00b-
10K HOC, CBOOOAHAS MOYKa yXa, Kyp4yaBble BOJIOCHI, I'yCTbie OpOBH, OJIM3KO Moca-
’KEHHBIE I71a3a, yJJIMHeHHas (Gopma ria3, JJIMHHbIE PECHUIIBI.

PenieccuBHBIMM, COOTBETCTBEHHO, SIBJISIIOTCS TOHKHE T'YObl, MaJE€HBKHI HOC,
CpoclIasicss MOYKa yXa, MpsSIMbIE€ BOJIOCHI, TOHKHE OpOBH, IIMPOKO PACCTABICHHbBIE
J1a3a, KpyIJible IJ1a3a, KOPOTKUE PECHUIIBI.

C X-XpoMOCOMOM CLENJIEHBI TaKUE MPU3HAKHU, KaK LIBETOBOE 3PEHUE, CBEP-
THIBAEMOCTbh KPOBH, HaJM4KE MOTOBBIX keje3. C Y-XpoMoCcOMO# CLEIIIEH T€H T'H-
NepTPUX03a, 00YCIABIMBAIOIINE pa3pacTaHUE BOJIOC MO KPar YUTHOW paKOBUHBI y
MY K4HH.

[ToMuMO CLEMIEHHBIX C MOJIOM MPU3HAKOB, Y YEJIOBEKA UMEKOT MECTO IMpH-
3HaKH, OTPAHUYEHHBIE TOJIOM, T. € TAKUe KOTOPbIE MPOSBISAIOTCA Y 0CO0el TOIBKO
OJIHOTO I10J1a, XOTSI COOTBETCTBYIOLIUE T'€HBI €CTh U y M0JIa MPOTHUBOMNOJIOKHOI0. Y
YEJI0BEKAa K TAKUM IF€HaM OTHOCHUTCS T'€H, OTBEYAIOLIMKA 3a XapakTep pacrpezerne-
HUS BOJIOCAHOTO MOKPOBA Ha JHIE. Tak, My»KYMHA OT CBOEH MaTrepyu MOMKET yHa-
CJIEIOBAaTh T€H «OKJIAJAUCTON OOpOMbI», XOTH Y Hee OH (PEHOTUIMUYECKU HE MPOSB-
JISIICA.

Enie onvH TMN NPU3HAKOB — NPU3HAKU, KOHTPOJIHMPYEMBIE WU JETEPMUHHU-
POBaHHBIE MTOJIOM. XapaKTEP MPOSBICHUS TAKUX MTPU3HAKOB B F€TEPO3UTOTE 3aBU-
cuT oT noja. Hanpumep, reTepo3UroTHhie MO «IUICHIUBOCTU» MYKYUHBI UMEIOT
ATOT MpU3HAK B ()EHOTHIE, a Y JKCHIUH C TAaKUM K€ TEHOTUIIOM T€H «ILUICHTUBO-
CTH» BEJIET ce0s1 KaK pEeLieCCUBHBIM.

Ecnu reHsl pacnoiokeHbl B OJHOM XpPOMOCOME, TO OHU MEPENaroTCs COB-
MECTHO WJIU CUeIUieHo. Ecnu Obl Bce reHbl, HaXOIsAIIecs] B OTHONH XpOMOCOME Tie-
peaaBaIiCh BCerga COBMECTHO, TO KOMOMHATUBHAsS U3MEHUMBOCTD 3aBHUCEIA TOJb-
KO OT CeTperaiuy XpoMOCOM B TIepBOi aHadaze Mmeiioza. Ho crierienne Hapyma-
€TCsl B pe3yJibTaTe KpocCHHTroBepa B mpodasze 1 melo3a, 4yTo sSBISETCSA TOMOJHU-
TEJIbHBIM HCTOYHMKOM H3MEHYMBOCTH M OOOTamiaeT HacjleJCTBEHHBIA ammapar
KJIETOK. B pe3ynbpTaTe KpoccuHroBepa 00pa3yroTcsi peKOMOMHAHTHBIE raMeThl. Tak
reHbl, 00yCIaBIMBAIOIIUE JAIBTOHU3M U FeMOGUINIO OTAENSET B X-XpOMOCOME
9,8 mopranua, nostomy B 90, 2% 00pa3yroTcsi TaMEThl CO CLEIJIEHHBIMU I'€HAMHU.
['ensl, oOycnaBiauBaromue GopMy SpUTPOIUTOB, U pe3yc (akTop, HaCIeIyITCs
COBMECTHO B 97%, T. K OHU PaCIIOJIOKEHBI B OJJHOM XPOMOCOME U UX Pa3leisieT
paccTosiHie, Ha KOTOPOM KPOCCHUHTOBEP UJIET € 4acTOTOu 3%.

3agaum I CaMOCTOSATEILHOTO PelieHUst

12. Kapernasplii My»41Ha, OTELl KOTOPOrO UMEJ Kapue riasa, a MaTb — ro-
ayOble, MKEHWICA Ha TOJIyOOrna3oil >KEHIIMHE, POJUTENN KOTOPOW HMENH Kapue
ria3a. Kakoe noToMCTBO MOXHO 0>KMATh OT 3TOro Opaka?

13. My>x4unHa jeBIa, poJUTENN KOTOPOTO BIAJEIHN NPEUMYLIECTBEHHO ITpa-
BOM PYyKOMH, EHWICS Ha KEHILMHE MpaBIilie, OTEll KOTOPOil ObUI mpasilia, a MaTh
neBma. Kakoe moToMcTBO MOXKHO OXHUJAaTh OT 3TOTO Opaka, eciii U3BECTHO, YTO
I€H NPEUMYIIECTBEHHOrO BJIAJICHUS MPABOW PYKOM JTOMUHHPYET HaJ I€HOM Bia-
JICHUS JIEBOU PYKOi1?
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14. Myx4rHa ¢ HOpPMajbHBIM LIBETOM 3y0OB, y pOAUTEICH KOTOPOTO
HaO0JII0AAJIOCH TOTEMHEHHE 3y0O0B, JKEHUJICS Ha KEHIIMHE ¢ MOTEeMHEBUIMMU 3y0a-
MU, OTel KOTOPOl MMeN MOTEeMHEBIIUE 3yObl, a MaTh — HOpMaJibHbIE. Onpeaenure
BEPOSITHOCTh POXKJICHUS B 3TOM ceMbe pedeHKa 0e3 aHOMaIHid, €CJI U3BECTHO, YTO
NOTEeMHEHUE 3yO0B OMpeesaeTcs JOMUHAHTHBIM T€HOM.

15. Kenumna ¢ HOpMaNbHBIM 3pEHUEM, OTEL] KOTOPOU cTpaaai OJu30pyKo-
CThIO, a Y MaTepu ObLIO HOPMAJIbHOE 3pEHUE, BBIIIIA 3aMYXK 32 MYXYUHY, POJUTE-
JIM KOTOPOTO OBUTH TOMO3UTOTaMH — OTEI] C HOPMAJIbHBIM 3PEHHEM, MaTh — OJIM30-
pykas. Kakoe mOTOMCTBO OHIA€TCs B 3TOM CEMbE, €CIM U3BECTHO, YTO OJIM30pY-
KOCTb SIBJISIETCS] JIOMUHAHTHBIM ITPU3HAKOM?

16. Jlerckas ¢opma cemeitroi nanotuu (cuaapom Teit-Cakca) HacnmeayeTcs
KaK PEIECCUBHBIN MPU3HAK U 3aKaHUYMBAETCS OOBIYHO CMEPTEIBHBIM UCXOJIOM K 4-
5 romam. TlepBeIit peOEHOK B ceMbe yMep OT JaHHOU Oosie3Hu. OnpenenuTe reHo-
THUIIbI POAUTENEH U BEPOSATHOCTH TOTO, UYTO BTOPON PEOCHOK Takxe OyJeT CTpaaaTh
ATOM K€ OOJIE3HbIO.

17. Onun peOEHOK B CeMbE POAMIICS 370POBBIM, a BTOPOU HUMEI TSKETYIO
HACJIEICTBEHHYIO 00JIE3Hb U YMEP Cpasy MOCIe POKICHUS.

KakoBa BepOATHOCTh TOTO, UTO CHEAYIOIIHMN PEeOEHOK B ATOW ceMbe OyHeT
310poBbIM? PaccmaTtpuBaeTcst oHa napa ayTOCOMHBIX T€HOB.

18. Xopes ['enauHrroHa HacienyeTcsi Kak ayTOCOMHO-JIOMHHAHTHOE 3a00-
JgeBaHue ¢ meHeTpaHTHOCThIO 80%. Omnpenenante BEpOSTHOCTh POKICHUS OOJIBHO-
ro peO€HKa B CEMbE, II€ OJUH POJUTENb I€TEPO3UTOTEH MO T'€HY XOPEH, a BTOPOU
3TOr0 I'eHa HE UMEET.

19. ApaxHogakTuius (Maydybd Maiblbl) HACIEAYeTCS KaK JOMUHAHTHBIN
ayTOCOMHBIN MpHU3HAK ¢ NMeHEeTPaHTHOCTHIO 30%. Onpeaenurte BEPOSITHOCTh MOSIB-
JICHUSI aHOMAJIMH B CEMBE, TJIe 00a POAUTEINS T€TEPO3UTOTHEI TI0 JAHHOMY T€HY U Y
HUX Y€ POIUIICS OJUH peOCHOK C MayybUMU NalbllaMu.

20. [Toparpa onpenenseTcss JOMUHAHTHBIM ayTOCOMHBIM TeHOM. 110 HekoTO-
PBIM JTaHHBIM, MEHETPAHTHOCTTh I'€HA B IE€TEPO3UTOTHOM COCTOSIHUU Y MYKUHH
cocraBisieT 20%, a y JKEHUIMH MPAKTUYECKU paBHA HYJ0. KakoBa BEpOSITHOCTH
3a00J€eBaHus MOJArpoil AJid JIeTel B CEMbE, T'/le OAUH U3 POAUTENEH TeTepO3Uro-
TE€H, a IPYTroi HOPMAaJIEH N0 AHATU3UPYEMOMY IIPU3HAKY ?

2.3 HacaenoBanme rpynn KpoBH M pe3yc-(¢akropa

OgHuM W3  BaXHBIX pPA3[E€lOB COBPEMEHHOM TE€HETHKU  SIBIIAETCS
UMMyHOTeHeThKa. OHa M3y4aeT HacleACTBEHHYIO OOYCIOBJIEHHOCTh (DaKTOPOB
UMMYHHTETA, pa3HOOOpa3nue M HaclieJOBaHHE TKAHEBBIX AHTUTCHOB U TKAHEBYIO
HECOBMECTUMOCTh. VMIMMyHOreHeTMka BO3HMKJIAa B 20 B. Ha OCHOBE H3Y4YEHUS
rpynnoBbix (¢akropoB kpoBu nmo ABO- u Rh-cucremam, neiKomMTapHBIX U
SPUTPOLUTAPHBIX AHTUT€HOB, CBIBOPOTOUYHBIX TJI00YJIMHOB, T€MOTII00MHOB U Jp.

VYCTaHOBJIEHBI J1Ba OCHOBHBIX IIYTH, IO KOTOPBIM IIPOTEKAOT UMMYHHBIE
peaKkuyy B OpraHu3Me: T'yMOpabHbIA M KIETOUHBIN. 1IepBBIii CBA3aH C CHHTE30M B
KpPOBH OE€JKOBBIX MOJIEKYJ (MMMYHOIVIOOYJIMHOB WM aHTHUTEN), a APYrod — ¢
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MOSIBJIEHUEM KJIETOK, CIOCOOHBIX pacro3HaBaTh W YHUYTOXKATh BO30yAHUTENS
0oJsie3HN (KJICTOYHBIA HWMMYHUTET). AHTUTENIa CHOCOOHBI CBS3BIBATHCS C
AHTUTCHAMHM (4yKE€POJHBIMHU MOJIEKYJIAMU ), HEUTPAIIU3YS UX BPEAHOE JEHUCTBUE.
OcTaHOBUMCS KPaTKO HAa HEKOTOPBIX OCOOCHHOCTSX UMMYHUTETA
T'ymopanvuvle hakmopst BKIIOYAIOT HMUPKYJIUPYIOIMIKE OCNIKU, KOTOPHIE
00pa3yroTCs B OTBET HA pa3jIMYHbIC BHEIIHUE U BHYTPEHHHUE BO3CHCTBHS (0XKOTH,
uH(peKnM, 3J0KaYeCTBEHHbIE HOBOOOpa3zoBaHus u Ap.). K cnenudpuueckum
TYMOpPaJIbHBIM (haKTOpPaM OTHOCATCS MMMYHOTJIOOYJIWHBI. BBIIEISIOT HECKOJIBKO
KiaccoB ummyHorinoOymuaoB (G, A, M, D, E). Jlnga ux cTpoeHus xapakTepHO
HAJIMYKME JIBYX TSDKEIBIX U JABYX JIETKUX MOJUIIENTUIHBIX LENEH, COEAUHEHHBIX
MEXIy co0ol mucynmbGUIHBIMH MOCTHKaMH. Jlerkue 1enw OompenemstoT

TCHETUYECKUE  JIETEPMUHAHTHI, a TOKEIble —  CHeNU(UIHOCTh  CaMHX
UMMYHOTJIOOYJIMHOB.

Nmmynornobynmun G cocraBmsier  70-75%  oOmiero  KOJIM4YECTBa
UMMYHOTJIO0YJIMHOB. JlaHHbIH KJ1acc UMMYHOTJIOOYJIMHOB ~ SIBJIsIETCA

€AMHCTBEHHBIM, MPOXOSIIUM Yepe3 IUIAleHTApHbIN O0aphep K MIOAY.

NmMmyHOrnoOyauabl A coctaBiasitoT  npumepHo 20%, ydacTBYIOT B
(GOpMHUpPOBAaHUM MECTHOTO HMMYHHUTETA, TMPEMATCTBYIOT IUTOJIOTHYECKOMY
pa3pylIeHUI0 COOCTBEHHBIX TKAHEH.

Nmmynornooynunsl D coctasisitor okono 0, 2%. Pons B opranusme maio
U3y4eHa.

Nmmynornodynunsl E comepkarcs B miasme, y4acTBYIOT B aJlJIEPTrUYE€CKUX
peaknusix, B poiecce TpoMO6000pa3oBaHUs U JIp.

Takum oOpa3om, rymopanbHble (AKTOpbl UMMYHHUTETA, U TMPEXKIE BCETO,
MMMYHOTJIOOYJTHBI B CHIBOPOTKE U JPYTUX OMOJOTUYECKHUX JKUIKOCTSX SIBISTFOTCS
BAKHBIM MapKEpPOM HMMYHOT€HETUYECKUX U HMMYHOJIOTUYECKUX CJIBUTOB B
OpraHu3Me.

Knemounvie pakmopsr iMMyHUTETa BKIIOYAIOT JUMGOIUTHI, MOHOIUTHI,
makpodaru, rpanyinouutsl. K 3pensim aumdonuram otHocstess T-nmumbonutsl, B-
mumpouutel. B coctaB T-nmumdormtoB Bxonar T-xennepsl (yCHUIUBAIOIINE
MMMYHHBIN OTBET) U T-KUJLIEPHI.

T-mumdonutsl cocrapistor 60-70% numdbonuToB B nepudepudeckon
KpoBU. OHU BBINOJHSAIOT pa3ivyHble (PYHKIUU: YOUBAIOT UY>KEPOJHBIE KIETKH,
aKTUBH3UPYIOT 0O0pa3oBaHHE aAHTUTEJ, BBLACIAIOT TOKCUYECKHE BEIIECTBA
(MTUMQpOKUHBI), BEI3BIBAIOIITUE IIUTOIN3 KIETOK-MUIIIEHEH U JIp.

B-nmumboxunbl depe3 uenblid psa CTaAud TPOAYLUUPYIOT aHTUTENa, T.€.
cnenuduueckue UMMyHOrinoO0ynuHbl. [Ipaktuuecku B-nmumdouutsl B pas3Hble
MIEPUOJIbl CYLIECTBOBAHUS B KIETKE SBIAIOTCA 3BEHBSIMU T'yMOPAJIbHOIO
MMMYHUTETA.

Makpocdarn  3axBaTbIBalOT M mepepadaThIBAOT  AHTUTEHBl  JUIs
npencrabieHds wux T-nmuMmdouutamMu akTHUBauuMM nocinenHux. Kpome Toro,
byHKIMM Makpo(aroB 3aKIOYAIOTCS B MOBBIMICHUH (DArorMTapHON aKTUBHOCTH,
YCUJICHUH METa00JIM3Ma, YBEJIMYEHUH SKCIIPECCUU PELIENITOPOB KIETKU U JP.
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Hapsiny ¢ yka3aHHBIMH KJIETOYHBIMHU (DAKTOpAMU UMMYHHUTETA, HMEIOTCS H
npyrue GhakTopsl (KWLIEpbl, HEUTPODUIIBI U 1Ip.).

Cucrema rpynn kposu ABO

B 1900r. K. Jlangmreiinepom Obliia oTKpbiTa nepeas ABO-cucrema rpynn
KpoBU. ['010M mo3:ke OBLIO MOKa3aHO, UTO TPYNIbl KPOBHU Hacienytorcsa. B 1924 r.
®. beprumTelin ycTaHOBWII, 4TO cucTema rpynm KpoBu ABO omnpenenserca Tpems
amessimu (A, B, 0) ogHOro W TOro ’e reHa, T.€. 3Ta CHUCTEMa TIPYyHIl KPOBU
HACJIEyeTCsl IO TUIYy MHOKECTBEHHBIX aJIel. ['€Hbl MPUHATO 3aMUChIBAaTh Kak A,
B, 0. B pa3nuuHbIbIX COYETaHUSX TE€HOB OOpa3yeTcs uYeThIpe IpyHmbl KpoBu: |
rpynmna kposu — 00, Il rpynna — AA u AO; lII rpynna — BB u BO; IV rpynna — AB.

v

11 AB 11
AA BB
1 T
A0 BO

00
I

JIroOol AUMIOUIHBIMN OPraHU3M HMMEET JIBE T'OMOJIOTMYHBIE XPOMOCOMBI M,
COOTBETCTBEHHO, HE OoJiee ABYX ajuiesiell ogHOro reHa. Amienu A u B sBustores
JOMHMHAHTHBIMU 110 OTHOLIeHMIO K autento 0. Amutenn A u B He nmopasisitor Apyr
Ipyra, UX JEWCTBUE MPOSBISIETCS HE3aBUCHMO MpH oOpa3zoBanuu [V rpynmbi
KpPOBU. DTO SIBJIEHUE MOJYYNUIIO HA3BAHUE KOJOMUHUPOBAHMS.

[Io paHHBIM psiga HCCAEAOBATENEH, CPEAU EBPOIECHCKOrO HACEICHUS
Haubosee yacTo BeTpeyarores oau ¢ | rpynmoit kposu, pexe ¢ IV rpynmoit (cMm.
Tabn.4).

Tabmua 4 — Pacnpoctpanenue amneneil rpymmsl kpoBd ABO B paznmuHbIX
ctpanax mupa (%)

[Tonynsuus 0 A B AB
Pycckue 33,3 37,4 22,8 6,5
®DpaHITy3b1 41,6 47,0 8,0 3,3
Kuraiine: 28,6 26, 6 32,0 12, 8
SInOHIEI 30,1 38,4 21,9 9,7
ABcrpamuiiupsl | 60, 7 39,3 0 0
Bpazunbiib 100 0 0 0
(bopopo)

Pazmuuus xpoBu udenmoBeka mo cucteme ABO ocHOBaHBI Ha KOMOWHAITUSX
JBYX U30aHTUTE€HOB (A 1 B) B apuTpouuTtax u AByX aHtuten (a b) B ma3me KpoBH.
DT pa3nuausi HE0OXOIMMO YUYUTHIBAThH NIPH MEPETUBAHUN KPOBHU.

Tunosas 3a1aua

Kaxkwue rpynmbl KpoBU BO3MOXHBI y JIeTeil, ecnu y ux marepu — II, a y orua —
IV rpynna kpoBu? [Touemy?

Pemienue 3agaun
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1. Ionp3ysick mpUBENEHHON BbIIIe TaOIUIIEH, ONpeAesnsieM TeHOTHII MaTepu
(AA wmu AO) u rameTtsl, oOpa3yroluecs y Hee B pe3yJibTare Meio3a (A uau A u
0).

2. TakuM xe oOpazoMm ompeaensieM reHotun otia (AB) u obpasyromniuecs y
Hero rameTsl (A u B).

3. Ctpoum peuietky lleHHeTa u onpenensieM BO3MOKHBIE 3UTOThI (T€HOTHUIIBI
JeTeil), 00paszyromuecs Npy CaIy4yailHON BCTpede U CIAUSHUU ITUX raMerT.

CxemaTuyecKku 3alMCchIBA€M B TEHHOM BbIPpA)KCHUU:
I'pynna KpOBU

(dpenotunsr) P 1 v 1 v
I'eHOTHIIBI OAA o g A OAD  x ZAB
I"'ameThl A A 0 A A B
Twumel 3Urot AA AB A0 AB AA OB
I'pymna “kposu y -y v nm v | I

neteit (GeHOTHIIBI)

Otgert. Jletu moryt umets moOyto rpymnmy kposu (II, III, IV), kpome 1. D10
OOBSICHSIETCSl THUIOTE30M YHCTOTHI raMeT W 3aKOHOM MeHenss paclierieHus
MOTOMCTBA B pe3yJbTaTe CIy4allHOW KOMOMHAIIMU TpeX ajleNbHBIX reHoB A, B, 0
IO J1BA.

Pesyc — daktop

B 1940 r. K. Jlanmmureiinep u A. BuHep o0OHapyXWiau aHTHUTEH,
collepKalluiicss B KpOBU 4YelIOBeKa M Makaku - pesyc, - pesyc-dakrtop (Rh).B
OPOCTEMIIEM CiIy4yae pe3yc — mnoJiokuTenabHocTh (Rh) nomuuupyer Ham pesyc-
oTpuuarenbHocThio (rh). M3BectHO, uTO0 85% mMojel ABISIOTCA  pe3yc-
MOJIOKUTENbHBIMU U 15% - pe3yc-oTpUIlaTeIbHbIMU.

YcraHoBIEHO, UTO pe3yc-PakTop OMpeaeisieTcsl PAIOM TECHO CUEIICHHBIX
reHOB, 4YTO O0OycloBiMBaeT OojblIOe pa3HOOOpa3We BapUAHTOB pe3yc-
HecoBMecTUMOCTH. Kpome TOoro, moka3zaHo, 4TO HECOBMECTUMOCTb IO pe3yc-
dakTopy MaTepu M TIUIOAA SIBIAETCA TNPUYMHON HMMYHHOTO KOH(IIHKTA,
OPUBOJALIETO K  ApUTPOOIACTO3y IJIOJa M TeMOJUTUYECKON  OoJie3HU
HOBOPOXKJEHHBIX. VIMMYHHBIM KOH(JIUKT BO3HHKAET Yy pe3yC-OTPHUIATEIbHON
Marepu (rhrh) u pesyc-nonoxurensaoro mwiojga (RhRh u Rhrh).

B mepuon OepeMeHHOCTM y Marepu HAuMHAIOT BbIpabatbiBaThes Rh-
aHTHUTENa, KOTOpble T'yOUTENbHO NEHUCTBYIOT Ha PE3yC-MOJIOKUTEIbHBIA OenoK
KpoBH 11071a. OCOOEHHO OMpPacHbBI BTOPHIE U MOCIEAYIONINE PObl, KOT/Ia aHTUTENA
B KpOBM MaTe€pu HAKAIIMBAIOTCA B OOJIBIIOM KOJIMYECTBE. DTO MPUBOIUT K
POXKJIEHUIO  JIeTel, CTPaJalolIMX aHEeMHUEH, TeMOJUTUYECKOH O0OJIe3HBIO
(OKeNTyXOW) U IPYTUMH TATOJOTUSIMH.

OCHOBHOM €roco0 JeueHus! IPUTPOOIIACTO3a — yAaJeHUE aHTUTEN U3 KPOBU
00JBbHOTO pebeHKa M 3aMelleHHe KpOBU (MepeuBaHUe KpOBU Cpa3zy MocCIie

POXKIICHHUS).
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3agauu 1J19 CaMOCTOATEILHOTO PellieHn sl

21. Onpenenure U OOBSCHUTE, KAKUE TPYIIIBI KPOBU BO3MOXKHBI Y JIETEH: a)
eciv y ux marepu | rpynma, a y otia - Il rpynmna kpoBu; 6) eciu y marepu | rpynmna, a
y otua — [V rpynna kpoBu; B) eciu y Matepu I rpymma, a y otia — I rpynmna kposwu.

22. B ponuiabHOM JOME NEPENyTAId JABYX MAJIBYMKOB (HA30BEM MX YCIOBHO
HNkc Urpek). Poautenu ogHoro u3 Hux mmeroT I m IV rpynmel KpoBu, poauTenn
Broporo — | u III. JIaGoparopHsIii ananu3 nokasai, y Urpeka — I, y Mkca —II rpymnmna
KkpoBH. Onpenenure, KTO Y€l ChIH.

23. B gpyrom poauiabHOM JOME MEpenyTad ABYX JI€BOYEK (HA30BEM HX
ycnoBHO Aunbga u beta). Ponutenn ogxoit u3 Hux umerot Il u IV rpynmsr kposu, a
poautenu apyroit — [ u Il rpynmel. JlabopaTopHslil ananu3 nokasai, 4to y Anbgsi —I,
a'y betsl — Il rpymnmna kpoBu. Onpenenure, KT0O Ubs J0Yb.

24. OObscHUTE: a) KaKue TPYIIbl KPOBU BO3MOXKHBI Y JIETEH, €CIIU Yy MaTepu
II rpynma, a y ota — IV rpymnma kpoBu; 6) BO3MOXKHO JIM ITyTEM HCCIIEAOBAHUS
rpynnbl KPOBH TOYHO OMPEAENINTh, KTO Y€ ChIH (CM. 33] 2), €CIH POAUTENN OJHOTO
13 MaibuukoB UMEIOT I u III rpynimel kpoBu, a poautenu Broporo - I u Il rpynmy; B)
B KaKOM ciTydae (Ipy KaKOM T'€HOTHUIIE) AETH HE MOTYT YHACIIEA0BATh TPYIITY KPOBU
HU OT MaTepH, HU OT OTIIA; MoYeMy?)

25. Oren;r pebeHKa — TOMO3UTOTHBIM Pe3yC-MOJIOKUTEIbHBIN (P+), mMath —
pesyc-otpuniarenbHbiid (P™). Onpenenure u 00OBICHUTE: a) KAKOW TeHOTHN U (DEHOTHUIT
pebenka; 6) YTO MPOU30IIET B OpraHM3ME MaTepy, €CIM KPOBb Pa3BHBAIOLLIETOCS B
MaTKe 3apoApllla IONAeT Yepe3 MOoCIe] B KPOBb MAaTEPH, a KPOBb MaTepy — B KPOBb
3apO/IbIIlIA; B) MOUEMY BTOPOIl p€OEHOK OT 3THX POJIOB MOXKET POJIUTHCS MEPTBBIM.

26. O0ObsicHUTE: a) Yy KakOW KEHIIUHBI 1o pe3yc-paktopy (P + wmm P - )
UCKIIIOYEHA BEPOSITHOCTh 3a00JeBaHUsI PEOCHKA TIeMOJMTHYECKON IKEITYXOM;
noyemy; 0) MOXHO Ji1 peOeHKY (PELMITHEHTY), Y KOTOpPOro KpoBb I rpynmsl u pesyc-
MOJIOXKUTENIbHAS, TIEPEIUTh TOHOPCKYIO PE3YC-TIOJOXKHUTENBHYIO KPOBb | rpynmbl; B)
NEPENTUTh PE3YC-OTPULIATEIBHYIO TOM K€ IPYMIIBL.

27.B cembe, Tre keHa uMeer I rpynmy kpoBu, a My — [V, poauncst CbiH-
naneToHuK ¢ III rpynmoi kpoBu. OGa poauTenst pa3idyaroT IBETa HOPMAJIBHO.
Omnpenenure BEPOSTHOCTb POKIEHUS 3I0POBOTO ChIHA M €r0 BO3MOXKHBIE T'PYIMIIbI
KpoBU. HarmoMHuM, 4TO TanbTOHU3M HACIENYETCsSl KaK PELIECCUBHBIN CUEIUICHHBIN C
X-XpOMOCOMOM MIPU3HAK.

28. B cembe y Kaperyia3bix poauTelieil 4eTBepo NeTel: ABOe roayooriasbix ¢ |
u IV n nBoe kapernaseix co II u III rpynmamu kpoBu. Onpenenure BEpOSITHOCTD
POXICHUS CIICAYIONIET0 peOeHKa ¢ Kapumu Triazamu u ¢ | rpymnmoii kpou. KakoBsr
TEHOTUIIbI POJIUTENEH AeTel?

2.4 Tu- v noauruOpuaHoe CKpelMBaHue NMPH He3aBUCMMOM KOMOWHM-
POBAHHMY NMPU3HAKOB

CkpemuBaHue 0co0€H, pa3IUYaroIMXCs 0 JIBYM IapaM allbTepHATHBHBIX
MPU3HAKOB, Ha3bIBaeTCs OucubOpuonvim. CKpenmBaHue ocoOel, pa3andaromuxcs
110 MHOTUM TIPU3HAKaM, Ha3bIBACTCS NOAUSUOPUOHBIM.
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[Tpu au- ¥ MOTUTUOPUTHOM CKPEITUBAHUK MOTYT OBITh /TBA BApUAHTA.

[lepBblii — HEAJUIENbHBIE TE€HBI PACIIOIOKEHBI B OAHOM Mape rOMOJIOTMYHBIX
XpOMOCOM (B 3TOM CITy4yae I'eHbl CLIETUIEHbI MEXI1y COO0N 1 HaCIEAYIOTCSI BMECTE);
BTOPOU — I'€HbI PACHOJIOKEHBI B HETOMOJIOTHUYHBIX XpOMOcOoMax (IIpU Meio3e pac-
XOJIATCA B TaMEThl HE3aBUCHUMO JIpYT OT JIpyra, 00pa3ysi BCEBO3MOXKHbIE KOMOMHA-
IIMU B 3UTOTE).

PaccMoTprM HacneroBaHUE MPU3HAKOB, TEHBI KOTOPBIX HE CLEIUICHBI.

3ajauu A1 CaMOCTOSITENIBHOTO PEIECHUS

29. TemHoBosiOCast TOdyOOrnasas >KEHIIMHA, TOMO3UIOTHas TO JIBYM
aljensM, BCTymujaa B Opak € TEMHOBOJOCHIM TOJyOOria3piM MY>KUYHMHOH,
rE€TEPO3UTOTHBIM MO MepBOM ayienu. KakoBbl BEpOsITHBIE TEHOTHUIIBI IETEH?

30. TemHOBOJIOCAs KEHIIMHA C KYIPSIBBIMU BOJIOCAMH, F€TEPO3UTOTHAS IO
MepBOMY TPHU3HAKY, BCTYMUJA B OpaK ¢ MYKYMHOUW, UMEIOIMIUM TEMHBIC TJIAJKHUE
BOJIOCBI, TE€TEPO3UTOTHBIM N0 NEPBOM amienu. KakoBbl BEPOSITHBIE T€HOTHIIBI
nerei?

31. PeueccuBHbie Te€HBI (a) W (C) ONPENENSIIOT TPOSIBICHUE TaKUX
3a00eBaHU y YeloBeKa, KaK IiyxoTa W aJbOUHM3M. VIX NOMUHAHTHBIE ajljieNnu
KOHTPOJIMPYIOT HacJl€AOBaHUE HOPMAaJbHOro ciiyxa (A) M CHHTE3 NUIMEHTa
menannHa (C). I'ensl He cueruieHbl. Poaurenn MMET HOPMAJIBHBIA CIIyX; MaTh
OproHeTKa, orell alnbOuHOC. Poaunncey Tpu OJHOSHIOBBIX ONM3HENa OOJIbHBIE 10
AByM mnpu3HakaMm. KakoBa BepOsSTHOCTH TOTO, UYTO CIEAYIOIUN pPeOEHOK B ATOU
cemMbe OyneT umeTh 00a 3aboeBanus?

32. MyX U K€Ha HMEIOT BbIOIIMECS (KyApsABbIE) TEMHBIE BOJOCHL. Y HHUX
poawics peOEHOK C KyIpSIBBIMH CBETJIBIMH BoJiocaMH. KakoBbI BO3MOKHBIE
TE€HOTHIIBI POIUTENEH?

33.KeHnmHa co CBETABIMH MpPSMBIMH BOJOCAMU BCTymWjia B Opak C
MYKUYMHOM, UMEIOLIUM TEMHBIE BBIOIIUECA(KYAPSABBIE) BOJOCHL. KaKOBBI T€HOTHUIIBI
ponutenei? Kakumu MOTyT ObITh TEHOTHIBI M (PEHOTHUIIBI JIETEH ?

34. B cembe poauiics roJiy0oTiia3blii TEMHOBOJIOCHIA PEOCHOK, TTOXO0XKUN T10

ATUM MpHU3HAKaM Ha oTua. Math y pebeHKka kaperiasas TeMHOBoJIOcasi, Oadymika
0 MaTEPUHCKON JIMHUU — roJiyOoriazas TeMHOBOJOCas, ASAyIIKa — Kaperias3bli
CBETJIOBOJIOCHIA, a 0adylika M JeAylika MO OTIOBCKOM JIMHUU — Kaperiasble
TEMHOBOJIOCHIE.
CocraBbTe CXE€MY POJIOCIOBHOM 3TOTO poJia U ONPEAEIINUTE: a) KAKOBBI F€HOTHIIBI
BCEX YNOMSHYTHIX JIUII; 0) KaKOBa BEPOSITHOCTh POXKJIECHUS B 3TON CeMbe roiry0o-
IJ1a30T0 CBETIIOBOJIOCOTO PeOEHKA; B) KAKOBA BEPOSITHOCTh POXKACHUS Kaperiaa3oro
CBETJIOBOJIOCOTO pebeHKa?

2.5 HacienoBaHme npy B3aMMOAeliCTBUM FeHOB

VY yenoBeka OYEHb MaJIO MPU3HAKOB, KOTOpPBIE O0YCJIOBJIEHBI OJHOW Mapou
aJlIeNbHbIX TeHoB. Kak mpaBuio, Ha OJUH NMPU3HAK BIUSAET HECKOJBKO HEallIelb-
HBIX T€HOB. VI3BECTHBI TaKu€ TUIIbI B3aUMOJICHCTBUS HEAJJIEIbHBIX T'€HOB KaK 3I1H-
CTa3, KOMILIEMEHTApHOCTb, IOJIUMEPHSL.
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KomnuiemeHnTapHo€e (HONOJHUTENIBHOE) B3aUMOIEUCTBUE — 3TO SABJICHUE, IIPU
KOTOPOM JIBa HEAJIJIEJIbHBIX T'€Ha 00YCIIaBIMBAIOT Pa3BUTHE HOBOrO Mpu3HaKa. Ec-
JIM TEHBI JIe)KaT B Pa3HBIX IIapax XpOMOCOM, TO B JAJBHEUIIEM MPOUCXOIUT pac-
LICTUICHHE, B OCHOBE KOTOPOTO JIEKAT 3aKOHBI, YCTAaHOBJIEHHbIE MeHzeneM u co-
OTHOIIEHUS Pa3HbIX (PEHOTUIIOB U I'€HOTUIIOB IPU PACIICTIIIEHUH IMPEACTABISAIOT
oaHy u3 Moaudukauii popmynsl 9:3:3:1=9:7=9:6:1

IIo Ty KOMIUIEMEHTApHOCTH HACIEAYETCS Y YEJIOBEKAa TAaKOW MPU3HAK KaK
HOpMaJbHBIN chnyx. Ecnu mpeamonoxuts, yTo TeH A 00ycliaBIuMBaeT pa3BUTHE
KOCTHOT'O JJaOMpPUHTA, a TeH B oTBeuaeT 3a ero MHHEPBALMIO, TO JIIOAU C XOPOIIUM
CIIyXOM MMEIOT TeHOTUN A-B-, a tnyxue aaB- unu A-66. HopmanbHblil ciyx obec-
NEYMBAETCS B3aMMHBIM JOMOJHEHUEM (KOMILJIEMEHTAPHOCTHIO) JOMUHAHTHBIX T'€-
HOB. Ecnu B Opak BCTymaroT J0AM ¢ pa3HbIMU (POpMaMU HACIIEACTBEHHON TIyXO-
Thl, TO UX JI€TU MOTYT UMETh HOPMAJIbHBIN CIYX, MOCKOJBKY PELECCUBHBIE T'€HBI
KaXXJ0ro U3 poauTeneil OyayT B3aMMHO MOJaBIsAThCs. B To ke Bpems B Opakax
JIOJEH C HOPOMAJIBHBIM CIIyXOM, HO SIBIISIFOIUXCS T€TEPO3UTOTHBIMU HOCHTEIISIMU
PELECCUBHBIX T€HOB, MOTYT POXKAATHCS TIIyXUE JETH.

P Aass  x aaBB

rIyxoTa rIIyxoTa
F, AaBe X AaBe
HOpMa HOpMa

F, 9/16 A-B- —HopwMma,
3/16 A-86 — rnyxora,
3/16 aaB- — rmyxora,
1/16 aaBB — riyxota

(9 cnplmamux : 7 rioyxux)

Omeem: BEpOATHOCTb POKIEHUS rIyxoro pedbenka 7/16.

Onucras3 — 3T0 SABJICHHUE, IPU KOTOPOM OJIHA Mapa I'€HOB MOJABISAET APYTYIO
HeauieNnbHy10. ['eHbl — MOAaBUTENHN HA3bIBAIOT HHTHOUTOPAMH HIIA CYIIPECCOPAMHU.
B kauecTBe cympeccopoB MOTYT BBICTYNATh KaK JOMHUHAHTHbBIE T€HbI (JOMUHAHT-
HBIM 3MKCTAa3), TaK U PELECCUBHBIE (PELIECCUBHBIN AUCTA3).

B ciyyae TOMUHAHTHOTO BMHKCTa3a MPU CKPEIIMBAHUM IUTE€TEPO3UTOT BO
BTOPOM IOKOJIEHUU paciuerienue no ¢penoruny 9:3:3:1 npuobperaer Bua 12:3:1
win 13:3, MOCKOJbKY B OAHOM (PEHOTUNMUYECKOW TpYIIEe OKa3bIBAIOTCA 0COOU C
OJIMHAKOBBIMH IOMUHAHTHBIMHU T'€HAMHU.

B ciywae peneccuBHOro 3mmcrasa pacuiermiieHne umeer Bun 9: 3: 4, mno-
CKOJIbKY B OJIHOM (P€HOTHUIIMYECKOM I'PyMIE OKa3bIBAIOTCS 0COOU C OJUHAKOBBIMU
pereccuBHbIMU reHaMu: 3 aaB- + 1 aass =4 aa- - unn 3 A-66 + 1 aass = 4 —66

VY yenoBeka nMeeTCS HEMAJIO MPUMEPOB AMUCTATHYECKOT0 B3aUMOICUCTBHS,
KOTJla TOT WJIM MHOW IOMUHAHTHBIN I'€H HE MOoJydaeT (EHOTUIMHUYECKOTO MPOsBIIe-
Hus. Hanpumep, nonuaaktunus (IIeCTUNAIOCTD), Oyaydd MPU3HAKOM JOMMHAHT-
HBIM HE MPOSBIISIETCS Y POAUTENEH, UMEIOIINX T'€HbI-CYIIPECCOPHI, HO MPOSBISAETCS
y UX Je€TeH, He UMEIOIIUX CYIIPECCOPOB.
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[Tonumepuss — 3TO B3aUMOJAECHCTBHE HEAIECIbHBIX T'€HOB OJHO3HAYHOI'O
nevicteus. [lonmumepust MOKeT OBITh KYMYJISITUBHOM WJIM aJIUTHUBHOM, Torda (e-
HOTHUII OpraHW3Ma ONpPEAEAeTCs 030 JOMHUHAHTHBIX T'€HOB WJIM HEKYMYJISITUB-
HOH. [Ipyu HEKYMYIATUBHON MOJUMEpUH (DEHOTHUI ONPEACISETCS HATUIUEM JIOMHU-
HAHTHBIX T'€HOB, HE3aBUCHUMO OT JI03HI.

[TonrumepHbie TeHbI 0003HAYAIOTCSI OJIMHAKOBBIMH OYKBaMH C COOTBETCTBY-
IOIIUM MHJEKCOM. Hampumep, Tpu mapbl MOJUMEPHBIX T€HOB MOXKHO 0003HAYUTH
A1 Al Az Az A3 A3, WJIHn a; a; ap ap as asz,

[IpuMepoM KyMyJISITUBHOW TOJIMMEPHUM SIBJISIETCS HACJIEIOBAHUE OKPACKHU
Koku U BoJioc. [Ipenmnonaraercs, 4To 3a OKPAacKy KOXKHM OTBEYaeT 3 mapbl I'€HOB,
Toraa:6 TOMUHAHTHBIX T€HOB — OU€Hb YEPHAS KOXKa

5 NTOMHHAHTHBIX T€HOB - OY€Hb KOPUYHEBAS KOXKa

4 NTOMUHAHTHBIX T'€HA - TEMHO-KOPUYHEBAS KOXKa

3 IOMUHAHTHBIX T€HA -  KOPUYHEBAas KOXka

2 TIOMUHAHTHBIX T€HA -  CBETJIO - KOPUYHEBAS KOXKa

0 TOMUHAHTHBIX T€HOB - 0Oeas KoxKa

3a IBET BOJIOC MPEITIONIOXKUTEIBLHO OTBEUAIOT 4 mapbl TeHOB. B 3TOM cityyae:

8 IOMMHAHTHBIX T€HOB — YEPHBIE BOJIOCHI

"7 TJOMUHAHTHBIX T€HOB — OY€Hb KOPUYHEBBIE BOJIOCHI

6 TOMMHAHTHBIX T'€HOB — TEMHO-KAIIITAHOBBIEC BOJIOCHI

5 TOMUHAHTHBIX T'€HOB — KaIITAHOBBIE BOJIOCHI

4 NTOMUHAHTHBIX T€HOB — CBETJIO-PYChIE BOJIOCHI

3 TOMUHAHTHBIX TEHOB — PHDKEBATHIE OJIOHIHMHBI

2 TOMHHAHTHBIX T'€HOB - OJOHIMHBI

1 TOMMHAHTHBINA I'e€H — OYEHb CBETJIbIE OJIOHIMHEI

0 TOMHMHAHTHBIX T€HOB — aJTbOMHOCHI

[TockonbKy Ha pealu3alMi0 T€HOTHIIA OKAa3bIBAIOT BO3JIEUCTBHUE CPEIOBbBIC
(haKTOphl U TEHETUYECKOE OKPYKEHHE, TO OJIMH M TOT K€ I'€HOTHUIl MOXKET UMETh
pazHoe (peHOTUIMYECKOoe MpOosBIeHUE. [ XapaKTepUCTUKU TIPOSIBJICHUS] TEHOB B
ontorenese H. B. TumodeeB — PecoBckuii BBen B 1927 roay 1Ba MOHATHS — TIEHE-
TPAHTHOCTh M JKCIPECCUBHOCTH. [I€HETPAaHTHOCTh XapPAKTEPU3YETCA BEPOSITHO-
CTBIO TPOSIBJICHUS T'€HOTHIA B (PEHOTHIE WM MHAYE - MPOOMBAEMOCTBIO I'€Ha B
MPU3HAK, U BBIpAXKAETCS B MpoleHTax. s onpeneseHus: MeHETPAHTHOCTH HYKHO
3HATh YUCJIO OCOOEW B MOMYJSIUM, OOJAAIONTUX OMpPENCIEHHBIM T€HOTHIIOM, U
qucio 0co0el, y KOTOPhIX JaHHBIA T€HOTHN peanu3oBaiics B penotun. Ux otHo-
IIICHUE, BEIPAXKEHHOE B TIPOIICHTAX, U Oy/IeT YKa3bIBaTh HAa MIEHETPAHTHOCTh. TaK y
YesloBeKa MEHETPAHTHOCTh BPOXKJIEHHOTO BBIBHXaA Oenpa cocTaBisieT 25 %. Oto
3HAYUT, YTO TOJBKO Y4 BCEX TEHOTHUIIOB MPOSBISIIOTCS B (DEHOTHIIE, TaK TCHE-
TPAHTHOCTb MOJATPbI COCTABIIAET y MyXK4UH 20%, y xeHIuH — 0%.

DKCIPECCUBHOCTD — ATO CTENEHb (PEHOTUITUYECKOTO MPOSBICHUS T'eHa. DKC-
MIPECCUBHOCTh OINPEICIACTCA MO CTENEHU MNPOSIBICHUS MPU3HAKA. ODKCIPECCUB-
HOCTb MOXET OBITh MOCTOSIHHOM, €CJIM OTCYTCTBYET M3MEHUYMBOCTH MPHU3HAKA WIIU
Bapbupytomen. [IocTosiHHAsE SKCIPECCUBHOCTh XapaKTEepHa, HAIIPUMED, JJ1sl TEHOB,
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oTBeYaroumx 3a rpymnmsl kposu ABO. B ocHOBe BappupymoIlIeil 3KCIPECCUBHOCTH
JIekKAT BIUSHUS F€HOTUIIMYECKON W BHEIIHEN cpenbl. CTENneHb 3KCIPECCUBHOCTH
OLICHMBAETCS C MOMOUIBIO CTATUCTUYECKUX NOKaszaTenei. [Ipumepom BapbHpyro-
1IN DKCIPECCUBHOCTU SIBISIETCS BO3PACT IPOSIBICHUS CUMIITOMOB Xopeu I'en-
TUHI'TOHA, KOTOPBI BapbUPYET B IIUPOKHUX MPEAENax, HAUYMHas C MIIAICHYECTBA U
3aKaHYMBAas MMOKUJIBIM BO3pacToM cBbliie 70 JeT.

VY denoBeka HacneACTBEHHAs MH(OpMAIUs 3aKJII0YeHa HE TOJILKO B XpPOMO-
coMax, HO U B mutoxoHapuansHou /IHK. B Hacrosiee BpeMs mOJIHOCTBIO pac-
nm@posana MJIHK u BbIsicHeHa opranuzanus ee reHOB.

3amavu 1JI CAaMOCTOATEIBHOTO PellleHUus

35. YV uyenoBeka uMeeTCsl HECKOIBKO (DOPM HACIEICTBEHHOU OIU30PYKOCTH:
ymeperHas (ot —2, 0 mo —4, 0) u Bwicokas (Bbime —4, 0). OHU 00yCIOBICHBI
ayTOCOMHBIMH IOMWHAHTHBIMU (A 1 B) He criemieHHbIMU Mexay cobol reHamu. B
ceMbe, I7ie MaTh OblIa OJM30PYKOM, a OTel UMeJ HOPMAaJbHOE 3PEHUE, POAMIOCH
JIBOE JIETEH: 104b U ChIH. Y JJoUYepH OoKazaslach ymepeHHas (hopma OJIM30pyKOCTH, a
y ChIHA - BBICOKaSI.

KakoBa BeposITHOCTh POXKACHUS CIEAYIOIIEr0 peOeHKa B CEMbE 3JJ0POBBIM,
€CJIM HW3BECTHO, YTO Yy Marepu OJU30PYKOCTBIO CTpajaid TOJIbKO OAUH W3
ponutenei?

Cnenyer uMeThb B BHJY, YTO Yy JIIOJIEH, MMEIONIMX TeHbl o0eux Gopm
OJIM30PYKOCTH, MMPOSIBIISIETCS TOJIHKO OFJHA — BBICOKASI.

36. PocT uenoBeka KOHTPOJIUPYETCS HECKOJIBKUMHU MapaMy HECUETUICHHBIX
TE€HOB, KOTOPBIC B3aUMOJECUCTBYIOT IO THUNYy moiuMmepun. Ecim mpeneOpedb
dbakTopamMu cpefpl U YCIOBHO OTPAHMYUTHCS JIMIIh TPEMsS IapaMd TEHOB, TO
MOXHO JOMYCTUTh, YTO B KAKOW-TO MOMYJISIIIUU CaMble HU3KOPOCIBIE JTIOJIA UMEIOT
Bce peneccuBHble U pocT 150 cMm., camble BBICOKHE — BCE JJOMUHAHTHBIE T€HBI U
poct 180 cm.

A). Onpenenure pocT JHOJEH, TETEPO3UTOTHBIX MO BCEM TPEM IapaM I€HOB
pocrTa.

b). Huskopocnas keHnmHa BbIIUIA 3aMYX 32 MYXYUHY CPEIHETO pocta. Y
HUX OBLIO YETBEPO JeTel, KOTOpble UMeH pocT 165 cm, 160 cm, 155 cm u 150 cm.
Onpenenure reHOTUIIBI POAUTENEN U UX POCT.

2.6 CueniieHHOe HacJIeJ0BaHHE M KPOCCHHIOBEp

Panee mMbl paccMOTpenu AUTHOPUAHOE CKPEIIMBAHUE U YACHUIIM, YTO HE3a-
BUCHUMOE KOMOMHHPOBAHUE MPU3HAKOB OOBSICHSAETCS TEM, UYTO pACHICTIICHHE OJ-
HOW Mapbl aJJIENbHBIX T€HOB, OMPEEISIONINX COOTBETCTBYIOIUE MPU3HAKH, MPO-
UCXOAUT HE3aBUCUMO OT Apyroi mapbl. OJHAKO 3TO HAOMIONAETCS TOJIBKO B TOM
cllydae, KOTrJa TeHbl Pa3HbIX Map HaXOAATCA B Pa3HBIX Mapax XpOMOCOM U MpHU 00-
Pa30BaHMU MOJIOBBIX KJIETOK TMOpHIa B Meii03€ OTIIOBCKHE U MAaTEPUHCKHE XPOMO-
COMBI HE3aBUCUMO KOMOMHHUPYIOTCA. OIHAKO KOJIMYECTBO XPOMOCOM OYEHb Orpa-
HUYEHO 110 CPABHEHUIO C KOJMYECTBOM MPHU3HAKOB, KAXKIBIH U3 KOTOPBIX pa3BUBA-
eTcs 0] KOHTPOJIEM OMpeesIeHHOro TreHa. Tak, y Apo30(uiibl U3BECTHO OKOJIO
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7000 reHoB mpu yeTbipex napax xpomocom. [Ipenmnonaraercs, 4To y 4elIOBEKa HE
MeHee 50 ThIC. TeHOB mpH 23 mapax XpoMocoMm U T.1. OTCIoa OYE€BUIHO, YTO B
KaKJI0M Tmape XpoMOCOM JOJKHBI OBbITh JIOKAIM30BaHbl COTHM ayeneil. Ecrte-
CTBEHHO, YTO MEX/y T€HaMH, KOTOpbIe HAXOJSATCSA B OJIHOM XpoMocoMme, HabJto1a-
€TCsl CUEIUJICHUE M MU 00pa30BaHUU TMOJOBBIX KJIETOK OHH JIOJKHBI MEpeaaBaThCs
BMECTE.

CuennenHoe HacienoBaHue B 1906 r. OTKpbUIM AHTJIMMCKUE TEHETUKHU Y.
batcon u P. Ilenner, Ho npupony 3toro sBieHus B 1910 r. Bersicaunu. T. Mopran
u ero corpyanuku K. bpumxkec u A. CepreBant. Mopranom cieiiad BbIBOJ O TOM,
YTO TEHBI, PACIIOJIOKEHHBIE B OJHONW XPOMOCOME, MPECTABISIOT COOOUW TPymIy
CUEILICHHUS.

CuenieHue reHOB — 3TO COBMECTHOE HACJIEIOBAHKUE T€HOB. PACIIOIOKEHHBIX
B OJIHOM U TOM ke XxpomocoMe. KonnuecTBo rpynn CenjaeHnus: COOTBETCTBYET Tall-
JIOUJTHOMY 4HuCIy XpomocoM. Hampumep, y apozodusnsl 4 rpymnmnsl ClUEIUICHUS, Y
YyesoBeKa - 23, y KpyImHOro poraroro ckora - 30, y cBuHen — 19 u 1.1.

['eHpl pacnonokeHbl B JUHEWHOW IMOCIEA0BATEIBHOCTH B XpPOMOCOMax M
HaxXOJSTCS HAa ONIPEAECIEHHOM PACCTOSIHUU APYT OT APYTa.

B 3aBucuUMOCTH OT paccTOsSiHUSA MEXKIYy T€HaMU CLEIJIEHUE MOXKET ObITh
MOJIHBIM ¥ HENOJHBIM. [Ipy MOJHOM CUEIJIEHUH T€HBI BCETAA MEPEIAOTCS BMECTE.
B sTom cnydae mpu Meiiosze nu-. Tpu-, MOMUTHOpUIHAsE 0coOb criocoOHa 00paso-
BBIBaTh CTOJIbKO PA3JIMYHBIX THUIOB T'AMET, CKOJIBKO U T'€TEPO3UTOTHAS 110 OJTHOMY
MPU3HAKY, TO €CTh JBa.

[Tpu AUruOpPUAHOM CKpPEIIMBAHUY TEHOTHUITBI 0COOEH YCIIOBHO 3alMCHIBAIOT
tak: AB//ab; Tpuru6punaom — ABC/abc, a rametst — AB, ab, ABC, abc cootBeT-
CTBEHHO.

[IpruurHOM HENMOJHOTO CUEIUIEHUS SIBJISETCS KPOCCHUHIOBEpP (IEpeKpecT
xpoMocoM B 1 nenenun meiio3a). OOMEH INeHETUYECKUM MaTepuajoM B Meno3e
OPOUCXOIUT MOYTH OYKBAJIBHO MEXAY BCEMH TOMOJOTHMYECKHMMH XPOMOCOMAMHU.
["ameThl 1 0COOM ¢ HOBBIMU COYETAHUSIMU MPU3HAKOB, MOSBUBILUXCS B PE3yJIbTATE
KPOCCHUHTOBEpA, Ha3bIBAIOTCSI KPOCCOBEPAMU WJIM PEKOMOMHAHTAMU, a CaMo sIBJIE-
HUE — TCHETUYECKOU PEeKOMOMHAITUEH.

[Tpu muruOpugIHOM CKpEIUMBaHUM B PE3yJIbTaTe KPOCCUHIOBEPA BOSHUKAIOT
HOBBIE TUIIbI TaMeT — Ab u aB.

UeM nanpliie pacmnoioKeHbl B XpOMOCOME T'€HBI APYT OT ApYyra, TEM MEHbIIIE
“criia CLEIUIEHHS W TEM Yallle MKy HUMHU MMPOUCXOAUT KPOCCUHIOBEp. I'aMeThl.
Yy KOTOPBIX aJUIeJId F€HOB TE€ K€, YTO U B KJIETKAaX POJUTEIICH, Ha3bIBAIOT HEKPOC-
COBEPHBIMH, a TaMEThI, Y KOTOPBIX B pe3yJIbTaTe€ KPOCCUHIOBEpa alielid U3MEHHU-
JIUCh — KPOCCOBEPHBIMH.

YacToTa KpOCCCHHTOBEpA OMPENEAeTCS B MPOLIEHTAaX W IMOKa3bIBa€T pac-
CTOSTHUE MEXKY T€HAMH.

n
1

Yacrora kpoccurrosepa = — -100%
n

rac ny- 4Yucjio KpoCCOBEPOB;
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n- 0011ee YNUCI0 NOTOMKOB.

KonnuecTBOM KpOCCOBEPHBIX OCOOEH XapaKTEPU3YIOT MOJIHOTY CLEIUICHUS
uccienyeMbix reHoB. [Ipy 3TO 3a yCIOBHYHO €QUHUIly CUEIUICHUS WM OTHOCH-
TEJIBHOTO PacCTOSHUA (IEpEeKpecTa) MEKAy IeHaMu IPUHAT 1% KpoccHHrosepa.
OTa eMHUIA HAa3bIBAETC MOPTraHUI0i I CAHTUMOPOM.

KonnuectBo kpoccoBepHbIX ocobeit Hukoraa He npesbliinaetr 50%, T.K. npu
OUY€Hb OOJIBLINX PACCTOSIHUSX MEXKIY F'€HaMH Yalle MPOUCXOAMUT JABOMHOM Kpoc-
CHUHTOBEp U YacTh KPOCCOBEPHBIX 0COOEH OCTAETCS HEYUYTECHHOM.

ITo yacToTe KPOCCHHIOBEPA ONPEAEISIIOT PACCTOSHUE MEXAY '€HaMH, CTPO-
AT KapThl XpOMOCOM, T.€. MOCJIEI0BATEIbHO PACIOIAralOT T'€Hbl B JUHEHHOM IIO-
pSAAKE Ha ONPENEIEHHOM pacCTOSHUU APYr OT Apyra mo JJIMHE XpoMmocoMsl. [lpu
INOCTPOCHUU KapT XPOMOCOM IIOJIB3YIOTCS pPe3yJbTaTaMH TMOPUAO0IOrHYECKOIO
aHaJIM3a, B YACTHOCTH, AHAJIM3UPYIOIIEr0 CKPEIUBAHUS.

JlomycTuM, 4TO MpU TMOPUAOIOIMYECKOM aHAIM3€ IMOJYYEHO CIIEAYIOIIee
KOJIMYECTBO KPOCCOBEPHBIX 0COOEH 10 OJJHOM IrpyIIe CLEIICHUS U3 YETIPEX IPHU-
3HakOB A U B — 2%, Au C — 7%, A u J1 — 10%. Otcrona, npuHsB 32 Ha4aJIO XPO-
MOCOMBI JIOKYC C T€HOM A, KapTy PacloOJIOKEHMs I'€HOB Ha JTaHHOM XpOMOCOME
MO>KHO U300pa3uTh TaK:

A B C D
| | | |
o 1 7 1o

TumnoBag 3amaya
VY npo3oduisl IpU3HAKK OKPAcKU Teja U (OPMbI KPbUIbEB CLEIIIEHBL. TeM-
Has (4epHasi) OKpacKa TeJsla peLecCUBHA 0 OTHOLICHUIO K CEpOil, @ KOPOTKHUE KPBbI-
Jbsl — K JUIMHHBIM. B abopartopuu CKpenuBaiCh CEpbIE NJIMHHOKPBUIbIE CAMKH,
TeTepO3UTrOTHBIE IO O0OMM MpPHU3HAKaM, C CaMIlaMHi, UMEIOIMMHU YEepHOE TeJl0 U
KOPOTKHE KPBUIbS. B IOTOMCTBE OKa3a0Ch CephIX AIMHHOKPBUIBIX ocoOeit 1394;
YEPHBIX KOPOTKOKPBUIBIX — 1418, 4epHBIX JUIMHHOKPBUIBIX — 287, cepbhIX KOPOTKO-
KpbUIbIX — 288. OnpenenuTe paccTOsTHUE MEXAY TeHaMHU.
Pemenue 3anaun
TemHas okpacka — a, cepast OKkpacka — A,
KOPOTKHE KPbUIbs — B, JNIMHHBIE KPbLIbs — B.

P Q AB//ab X Jab//ab

I'ameThI AB ab Ab ab Ab aB
HE KPOCCOBEPHBIE KPOCCOBEPHBIC

F1  cepsie YEpHBIC cepble YEpHBIC

JTUIMHHOKpP. KOPOTK. KOPOTK. JTUTUHHOKD.
AB//ab ab//ab Ab//ab aB//ab
1394 1418 288 287

MMOTOMCTBO, MTOJIy4YEHHOE MMOTOMCTBO, MOJIy4YEHHOE

C y4acTHEM HEKPOCCOBEPHBIX C y4acTHEM KPOCCOBEPHBIX

ramer (IIOJIHOE CKPEIIMBAHKE) raMer.
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YacToTa KpOCCHHIoBepa = L *100%=(288+287/3387)*100%=16, 97%
n

Takum o0Opa3oM, OTHOCUTENILHOE PACCTOSIHUE (IIEPEKPECT) MEXTYy reHaMu A
u B cocrtapnser 16, 97% (Mopranu, CaHTUMOP).

3agaum 11 CAaMOCTOSITEILHOTO PellieHus!

37. 1lpu ckpenuBanuu caMku ¢ reHotunoM Em//eM u camiua em//em B F1
nojiyueHo 9% KpoccoBepbIx 0coOei. BoIMUIuTe reHOTUIIBI TOTOMCTBA U TPOLEHT
0co0eil KayKJ0ro reHOTHUIIA.

38.'eH pocTa y 4yenoBeKa U I'€H, ONPEeSIONINi KOJIUYECTBO NalblEB Ha
KOHEUHOCTSIX, HAXOAATCS B OJTHOM TPYIINE CLEINJIECHUS Ha PACCTOSHUMN 8 MOpPraHu/I.

HopManbHblil poCcT U OATh NMabLEB HA KUCTSIX PYK SIBISIOTCS PELECCUBHBI-
MH IPU3HAKAMH. BBICOKMM POCT M MOJUIAKTWINS (IIECTUIIAIIOCTD) MPOSABIISIOTCA
110 ayTOCOMHO-JJOMUHAHTHOMY THITY.

’Kena nMeeT HOpMaJIbHBIM POCT U MO MSTh MaJIbLIEB HA pyKe. Myx retepo-
3UrOTEH MO JABYM Mapam ajieseil, IpuuéM reH BBICOKOIO pOCTa OH YHacieAoBall
OT OTIIA, a T'€H IIECTUMAIIOCTH OT MaTepH.

OnpeaenuTs B TOTOMCTBE MPOIIEHTHOE COOTHOIIEHHUE BEPOSITHBIX (DEHOTHUIIOB.

39. Knaccuyeckass reMopuiivg U JTaJbTOHU3M HACJEIYIOTCS KaK PelecCUB-
HbI€ MPU3HAKH, CLIETUICHHbIE ¢ X-XpOMOCOMOM. PaccTosiHue Mexly reHaMu ompe-
JeTIEHO B 9, 6 MOpraHu/ibl.

1). leBymika, oTer; KOTOpOH CTpajaeT OJHOBPEMEHHO reMO(pHInel U Jajib-
TOHU3MOM, a MaTh 3/I0POBasi ¥ MIPOUCXOAUT U3 OJATOMOIYYHOU CEMBH 10 ITUM 3a-
0oJieBaHUSM, BBIXOJUT 3aMYK 3a 370pOBOTO MYXuuHy. OmpenennuTe BEpOSTHHIC
dbenoTUIbI 1eTelt OT 3TOro Opaka.

2.) KenmuHa, MaTh KOTOPOU CTpajasia JadbTOHU3MOM, a OTeIl reMOpUITHEH,
BCTYNaeT B Opak ¢ MyX4YHHOMU, cTpagaromuM obonmu 3adoneBanusmu. Omnpeenu-
T€ BEPOSITHOCTh POXKJICHUS JIETEN B 3TOM CEMbe C 00EMMU aHOMAJIUSIMHU.

40. I'enst A 1 B HacnenyroTcst CLIEIJIEHHO, PACCTOSTHUE MEKy HUMU B €IU-
HUIIAX KPOCCUHToBepa paBHO 25%. [Ipu ckpelmmBaHuu AUT€TEPO3UTOTHON 0COOU C
peleccuBHOM 0CO0BI0 ObLIO MOJIydeHO 56 MOTOMKOB. CKOJBKO U3 HUX MMEIT 00a
npU3HaKa B IOMUHAHTHOM M 00a MpHU3HAKA B PELECCUBHOM COCTOSIHUM? CKOJIBKO
BCET0 OBLIO KPOCCOBEPHBIX 0co0ei?

41. Ilpu ckpemuBanuu ocobeit AaBb x aabb nmonydeno crenyroiiee Koaude-
cTBO OTOMKOB:805 AaBb, 796 aabb, 106 Aabb, 110 aaBb. Kak nacnenywoTtcs 3tu
npu3Haku? [IporCXOAUT JIM KPOCCHHIOBEP MO T'€HY A M KaKOW MPOLEHT KPOCCO-
BEpHBIX 0co0el OyeT noiydeH mno reny B?

42. IlpwxuBneHue 1100 OTTOPKEHUE TPAHCILJIAHTATa Yy YEJIOBEKa B OCHOB-
HOM OMPEEIISIETCS COBMECTUMOCTBIO JJOHOPA U PELUITUEHTA 10 T€HAaM OCHOBHOI'O
KOMILIeKca TucTocoBMecTUMOCThI0O (HLA). DTOT KOMILIEKC JIOKAIMU3yeTCcsl B Iiie-
CTOM rpyIIe CIEIUIeHHUs] U Npe/ICTaBlieH YeThlpbMs reHamu. ['en A umeer 34 ain-
nenbHbIX Bapuanta, B — 41, C — 6 u D — 7 anmneneii. KakoBa noipkHa OBITH BEPOSIT-
HOCTb POKJEHUS JABYX HICHTUYHBIX TIO BCEM YETHIPEM I'eéHaM KOMILJIEKCAa TOMO3HU-
TOTHBIX MHAUBUAOB, €CIIU MPEANO0JIONKUTh, UTO B MOMYJISIIIUN BCE AJIJIEIbHbIE BapH-
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aHTBI BCTPEYAIOTCS C OJIMHAKOBOW yacToTou? Jlyist oOGnerdyeHus: pacyeToB Mpearno-
JI0’KMM, YTO BCE YETBIPE T€HA TECHO CLEIUIEHBI U KPOCCUHIOBEpPA MEXKAY HUMH HE
MIPOUCXOINT.

STEHETUYECKHUE OCHOBbBI OHTOI'EHE3A

3.1 I'eHeTn4yecKHe aCNEKTHI ONpe/Ie/IeHUs 1M0J1a

XpoOMOCOMHAasi KOHCTUTYLIMA T0JIa YyenoBeka — XX Wi XY, onpeaeisercs B
MOMEHT OILTIOIOTBOPEHUS. [I0CKOJIbKY JKEHIIUHBI SBJISIFOTCS TOMOTAMETHBIMU U MPO-
OYLHAPYIOT TOJIBKO OWH TUIl FaMET B OTHOLUEHUU I0JIa, & MYXYHHBI T€TEPOraMeT-
HBIMH, TO T0JI peOeHKa onpeAenseT MykunHa. KiroueByto posib B IEpBUYHON JETEp-
MUHAIIMU T10J1a UTPAET Y-XpOMOCOMa: MPpH JIF0O00H 103€ X-XpOMOCOMBI U HATUYUU Y-
XpOMOCOMBI MO OyJIET MY>KCKHM, & OTCYTCTBUE Y-XpPOMOCOMBI — CUTHAN Ui JU}-
(dbepeHIupOoBKY T0J1a B HanpasieHuu auddepeHimanny >KkeHCKOro noJa.

Takum o6pazom, orpeaeneHre noia y 4eJoBeKa, Kak U BCeX MIICKOTUTAIOIINX,
noauuHAeTcs npuHuMny JKocra: XpOMOCOMHOE ONpPEIENIEHUE I0J1a, CBS3aHHOE C
NPUCYTCTBUEM WM OTCYTCTBUEM Y-XPOMOCOMBI, IETEPMUHUPYET AuddepeHuamio
IMOpPHUOHATIBHOM TOHABI, KOTOpasi B CBOIO OYEpe/Ib KOHTPOIUPYET (DEeHOTUIMHUYECKUIA
1I0J1 OpraHu3Ma.

XpOMOCOMHBIN MEXaHH3M OMNpEAETICHUsI Moja 00ECTIeYnBaeT COOTHOIIECHUE
110JI0B B nomyssinuu 1:1. Hapyienne pacxox1eHus MooBbIX XpOMOCOM ITPUBOJNT K
BO3HMKHOBEHUIO XPOMOCOMHBIX 0OJIE3HEH, HAPYIIAOMIUX MPOLIECC MOJI0BOM audde-
PEHLMPOBKH.

C aHomanusiMHM 4McCiIa MOJOBBIX XPOMOCOM CBsi3aHa Iiefiasi rpyrmina 3a0oJieBa-
Huit: cunapom Kiaiindensrepa, cunapom Illepemenckoro-Tepuepa, cunapom XKa-
K00, TpucoMusi 10 X-XpOMOCOME U JIp.

OpnHako, XpOMOCOMHBIA MEXAHHU3M ONPEIEICHUS T0JIa - HE €OUHCTBEHHBIN
YPOBEHB PETYJISINU MOJIOBOM Tu(depeHIpoBKU. bolbliyio posis B 3ToM mpoliecce
y Y€JI0BEKa UIPalOT U T€HbI, HAXOsIIMeECs B ayTocomax. B HacTosiiee Bpems omnuca-
HBI 0K0JI0 20 pa3HOOOpa3HbIX 1e(EKTOB FEHOB, KOTOPBIE PU HOPMAJIbHOM KapUOTH-
1€ 10 MOJIOBBIM XPOMOCOMaM MPUBOJIAT K HAapyIIEHUSIM B AU (HEepeHIIMPOBKE BHEII-
HHUX ¥ BHYTPEHHUX MOJIOBBIX MIPU3HAKOB (TepMadpoAUTU3MY). DTH MyTallUH CBA3aHbI
C HapyILIEHUEM, a) CUHTE3a MOJOBBIX TOPMOHOB; 2) BOCIPUUMYHUBOCTH PELIENITOPOB K
HUM; 3) paboThI (PEepMEHTOB, YIACTBYIOIINX B CHHTE3€ PETYIUPYIOMIHNX (PaKTOPOB.

['epmadpoanT3M HaA3BIBAETCS MCTUHHBIM, €CIU Y OOJBHOTO MMEIOTCS Kak
MYKCKHE, TaK U >KEHCKHUE IOJIOBbIE OPTaHbl, JUOO OJHA >KeJe3a COJACPKUT MYK-
CKHME U )KEHCKHE TOJIOBbIE KJIETKHU. [Ipy MOJI0BOM CO3pEBaHNM CHAauYalla peain3yeT-
Cs )KEHCKOE€ HayaJso, a 3aTEM HACTyNaeT o4epeab MacKylnuHu3anuu. Kapuotun uc-
TUHHOTO repMadpoauTa MOXKeT ObITh KeHCKuMHU (50%), myxckum (20%) unu mo-
3auk X0/XY, XX/XVY (30%). Mo3auuHbie 110 TeHOTUITY () OPMBI Y HEKOTOPBIX Op-
TaHU3MOB HMMEIOT U COOTBETCTBYIOIIEE (DEHOTHUIMMUYECKOE BBIPAKECHUE: pa3HbIC
YYaCTKM Te€Ja MPUHAIEKAT K pa3HbIM NojaM. ['€eHeTHKH Ha3bIBalOT UX TMHAHAPO-
mMophamu. OgHAKO Yy MO3aHKOB YEJOBEKa OTCYTCTBYIOT PA3JIMYHO JETEPMHHHUPO-
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BaHHBIE IO TOJY CEKTOpa W (HEHOTUIl OMPENENsIeTcs OOLUIUM YPOBHEM IOJIOBBIX
TOPMOHOB B OpTraHU3ME.

[Ipu nceBmorepMadpoaUTHU3ME Yy YETOBEKA HMEIOTCS TOJIOBBIE >KEJe3bl
TOJIBKO OJHOTO T0Jjia, MPU 3TOM (EHOTHI MOXKET ObITh MPOTHUBOIOJIOKEH KAPUTH-
ny. [Ipumepom noxxkHoro repmadpoauTusmMa siBisiercss cunjapom Moppuca. [lpu
ATOM 3a00JIEBaHUU YEJIOBEK MMEET MY»KCKoW kapuotun (XVY), a ¢peHOTHM - KeH-
ckuil. [IpuunHoii 3a007€BaHUs SIBISETCS MYTallMsl T€HOB, OTBEYAIOIUE 32 OEIKU-
peLenTopsl NOJOBBIX TOPMOHOB. B pe3ynbpTare Takne peuenTopsl He pearupyror Ha
MY>KCKHE TOPMOHBI, 1 AU PEepeHInpPOBKa TPOUCXOIUT O )KEHCKOMY THIY. Takue
’KEHIIMHBI OOBIYHO BBICOKHE, (PU3NYECKU PA3BUTHIC, 3aHUMAIOTCSA CIIOPTOM U MO-
I'yT NIOKa3bIBaTh XOPOLIME CIIOPTUBHBIE pe3ynbTaThl. OJHAKO MOCIE COOTBETCTBY-
IOLIEH TeHEeTUYECKOM IKCIEPTU3bl UX OJIECTAIINE pe3yIbTaThl aHHYIUPYIOTCs. Ta-
KH€ KEHIIUHBI, OOBIYHO O€CILIOIHEL.

Hapyienue auddepeHuupoBKY B X0/1€ OHTOTE€HE3a MOKET MPOSIBIISITHCS HE
TOJIbKO Ha (PU3MYECKOM, HO U HA MCUXOJIOTHYECKOM ypoBHe. JItoau mpu 3ToM He
OCO3HAIOT ce0s JIMLaMH TOTO T0J1a, KOTOPBIA Y HUX CPOPMUPOBAJICS, U UMEIOT I'O-
MOCEKCYaJIbHbI€ HAKJIIOHHOCTH. B pe3ynbTaTe XUpyprudeckoro BMEIIATENbCTBA U
TOPMOHAJIBHOW TE€paruy UM U3MEHSIOT MOJI U MPUBOIAT €r0 B COOTBETCTBUE C UX
IICUXOJIOTUYECKUMHU OIIYHIEHUAMHU. JIronel ¢ M3MEHEHHBIM IOJIOM Ha3bIBaIOT
TPAHCBECTUTAMH.

OnHolt U3 0COOEHHOCTEN TeHETUYECKOTO MaTepuaia sIBISIeTCS ero Croco0-
HOCTb K U3MEHYMBOCTH. CTONKHE N3MEHEHHS] TEHETUUECKOTO MaTepuasa OpraHus-
Ma, BO3HHUKAIOIIME€ HA YPOBHE HYKICOTHIHOM MOCIEA0BATEIbHOCTH (TE€HOB),
CTPYKTYpPbl WM YHCJIA XPOMOCOM Ha3bIBAKOTCS MyTanusMu. PakTopbl, BO3IEH-
CTBHE KOTOPBIX NPUBOAUT K MYTALUAM, Ha3bIBAIOTCA MyTarecHamMH. MyTareHsl B
3aBHCHUMOCTH OT MPUPOJBI MOAPA3ACIAIOT Ha GU3NUYECKUE, XUMUYECKUE U OHOJIO-
TUYECKUE.

K ¢usnueckum myrareHaM OTHOCAT BCE BHUJbl HOHU3UPYIOMINX WU3IyYCHUH,
ynbTpaduoseToBbie yur. OHU CIOCOOHBI BBI3BIBAThH Pa3pbIBbl U MEPECTPONKH OT-
nenbHBIX XpoMocoM win Mojekyn JHK, MoguduuupoBaTh XUMUYECKYIO CTPYKTY-
Py HYKJIEOTUIOB. YIIbTpadUOIETOBBIC TyUn 00J1a1al0T HEOOIBIIONW MPOHUKAIOIIEH
CIIOCOOHOCTBIO M OOBIYHO MOBPEXIAIOT KIETKH KOKHBIX TOKPOBOB.

XUMHYECKHE MyTareHbl MpPEeACTaBICHbI OOJBIIMM YUCIOM COEAMHEHHH CHO-
cobHbix Bo3zaeicTBoBarh Ha JIHK mnm anmapar nenenus KieTok, Hapylas nmpaBUiib-
HOE€ PacHpeleIEHUE XpOMOCOM BO BPEMsI JEJIEHUS. DTO U AJKWIHPYIOIIUE COEIUHE-
HUS, QHAJIOTW a30TUCTBIX OCHOBAaHWM, OKHUCIMTENIN — BOCCTAHOBUTEINM, UHTEPKAJIM-
pyIoIMe coeauHEHUsI. MHOTHE MyTareHsl SIBISIFOTCSI KAHLIEPOT€HAMU M MOTYT UHAY-
UPOBAThH 3JI0KAYECTBEHHOE NEPEPOKICHUE KIETOK. Cpeau XUMUYECKUX MYTarcHOB
BBIJICNISICTCS OTAETbHAs TPyIIa, Ha3biBaemas cynepmyrareHamud. OHU CIIOCOOHBI B
TBICSIYM Pa3 MOBBIIATH YACTOTY MYyTaLUM.

K myTtarenam, UMer0OmmM OHOJIOTHUYECKYIO TPUPOY MOKHO OTHECTH, BUPYCHI,
TPaHCIO3UPYEMbIE T€HETHUECKHE JJIEMEHTHI, (EPMEHTBI, CHOCOOHBIE HAPYyIIATh

crpykrypy JAHK (pectpukrassr).
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Mytanuu, BO3HUKAIOUTUE TOJI JEHCTBHE TEX WM UHBIX (DAKTOPOB, MOMKHO
KJIaCCU(PHULIMPOBATH M0 HECKOJIBKUM OCHOBAHUSIM: 1)IMO TUIY KIETOK ( COMaTHYECKHE
Y T€HePaTHUBHBIE) 2) MO0 CTENEHH BIUSHUS Ha KU3HECIIOCOOHOCTH ( TOJIE3HBIE, BPE/I-
HBIE - JIETAJbHBIC U MOJIYJICTAIbHBIC, a TAK)XKE HEUTpabHbIC) 3)I0 XapaKTepy U3Me-
HEHUS TeHOTUIA ( TeHHbIE, XPOMOCOMHBIE, TEHOMHbIE) 4)I0 JIOKAJIU3AIMK B KIIETKE (
SJEpHBIC U LIUTOIUIa3MaTHUYECKKe) 5) 1Mo (hakTopam, BBI3BIBAIOLINM MyTaluu ( CIIOH-
TaHHBIC U WHIYLUPOBaHHbBIC) 6) MO Xapakrepy M3MeHeHus peHoruna ( MopQosoru-
yeckue, (PU3H0J0rHIecKue, OMOXUMUYECKHUE)

MyTtanun y 4enoBeKka HEPEIKO NMPUBOAAT K BOZHMKHOBEHHIO IATOJOTUM. bo-
JIE3HU, TIPUYMHON KOTOPBIX SIBJISIETCS M3MEHEHUE T€HETHMYECKOTO arapara KIETOK
(reHOB MJIM XPOMOCOM), Ha3bIBAOTCS HACJIEICTBEHHBIMU. HacnencTBeHHbIe 00JIe3HH,
B CBOIO OYepe/b, MOJPA3NEISIOT Ha TEHHBIE, XPOMOCOMHBIE U OOJIE3HH C HACIeH-
CTBEHHOU TPEPaCIOIOKEHHOCThIO WM MyJbTH(aKTOpHabHbie. [IposiBienne mo-
CIIETHUX CBSI3aHO KaK M3MEHEHHEM T'€HETHYECKOro ammapara, Tak ¥ ¢ (akTopamu
Cpe/ibl, 3aITyCKAIOIIMMU MEXaHU3MbI Pa3BUTHS 3a00JICBAHUSI.

Ecmu cpenoBeie HeOmaronpusTHbie (DakTOphl (ATKOTOJIb, BUPYCHI, MEXaHUYC-
CKHE TIOBPEXKICHUS U JIp.) BO3JACHCTBYIOT HA OPraHW3M BO BpeMs BHYTPUYTPOOHOIO
pPa3BUTHUSA, TO MOTYT BO3HUKHYTh BPOKJIEHHBIC 3a00JICBAaHUSI WM aHOMAJIMK Pa3BU-
THS.

HacnencrBeHHast maToyiorusi 4einoBeKa sIBISICTCS] MPEeIMETOM M3yUYEHUs MEu-
LIMHCKOM T'€HETUKH. 3a/1a4d MEIUIIMHCKON T€HETUKMU:

-U3y4E€HHE XapaKTepa HACJICIOBAHMS U MPOSBIECHUS (SKCIPECCUH) TE€HOB MaTo-
JIOTUYECKUX MTPU3HAKOB B OTIEIIbHBIX CEMBSIX;

‘pacrpoCTpaHEeHHE MATOJIOTHYECKUX T€HOB B PA3JIMYHBIX MTOMYJIALMAX;

-pa3paboTKa MPUHIIMIIOB KJIacCU(PHUKAIMU TUATHOCTHKH, JICUeHUs U Mpodu-
JIAKTUKHU HACJICICTBEHHBIX OOJIC3HEH.

B nacrosiiee Bpems yxe nm3BectHo 6osee 5000 reHeTndeckr 00yCIIOBICHHBIX
0ose3Hel 1 aHOMAJIMK pa3BUTHsI. AKTMBHOE BMEIIATEIBCTBO YEJIOBEKA B OKPYIKako-
IIYIO CPEMy, €€ 3arpsI3HEHKE TOBBIIIAET YPOBEHb MYTALIMOHHONW U3MEHYMBOCTH U BE-
JIET K POCTY HACJIEACTBEHHOW aTOJIOTUU.

N3BecTHO, 9TO ¢ HACIEACTBEHHBIMU OOJIC3HSIMU pOoxmaeTcs 5-5,5% nereit.
Cpenu HUX C TEHHBIMU OOJIE3HSIMH YHCJIO HOBOPOJXKJIEHHBIX cocTaBisieT 1% — 1,5% ,
a ¢ xpoMocoMHbIMU — 0,5%-0,7. boyie3HH ¢ HACIEICTBEHHOU MPeApacrooKeHHO-
CTBIO COCTaBIISIIOT Cpeau neTelt 10 S et 3-3,5%, a ¢ BO3pacToM uX J0J1s1 BO3PACTaET.

3.2 HacaiencrBeHHbIe 00JIE3HU YeJI0BEKA

[ennbie 00€3HU — PA3HOPOJHAS TO KIMHUYECKHAM TMPOSBICHUSM TPyIIa
Oomne3Hel, 00yCIOBICHHBIX TEHHBIMU MYyTaIlUsIMU. BiusHue 3TUX MyTanuii Hauu-
HAEeT PeaJn30BhIBATHCSA B Pa3HbIC IEPUOIBI OHTOTEHE3a — OT BHYTPHUYTPOOHOTO /10
MOXKUJIOTO Bo3pacTa. BHyTpuyTpoOHO mposiBisiercs 10 25 % MyTaluid, U B JOMy-
O6epraTHOM Bo3pacte euie 45%. B mybepTaTHOM U IOHOILIECKOM BO3PACTE MPOSBIIS-
ercs 10 25 % mytauuii, a B Bo3pacrte crapiie 20 jet mposiBisieTcss Toiabko 10%
MOHOTEHHBIX 00JIe3HEM.
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B cooTBeTcTBHM ¢ reéHETHYECKUM MPUHIIAIIOM KiIaccu(uKauu reHHbie 60-
JIC3HH MOYKHO Pa3/C/IUTh COTJIACHO THUIIaM HaCJIeIOBAaHUS: ayTOCOMHO- JOMHHAHT-
HbIC, ayTOCOMHO- PEIIECCHBHBIC, X-CIICINICHHbIC JTOMHWHAHTHBIC, X-CIICTUICHHBIC
PEIECCUBHEBIE, Y-CIEIICHHBIC (TOJIAHAPHYCCKUE) U MUTOXOHIPHAIIbHBIC.

AyTOCOMHBIE JOMHHAHTHBIC OOJIC3HU BCTPEYAIOTCS B MOIMYJISAIMU peako. B
POJIOCIIOBHOM TaKue 0O0JIE3HU BCTPEYAIOTCS B KaXKIOM MOKOJIeHHH. OCOOEHHOCTBIO
WX SIBJIICTCS HAJMYUC HEMOJIHOW MEHETPAHTHOCTH W BapbUPYIOMICH AKCIIPECCUB-
HOCTH T€HOB, YTO CBS3aHO C MOJU(DHUITMPYIOMIUM IEWCTBUEM CPENIBI U CBOSOOpasu-
€M I'€HOTHUIIA.

[To Takomy THUIly HACIENYIOTCA pemuHoOIacmoma, xopes Iewmunemona,
cunopom Mapgana — HapylIieHUs CKENeTa U CBSI30YHOTO aliapaTa, BhI3BAHHBIC
M3MEHEHUEM COCIMHHUTEIILHON TKaHH, NOAUOAKMUAUS — TIECTUTIATIOCTh, AXOHOPO-
niazus — HEMPOMOPIHOHATbHAS KApIMKOBOCTh, BBI3BAHHAS HAPYIICHUEM pPOCTa
TpyOYaThIX KOCTEH.

AyTOCOMHBIE pelleCCUBHBIC OOJIE3HH MPOSIBISAIOTCS, KaK IMPABHIIO, Y IIOTOM-
KOB 3JI0POBBIX POAUTEIICH — HOCHUTEJEH MyTaHTHBIX PEIECCHUBHBIX reHOB. K HUM
OTHOCSITCSI B OCHOBHOM 00JIe3HM OOMEHa BEIIECTB TaKUE KaK: albOUHUIM, heHU-
Kemouypust, 2aiaKkmosemust, aikanmonypus. @enuikemonypus — HapylieHue 00-
MEHa aMHHOKHCIIOTHI (peHUJIAIAaHWHA, KOTOPOE MPUBOIUT K TITyOOKOH YMCTBEHHOMN
OTCTANIOCTH. [ anaxmoszemusi — 3a00JIEBaHUE, CBS3aHHOE C HApyIICHWEM CHHTE3a
dbepMeHTa, YTUIU3UPYIOMIEro TajakTo3y. ITO MPHUBOIUT K MHTOKCHKAIMHA OpTa-
HU3Ma, BBI3BAHHOW HAKOIUIEHWEM TajakTO3bl W TayakTo3odocdara B TKaHIX.
Bckope nocnie poskaeHus TPOSIBIISIIOTCS PU3HAKA WHTOKCUKAIINK — TTOHOC, PBOTA.
Kentyxa HOBOpPOXKICHHBIX, OTCTaBaHWE B PAa3BUTHUU, OOMmas AUCTPOGUS W T.I.
CMepTh MOKET HACTYIIUTh HA TIEPBOM TOY KU3HH.

Anxanmonypus — 3a00JIeBaHUE CBSI3aHO ¢ HAKOIIJICHUEM TOMOTEHTU3MHOBOM
KHUCIIOTHI (IIPOMEXYTOYHOTO MPOIYKTa paciaaa Tupo3uHa). C BO3pacTOM MPOIYKT
OTKJIQJIBIBACTCS B KOCTSX, XPSAIIAaX, COCAUHUTEIIPHOW TKaHU, CIIOCOOCTBYS pa3BH-
THIO apTPUTOB M JIPYTUX HAPYIICHUI OIMOPHO-ABUTATEIIBHOW CHCTEMBI.

Myxkosucyuoos — 3aboyieBaHrue 00YCIOBICHO HAPYIIICHUEM TPAHCIIOPTa XJI0-
PUIOB B SMUTCIHAIBHBIX KieTKaX. CIEeICTBHEM 3TOTO SIBJISICTCS THUIIEPCEKPEINs
I'YCTOH CITU3M B KJIETKAX dHAOKPHHHOW YaCTH MOJKEITYI0YHOMN KeIe3bl, SIMUTCIIUN
OpoHXOB. BBIBOJHBIC MPOTOKHU IMOHKEITYI0YHOM KEJIe3bl 3aKYITOPUBAIOTCS, CIIH3b
HE BBIBOJIUTCS, OOPa3yOTCsa KUCTHI. [ umepnpoayKius cim3u B OpOHXHAIBHOM JIe-
peBe BEACT K 3aKYIMOPKE MEIKUX OPOHXOB U MOCIEAYIONIEMY MPUCOSTNHEHUIO MH-
dexrun. OepMeHThI TTOKETYTIOYHON JKelle3bl HE MOCTYMAOT B MPOCBET KHUIIICU-
HUKA U B PE3YJIbTaTe HAPYIIASTCS MUIIEBApEeHHE. 3a00IeBaHUE OOBIYHO TTPUBOIUT
K JIETATHHOMY HUCXOJTy B IETCKOM BO3pacTe.

X-CIeTIJIeHHbIE JTOMUHAHTHBIE 3a00J€BaHUsA TakXkKe, KaK ayTOCOMHO-
JTOMHHAHTHBIC TTPU3HAKU HACJICIYIOTCS B KaXKJIOM IMOKOJEHWH, HO B OTJIMYHE OT
HUX TPU3HAKK OTIA HACICAYIOTCS TOJBKO €ro JIOYEepSIMH, a NMPH3HAKH MaTepu
HACJICTYIOTCS C PAaBHOUM BEPOSTHOCTBHIO JOUCPSMHU U CHIHOBBsIMH. [10 3TOM y THITY
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HACJIEYIOTCSI TaKue MPU3HAKU KaK KOPUUHEBAs OKPACKA MAU 3Y008, 8UMAMUH
D-pezucmenmmuuwiii paxum.

X-CUeIJIeHHbIE peliecCUBHbIE 3a00JIeBaHUs, O0YCIOBIEHBI T€HAMH, JIOKYCHI
KOTOPBIX OTCYTCTBYIOT B ¥Y-XpOMOCOME, MO3TOMY HOCHTEISIMU 3THX T'€HOB SIBJIS-
I0TCS JKEHILUHBI, 2 PEHOTUNTMYECKH BBIPAXKEHBI TAKUE MPU3HAKKU Y MY>XuuH. Cpenu
NATOJIOTHM, BEI3BAHHBIX X-CUEIMJICHHBIMHU PEIIECCUBHBIMU FeHaMU — cemopunus A.
bosne3Hp nposBIsSeTCs B NOBBILIEHHON KPOBOTOYMBOCTH MOCJE TPABM, KPOBOU3JIH-
STHUU B KOKY, MBIIIIbI, CYCTaBbl, HOCOBBIX U KE€IYJIOYHbIX KPOBOTCUEHUSIX U JIPY-
rol CUMITOMAaTHKe, OO0YCJIOBIEHHOW HapyIIeHHEM CBepThiBaHUsA KpoBu. Cpenu
MaJbuMKOB yactoTa 3abonesanus 1 : 5000.

Takol xe THN HaclenOBaHUs XapaKTepeH I mMuonamuu [fiouenna, KOTO-
pasi HauMHAeT MPOABIATHCSA Y peOeHKa B Bo3pacTe 3-5 JeT HapacTtarouei ciabdo-
CTBIO BO BCEX CKEJIETHBIX MBIIIIAX, HAPYIIEHUEM CEPJICYHON AESATENbHOCTH.
Cwmepth HacTynaeT B Bo3pacTe 20 JeT OT OCTPOM CEepAECYHOW HEAOCTATOYHOCTH,
CBSI3aHHOM ¢ TUCTPOdUEH CepIeUHON MBIIIIITHI.

VY-cuemienssie (ronanapuueckue) npusHaku. C Y-XpoMOCOMOU CUEIIEH
T'€H eunepmpuxo3a, 00ycaaBIMBaIOIINE pa3pacTaHUe BOJIOC MO KPaKo YITHOM pako-
BUHBI Y MY>KYHH.

MuToxoHapuaiibabie 00sie3HU. OHU BbI3BaHbI HAPYIIEHHUEM SHEPTreTUYECKO-
ro oOMeHa, cBsa3aHHOro ¢ myrtamuen renoB M-JIHK. Biausaue myramnuit B m-JIHK
Ha (PYHKIUU TOW WJIM MHOM TKaHUW 3aBUCUT OT ypoBHs notpednenus e ATO. Ilo-
CKOJIbKY HanOoisee sHepro3zaBucuMbiMu sBJsitoTcss LIHC u MpIieynas cucrema, To
KJIMHUYECKH TaKue MYTallUUd MPOSIBISIIOTCS B QopMme HeHponmaTHil ¥ MUOMATHH.
[IpumepaMu MUTOXOHAPHUAIBHBIX OO0JIe3HEH SBISAIOTCS cunopom Ilupcona, BbI-
3BaHHbIN Aenenueil M-/IHK u nposiBnstromuiics HapymeHUs MU GyHKIUI KOCTHOTO
MO3ra, MOJKEITYAO0YHOM Kee3bl U APYTHX NAaTOJIOTHYECKUX COCTOSIHUM.

ToukoBsie myTaruu B M-JIHK, city>katr npuunHON ONTUYECKOU Hetponamuu
Jlebepa, cB3aHHON C MPOTPECCUPYIONICH aTpodueit 3puTeILHOrO HEPBA U MPUBO-
Jdield K cienore B Bozpacre A0 20 ner. M3BecTteH melas- cuHapOM, TPOSIBIISIO-
nuiics B sHUedanonaTuu (rojJoBHbIE OOJHU, CYAOPOTH, HAPYIIEHHE YMCTBEHHOI'O
pa3BUTHUA).

XpomocoMHble 6ose3Hu. K XpoMOCOMHBIM 00J1€3HSIM OTHOCSITCSL 3a00J1€Ba-
HUsl, BbI3BAHHBIE KOJIMYECTBEHHBIMU HAPYUIEHUAMH XPOMOCOM (T€HOMHBIMHU MY-
TaIAsSAMH), @ TAKIKE XPOMOCOMHBIMU TIEPECTPONKaMu (abepparusimMu).

Cpenu Oosie3HE, BHI3BAaHHBIX HU3MEHEHHEM 4KCJIia ayTOCOM — HEMOJIOBBIX
XpOMOcoM, cunopomsl /layna, Ilamay, I06apdca. AHOMAIMU MO MOJIOBBIM XPOMO-
cOMaM BBI3BIBAIOT curopomsl lllepewesckoeo-Tepnepa, Knaiingpenomepa, Kakoo,

1. Aayna cunopom (tpucomus 21 xpomocomsl). Hactora 1:650.

[Ipu3Haku: TIIOCKHIA 3aTHIIOK, Me(hOPMUPOBAHHBIE YITHBIE PAKOBUHEI. ITH-
POKOE. IUIOCKOE JIMIIO, PACKOCHIE TJ1a3a. JIMUKAHTYC («MOHIOJIBCKAs CKIIAKa» —
oco0asi CKJIaJka y BHYTPEHHEro yria rijas3a, B OoJibllield MM MEHbIIEH CTerneHu
MPUKpPBIBAIOLIAsl CIE3HBIM Oyropok), KOPOTKUM HOC, BBICOKOE apKOBHJIHOE HEOO,
aHOMaJIUU 3yOOB, KOPOTKHE IIMPOKHE KUCTU. 00€3bsSHbs CKIIAJKa Ha JIAJOHH, Oe-
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Jbl€ TSATHA HA PaJly’KKe Ij1a3, MbIILIEYHAsS TUIIOTOHUSA. BPOXKIECHHBIE TOPOKU CEp-
na. [[pu3Haku npex1eBpeMEHHOTO CTAPEHHUS.

N3yyeHue TOHKHUX 3JeKTPO(U3NOIOTUUECKUX U3MEHEHU HEHPOHOB YKE Ha
NPEHATAJbHON CTaJMM Pa3BUTHUA MOKAa3bIBAIOT M3MEHEHUs. OHU CBA3aHBI C U3Me-
HEHUEM KJIETOYHBIX MEMOpaH, CXOJHbIE C TAKOBBIMU Y MOXKHIIBIX JIIOJIEH, YMEHB-
IIEHUEM YHUCJIa PEUENTOPHBIX OEIKOB, HAPYIICHUEM KIIETOK U MEXKJIETOYHBIX OT-
HOIIEHUM, U3MEHEHUEM MOHHBIX KaHajJoB. Bce 3TO MPUBOIUT K HAPYLICHUIO JEs-
TEeTLHOCTH MHOTHUX CHCTEM OpPTaHOB opranu3Ma. [ mbenb HEpBHBIX KIETOK OTMEYa-
€TCs B OINpPEIEIEHHBIX OT/AENaX roJOBHOTrO mMo3ra. OnpenesieHHbId BKJIal BHOCUT
(hepMeHT — CYyNepOKCHIIUCMYTa3a — IPOIYKT TeHa 21 XpOMOCOMBI.

@dakTopel pucka A cuHApoma JlayHa: BO3pacT MarepH, BBIKHUJIBIIINA B
aHaMHe3€, PEHTTCHOBCKOE O0JTydeHHe, MMPUMEHEHHUE JIEKAPCTBEHHBIX IMPETapaToB 3a
rOJl 10 3a4aTusi, TsHKENIbIe 3a00JIeBaHUST POAUTENEH, MPUMEHEHHE OPATBbHBIX MPOTH-
BO3a4aTOYHBIX ITPENAPATOB.

2. Cunopom [lamay (tpucomus 13 xpomocomsl). Hactora 1:6000 , m: x = 1:1

[Tpu3Haku: 3ajepxKa pocTa, TIIyxoTa, MUKpOo(TanbM (YMEHbILIEHUE pa3Me-
POB IJ1a3HOTO 50JI0Ka), Koinoboma (nedekT 0000ueK ria3a, KOTOPhIM, KaK MpaBH-
JI0, IPOSIBIISIETCSA OTCYTCTBUEM YacCTH ATOW 000JIOUKH), TE€PEKT MEKKETYJOUKOBOU
NEPEropoJKu cepilla, MUKpouedanus U yMCTBEHHAsh OTCTANIOCTh, TUIOTEIOPU3M
(BpoXJeHHAs KaTapakTa), paciiesivHa ryobl U He0a, MOJUIAKTUIINS, TUAPOHE(DPO3,
MynoYHasi rphkKa, aHOMAaJIUU Pa3BUTHSI MATKU Y JIEBOYEK U KPUIITOPXU3M (COCTOSI-
HUE, PU KOTOPOM OJIHO WJIM 00a SWYKa HE OMyCTWIMCHh B MOIIOHKY K MOMEHTY
POKJIEHUS WJIM B MEPBbIE 3 MecsALA MOCIE POKACHHUSA) Y MAIbYMKOB. B niepBrIii roa
KU3HHA ymupaeT 95% OONbHBIX.

3. Cunnpom DnBapaca (tpucomusi 18 xpomocomsi). Hactora 1:7000, x : M =
4:1.

[Ipu3Haku: mMacca Tena npu poxkjaeHuu He Oosee 2300, BBICTYMAONIUN 3a-
TBUIOK, TOHKOE€ MEPEHOCHE U CIIMHKA HOCA, HEAOPA3BUTHE HUKHEW YEIIFOCTH, «IITH-
yuii npoduib, 1e(pOpMUPOBAHHBIE YITHBIE PAKOBHHBI 33JIEPKKa MICUXOMOTOPHOIO
Pa3BUTHUSI, TUIIOIJIA3HS CKEJIETHBIX MBI U TOJKOKHOW KIETYATKH, BPOXKICHHBIN
apTepuabHBIN MOPOK cepAala, AePEeKT MEXKEITyJ0UYKOBONW MEPErOpOAKU CEpILa.
[TponomkuTenbHOCTD KU3HU 2-3 Mecsita. [lo roaa noxusarot 10%.

He pacxoxkaeHne 1o mojaoBbIM XpOMOCOMaM MPUBOANT K 00Pa30BaHUIO MOHO-
WU TOJUCOMUM. EIMHCTBEHHAs MOHOCOMUS, KOTOpasi HE MPUBOAUT K JIETATBHOMY
ucxony — cuaapom [lepemesckoro — Teprepa (45, X0). Hanbonee pacrpoctpanen-
HOU (pOPMOIl MOJTMCOMUMN SIBIISIIOTCSI TPUCOMHUH. TPHUCOMHU MO TOJIOBBIM XPOMOCO-
MaM: KEHIIUHBI ¢ TpucoMmuen mo X-xpomocome (47, XXX), My>KUUHBI — C CUHJPO-
Mom Kumaitndenprepa (47, XXVY). Hepacxoxkaenne mo Y-xpomMocoMme MPUBOIUT K
cunapomy Kakob6 (47, XVV).

1. Cunopom Knaiingpenomepa (47, XXV). Hactota 1:500 wmm 1:700/

Bcerpewaercs y nun My»CKOro mnosia. bojbHbIE C TaKOW aHOMAJMEN UMEIOT
y3KHUE TUIEYH, IIUPOKUN Ta3, OTIIOKEHHUE KUPOBOM KIETYATKU IO )KEHCKOMY THILY,
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HEJIOPa3BUTHIE IOJIOBBIE JKEJIE3bl, BHIPAKEHHYIO 3HJIOKPUHHYIO HEJIOCTaTOYHOCTH
Y HEKOTOPOE CHIKEHUE MHTEIUIEKTa. C yBEIMYEHUEM YHCiIa X-XPOMOCOM B T'€HO-
tune (48, XXXV; 49, XXXXVY) cumnromaTuka HapacTaer.

2. Cunopom lllepewesckozo — Tepnepa (45, X0). Hacrota 1: 3000.

Monocomus X-XpoMOCOMBI BcTpedaeTcs y skeHimuH (45, X0). BaxxHoii oco-
OCHHOCTBIO SIBJIECTCS MOJIOBOM MH(MAHTUIN3M. BHYTpeHHNE U HApY>KHBIE MTOJIOBHIE
OpraHbl HEJJOPA3BUTHL. Y HOBOPOKIEHHBIX HAOJIIOAETCS XapaKTepHAasi KPbUIOBH/I-
Has CKJIaJKa Ha IlIee, MHOKECTBEHHbIE MaJlble aHOMaJIuu pa3BuTus, B 50% ciiyuaen
BCTpEUaroTCs TUMpaTHuecKue OTeKH KUcTeil u cron. M3 3ab6oneBaHnii BHyTpPEHHHUX
OpPraHOB OTMEUYAKOT ITOPAXKECHUE CEpPALA, AHOMAIMU MOYEBOM cuCTeMbl. Poct
B3pPOCJIBIX KEHIIUH COCTAaBIsET B cpenHeM 135 cM. bonbHbIE HE OTIIMYAKOTCS BbI-
COKHM HHTEJJIEKTOM, B Ps€ CIy4aeB HaOI0aeTCsl YMCTBEHHAs! OTCTANOCTh. Y
HUX OTMEYaeTcs CBOEOOpa3sue MBIIUICHUS, MAaCCUBHOCTb, y30CThb HMHTEPECOB,
CKJIOHHOCTh K ICHUX03aM. XapaKTEepHbl YTPUPOBAHHBIE KEJIaHUS — CBOeoOpa3Has
rUNepKoOMIIeHCcaIisi HEOCO3HAHHOTO JiepexTa.

3. lonucomusa no X xpomocome. HacToTa BCTPEYAEMOCTH CPEIM HOBOPOXK-
ne”abix aesouek 1 : 1000 —1 : 2000.

Tpucomus X-xpomocoMbl HauboJee pacnpocTpaHeHHas popMa MOAMCOMMUIA.
VY &KEeHIIMH MOXET ObITh HapyIIEHO MO0JIOBOE pa3BuTe. OHU UMEIOT rpyOble YepThl
auna ux (urypa 4acTto HalOMHUHAET MYXKCKYIO, C IIMPOKMMHU Tuiedamu. MHoraa
OTMEYAETCsl YMCTBEHHAsl OTCTAJIOCTh. boslbHbIE YacTO OBIBAIOT OECIUIOAHBIMU, HO B
HEKOTOPBIX CITydasX MOTYT UMETh JAeTei. Penko BcTpewaroTes KeHIMHbL ¢ 4, S 1
oonee (o 12) X-xpomocom. B 3Tux ciaydasx aHOMaidbHBIM (DEHOTHI BBIPAKEH
ellle CUIIbHEE.

4. Cunopom Kaxoo (47, XXVY). Hactora 1:1000 (48, XYYV u 49, XVYVVV
—1: 250 000)

[IposiBnsieTcss y MyKYMH. YBEIMYEHHE 4YHUCIA Y-XPOMOCOMBI, UMEKOLIECH
3HAYUTEIBHOE COJIEPKAHUE TETEPOXPOMATHHA, HE COMPOBOKIAETCS PE3KUM KIIH-
HUYECKUM MPOSBICHUEM, W IIOJOBOE Pa3BUTHE SBISIETCS HOPMaJbHBIM. TeMm He
MEHee, OMHUCHIBAIOTCS TaKHe MPU3HAKU, KAK BBICOKUH POCT, BHICOKOE (PU3MUYECKOE
pa3BUTHE, HEKOTOPAsk ArpECCUBHOCTD B MMOBEICHUU U MOKET UMETh MECTO HEKOTO-
pO€E CHUKEHHUE UHTEIICKTA.

XpPOMOCOMHBIE a0eppaliiy BBI3BIBAIOT TaKXKE PsAJ aHOMAJIUl pa3BUTHS.
XPpOMOCOMHBIE MEPECTPOUKH UITU XPOMOCOMHBIE abeppalu SBISIOTCS TPUINHON
NATOJIOTH, TOPOH HECOBMECTHUMBIX C KU3HBIO, IO3TOMY YacTOTa UX BCTPEYAEMO-
CTH B aDOPTUBHOM MaTepHalie 3aBUCUT OT CPOKOB OEPEMEHHOCTH.

[Tpu cpokax G6epemenHoctu 2-4 Henenu y 70% BbIKuUbIIIEH OOHApYKUBa-
IOTCSL XPOMOCOMHBIE MEPECTPOIKH, a Tipu cpokax OepemeHHocTH 10-12 Henens — y
53 % Beikuapiei. Bo Bropom tpumectpe (12-24nenemn) —y 30 %, a npu cpokax
20-27 "enenb — y 6,6% Bbikuapiieid. Takum 00pa3oM, 4eM MEHbIIIE CPOKH Oepe-
MEHHOCTH, TE€M 3HAuuTEIbHEH OTOOP M BHIOPAKOBKA MATOJOTMYHBIX T'€HOTHUIIOB.
Cpeau >XMBOPOXKJICHHBIX OOsaareneil abeppaHTHBIX XpOMOCOM, OOJIbHBIE C KOM-
IJIEKCOM BBIPAKEHHBIX MATOJIOTHUI, KOTOPBIE HA3bIBAIOTCS CUHAPOMAaMHU.
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1. Cunopom Bonvgpa-Xupwixopra: (-4 p)

[Tpu3Haku: Mukpouedanus, runepTesiopusM, MUPOKUN KIIOBOBUIHBINA HOC,
aCCUMETpHSl Yepera, HU3KO PACIOJOKEHHbIE VYIIH, 3aJep>KKa MCUXOMOTOPHOTO
Pa3BUTHS U1 MHOKECTBEHHbBIE TOPOKH BHYTPEHHUX OPraHOB

2. Cunopom «xouauvezo kpuka»: (-5p). YHacrora 1:50 000.

B ocHOBHOM cTpajaroT JeBOYKHA. XPOMOCOMHO CHHJIPOM KOIIIAYhEro KpuKa
O0OBSACHSIETCSI YaCTUYHOM MOHOCOMHEW; OH pa3BUBAETCS MpU Jeleluu (C yTpaTon
OT TPETH 10 TIOJOBUHBI, PEXKE MOJHAS yTpaTa) KOPOTKOIO IJIeYa MATOM XPOMOCO-
MbI. J[7151 pa3BUTHSL KIMHUYECKOW KapTUHBI CHHAPOMA UMEET 3HAaUCHHE HE BEJIUYU-
Ha YTPAuE€HHOTO yYacTKa, @ KOHKPETHbII HE3HAUUTEIbHBIA (PPAarMEHT XPOMOCOMBI.
W3peaka oTMeyaeTcsi MO3aUIM3M MO JIeJeMU Ui 00pa30BaHUE KOJBLEBOM Xpo-
MOCOMBI-3.

[TpusHaku: Kpyriaoe Juo, MUKpoLedaus. IMUPOKO pacCTaBICHHbIE Tla3a —
TUIEPTEIOPU3M. aHTUMOHTOJIOUIHBIN pa3pe3 TJia3, AMUKAHT, HEIOPa3BUTHE HUXK-
HEW YeNIOCTH, KaTapakTa, Kocorjazue. KpHk HamoMuHaeT Koulaube MSyKaHbE.
BripaxkeHa ymcTBeHHast OTCTasiocTh. Cpeau AeTeil ¢ yMCTBEHHOM OTCTalIOCThIO Je-
TH C JaHHOW I'€HETUYECKOMN MMaTOJIOTHEN cOCTaBIAIOT 1%.

3. Cunopom Jlexcena (-5q). Yacrora 1:60 000. [eBouku poxxnarorcs B 1,5
pasza yare.

[Ipu3Haku: MblllIeyHasi TUMIOTOHUSI — pEOEHOK JIEKUT Ha CIIMHE B «I03€ JIsi-
TYHIKK». YIJIOIEHHOE JUI0 C BBICTYMAIOMIUM IMOAOOPOAKOM, MHUKPOIE(IUIHS.
JleeKT MHTENIeKTa CONnpoBOXKAaeTCA Ne(EeKTaMU 3PEHUs: NMTO3, KOCOTIa3ue, Ko-
J000MBI, HHCTAarM, CHIKEHHE OCTPOTHI 3pEHHUS, aTpo(us 3pUTEIbHBIX HEPBOB.
OtMmeyaeTcss HeIOpa3BUTHE HAPYXHBIX MOJOBBIX OPraHOB, IMMOPOKH CEpALA U IMO-
yek. HTennekT — oT jgerkoi opmMbl YMCTBEHHOM OTCTajOCTH 10 UAMOTHH. Xa-
pakTepHbl: cBoeoOpasHas ¢opMa HOca, pTa, BBHICOKOE TBEpaoe HEOO, MHOTIA C
pacuienuHoi. Hepeako BcTpewaeTcsi cy>keHUe WM aTpe3usi (OTCYTCTBHE) Hapyxk-
HBIX CIIYXOBBIX IIPOXOJIOB.

4. Cunopom Pemope (+9p). [lo uvactoTre BCTpe4aemMoCTU CpeAH JeTeu-
OJIMTO(PPEHOB 3aHUMAET 2 MecTo mnocie 6one3nu JayHa. /[eBouku BcTpedaroTcs: B
2 pa3a yaiie.

[Ipu3Haku: ymiIoONIeHHBIA 3aThIIOK, MUKpoLedanus, pOJHUYKU ITUPOKO OT-
KPBITHI, TJIa3HbIE AHOMAJIMU, KPYITHBIM HOC C IIUPOKUM KOHUHUKOM, KOPOTKAsl BEPX-
Hsis ry0a, KOHCKuE 3yObl. Y 25% neteil mopokH cepiiia Y MCTBEHHAsI OTCTAIOCTh Y
BCEX.

5. Cunopom oe I'pywu (-18p). Hactora 1:60000.

[Tpu3Haku: MaleHbKUI POCT, MUKPOIIE(Pansl, 9aCTO UMEET MECTO AJIOTCIIHS
(obmpIceHre, TUICTIMBOCTD), nedopmarius 3y0OB, YITHBIX PAaKOBHH, MBIIIICYHAS TH-
MOTOHMSI, TAXOBbIE M TMYMOYHBIE TPBDKUA, AHOMAJIMHM KUCTEH PYK W TMAaJbIEB,
CUHIAKTHJIUS TaJIbIIEB HOT «CTOMAa-Kadanka». Y MalbYMKOB — HEIOPa3BUTHE TO-
J0BBIX OpraHoB. CHWXEHHE TPOJODKUTEIHHOCTH JKU3HH y OOJBHBIX C TpyOoii
MO3TOBOM MaTOJIOTHEH, peke Oosee JeTKie NMHTEUIEKTyaIbHbIE 1e(PEeKThI, KOTOPhIe
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COTPOBOXKAAIOTCS OOJbIIEH MPOJIOKUTENBHOCTBIO KU3HU. Takue IeTH POKIAAI0T-
Cs1 B CPOK, HO ¢ HEOOJIBIIION Maccoit Tena.

Bone3Hnu ¢ HacnencTBeHHOW NPeIpacioioKeHHOCThI0. TO 00JIE3HH B MATO-
reHe3€ KOTOPBIX CYHIECTBEHHYIO POJIb UTPAIOT HE TOJIBKO FT€HETUYECKUE, HO U Cpe-
JOBbIEe (DaKTOphI. XapaKTepHa BbICOKAs KOHKOPJAHTHOCTh Y MOHO3UTOTHBIX OJIM3-
HELIOB M HAKOIUJIEHUE MTOBTOPHBIX CIIyYaeB CPEIU POJICTBEHHUKOB.

Ot1u 00JI€3HU XapaKTEPU3YIOTCA pa3HOU CTENEHBIO BBIPAXKEHHOCTH, YTO CBSI-
3aHO C pa3HbIM YPOBHEM HAKOIUIEHUS (DaKTOPOB MPEAPACIIONIOKEHHOCTH U KOMOU-
HAIIMIO WX C Pa3HBIMHU 1O CTEMEHU W HAMPABICHUIO BO3JACHCTBUS (haKTOpaMu Cpe-
161 (cTpecc, UH(EKIHs, KIMMaTHIeCKue (PaKkTophl).

Boigenstor cienyromue rpynmnsl 00Je3HEH C HACIeICTBEHHOM Mpeapacio-
JI0KEHHOCTHIO (4)

1. Bpoxxnennsie mopoku pa3BuTHs (aHAHIEDATHS, YEPETTHO-MO3TOBAas TPhI-
’a, BBIBUX O€/jpa, KOCOJAMOCTh, aTpe3usl MUILEBO/IA, BPOXKICHHbBIE TOPOKHU Cep/lia
u ap.) Yactora 0,5-5 Ha 100 yenoBek B MOMYJISIITUY.

2. XpoHuueckue 3a00sieBaHUs HEMH(PEKITMOHHON ATHOJIOTHH:

a) HepBHO-TicUXWYeckue (mu30ppeHusi, HOWIENCHs, MaHUaKaJIbHO-
JICTIPECCUBHBIN MCUXO03, paccesiHHbIM ckiiepo3) / Yacrora ot 0,2-0,7 (paccesHHbI
ckiiepos) 1o 10-20 (muzodpenus) Ha 1000 ger.

0) comaTthueckue 0OJIE3HM CPEAHEro BO3pacTa: acTMa. sA3BEHHas OOJIE3Hb
KEeTyaKka v 12-mepcTHOM KUIIKK. HIleMUYeckasi 001e3Hb cepara, 1uadeT, Icopuas,
pesmatu3M. Yactora 2-5 (OponxuanbHas actma) 10 100-200 (runmeproHuueckas
00JIC3HB)

Kaxnas u3 nepedrcieHHbIX 00JIe3HEN T€HETUYECKH T€TEPOreHHa U OTMEYa-
€TCSl HETPEPBIBHBIN XapaKTep U3MEHUYMBOCTH KJIMHUYECKUX MPOSBICHUN

[IpenpacnonokeHHOCTh MOKET ObITh MOHOTE€HHOW WJIM MOJUTE€HHON (MHO-
roakTopHON WK MyJIbTU(HAKTOPUATBLHOMN).

1. MoHnorenHas popma peapacnoioKeHUs:

BrI3BaHa TE€HHBIMM MyTalUsIMU C ayTOCOMHO-PELECCUBHBIM WA X-
CLUEIUICHHBIM PELECCUBHBIM THUIIOM HACIEIOBAaHMS, BAapbUPYIOLIEH IEHETPAHT-
HOCTb U AKCIPECCUBHOCTHIO. [IpoBonmpytonme GpakTopbl: BEUIECTBA UM, BOABI,

BO3IyXa
Hanpumep, koHCKkue GOOBI BBI3BIBAIOT T'€MOJIU3 3PUTPOLIUTOB Y JIIOJCH C
HACJIEICTBEHHO-00YCIOBICHHON HEJOCTATOYHOCTHIO JIFOK030-6-

docdaraerunporenassi (I'-6D/1)

IloBBIIIEHHOE CONEpKAHWE CBHUHIA IPOBOLMPYET TI'MIEPAMHAMHYECKUN
CHUHJIPOM Y MPEIPACIIONIOKEHHBIX K HEMY JIIO/IEH, a KypeHue — sM(pu3emMy Jerkux u
OHKOJIOTUYECKHE 3a001eBaHus Y JIto/Iel ¢ (PepPMEHTATUBHON HEJOCTaTOUHOCTHIO.

2. [lonurennsie GOPMBI HACIEICTBEHHOM MPEAPACTIONOKEHHOCTH

OOycnaBnuBaOTCS OAHOBPEMEHHBIM CYMMAapHBIM JEHCTBHEM MHOIHMX Te-
HOB, KaX/IbIil U3 KOTOPBIX BHOCUT HEOOJIBIION BKJIAJ B peaIu3alui0 (EHOTUIINYE-
CKOI0 MpH3HAKa, TOATOMY M3MEHYMBOCTh HOCUT HENPEPBIBHBIN XapaKTep KIMHHU-
4eCKUX IposBieHU. CTENeHb 3aBUCUMOCTHU MPOSIBJICHUHU IIPU3HAKA POAUTENEH Y
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MMOTOMKOB BBIPQXKAETCSI MOHATHEM HACIEIyeMOCTh, KOTOpasi BbIpaxaercs B IpPO-
[IEHTaX.

Jlist OONBIIMHCTBA XPOHUYECKMX HEMH(PEKIUOHHBIX COMATHYECKUX 00I1e3-
HEel ATOT Mmoka3aresb npebiaet 60%. OponxuanbHas actma — 80%, BPOKICHHbBIN
nopok cepana —35%, pacuienuHa ryobl 1 Heba — 76%. BBICOKOU SBISIETCS HAcCJIe-
JIyeMOCTb MCUXUYECKUX 3a00JIeBaHUM, HApUMep, IU30(QpEHUsT UMEET Hacleaye-
MOCTb 85%

OtmedeHa CBsI3b MEXKIY CEMEWHBIMU, TMOIMYJSIITUOHHBIMUA, COIUATHHBIMU
dakTOpaMu W YacCTOTOH MYyJIbTH(HAKTOPUATIBHBIX TOPOKOB pa3BuTusa. K Takum
(bakTopam oTHOCSTCS Mpodeccust pOAUTENCH, BpeMs T0/1a, MECTHOCTb, TIPEHATAITb-
HOE BO3JICUCTBHE PaIMAMA M XUMUYECKUX COCAMHEHWH, WHOEKIMU, POJoBas
TpaBma.

Hekotopsie mOpokM CBs3aHBI €O CHEIU(UUECKHM JIEHUCTBHEM CPEJbI.
Hanpumep, pacmienuna Heba u ryObl MOXET ObITh BbI3BaHA MpUMEHEHUEM (HEHH-
TOWHA BO BpeMsi OEpEMEHHOCTH.

Hpyrue ocoOeHHOCTH:

1. Mano pa3nu4aercsi puck pokJIeHus: 00JIbHOTO pedeHKa JUisl MOTOMCTBA U
cubcoB npobdanaa. Hanpumep, pacmienuna rydo u Heba cocTaBiser s 000ux Ka-
teropuii 4%.

2. KonkopaantHocte Mb He pocturaer 100%. xak npu MOHOTEHHBIX, HO
BBIIIIE YEeM MOKa3aTeiab AM3UroTHbIX Y Mb 21-63%. Ecau 3ToT nokasarens B 4 paza
BBIIIIE YEM Yy AU3UTOTHBIX — MOJIENb MTOJIMTEHHOTO HACJIEIOBAHUS TTPEATIOYTHTEb-
HEe.

3. Puck poxaenust pebeHka ¢ My IbTU()AKTOPHUAIBHBIM 3200JI€BaHUEM MPSMO
MPONOPIIMOHANIEH TSKECTH MOPOKa:

4. Puck MII nns poJICTBEHHMKOB IE€PBOM CTENEHHU POACTBA 3HAYUTEIBHO
NPEBBIIIAET MOMYJIAIMOHHBIN U BbIIE aHATOTUYHOTO 2 U 3 crenenu poAcTra. [u-
30(ppenus puck ms 1 —9-13, a qiist 2 —3%.

5. Puck 3aBUCHUT OT 4mcia OOJIbHBIX B C€MbE, 4eM O0oJibllle OOJBHBIX. TEM
Oonbiie puck. Hanpumep, ansHuedanus nociae poxaeHus: 0OJHOTO OOJbHOTO — 2-
5%, a nocie TpeThero — yxe 15-20%.

6. Bausinue nona

BriBux Oenpa uarie BcTpeuaetcs y AeBouek. Eciu mpobany sKeHCKOro mona,
TO 11 OpaTheB pUCK paBeH 1%. a nns cectep —5%. Ecaun mpobana My CKOToO 1o-
Ja, To Ay OpateeB-5%. a 11 cectep —7%. T.e. OPOT MPOSIBICHUS AJIS Yalle IMo-
pakaeMoro 1oJjia HIKe, YeM I peke MopaxaeMoro.

3.2 BpoxkaeHHblie 00J1€3HU

Ecnu cpenoBeie HEOMaronpuaTHbie GaKTOPbl BO3ICUCTBYIOT Ha OPraHU3M BO
BpeMsl BHYTPUYTPOOHOTO pa3BUTHS, TO MOTYT BO3HMKHYTh BPOXKJICHHBIE 3a00Jie-
BaHus. [loapoOHOE onrcanue 3TUX 00Jie3HENW MOYKHO HAWTHU B psijie MyOIuKaIui.

41



['pynmy ¢dakTOopoB, KOTOpHIE MPUBOAUT K PA3BUTHUIO TPYOBIX aHOMAJHH,
Ha3bIBAIOT TEPATOTCHAMH, a HAYKy, M3YYalOUIYI0 3TH aHOMAJUH, T€PATOJOTHEH.
TeparerennbiMu (hakTOpaMu, HapyUIAIOUMMU MTPEHATAIBHOE Pa3BUTHE, SBIISIOTCS
busnueckue (paauanus, peHTreH-JIy4H, TUIIO- U TUIIEPOKCHUSI, TUIIOTEPMHUS U T. 1,),
XUMUYECKUE (ITHIOBBIA CIUPT, HAPKOTUKH, HEKOTOPHIE MUIIEBBIE KOHCEPBAHTHI,
KpacuTean M J00aBKH, MOIOIIHME CPEACTBA, Psii JIEKAPCTBEHHBIX MPENapaToB:
CTPENTOMUIIMH, TETPAIUKIINH, TAIUIOMUI U JIp.) U Ouonorudyeckue (MHGEKIIMOH-
HbIe 00JIE3HU: KpACHYXa, KOPb, TPUIIT, TIOJUOMHUENHT, CU(uiInc, Teprec 1 T.1.).

Teparorensl, qelCTBYIONME B IEPUO SMOPHOHATHHOTO HIIA 3aPOIBIIIIEBOTO
pa3BuTUs (C MOMEHTa OIUIOJOTBOPEHUS SMUIIEKIECTKH A0 3aBEPUICHUS: OCHOBHBIX
MPOIIECCOB OPraHOTeHEe3a, T. € JI0 KOHI[A BTOPOTO — Hauajia TPEThEero Mecsiia BHYT-
pUYTPOOHOM KU3HU) MPUBOIAT K TPyOBIM aHOMANUAM pa3BuTHs. ['1bens 3apoabl-
e B 3TOT nepuoy pazsutus aocturaetr 70%. N3 kaxapix 10 3auatuii 7 3akaH4u-
BalOTCs ruOenbio. BobIIMHCTBO 3apo/ibliieii THOHET B TIEPBbIE JHU CBOETO CYIIIE-
CTBOBaHUS, @ B KAuECTBE OCHOBHOM NPHUYMHBI BBIACISAIOT IMATOJOTMH MEPBBIX
JpOOICHUI 3UTOTHI.

BtopsiM neproioM BHYTPUYTPOOHOTO PA3BUTHS SIBISETCA IUIOIHBIN, WM
deTtanbHbIN Iepro/] (C KOHIIA BTOPOTO — Hayalla TPEThEro Mecsla, BIIOTh 0 Po-
JI0B). AHOMaNINM pa3BUTHS, BO3HUKAIOIINE B ATOT IMEPUOJ, NMPUBOIAT K Hapyllle-
HUIO CTAHOBJICHUS CUCTEM U OpraHoB. [11no/, kak mpaBuio, HEe MOrudaeT, HO Y HEro
Pa3BUBAIOTCS MOPOKU PA3BUTHUSI, KOTOPHIE TPUBOAT K MOSIBJICHUIO YPOJICTB.

Baxxnoe 3HaueHume M1 340pOBbs peOCHKA MMEET Mepuoj; OepeMEHHOCTH,
OXBaTBIBAIOIIHI MOCIEAHUE THA U YaChl MPEOBIBAaHUS B yTPOOE MaTEPH.

Ha pannux craamsx sMOpuoreHes3a BBIICISIOT, TAK Ha3bIBaEMbIC, KpUTHYE-
CKHE€ TIEPHOJIbI, BO BpEMS KOTOPBIX Pa3BUBAIOIINIICS OPTaH 0CO00 YyBCTBUTEIICH K
pa3TUYHBIM JKCTpeMaidbHBIM (akTtopaMm. Eciam skeHmumHa 3a00€eT KpacHyXou
Mexay 3-9-i1 HenensiMu OEpEeMEHHOCTH, TO PUCK MOPaKEHUS MIoAa TaKUMU 3a00-
JIEBaHUSIMH, KaK MOPOK cepaia (6-7-1 Henenu OepeMeHHOCTH), KaTapakTa (3-5-1
Henenu) U riayxota (8-9-s1 Hemenw) ocoOOGHHO BBICOK. Jlo M mmocje 3TOro cpoka
KpAacHyXa HE BBI3bIBAECT MOPOKOB pa3BUTHS I10Aa. CXOIHOE NEUCTBUE MpEaIoa-
raeTrcsi y BUpyCOB T'pUIINA, OCIbI, MapaTuTa. TepaToreHHbIM JeHCTBUEM 00JaaeT
MOHU3UpYIoIIee 00ydeHne, 0COOEHHO Ha CpoKax Mexay 2-i U 8-i HeleasIiMU dM-
Opuorenesza. CiyyaiiHOE€ BO3HUKHOBEHHE IMOPOKOB PA3BUTHS MOXKET OBITh BHI3BAHO
BO3JICHCTBHEM: XUMHYECKHUX, B TOM YHCIIC METUKAMEHTO3HBIX ()aKTOPOB Ha TIO.

He Tak naBHO ObLT 0OHapy»KeH HOBBIN TepaToreH — 13-1uc-peTuHoeBast Kuc-
joTa (aHajor BUTaMuHA A). DTOT mpenapaT MHUPOKO HCIOJIb30BAJICA B MEIULIMH-
CKOU TIpaKTUKE JJIs JIeueHus yrpeid. Panee Ob1T0 MOKa3aHO, 4TO aHAJIOTH BUTAMUHA
A MOTYT OKa3bIBaTh BPEIHOE NEUCTBHE HAa OCPEMEHHBIX CaMOK Pa3IMYHBIX KH-
BOTHBIX, U MTOATOMY ATUKETKA Ha Mpenapare npeaynpexaana, 4To UM HE JTOKHbI
M0JIb30BAThCSL OepeMEeHHbIE JKeHIIUHbI. OHAKO HEKOTOPbIE MKEHIIUHBI MOJIb30Ba-
JUCh UM BO BpeMsi OepeMeHHOCTH. B pe3ynbTaTe y HUX POAMIUCH 0€3 3aMETHBIX
nedexroB 26 nereid, 12 morubau BHYTpUYTPpOOHO M 21 poauics ¢ ypoacCTBaMH
(anomanuu HHC, otcyrcTBUEe unu nedopmalius yiien, pacuieruieHHoe He0o U Ap.)
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Bosnee neranbHblil aHAIN3 NO3BOJIUI BBISIBUTH KPUTUYECKHUE JHU VISl TEPATOT€HHO-
ro 3gdeKra peTHHOEBON KHUCIIOThI, KOTOpbIe npuypoyeHbl Kk 20-35 cyTkam mocie
OIJIOZI0TBOPEHMUSI.

B 1961 r. aBa uccnenoBarens HE3aBUCUMO JIPYT OT Jipyra Mokasajiu, 4To Ta-
TUAOMUT (TPAHKBWIIM3ATOP, KOTOPBIA IIUPOKO PEKIAMUPOBAIICA KaK YCIOKOH-
TEJIBbHOE CPEICTBO), UHIYIIUPYET MOSABICHUE OUYEHb PEKO BCTPEUAIOIIETOCs YPOI-
cTBa (D)OKOMENUU — OTCYTCTBHUE WJIM HEOPA3BUTHUE KOHEUHOCTEH.

BreriicHWIN, 4TO TamuAOMU]L SBISETCA TEPATOrE€HHBIM B niepro ot 20 1o 36
CyTOK mocie omionoTBopeHus. Ilocne Tparenuu ¢ TaauaoOMHUAOM, B PE3yJbTare
KoTopoii poamnock Oosiee 7000 ypommuBBIX JeTel, Hauaau pa3pabaThIBaThCs CXe-
MBI TIPOBEPKH JIEKAPCTBEHHBIX MPEMAapaTOB Ha TEPATOTCHHBIN d((DEKT.

B unTepecax 370poBbs peOCHKa CIEMyeT MPOSBISATH KPAWHIOI OCTOPOXK-
HOCTh MPY UCTIOJIb30BAHUM JIEKAPCTBEHHBIX CPEJCTB U, IO BO3MOXKHOCTH, BOOOIIIE
BO3JIEP)KUBATHCS OT UX MPUEMA, OCOOEHHO HAa PaHHUX CPOKax OEpEMEHHOCTH.

Bpoxaennbie aedextbl. Pa3Butre sMOpHoOHa MOJI BO3ICUCTBHUEM I1aTOJIO-
FMYECKOro TeHa WM HeOJaronpusTHRIX (PAKTOPOB OKPY’KAIOIIEH ero cpenubl mpu-
BOJMT K BPOKJIEHHBIM AaHOMAJIUSIM Pa3BUTHSL.

Crneunduueckasi Ipupoia BPOKIECHHBIX J1e(eKTOB 0OBIYHO 3aBUCUT OT TOTO,
KaKue CTPYKTYpPhI Pa3BUBAIOTCS BO BpEMs JEHCTBUS KAKUX-THMO0 HEraTUBHBIX (Pak-
TOpoB. BpemMeHHOW OTpe30K, KOT/la TeHbl, TOKCHYECKHUE BEIEeCTBA, BUPYCHI, U3ITY-
YEHUE U PAJ APYTUX BIUSHUI MOTYT HAPYIIUTh CTPYKTYPY OMPEAECICHHOTO OpraHa
WA CUCTEMBI, HA3bIBACTCS KpUmuueckum nepuooom. Hexoropeie yactu uenoe-
YECKOTO OpraHu3Ma, TaKue, KakK MaJibIlbl KOHEYHOCTEH, YyBCTBUTEIBHBI K T0100-
HBIM BO3/ICHCTBUSIM B T€UEHHE KOPOTKOIO MIPOMEXKYTKA BPEMEHU, a pPa3BUTHE LICH-
TPaJbHOU HEPBHOU CHUCTEMBI MOXKET OBITh HAPYIICHO B TEYECHUE BCETO MPEHATATb-
HOT'O TIEpUO/ia, TaK K€ KaK U B IIEPBbIE JIBa rojia MOCTHAaTalIbHOrO nepuoaa. Cuen-
CTBUEM JJIUTEILHOTO KPUTHUYECKOTO MEPUO/ia HEPBHOM CHUCTEMBI B 1I€JIOM, U TO-
JIOBHOT'O MO3ra B YACTHOCTH, SIBJISIETCSI MHOXKECTBO BPOXKJIEHHBIX J1e(DEKTOB, BKIIIO-
YaloUUX Pa3HyI0 CTENEHb YMCTBEHHOUN OTCTaNOCTU. MO3r pebeHKa OCTaeTcs 4yB-
CTBUTEJIBLHBIM K BPEAHBIM BO3ICUCTBUSM U TIOCIIE POKICHUSI.

OxkoJ1o 2/3 Bcex BpOXKIEHHBIX Ae(EKTOB MPOUCXOIUT U3-3a HAPYILICHUH pa3-
BUTHS Ha YMOPUOHANBHBIX CTAAUSAX (3IMOPHOHOM CUMTAETCS Pa3BUBAIOIIMICS Op-
raHU3M B [IEPBbIE TPU MecCsIa BHYTPUYTPOOHOM KU3HM).

Bonee crmaxxennpie AedeKThl, KOTOPhIE CTAHOBATCS 3aMETHBIMHU JIUIIH IO
Mepe B3pociieHus peOeHKa, TaKhe, KaK 3aTPyAHCHHUSI B 00YYEHUH, YACTO MTPOUCXO-
JSIT U3-3a HAPYIICHWA B PA3BUTHU YK€ HE SMOPHOHA, a T10/1a (TIJI0I0M CUUTASTCS
Pa3BUBAIOIINNICS OPTaHU3M IOCJIE€ 3 MECSIEB BHYTPUYTPOOHOW KU3HH JIO €ro
poxaenust). Hanpumep, XxuMHUeCKre BEIIECTBA, BIMSIONINE HA Pa3BUTHE MO3ra B
MEPBOM TpUMECTpe OEPEMEHHOCTH, MOTYT BBI3BATh TSHKEIIYIO YMCTBEHHYIO OTCTa-
JocTh pedeHka. BenecTBo, mojieiicTBOBaBIlEE HAa CEIbMOM Mecsile OepeEMEHHOCTH,
MOKET CHU3UTh CIIOCOOHOCTh K O0YyUEHHIO.

Hekoropbie BpoxJeHHbIE e(PEeKThl MOSABIAIOTCS U3-3a AHOMAJBHOTO T€HA,
BKJIFOUMBIIIETOCS B ONPEACIICHHBIN MEPHOJI MpeHaTaIbHOro pa3sutus. [lpu peakom
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HACJIEJICTBEHHOM 3a00JIeBaHUU okomenuu («JIacTbl MOpKa») MPOUCXOJUT OCTa-
HOBKa pa3BUTUsl KOHEYHOCTEH HA TPEThEU-NATOW HENeneIMOPHOHAIBHOIO pa3BU-
TUSL U peOEHOK POKIAETCS C PEAYLIUPOBAHHBIMA KOHEYHOCTSIMHU.

MHoro BpoOXIEHHBIX Ie(EKTOB MOSBIAETCA HM3-3a BO3ACUCTBHS TOKCHYE-
CKHX BEIIECTB, YNOTPEOIIEMBbIX KEHIIMHONW BO BpeMsl OEpEMEHHOCTH. AHOMAIUU
Pa3BUTHA 3TOrO PoJa HE MEPENAIOTCS M0 HACIEACTBY, & MOT'YT BO3HUKHYTb JIUILb
IIpU MOBTOPHOM BO3JEHCTBUU MOBpEkAaromiero ¢pakropa. Takue GpakTopbl HOCAT
Ha3BaHUE mepamozeHvl (OT TPeU. «BBI3BIBAIOIIUN YPOJCTBA»).

Tanuoomuo. Vnes o ToM, 9TO TIIanieHTa (Opraf, pa3BUBAIOIIUICS BO BpeMs Oe-
PEMEHHOCTH U CBSI3BIBAIOIIMI MaTh U peOeHKa) 3allvIIaeT SMOPHUOH U IUIOJ OT BO3-
JIEUCTBUST BPEAHBIX BEILECTB, Oblia ompoBepruyta B 1957-1961 rr., xorma B EBpone
poaunock okono 10 000 nereit ¢ cumnTomMamu goxomenuu. bouto 0OHapyX eHO, 4TO
Matepu Bcex Ae(EKTHBIX AeTel MPUMEHSIIM B Hauaie OEpeMEHHOCTH TpenapaT maiu-
oomuo. «TanuaoMuHbIe» NETH POXKIAIUCH C HETOPA3BUTHIMU KOHEUHOCTSIMU MJTA BO-
00111e 0€3 KOHEYHOCTEN.

B CIIA manuoomuo He ObLI pa3pellieH, MOCKOIbKY YYEHbIE 3aMETUIIN He-
KOTOpbIE€ MOOOYHBIE 3(PPEKTHI B JOKIMHUYECKUX MCCIECAOBAHNUAX Ha )KUBOTHBIX. B
IOxHoii Amepuke B 1994 1. poaunochk HECKOJBKO «TAIMAOMHUIHBIX» NETEH, MO-
CKOJIBKY TaM JIEKapCTBO YIOTPEOJIAIOCh KEHIIMHAMU B Pe3yJbTaTe HEO(ULIaIb-
HOT'0 BBO3a €ro U3 cTpad EBporsbl.

Kpacnyxa. ABctpanuiickue ydeHble BIIEPBbIC 3aMETUIIN TepaToreHHble 3 dex-
Tl BUpYCa KpacHyxu, BbI3BaBlIeM B 1941 r. Tak Ha3pIBAEMyI0 «HEMELIKYIO KOpb». B
CHIA BHHMMaHHE K BUPYCY KpacHyXH ObLIO MpHBJIE€YeHO B Hayane 1960-x rr., korna
1oCJIe MUAEMUN KpacHyxH poausiock npuMepHo 20 000 nereit ¢ BpoxKIEHHBIMH YPOI-
ctBamu 1 30 000 mepTBBIX neTel. Eciu eupyc KpacHyxu nopasicaem OepemeHHbIX
JHCEHWUH 6 MedeHue Nepeoco mpumMecmpa, y HUX 6bICOKULL PUCK POAICOEHUs Oemell C
Kamapakmou, 21yxomotu u cepoeuynvimu anomanusamu. 11ocaencTsust BUpyca KpacHyXu
y IJIO/IOB, Pa3BUBAIOIIMXCS BO BTOPOM U TPETbEM TPUMECTpax, MeHee OouryTUMblL. K
HUM MOTYT OBITb OTHECEHBI HapyIIEHUs] B 0OYYEHUH, PAcCTPOICTBA peUun U Cilyxa U
IOBEHWJIbHBIN caXapHbIi quadeT (00JI€3Hh MOJIOJIONO BO3PACTa).

Ankozons. JIronu 1aBHO 3aMETHIIM HEOJIAroNpusiTHOE EUCTBUE aJIKOTOJIsI Ha
noToMcTBO. CYIIECTBYET JaKe MOHATHE «ICTH KapHaBajaa», KOTOPhIM 0003HAYaAIOT
HEIOJHOLIEHHBIX JAETEH, 3a4aThlX BO BPEMSI MAacCOBBIX MPa3JHUKOB, KOTAA CIUPT-
HbIE HAMHUTKH YMOTPEOJSIIOTCS B OCOOCHHO OOJIBIIMX KoindyecTBax. PesympraTom
3THX HaONIOJCHUN Yy MHOTHUX HApoOOB CTajla TPaJWLIMs HE pa3peliaTh KeHUXY U
HEBECTE BO BpeMs CBaAbObI MUTh CIIUPTHBIC HAMMUTKHU. DTU HAOMIOACHUS TOATBEP-
XJeHbl HayuyHO. HakomieHo MHOXecTBO (DakTOB, KOTOpbIE MOKAa3bIBAIOT, UTO Y
JOJEH, CTPAJAOIINX AJIKOTOJIM3MOM, MOBBIIIEH NPOLEHT HENOJIHOLUEHHBIX JETEH.

Oco0eHHO TsDKENbI Ui peOeHKa MOCIEACTBUSI MATEPUHCKOTO aJKOTrOJIM3Ma.
Eme 23 cronerus Ha3a HapyLIEHUs! y A€TEH, POXKICHHBIX MBIOIIMMH MaTepsiMU, ObLIN
3ameueHbl ApHcToTeNeM. bepeMeHHbIE JKEHILUHBI, MEPUOJUYECKU YIOTPEOSIOIue
AJIKOTOJIb B YMEPEHHOM KOJIMYECTBE, WM OJHOKPATHO B OOJIBILIOM KOJMYECTBE B IIE-
PHOJ1 KAaKOr0-TM00 0COOEHHO BaKHOT'O 3Tara B SMOPHOIeHe3e, UMEIOT PUCK POKIACHUS
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peOeHKa C ghemanbHbIM aNKO20NbHbIM CUHOPOMOM (ATKOTOJBHBIA CHHIPOM ILIOAA)
(DPAC).

[1101 nmprOIKUX MaTepei pa3BUBAETCS B CpPE/I€ C MOBBIIMICHHBIM CO/ICPKAHU-
€M aJIKOToJisl, TO3TOMY BBICOKAsi KOHILIEHTpAIMsl CIIMPTa CTAHOBUTCA Uil peOeHKa
€CTECTBEHHON. MeTaboJM3M IJI0/1a aIallTUPYETCs] K BHICOKOMY COJIEPKaHUIO all-
korojsi. [locnme Toro kak peOEHOK TepsieT CBS3b C TEJIOM MAaTepH, €ro OpPraHu3M
HAYMHAET HMCHBITBIBATh HeNOCTaTOK ankoroiid. [lo HaOmrogeHusiM Bpadeil, Takue
JI€TU HAXOJSTCS B COCTOSIHMM MTOXMEJIBHOTO CUHApoMa. OHM MOCTOSIHHO IUIAYyT U
YCIOKaWBAKOTCS TOJBKO MOCJE TOTO, KAK MOJIy4aT HEKOTOPOE KOJIMYECTBO AJIKOTO-
7s1. Takue 1eTH 0OBIYHO PAHO CTAHOBATCS AJTKOTOJIMKAMH.

PeGenok ¢ (eranbHBIM aJIKOTOJIBHBIM CHHAPOMOM HUMEET XapaKTepHYIO Ma-
JIEHBKYIO TOJIOBY, aHaTOMUYECKHE HApYLIEHUs TIJa3, IJIOCKOE JULO M IUIOCKHMA
Hoc. Ero pocrt 3amensnen kak 10, Tak U MOCHe POXKACHUS. Y peOeHKa yXyIIIeHBI
MHTEJIEKTYaJbHbIE€ CIIOCOOHOCTH: OT JIETKUX HapylIeHUW B OOy4YeHUH, 10 YM-
CTBEHHOHM OTcTajocTu. B oHOM uccienoBanuu ObLIO MOKa3aHO, YTO €CIU KEH-
IIMHAa BO BpeMs OEpEMEHHOCTH yHOTpeOsisia 10 TPEX CMEIMIAHHBIX aJIKOTOJbHBIX
HAMUTKOB €XeJIHEBHO (B BUAE KokTeilneii), IQ ee pebeHka ObLI B CpeHEM Ha 5
0ayIoB HUXKeE, 10 CPAaBHEHUIO ¢ KOHTPOJIbHBIM. B Hactosiee Bpems B CIIIA ®AC
3aHUMAET TPETbE€ MECTO CpPeAr NPUYMH YMCTBEHHOW OTCTAJIOCTH y JIETEH, U Ha
kaxayro 1000 HOBOPOXAEHHBIX OT 1-10 A0 3-X NMPUXOIUTCS C ITUM CUHIPOMOM.

[Tocnencteus ®AC nposiBIsitOTCs ¥ B O0JIee cTapiiieM Bo3pacTe. Y TOAPOCTKOB
Y B3POCIIBIX C 3THMM CHHIPOMOM HEBBICOKHI POCT M MaJleHbKHE ronoBbl. bonee 80%
COXPAaHSIOT YepThl JMLIA, XapakTtepHsie i Aetein ¢ DAC, Brimoyas HapyieHue Gop-
MbI TYO, HETIPaBUIILHO C(POPMHUPOBAHHBIE U PACHONIOKEHHBIE 3yObl U IIUPOKUM MPO-
MEKYTOK MEXy BEpXHEH ry0oil 1 ocHOBaHHEM HOca. Takue 4epThl JIMLa JAENaroT JIto-
aeit ¢ DAC BHeIIHE CXOKUMHU, XOTSI M 0€3 0COOBIX TPYOBIX HAPYIICHUIL.

Mtuorue B3pocibie ¢ DAC UMEIOT NCUXUYECKOE pa3BUTHE HA YPOBHE AETei
MJTQIIETO IMIKOJBHOTO BO3pAacTa. ¥ HUX YAaCTO BO3HMKAIOT TPYAHOCTU B OOIIEHUH,
UM CIJI0)KHO TIPEIBUIETH MOCIEICTBUSI CBOMX MOCTYNKOB, OHU O€3bIHUIIMATUBHBI U
HEMpPaBUJILHO MOHUMAIOT COLMAJIbHBIE POJIM B OOIIIECTBE.

[TockosibKy yudeHble elll€é HEe YCTAaHOBWIIM TMOCIENCTBUS YIOTPEOICHUS MaJlbIX
KOJIMYECTB AJIKOToJisi OEpEMEHHBIMH, U MTOCKOJIbKY T€HOTUITMUYECKH Pa3HbIE JKEHIIMHBI
MO-pa3HOMY MeTa0OJM3UPYIOT 3TO BEUIECTBO, JIyUIlle BCErO MOTHOCTHIO OTKA3aThCs OT
aJIKOTOJIs BO BpeMsi OEpEMEHHOCTH U B MIEPUO]] KOPMIICHHSI peOSHKA TPY/IBIO.

Kokaun. KokauH sBisieTCS 4pe3BBIYAHO OINMACHBIM BEIIECTBOM ISl €LIE HE
poauBiierocss pederka. OH MOXKET BbI3BATh CEPACYHBIN MPHUCTYI y 3MOpHoHa. BbI-
KUBILKE, HO MOABEPIILIMECS BO3ACUCTBUIO KOKaHHA JIETH, UIMEIOT ropa3ao MEHBUIYIO
CIIOCOOHOCTh KOHIIGHTPUPOBaTh BHUMAHHE Ha OKPY)KAIOUIMX OOBEKTaxX, YeM HOp-
MaibHbIe JIeTd. [1o Mepe B3pociieHust POSBIISIOTCS APyrUe MpoOIeMbl ¢ (PU3MUECKIM
3I0pPOBbEM M TICUXUKOM. OlieHKa MOCIEACTBUNA IEHCTBHS KOKaMHA HA MpeHaTaIbHbIX
CTaJUsIX YaCTO 3aTPYAHAETCS TEM, YTO MOMUMO KOKanHa MPOUCXOIUT BO3JICHCTBHUE U
JPYTUX BEUIECTB, KOTOPHIE MOT'YT ObITh MPUYMHON MOSIBUBILIKUXCSI CHMITOMOB.
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HNHuTepecHbIM OOCTOATEIBCTBOM SIBISETCS TO, UYTO YHNOTpeOJieHHe KOKauHa
HE TOJBKO Oynyliel MaTepbio, HO U OYIyIIUM OTIIOM, MOXET MOBIUATh Ha Pa3BU-
TUe pebeHka. J[eno B TOM, YTO KOKauH MOKET ObITh BHECEH B OPraHU3M >KEHIIUHBI,
KaK U psiJ IPYTUX TOKCHYECKUX BEIECTB, B COCTABE CEMEHHOW KUIAKOCTH, HE TI0-
BpEX/1asi IPU 3TOM CaMH CIIEpMaTo30UIbl. B nanbpHeleM KOKauH MOKET BbI3BAaTh
HapyILIEeHUs B MATKE WIM MONACTh B KPOBEHOCHYIO CHUCTEMY KEHIIUHBI, 3aT€M B
IUIAlEHTY, U OTTYyAa — K Pa3BUBAIOIIEMYCS SMOPUOHY WU IIJIONY.

Cucapemvl. XUMUYECKNE KOMIIOHEHTBl CUTAPETHOIO JbIMa OKa3bIBAIOT HE-
OnmaronpusTHOE AEHCTBUE Ha 0. MOHOOKCH yriepoaa MpOXOAUT depe3 Iuia-
HEHTY W IPUCOEAUHSIETCA K MOJIEKyJaM reMOorjio0rHa, TeEM CaMbIM, HE JaBasl IPH-
COEIMHUTBCS KHUCIOpOAy. [[pyrue TOKCHYECKHE COEOUHEHUsI CUTapeTHOro JbIMa
3aTPYIHSIOT NONaJaHue MUTATEIbHbBIX BEIIECTB K mioAy. MccnenoBanus, B KOTO-
PBIX CPAaBHUBAIUCH IUIALIEHTHI KYPSAIIUX U HEKYPAILIMX JKECHILIWH, TOKa3aJld, YTO B
IaleHTax KypsuuX >KeHIIUH OTMEYaeTcs HEeIOCTAaTOK Ba)XKHBIX (DAKTOPOB POCTa,
BbI3bIBAsI, TEM CaMbIM, 3aMEJIEHHBIN pOCT pedeHka 0 1 nociie poxaeHus. Kype-
HUE BO BpeMsi 0EpEMEHHOCTH KOPPEJIMPYET C PUCKOM CIIOHTAHHBIX aDOPTOB, MEPT-
BOPOXKIEHUEM, HEJIOHOIIEHHOCTHIO ¥ MAJIBIM BECOM IIPU POKJICHHUU.

Ilumanue. HekoTopble NMUTaTEIbHBIE BEIIECTBA B OOJBIINX KOJIUYECTBAX
JEUCTBYIOT HA YEJIOBEUECKHUM OpraHu3M MoJ00HO HAPKOTUKAM.

JlexapcTBO, UCTIOJIb3yEMOE JIJIs1 JieueHUs akHe (YyrpeBasi Chlllb) — Accutane, sSiBISI-
€TCsl IPOM3BOAHBIM BUTaMHHA A, BBI3bIBAET CIIOHTAHHBIE a0OPTHI M HApPYIICHUE pa3-
BUTHS CEpJILA, HEPBHOM CHCTEMBI, IPUBOAUT K JIMLEBBIM aHOMAIUSAM. TspKenble mo-
CIIJICTBUS 3TOTO TperapaTa BIepBble ObLIM 3aMEUEHBI CITYCTS JIEBSATh MECSIIEB 1OCTe
TOrO, KaK OHM HAa3HAYAJIMCh JIEPMATOJIOraMu MOJOJBIM KEHIIMHAM B Havdasie 1980-x
IT. B Hacrosiiee Bpems J1€KapcTBO COMPOBOKIAETCSI COOTBETCTBYIOLMMUA MapKUpPOB-
KaMH ¥ HUKOT/Ia HEe Ha3HA4aeTcsi OepeMEHHBIM. JTO JIEKApCTBO HA OCHOBE BUTAMHHA A
TaKOKe UCIIOJIb3YETCS ISl JISUEHHsI [ICOPHa3a; U OHO CaMo, U M30BITOK BUTAMUHA A BbI-
3bIBAIOT BPOKACHHBIE aHOMaMu. HekoTopblie Gopmbl BUTaMUHA A COXpaHSIOTCS B
YKHPOBBIX OTJIOKEHUSIX TeJa B TEUEHUE TPEX JIET MOCIIE €ro yrnoTpedIeHusl.

JIpyruM MuIieBbIM NPOAYKTOM, CIIOCOOHBIM MOBPEXAATh TUIO, SIBJISIETCS 8Uma-
mun C B M30BITOUHBIX KoiudecTBax. [1mo/ mpuBbIKaeT K OOJBIIMM J03aM BUTAMMHA,
ynoTpebssieMoro 6epeMeHHou xKeHiHou. [locne poxieHus, Korjaa peOeHOK yroTpeo-
JISIET TOPa3/I0 MEHbIIIE BUTAMUHA, Y HETO MOSBIISIIOTCS CUMITTOMBI HEIOCTATOYHOCTH BU-
TamuHa C (UMHTa) ¥ OH CTAHOBUTCS CUJIBHO TTOIBEP>KEHHBIM UH(DEKITHSM.

HenocraTok nuTaHusi HEraTUBHO CKAa3bIBAETCSl HA pa3BUBArolieMcs Iwione. Bo
BpeMsi OEpEeMEHHOCTH U BO BpeMsi KOPMJIEHUsI peOeHKa rPy/IbIO KEHIIMHA HYK/IaeTCsI B
M30BITOYHBIX KaJdoOpusX. AKYIIEpPCKUE 3alHMCH MO HAOMIONEHHI0 OEpeMEHHBIX 10, BO
BpeMs 1 nocie Bennkoit OTedecTBEeHHON BOMHBI MPOCIEKUBAIOT CBSI3b MEXKY HENO0-
CTaTOYHBIM NHUTAHUEM >KCHIIMH HAa PAHHUX CPOKaX OEPEMEHHOCTH W TOBBIIIEHHUEM
pHUCKa CIIOHTaHHBIX a0OPTOB. Y aOOPTHPOBAHHBIX TUIOAOB OBLIM OTMEUEHBI CIUILIKOM
MaJible pa3Mephl rojloBHOro mMosra. [1noxoe nuranue Ha OoJiee MO3HUX CpoKax Oepe-
MEHHOCTHU YTHETAET Pa3BUTHE IUIAIIEHTHI, YTO MOXET MPUBOAUTH K HEOOJBILIOMY BECY
NpY POXKIIEHUH, MAJICHBKOMY POCTY, B JIajIbHEHIIIEM MOJBEPKEHHOCTH 3yOOB KapHuecy,
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3a/IEpXKKE TIOJIOBOTO Pa3BHUTHS, HAPYILIEHUIO B OOYYEHUH M BO3MOXKHON YMCTBEHHOM
OTCTAJIOCTH.

Ilpomviuwinennvie peonocmu. Hemarno srojielt cTaqkuBaeTcsi C TepaToreHaMu
Ha CBOeM paboyeM MecTe. YUeHble OTMEYAIOT MOBBIIIEHUE YACTOThI CIIOHTAHHBIX
abOpTOB U POXKIEHUS ETEH C AHOMAIMSAMHU Y HKEHIIUH, padOTaIOIIUX C TEKCTHIIb-
HbIMU KpacKaMH, CBUHIIOM, NOJIYITIPOBOAHUKOBBIMU MaTepualaMu, PTYThIO U KaJl-
MUEM.

3agaum I CAMOCTOSATEILHOTO PelieHUs!

Mennuko-reHeTH4eCKOe KOHCYJIbTUPOBAHNE

3amaya 1. B Menuko-reHeTH4ecKyl0 KOHCYNbTALMI0 OOpaTWiICS IOHOIIA
(mpoOaH), CTPaJAIOUINIl TIyX0TOH. Y HEro ecTh CecTpa ¢ HOPMAIbHBIM CIIyXOM.
Martp u oten mpobaHma Takke WUMEIOT HOPMAaJbHBIM CIyX. Y MaTepw mpobOaHma
ISTh CECTEP C HOPMAaJbHBIM CIyXOM M OJUH Opat, cTpajaromui riayxoroil. Tpu
CECTpbl MaTepu MpodaHAa 3aMy»X,eM 3a 3J0POBBIMU MYKUMHAMH. Y OJHOM CECTpPbI
MaTepu mpoOaHJa pacTeT 310pOBasi J04Ub, Y BTOPOMl — 310pOBBIN ChbIH, Y TPEThEH —
3J10pOBasi 10Yb U TNIyXoi cbiH. baOka npobanaa, no TMHUU MaTEPHU U €€ MY ObLIH
310poBbl. Y 0a0ku npo0OaHia no JUHUK MaTEPH €CTh TPU 30POBBLIE CECTPHI U J1BA
Opata, OUH 310POBbIH, a IPYTrOM IIIyXoi. 3M10pOBbIE cecTphl OA0OKH MO JIUHUU Ma-
TEpU UMEIU 3J0POBBIX MYXEH, a 3J0pOBBIM Opar ObUT KEeHAT Ha 370POBOM KEH-
muHe. Y nepBoi cecTpbl 0a0Ku MpoOaHa YEThIpe 30POBbIE I0YePU U OJUH TIy-
XOH ChIH. Y BTOPOI cecTpbl 0a0KHU 310pOBasi 10Ub U IIyXOW ChbIH. Y TpeThell cecT-
pbel 620K 3710pOBasi 1O0Yb U JIBa ChIHA, OJWH 3J0POBBIN, Mpyroul riayxou. Ortemn u
MaTh 0aOKu TpoOaHa 10 TUHUU MATEPH 370POBHI.

3a0oJieBaHKE HACIIEAYETCS IO ayTOCOMHO-PELIECCUBHOMY THUITY.

OnpenenuTp, KAKOBA BEPOSTHOCTh POXKACHUS 3I0POBBIX JIETEH B CEMbE MPO-
0aHa, ecau OH KEHHUTCS Ha 3I0pOBOM KEHIIKHE, OTel] KOTOPOU CTpagacT TEM Ke
HeAyrom, uyto u npodana. CocTaBUTh T€HEAIOTMUYECKOE JPEBO, OMPENETUTh BEPO-
ATHOCTb POXKIAEHUS 300POBBIX AETEH.

[Ipumeuanue. ['IyxoHEMOTa CBsi3aHA C BPOXKIACHHOM TJIyXOTOM, KOTOpas
NPENsSTCTBYET YCBOCHUIO peud. [ myxoTa MOXKeT ObITh 3BYKOBOCITPMHUMAIOILIETO U
3BYKONPOBOASAIIEr0 TUIOB. HaciencTBeHHO 00YyCIOBIEHO OKOJIO MOJIOBUHBI BCEX
3a00eBaHUM TIIyXOHEMOTOM, Apyrasi moJioBUHKa — (heHokonuu. HacnencrBeHHbie
(dbopMmbI yale nepeaTcs psiioM HeAJJIeIbHBIX ayTOCOMHBIX PELECCUBHBIX T€HOB.
HNmeroTrcst ayTOCOMHO-IOMUHAHTHBIE M PELECCHUBHBIE CUEIUIEHHbIE € X-
XpPOMOCOMOM (POPMBI.

3amaya 2. B Meauko-reHeTMUECKYI0 KOHCYNBTAllMI0 O0paTuiach MoJojaas
napa, coOMpaBIIasicss BCTYNUTh B Opak, HO 0OECIOKOEHHAs! 3JI0POBbEM OYHYIINX
nereil. VIx TpeBora oOBSICHIETCS TEM, YTO MOJIOJbBIC JIFOAN — TPOIOPOIHBIE Opat ¢
cectpoi. FOHoma (mpoGaHa) cTpagaeT paxWTOM, KOTOPBIM HE W3ICYMBACTCS
oObIYHBIMU JT03aMU BUTamuHa D. DTa Qopma paxura HacineAayercs Mo JOMHUHAHT-
HOMY THIY, clieruieHHoMY ¢ mojoM. Cectpa npobania 310poBa. Matbe — 00JbHA
paxuToOM, OTell — 310pOB. Y MmaTepu npolaHja aBoe OpaTtbeB — 00a 370poBhl. [len
npoOaHIa 1o JIMHUK MaTepu OoJieH, 6a0ka 3mopoBa. [en umen aByx OpaTbeB: 3710-
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poBoro u 00NBHOTO. Y 3I0pOBOrO OpaTa ze/ia OT 3JA0POBOM KEHBI OBLIO JBa 3110-
POBBIX CbiHA. Y 00JIbHOTO Opara Jiefia *eHa Obliia 3J0poBa, OT UX Opaka poaMIHChH
nBe OOJBHBIE JOYepU U 370pPOBBIA ChIH. Y OJHON OOJILHOM Jo4yepu Opara naena
npoOaHa OT 3J0POBOTO My>Ka pOJUIACh 3I0pPOBast 104b; y APYTroi O0JBHON oue-
pH, cocTosIeld B Opake co 30POBBIM MY>KUMHOM, POJWIIMCH JBa CbIHA, OJUH U3
KOTOPBIX 00JieH, ¥ 00JibHAS 10Yb. Y 370POBOTO ChiHA Opara jaena mpobaHja JKeHa
310pOBa, 3/I0POBBI U UX JIETU — MATbUUKHU-OJTU3HEIIBI.

CocTaBuTh pOAOCIOBHYIO, ONPEACIUTh BEPOSTHOCTh POKIACHUS 3T0POBBIX
JeTel B ceMbe MpoOaHaa, eIl OH BCTYMHUT B Opak CO CBOEH 3I0POBOM TPOIOPOJI-
HOU CECTPOM.

[Ipumeuanue. Paxut, pesucteHTHBIM K BUTamMuHy D ((ocdar-nuabder),
HACJIEAYETCS MO JOMHUHAHTHOMY THIY, CHETUIEHHOMY C moJioM. KnnHnueckas kap-
THHA CXOJHA C PaXUTOM. XapaKTePHO MCKPUBJICHHUE JJIMHHBIX TPYOUATBIX KOCTEH,
rOJIEHOCTOITHBIE ¥ KOJIEHHBIE CYCTaBbl AeopMUupoBaHbl. [Ipyu OTCYyTCTBHUM JieueHUs
JIETU YTPAYUBAIOT CIIOCOOHOCTh XOJUTh. OTMeuUaeTcs HEOObIUHO HU3Kasg KOHIIEH-
Tpaiusi HeopraHudeckoro ¢ochopa B KPOBH.

3aoaua 3. B MeOMKO-TEHETUYECKYI0 KOHCYJbTALMIO OOpaTUIICS MYXYHHA
(mpoGaHnn), cTpanaroniuil 1eeKToM HOrTel U KOoJeHHOM yvamieuku. Ero Opart Hop-
MajieH. DTOT CUHJIPOM MMEJICS Y OTla MpobaHaa, a MaTh ObLIa 310poBa. Jlemymika
npo0aHaa MO JUHUU OTIIA UMEJT MOJO0OHBIN CHHIpOM, a O0alyiika Oblia 370poBa.
Ortenr nmpoOaHaa UMeET Tpex OpaTheB M YETHIPEX CECTep, U3 HUX ABa OpaTa U JBE
CECTPBI C CHHAPOMOM Je(deKTa HOTTe M KOJIGHHOHM variedku. bombHO# nss mo
JIMHUM OTILA >KEHAT HA 3J0POBOM JKEHIIMHE U UMEET 3I0POBBIX AETEU: IBYX J0Ye-
peu U ChIHA.

CocTaBuTh reHEaIOTHYECKOe APEBO; PACCUUTATh BEPOSITHOCTh POXKICHUS B
JAHHOUM cembe 37opoBoro pedenka ¢ IV rpymnmoit KpoBu ¢ y4eToM TOTO, YTO Y
npobana III rpynma kpoBu, a ero cynpyra umeet Il rpynmy KpoBu U HE CTpajiaet
ne(exToM HOT'Tel U KOJIEHHOW YaIlleyKH.

[Ipumeuanue. Y yenoBeka reH, ONPeACISIIONUNA CUHAPOM JedeKTa HOT'TeH 1
KOJICHHOW YallleYKH, — JOMUHAHTHBIM U HAXOJUTCA B OJJHOM XPOMOCOME Ha pac-
crogauu 10 Mopranug oT reHa rpynmsl Kposu o cucreme ABO.

3amaya 4. B MeauKoO-TeHEeTHUUECKYI0 KOHCYJIBTAIMI0 00paThiiach MOJIOAAs
ceMeliHasg mapa, 00ecroKOeHHas 3I0poBbeM Oyaymux aeteil. MIx TpeBora oObsc-
HSIETCSA TE€M, YTO POJUTENIN >KCHITUHBI OBUTH HE BIIOJIHE 370POBBI: MaTh CTpajaaia
HOYHOM CJIENOTOM, OTEI] — [IBETOBOM CJIEIIOTOM.

OnpenenuTh BEpOATHOCTh POKACHUS 30POBBIX JIETEH.

[Ipumeuanue. ['emepanonus — HOYHAsA, WIM KypHUHAsi, CJIENOTAa BbIPAXKAECTCS
B OTCYTCTBHHM CIOCOOHOCTH BHUICTHh MPU CYMEPEYHOM WM HOYHOM OCBEIICHUMU;
O0OBIYHO — ATO COCTaBHAs YacTh KAKUX-THOO CHHAPOMOB. Yarre HaciemyeTcs: Kak
pPEUECCUBHBIA CLEIUICHHBIA € X-XpOMOCOMOW mpu3HaK. lmMeercs ayTOCOMHO-
pELIECCUBHBIN TUI HACJIEeNOBaHUsA. ECTh cilydan ayTOCOMHO-IOMHHAHTHOIO Hace-
JIOBaHUSI HOUHOU CIICTIOTHI.
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YactruHas BETOBAs CJIENOTA HA3BIBAETCA JAJIBTOHU3MOM (aXpOMAaTOIHEM ).
PaznuuaroT npoTaHONMIO — CJIENOTa Ha KPACHBIN 1IBET, IEUTEPOHOINIO — CJIENOoTa
Ha 3€JICHBIN 1[BET U TPUTAHOIUIO — CJIeNoTa Ha cuHuM 1BeT. Hacneayercsa kak pe-
LIECCUBHBIN CIIETUVICHHBIN C MOJOM Npu3Hak. EcTe ¢opMbl, Hacieayembie o ayTo-
COMHO-PEIECCUBHOMY THUITY.

st X-XpoMOCOMBI YeJIoBEKa € MOMOIIbI0 PeKOMOMHAIIMH JIOKaTM30BaHO 4
reHa: [IBETOBOM clIenoTHI (¢), remodunuu (h), MeiieqHol auctpoduu (m) U Kypu-
Hoit cienoTsl (n). [IponieHT pekomOuHammiit mexay ¢ u h cocrasuser 10%, mexay
cum-—25%, mexnay c un—50%.

3amaya 5. B MenMKO-TeHETUYECKYI0 KOHCYJIBTAlMI0 00paTuiach ceMenHas
napa, 00eCIOKOCHHas 3I0pOBbeM Oyaymmx aereid. MIx TpeBora oObsCHSETCS TeM,
41O 00a cympyra cTpajaroT jerkoi popmoit Tamaccemuu. Kpome Toro, y KeHIIH-
HBI pe3yc-(haKTop — OTPUIATEIBHBIN, @ Y MY>KUUHBI — IMOJOKUTEITHHBIN.

Onpenenure BEPOSATHOCTh POXKICHUS 3I0POBOTO PE3yC-OTPUIIATEILHOTO pe-
OeHKa, €CJIM MaTh MYXYMHBI ObLJIa PE3yC-OTPUIIATEIbHOM.

[Ipumeuyanue. AHemusi MUKpouuTapHas, win anemus Kynu, uiu Ttanacce-
MUs1, 00YCJIOBJIEHA PacCCTPOMCTBOM CHHTE3a HOPMAJIBHOTO «B3POCIIOr0» I'€MOTJI0-
ouna. Kpome HapymieHus MOpQOJIOTMH 3PUTPOLMTOB (MHUIIEHEBUAHAS (Gopma),
HAO0JIIOIA0TCS B PA3JIMYHOMN CTENEHU BBhIPAXKEHHAS JKEJITyXa, U3MEHEHHUS B CKeJIeTe
u 1ip. ['omo3urotsel B 90-95% ciyuyaeB ruOHYT B paHHEM BO3pacTe, Y TeTePO3UTOT
TajacceMus MpPOTEKAaeT B OTHOCUTENBHO Jerkoi ¢opme. Hacrnenosanue ayrocom-
HOE C HEMOJHBIM JIOMUHUPOBAHUEM.

Pe3yc-dpakrop — oAMH M3 MHOKECTBA aHTUTE€HHBIX CBOICTB KpoBHU. B mpo-
CTEHIIEM BapHaHTE PE3yC-NOJIOKHUTEIBHOCTh  JOMUHUPYET HaJ  pe3yc-
OTPULIATETBLHOCTBIO.

4 ®OHJI OLIEHOYHBIX CPEJICTB IO IMPOMEKYTOUYHOM
ATTECTALIMM

4.1 OcHOBHBIEC TEPMHUHBI U IOHATHUS

OCHOBHBIE TEPMUHBI U TOHATHS

I'enernka — (OT rped. «reTepo3uc» — MPOUCXOKICHUE) — HAYKA O 3aKOHO-
MEPHOCTSX HACJIEACTBEHHOCTH U U3MEHYMBOCTH OPTAHU3MOB.

I'en - (OT rped. «reHoc» — poxaeHue) — ygyactok mosiekyinsl JIHK, oreeua-
IOLIUI 32 OJUH NPU3HAK, T.€. 32 CTPYKTYPY OINpPEAEIECHHON MOJIEKYIIbI OelKa.

AJIbTEPHATHBHbIE IPU3HAKH — B3aUMOMCKIIIOYAIOIINE, KOHTPACTHBIE MIPU-
3HAKU (OKpACKa CEMSH IOpOXa XKENTasi U 3€JICHAs).

I'omosroru4yeckue XpoMocoOMBI (OT IPeY. «TOMOC» — OJIMHAKOBBIN) — IApHbIC
XPOMOCOMBI, OJJMHAKOBbIE IO (opMe, pazMepaM, HaOopy reHoB. B muruioungHoN
KJIETKE Ha0Op XpOMOCOM BCEr/ia MapHbIi: 0JJHa XpOMOcoMa U3 Napbl MaTEPUHCKOIO
IIPOUCXOXKIECHMS, IPYTrasi — OTLOBCKOIO.

JIoKyc — y4acTOK XpOMOCOMBI, B KOTOPOM PAaCIIOJIOKEH I'EH.
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AJ1eJIbHBIE TeHbI — T€HBI, PACIOJIOKEHHBIE B OJHUX U TEX K€ JIOKYCaX Io-
MOJIOTUYHBIX XpOMOCOM. KOHTpOIMPYIOT pa3BUTHE AIIBTEPHATUBHBIX IPU3HAKOB
(IOMHMHAHTHBIX U PELIECCUBHBIX — JKEJTasA U 3€J€Hasl OKpacka CEMSH ropoxa)

I'eHoTHII — COBOKYITHOCTh HACIIEJICTBEHHBIX MTPU3HAKOB OPTraHU3Ma, IMOIY-
YEHHBIX OT POJUTEIIEH, - HACIEACTBEHHAS TPOTpaMMa pa3BUTHSL.

®eHOTHII — COBOKYITHOCTh ITPU3HAKOB U CBOKMCTB OPraHU3Ma, MPOSBIISIOLIA-
siCsl IPY B3aMMOJIEUCTBUM OPraHU3Ma CO CPeIo OOuTaHusI.

3urora (0T rped. «3Urore» — CHapeHHas) — KJeTka, oOpa3yromascs npu
CIVSHUU JBYX rameT (TOJOBBIX KJIETOK) — JKEHCKOM (SIMUEKIETKH) U MY>KCKOU
(ciepmaTo3ouza). ConepKUT TUIUIOUAHBIN (IBOIHON) HAOOP XpOMOCOM.

I'omo3urora (0T rped. «<roMOC» — OJIMHAKOBBIM U 3UT0Ta) — 3UT0Ta, UMEIO-
masi OIMHAKOBBIC AJJIEW JAHHOTO TeHa (00a qoMuHaHTHBIE AA min 00a pereccuB-
HbIe aa) [['oMo3uroTHast 0cOOh B TOTOMCTBE HE JIA€T PACIICIIIICHUSI.

I'erepo3surora (0T rpey. «reTepoc» — APYrou U 3urora) — 3urora, MMErIas
JIBa pa3HbIX ajuielis 1o gaHHoMmy reny (Aa, Bb). I'ereposurotnas ocoob B mOTOM-
CTBE JIa€T PACILIECIUICHUE 110 JAHHOMY IIPU3HAKY.

JIoMMHAHTHBINA NMPU3HAK (OT JIAaT. «IOMUHAC» — T'OCIOJICTBYIOIIUI) — Mpe-
o0Jaaronui NpU3HaK, MPOSIBISIONIUMNACS B IOTOMCTBE Y T€TEPO3UTOTHBIX 0COOEH.

PeneccuBHbI nMpu3HaK (OT JaT. «PeHECcCyc» — OTCTYIIEHUE) — MPHU3HAK,
KOTOPBIN MEPEAAETCS M0 HACIEACTBY, HO MTOJABIISETCS, HE MTPOSIBISACH y T€TEPO3H-
TOTHBIX TOTOMKOB, ITOJTYYE€HHBIX ITPU CKPELIMBAHUH.

I'amera (0T rped. «ramerec» — Cynpyr») — MoJaoBas KJIETKa paCTUTEIbHOTO
WJIM )KUBOTHOTO OpraHu3Ma, HECYyIlasl OJIMH I€H U3 aJuleabHOU napel. ['ameTsl Bee-
I/1a HECYT T€HBI B «UUCTOM» BHUJIE, TAK KaK 00pa3yrOTCs MMyTeM MEHOTHYECKOTO Jie-
JIEHHS KJIIETOK U COJIEPKAT OJIHY U3 MAPbl TOMOJIOTHYHBIX XPOMOCOM.

[uTomiasMaTu4ecKass HacCJAeACTBEHHOCTb — BHESJICpHAs HACIIE/ICTBCH-
HOCTb, KOTOpas OCYILIECTBISIETCA ¢ omolbio moiiekyn JIHK, pacnosnoxeHHbIX B
MJIACTUAX U MUTOXOHIPUSX.

Moaudpukanus (0T JaT. «MOoAUPHUKALUO» — BUAOU3MEHEHUE) — HEHACIIe/-
CTBEHHOE M3MEHeHHEe (eHOTHIIA, BOZHHUKAIOIIEE MO BIUSHUEM (AaKTOPOB BHEIII-
HEW cpebl B IPEAEIaX HOPMbI pEAKIIUH T'€HOTHIIA.

MoaudpukannoHHasi I3MEHYMBOCTb — U3MEHUYUBOCTh (peHOTHUMA. Peakius KOH-
KpPETHOT'O T€HOTHUIIA HA Pa3HbI€ YCIOBUS CPEJlbl OOUTaHUSI.

BapuaumoHHblii pax — psag Moau(UKAIMOHHOW M3MEHYMBOCTH MPHU3HAKA,
CJIAraroUIMUCs U3 OTAECIbHBIX 3HAYEHUW BUIJOU3MEHEHUH, PACIIOJIOKEHHBIX B IO-
PAIKE YBEJIWYCHUS WIM YMEHBIICHUS KOJHWYECTBEHHOTO BBIPAXKECHUS ITPU3HAKA
(pa3Mepsl JINCTHEB, YUCIIO LIBETKOB B KOJIOCE, U3MEHEHHUE OKPACKU LIEPCTH).

Bapuauunonnasi kpuBasi — rpaduueckoe BBHIPOKEHHE W3MEHYHBOCTH IPH-
3HAKa, OTPAXKAIOIIEEe KaK pa3Max Bapuall, TAK M 4YaCTOTYy BCTPEYAEMOCTH OT-
JETbHBIX BaPUAHT.

Hopma peaknum — npegen MoAMGUKAIIMOHHON W3MEHUYMBOCTU IMPHU3HAKA,
00ycioBIIeHHbIN reHOTUNIOM. [InacTuyHble npu3HaKku 001a/1al0T MUPOKOH HOPMOU
peaKuuuy, HETUIACTUYHbBIE — Y3KOM.
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MyTauus (OT JaT. «MyTallMO» - U3MEHEHUE, IEPEMEHA) — HACIEACTBEHHOE
U3MEHEeHHe TeHoTuna. Myrtaiuu ObIBalOT: T€HHbIE, XPOMOCOMHBIE, T€HEPATUBHbIE
(y raMeT), BHesIAepHbIE (IUTOMIa3MaTUUECKUE) U T.1I.

MyTtarennsnlii ¢gakTop — ¢akTop, BbI3bIBaOMMN MyTalui. CyliecTBYHOT
€CTECTBEHHBIE (IPUPOJHBIE) U UCKYCCTBEHHBIE (BBI3BAHHBIE YEIIOBEKOM) MYTAr€H-
HbIE (DaKTOPHI.

MoHorn0puanoe ckpemMBaHMe — CKpelUMBaHHE (POPM, OTIUYAIOUIUXCS
OpYT OT IpyTa MO OJHOM Nape aJlbTEPHATUBHBIX IPU3HAKOB.

JAurudpuaHoe ckpemMBaHue — CKpemuBaHue GopM, OTIUIAOIIUXCS IPYT
OT Apyra o JBYM IapaM aJIbTEPHATHUBHBIX ITPU3HAKOB.

AHajm3upymwouiee CKpellMBaAaHUEe — CKPEIIMBAHUE UCIBITYEMOTO OPTaHU3-
Ma C APYTHUM, SIBJISIFOIIMMCS IO JAHHOMY NPU3HAKY PELECCUBHOW TOMO3WUTOTOM,
YTO IMO3BOJSIET YCTAHOBUTh T'€HOTHUIl HCHBITyeMOro. lIpumensiercs B cesleKuuu
PACTEHHI U )KUBOTHBIX.

CuenieHHoOe HacJIeI0BAHHE — COBMECTHOE HACIIEIOBAHNUE I€HOB, JIOKAIU30-
BaHHBIX B OJIHOM XpOMOCOME; T€HbI 00Pa3yIOT IPYIIIbI CLUEIUICHUSI.

Kpoccunrosep (repekpect) — B3aMMHBI OOMEH TOMOJIOTUYHBIMH y4aCTKaMH
TOMOJIOTUYHBIX XPOMOCOM TpU WX KOHbroramuu (B npodaze I meitoza I), nmpusoas-
IIUHA K IeperpyniMpoBKe UCXOIHBIX KOMOUHAIMI T€HOB.

ITos1 opranM3amMoB — COBOKYMHOCTh MOP(OJIOTrHUECKUX U (PUIUOIOTUUECKUX
O0COOCHHOCTEHM, KOTOPHIE OMPEIEISIFOTCS B MOMEHT OIUTOIOTBOPEHUST CIIEPMAaTO30H-
JIOM SIALIEKJIETKU U 3aBUCSAT OT MOJIOBBIX XPOMOCOM, KOTOPBIE HECET CLIEPMATO30H/I.

Ilo10BBIE XPOMOCOMBI - XPOMOCOMBI, 110 KOTOPBIM MY>KCKOHU II0JI OTJIMYa-
€TCs OT JKEHCKOro. [1oJ0BbIE XpOMOCOMBI KEHCKOIO OpraHu3Ma BCE OJWHAKOBBI
(XX) n onpenensroT KeHCKUU noJl. [1o10BbIE XpOMOCOMBI MY’KCKOT'O OpraHu3Ma
(XY): X onpenernser :KeHCKUM 11011, Y — My»KCKou 1noJ1. [IockonbKy Bce criepMaro-
3046l 00pa3yIOTCsS MyTeM MEUOTHYECKOTO JIEJICHUSI KJIETOK, MOJOBUHA UX HECET
X-XpOMOCOMBI, a ITOJIOBUHA — Y - XPOMOCOMBI. BEpOSTHOCT NOTyYEHHUS MYKCKOTO
U ’KEHCKOI0 10JIa OJUHAKOBA.

I'eHeTuka momyJasiuMii — pa3Aes T€HETUKHU, U3YYAOIIUN T€HOTUIINYECKUN
COCTaB MOMYJIALMI. DTO MO3BOJIAET PACCUUTHIBATh YACTOTY MYTAHTHBIX T€HOB, BE-
POSITHOCTh BCTPEYAEMOCTH MX B TOMO- U TE€TEPO3UTOTHOM COCTOSIHMHU, 4 TaKXKe
CIEAUTH 32 HAKOIUJIEHWEM B MOMYJSILIMAX BPEIHBIX M MOJIE3HBIX MyTauui. Myra-
MW CIIy’)KaT MaTePUAIOM JIJII €CTECTBEHHOTO M MCKYCCTBEHHOTO 0TOOpa. JlaHHbBIN
pasnen reaetrky 06T ocHOBaH C. C. YeTBepHUKOBBIM M TIOJYYMJI JajdbHEHIIIee pas-
Butue B Tpyaax H. I1. Jlyoununa.

4.2 ®oHa TECTOBLIX 3aJaHMI

1. B momymsmuu 16% ocobeii o6mamaer rpymmoit kpoBu N. Ilpeamomaras
MAaHMHKCHIO, ONPEICITUTe KaKOW MPOIEHT 0co0el, MMEIIIUX Tpyrmny M MOXHO
OJKHJIATh

(0IMH OTBET)

1) 36%;
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2) 16%.

3) 48%;

4) 27%.

[IpaBunbHbBIE OTBETHI 1.

2. B nonynsiumy n3BecTHbI 4acToThl amuienei: p=0,8 u q=0,2. Onpenenure ya-
CTOThI TeHOTHINIOB (AA, Aa, aa), €ClTM UMEET MECTO CBOOOJHOE CKPEIIUBAHUE U TIO-
MyJISIUUS HAXOOUTCS B COCTOSIHUNA PABHOBECHS.

(OIMH OTBET)

1) AA=0,64, Aa=0,32, aa=0,04;

2) AA=0,8, Aa=0,2, aa=0;

3) AA=0,32; Aa=0,64, aa=0,04;

4) AA=0,32; Aa=0,64, aa=0,04.

IIpaBunbHbIE OTBETHI 1.

3. YTo MOHUMAIOT MOJ YaCTOTOM reHoTrmna?

(OIMH OTBET)

1) noar0 JAHHOTO TEHOTHUIIA, OTHECEHHYIO K 00IIEMY KOJIMUYECTBY '€HOTHUIIOB B
MOMYJISILIH;

2) COOTHOIIIEHUE B MOMYJISILMU 0COOEH pa3HOro MoJa;

3) COOTHOLIEHUE B MOMYJISLUUHU PA3IMYHBIX TEHOTUIIOB U AJUIEJIEN I'€HOB;

4) noyo AAHHOTO TeHOTHIA, OTHECEHHYIO K OOIIEeMY KOJMUYECTBY T€HOB B TIO-
MYJISAY.

IIpaBunbHbIE OTBETHI 1.

4. B uém BbIpakaeTcs 4acToTa reHOTHIa?

(OIMH OTBET)

1) B nOJIAX €AMHULBI WM ITPOLICHTAX;

2) B 1OJSIX €AVMHUIIBI WIIH IITYKAX;

3) B IPOLICHTAX WIH IITYKaX;

4) B ITyKax.

[IpaBunbHbBIE OTBETHI 1.

5. Ot 4ero 3aBUCUT F€HETUYECKAA CTPYKTYpa MOMYJISLUN?

(OJIMH OTBET)

1) ot coco6a pa3MHOXKEHHUS,

2) oT uKciia 0codei My»KCKOTo T10J1a;

3) OT uKcIIa 0co0ek HKEHCKOTO 110J1a;

4) OT COOTHOIIICHUS 0COOEH MY>KCKOTO M dKEHCKOTO TI0JIa.

IIpaBunbHbIE OTBETHI 1.

6. Kakast momysisitiisi Ha3bIBA€TCsl MAHMUKTUYECKON ?

(OIMH OTBET)

1) momysAtusi, B KOTOPOU MPOUCXOAUT CBOOOTHOE CKPEIIMBAHHUE OCOOEIH;

2) mOoMyJISILMSL, B KOTOPOM OTCYTCTBYET MEPEKPECTHOE OIJIOJOTBOPEHHUE;

3) NOIyJALYs, B KOTOPOU MPOUCXOIUT CAMOOILIOAOTBOPEHNUE;

4) momyJsiusi, B KOTOPOM OTCYTCTBYET CKpelIMBaHue 0COOeH.

[IpaBunbHbIE OTBETHI 1.
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7. UeMy paBHa CymMma 4aCTOT BCTPEYAEMOCTH B MOIYJSILIUU JOMUHAHTHOM U
pELECCUBHOM ajuienei reHa?

(OIMH OTBET)

D1;

2) 50;

3)2;

4) 100.

[IpaBusnbHbIE OTBETHI 1.

8. UeMy paBHA 4yacTOTa BCTPEUAEMOCTH PELIECCUBHOM ajJieM I'eHa, €CJIM 4a-
CTOTa BCTPEYAEMOCTH JOMUHAHTHOM - 0,47

(0IMH OTBET)

1) 0,6;

2)0.4;

3)0,1;

4) 1.

[IpaBunbHBIE OTBETHI 1.

9. YeMy paBHa 4acToTa BCTPEYAEMOCTH PELIECCUBHON ajuieiy reHa, eciu Io-
nyJsis coctouT U3 250 ocobeit ¢ renotunoM AA u 750 ocobeit ¢ TeHOTUIIOM aa’?

(OIMH OTBET)

1)0,75;

2)0,5;

3) 0,25;

4) 1.

[IpaBusnbHBIE OTBETHI 1.

10. Yemy paBHa 4yacTOTa BCTPEYaEMOCTH JOMUHAHTHOM aJIJIeSU T'€HA, €CIIH MO-
nyJssinus coctout u3 150 ocobeii ¢ renotuniom AA u 350 ocobeit ¢ reHoTHIOM Aa?

(OIMH OTBET)

1) 0,65;

2)0,35;

3)0,1;

4) 1.

[IpaBunbHBIE OTBETHI 1.

11. Yemy paBHa 4yacToTa BCTPEUAEMOCTH PELIECCUBHON aJUIeM T'eHa, eCIU T0-
nyssiaus coctout u3 400 ocobeii ¢ renotuniom AA u 600 ocobeit ¢ reHoTHIIOM Aa?

(01IMH OTBET)

1)0,3;

2)0,7;

3)0,1;

4) 1.

[IpaBunbHBIE OTBETHI 1.

12. Yemy paBHa 4acToTa BCTPEYAEMOCTH B MOMYJISILIMKA TeHOTUNA AA, €clii Ya-
CTOTa BCTPEYAEMOCTH PELIECCUBHOM ajijiesin reHa papHa 0,37

(OIMH OTBET)
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1) 0,49;

2)0,3;

3) 0,09;

4)0,7.

[IpaBuibHBIE OTBETHI 1.

13. UeMy paBHa 4acTOTa BCTPEYaEMOCTH B IOIMYJISALMKA FeHOTHIIA Aa, eCln Ya-

CTOTa BCTPEYAEMOCTH PELIECCUBHOM ajljiesiv reHa pasHa 0,57

(OIMH OTBET)

1)0,5;

2)0,25;

3) 0,05;

4) 0,75.

IIpaBunbHbIE OTBETHI 1.

14. Yemy paBHa 4acTOTa BCTPEYAEMOCTH B IOMYJIILMU I€HOTUIA aa, €CJIM Ya-

CTOTa BCTPEYAEMOCTH PELIECCUBHOM aljiesiv reHa pasHa 0,67

(OJIMH OTBET)

1) 0,6;

2) 0,36;

3) 0,06;

4) 1.

IIpaBunbHbIE OTBETHI 1.

15. AHanu3 poIOCIOBHON OOJIEHOTO MY>KUMHBI TIOKa3all ClieAyroiee: 3a00e-

BaHME BCTPEYAETCS] YacTO M BO BCEX MOKOJCHHUSX; 3a00JIEBaHNE BCTPEYAETCS TOJIBKO
y My>K41H; 3a00JIeBaHUE TTEPEJACTCS TOJIBKO OT MYXUMHBI (OTLA) K MY>XYUHE (CBIHY).
HasoBure Tun Hacie0BaHKS 3TOTO 3a00J1€BaHMUS.

(OIMH OTBET)

1) cuernnenHslit ¢ Y-XpoMOCOMOI;

2) ayTOCOMHO-PEIIECCUBHBI;

3) ayTOCOMHO-/IOMUHAHTHBIN;

4) peueccuBHbBIN CUEIITIEHHBIN ¢ X-XPOMOCOMOH.

[TpaBusibHbBIE OTBETHI 1.

16. HazoBuTe OJIMH U3 TPAULIMOHHBIX METOJIOB, KOTOPHIM HE UCTIONB3YIOT MPHU

N3Y4YCHHHU HACJICACTBCHHOCTU U UI3MCHYMBOCTH YCJIOBCKA.

ctu?

(OIMH OTBET)

1) ruOpUAOTOTHYECKUIA;

2) IIUTOJIOTUYCCKUI;

3) OMOXUMHUYECKUIA;

4) OJIM3HEIIOBBIMN.

[TpaBunbHbBIE OTBETHI 1.

17. Kakoil Tn HacieIoBaHUS XapaKTepeH sl MOJUIAKTUIMKA - MHOTOMAJIO-

(OIMH OTBET)
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1) ayTOCOMHO-TOMHHAHTHBIN;

2) PELIECCUBHBIH, CLICTUICHHBIN ¢ X-XpPOMOCOMO;

3) ayTOCOMHO-PELIECCUBHBII;

4) uroria3MaTHYeCKOe HaCcIeJOBaHUE.

[TpaBunbHbBIE OTBETHI 1.

18. KT0 aBTOp reHeaiorn4yeckoro MeToia FreHETUKH YeloBeKa?

(OIMH OTBET)

1) ®@. I'anbTOH;

2) T. Mopras;

3)I'. Mennens,

4) H. Konb110B.

[IpaBusnbHBIE OTBETHI 1.

19. Kakoii MeToa uconb3yeTcsl Uil aHallu3a POJid TeHOTUNa 1 cpenbl B (op-
MHPOBaHUH ITPU3HAKOB Y YeJIOBEKA?

(OIMH OTBET)

1) OTU3HEIOBEIN;

2) IUTOIrCHETUYCCKUI,

3) ruOPUI0IOTHUECKHUIA;

4) NOMyJISILTUOHHBIN.

[TpaBunbHbBIE OTBETHI 1.

20. UnguBuyabHbIE YEPTHI YETOBEKA 3aBUCST

(01MH OTBET)

1) UCKITIOYUTEIBLHO OT T€HOTHUIIA;

2) OT UBMEHEHUS CTPYKTYPbl XPOMOCOM;

3) UCKJTIOYUTENHLHO OT BO3/ICHCTBUI BHEIIHEH CpPEIbl;

4) UCKITIOUUTENFHO OT (PEHOTHUIIA POAUTEINIEH.

[TpaBunbHbBIE OTBETHI 1.

21. Kakyto nHbOopMaluio MOXKET JaTh TeHeaTorMuecKuii MeTo 1?

(OIMH OTBET)

1) Bce OTBETHI BEPHBI;

2) CTeNeHb HACJIE/ICTBEHHOM 00YCIOBIEHHOCTU IIPU3HAKA;

3) BEpOSITHOCTb MPOSIBJIEHUS ITPU3HAKA B TIOTOMCTBE;

4) TWI HacJIeAOBaHUs ITPU3HAKA.

[IpaBusnbHBIE OTBETHI 1.

22. YKaxXuTe B KaKOM TO/ly ObUTO OTKPBHITO SBJICHUE HEXPOMOCOMHOW HACIE-
CTBEHHOCTH:

(01MH OTBET)

1) 1908;

2) 1903;

3) 1905;

4) 1910.

[TpaBunbHbIE OTBETHI 1.

23. Vkaxute BepHOe 0OBsicHeHHEe (heHOMEHa MAaTePUHCKON HaCJIeJCTBEHHO-
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CTH.

(OJIMH OTBET)
1) HEKOTOpBIC HAC/IEACTBEHHBIE (PaKTOPHI PACIIOIOKEHBI HE B SPE, a B IIUTO-

miiasme 1o MaTCpHHCKOﬁ JIMHUU;

HHH;

2) HaCJICACTBCHHBIC (I)aKTOpLI PacCiojIOKEHbI B UTOILIA3ME 110 OTHOBCKOﬁ JIN-

3) HaCIEeACTBEHHBIE TPU3HAKHU PACIIOJIOKEHBI B SApE 10 MATEPUHCKOM JINHUM;
4) HacnenCTBEHHBIE MPU3HAKN HAXOATCS B AP€ MO OTLOBCKOW JINHUY.
IIpaBunbHbIE OTBETHI 1.

24. BpiOepuTe BepHble CHHOHMMBI TEPMUHA «HEXPOMOCOMHAsl HACIE/ICTBEH-

HOCTBb».

(OIMH OTBET)

1) maTeprHCKast, BHESIEPHAsL, TUTOIIA3MaTHYECKas!, SKCTPAXPOMOCOMHas;

2) uToIIa3MaTH4ecKas, OTIIOBCKasl, SKCTPaXpoOMOCOMHas;

3) SlnepHas, MaTepuHCKast, IKCTPaXpOMOCOMHAS;

4) BHesiACpHAsl, OTIIOBCKAs.

[TpaBunbHbBIE OTBETHI 1.

25. Beibepute Bce (hopMbl HEXPOMOCOMHON HACIIEICTBEHHOCTH:

(OIMH OTBET)

1) mnactuaHas, MUTOXOHApPUAIbHAS M IUTOIUIa3MaTHYeCKas MYXKCKasl CTe-

puwibHOCTH (LIMC);

Tepa:

2) TM30COMHas M IIaCTH IHAS,

3) MUTOXOHIpHATIFHAS U SHOIIIa3MaTUIEeCKas;
4) IIMC, mmactuaHast, puOOCOMHAS.
IIpaBunbHbIE OTBETHI 1.

26. OnpenenuTe KapuoTUIT MaJbuMKa, CTpajaroIiero cuaapomom KiaHdennb-

(OIMH OTBET)

1) XXY;

2) XX;

3) XY;

4)XYY.

IIpaBunbHbIE OTBETHI 1.

27. YKaxuTe KapuoTHI JEeBOYKH, OOJICIOIIel CHHIPOMOM TepHepa:
(OIMH OTBET)

1) XO;

2) XXX;

3) XX;

4) XXY.

[TpaBusibHBIE OTBETHI 1.

28. IIpogomxute npemioxenne «Eciu cnepmarozong XY OIiog0TBOPSET SIid-
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HEKIeTKy X, To oOpa3yercs 3urora ¢ xpomocomamu XXY. Takoi kaproTui Habo-
JAETCs MIPU SIBIICHUU ...»

(OIMH OTBET)

1) HepacxoKIeHHE XPOMOCOM;

2) XpOMOCOMHBIE MyTalllH;

3) HacieaO0BaHUE, CLEIIJICHHOE C MOJIOM;

4) KPOCCUHTOBED.

[IpaBusnbHbIE OTBETHI 1.

30. Ykaxkurte, Kakoe Ha3BaHUE HOCUT Y -XPOMOCOMA:

(0IMH OTBET)

1) my»xckas;

2) xpoMocoMa TI0OPOTHI;

3) XpoMocoMa reHUaJIbHOCTH;

4) XpoMOCOMa MY>KECTBEHHOCTH.

[IpaBuiibHBIE OTBETHI 1.

31. I3MeHeHrne XpOMOCOMBI B CBSI3U C YTPAaTOMl OJHOTO M3 BHYTPEHHHUX €€
Y4acTKOB

(0IMH OTBET)

1) neneus;

2) uHBEpCHS;

3) nyIrIMKanus;

4) TpaHCIIOKaLMsL.

[IpaBunbHbIE OTBETHI 1.

32. I'eneTnka-3TO HayKa O:

(01MH OTBET)

1) HacneACTBEHHOCTH U N3MEHYMBOCTH OPraHU3MOB;

2) BBOJIIOIIMM OPTraHUYECKOTO MUPA;

3) ceneKury OpraHu3MOB;

4) reHHON UH)XEHEPHH.

[IpaBuiibHBIE OTBETHI 1.

33. I'en xoxupyeT HHGOPMAILIHIO O CTPYKTYPE:

(OIMH OTBET)

1) MOneKyIbl aMUHOKHCIIOTHI;

2) oHOM MOJIEKYJIbI (PePMEHTA;

3) ognou monekynsl T-PHK;

4) HECKOJIbKUX MOJIEKYI OeJKa.

[IpaBuiIbHBIE OTBETHI 2.

34. ®eHoTHUN OpraHU3Ma - 3TO:

(01MH OTBET)

1) nposiBsirOILIMECS BHEITHUE U BHYTPEHHUE PU3HAKY;

2) criocOOHOCTH OpraHU3Ma K U3MEHEHUSIM;

3) HacJIEACTBEHHBIE IPU3HAKU OPTaHU3Ma;

4) nepenaya Mpu3HaKa OT MOKOJICHUS K ITOKOJICHUIO.

57



IIpaBunbHbIE OTBETHI 1.

35. AJUIeTbHBIMH CYMTAIOTCS CIICAYIONINE TTapbl T€HOB:
(OIMH OTBET)

1) poct uenoBeka-popma ero Hoca,

2) poraTocTb KOpOB-OKpacka KOpOB;

3) kapue 1J1a3a - roJiyoble ria3a;

4) u€pHas EepCTh - TIaJKas MEPCTh.

[IpaBuIBbHBIE OTBETHI 3.

36. 'erepo3urora-3to napa:

(OIMH OTBET)

1) anneabHBIX JOMMHAHTHBIX T'€HOB;

2) aJlNeNbHBIX JOMUHAHTHOTO U PELECCUBHOTO F€HOB;
3) HeaJUIeNIbHBIX JOMUHAHTHOTO U PELIECCUBHOIO T'€HOB;
4) aJeNbHbBIX PELECCUBHBIX TEHOB.

[TpaBusibHBIE OTBETHI 2.

37. HacnencTBEeHHOCTB - 3TO CBOMCTBO OPTaHU3MOB, KOTOPOE 00€CTICUMBAECT:
(OIMH OTBET)

1) BHyTpUBH0OBOE CXOJACTBO OPTraHNU3MOB,;

2) MEXKXBHJIOBOE CXOJICTBO OPraHU3MOB;

3) paznuuus MeXAy 0COOSIMU BHYTPH BHUJIA;

4) U3MEHEHUs OPraHU3MOB B TEUECHUE JKU3HMU.
IIpaBunbHbIE OTBETHI 1.

38. B kakom citydae npuBeIEHbI MPUMEPHI AHATU3UPYIOIIETO CKPEIUBAHUS:
(OIMH OTBET)

1) BBx Bs u 68 %X 66 ;

2)Aaxaa n AA X aa;

3)Ccx Cc m ccXcc;

4) DD x Dd n DD x DD.

[TpaBusibHBIE OTBETHI 2.

39. SIBneHue CUEIIEHHOTO HAC/IEI0BaHUS TOTYYHIIO Ha3BaHKUE:
(OIMH OTBET)

1) Tpetbero 3akoHa Menuerns;

2) KPOCCHUHIOBEDA;

3) TUIIOTE3bI YUCTOTHI TAMET;

4) 3akona Moprana.

IIpaBunbHbIE OTBETHI 1.

40. MomudukammoHHass "3BMEHYUBOCTb:

(O1IMH OTBET)

1) Hacnenyercs;

2) HE HaCJeNyeTCs;

3) cBsi3aHa C U3MEHEHHUEM I'€HOTHUIIA;

4) HE 3aBUCHUT OT BHEILIHEW CPEJIbl.

[TpaBusibHbBIE OTBETHI 1.
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41. 3aKOH TOMOJIOTUYECKUX PSIIOB HACJIEICTBEHHON N3MEHYMBOCTH YTBEPKIa-
€T, YTO TeHETUYECKH OJIN3KOPOJICTBEHHBIE BUIBL:

(0IMH OTBET)

1) obGnagaroT CXOHOM HACIEICTBEHHON U3MEHUNBOCTHIO;

2) 0651aAa10T OJIMHAKOBBIMU T'€HOTUIIAMH;

3) MyTUPYIOT C OAMHAKOBOM 4aCTOTOM;

4) MyTHpYIOT Yalle, YEM POJICTBEHHBIE BUJIBI.

[IpaBusnbHBIE OTBETHI 1.

42. MyTtauuu, NpUBOJAIINE K U3MEHEHHUIO YUCIIA XPOMOCOM:

(01MH OTBET)

1) reHoMmHBbIE;

2) XpOMOCOMHBIE;

3) TCHHEIC;

4) coMaTH4eCKHe.

[IpaBuiibHBIE OTBETHI 1.

43. IIpu3Hak, HacJIeayEMbI CHEIIEHO C IOJIOM:

(OIMH OTBET)

1) cBEPTHIBAEMOCTD KPOBHU;

2) dhopma BoOJIOC;

3) ocTpoTa 3pEeHHUS;

4) 9HCII0 TaJIbIICB.

[IpaBunbHbIE OTBETHI 1.

44. Y)KeHckas reTeporaMeTHOCTb UMEET MECTO Y:

(0IMH OTBET)

1) npozodusr;

2) KOIIIKH,

3) 4eloBeKa;

4) BOPOHBI.

[IpaBuiibHBIE OTBETHI 4.

46. Bpibepu Tpu MpaBWIBHBIX yTBepKIeHUs. [Ipu3HaKu, XapaKTepu3yrolue
TEHOTHUIL:

(HEeCKOJILKO OTBETOB)

1) COBOKYITHOCTh T'€HOB OpTraHW3Ma;

2) COBOKYITHOCTb XpOMOCOM;

3) COBOKYITHOCTb BHEIITHUX MTPU3HAKOB OPraHU3Ma;

4) COBOKYIHOCTb MOJOBBIX KJIETOK;

5) COBOKYITHOCTh BHYTPEHHUX KaYE€CTB OPraHu3Ma;

6) BeCh HACJICJICTBEHHBI MaTepyail KJICTKH.

[IpaBunbHbIE OTBETHI 1.2.6.

47. 'eHOTHUIT OPraHU3Ma - 3TO:

(0IMH OTBET)

1) HacenCTBEHHBIE TPU3HAKUA OPTaHU3Ma;

2) criocOOHOCTh OpraHu3Ma K U3MEHEHUSIM;
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3) OpOSIBISIIOLIMECS BHEIIIHUE U BHYTPEHHUE MPU3HAKU OPTraHU3Ma;

4) nepenaya MpU3HaKa OT MTOKOJICHUS K TOKOJICHUIO.

ITpaBusibHBIE OTBETHI 1.

48. Uucroi nuHuel Ha3bIBaCTCS:

(OJIMH OTBET)

1) moToMCTBO, HE J1aro1Iee pa3HOOOpasus Mo U3y4aeMOMY IIPU3HAKY,

2) mapa poAauTeNiel, OTIIMYAIOIIUXCS APYT OT APyra OJHUM ITPU3HAKOM;

3) pazHOOOpa3HOE TTOTOMCTBO, TTOTYYEHHOE OT CKPEIIMBAHUS PA3HBIX 0COOCH;

4) 0ocobu OJHOTO BUJIA.

IIpaBunbHbIE OTBETHI 1.

49. 'omo3UroTa - 310 mapa ToJbKO:

(OIMH OTBET)

1) onrHAKOBBIX MO MPOSBIICHHUIO AJUIEIBHBIX TEHOB,;

2) JOMMHAHTHBIX aJUICIBHBIX T'€HOB;

3) PELIECCUBHBIX AJUICJIbHBIX T€HOB;

4) HealICIbHBIX TE€HOB.

ITpaBusibHBIE OTBETHI 1.

50. JIokyc - 3T0:

(OIMH OTBET)

1) mapa annenbHbIX TEHOB;

2) mapa HeaJJIeJIbHbIX I'€HOB;

3) cIeIJICHHBIEC T'CHBI,

4) MECTO PacIONIOKEHUS T'€HA Ha XPOMOCOME.

[IpaBusbHBIE OTBETHI 4.

51. 3acnyra I'. Menpens 3aKkiito4aeTcsi B BbISIBICHUU:

(OIMH OTBET)

1) pacnipeneneHus XpOMOCOM MO ramMeTaM B IIPOLIECCE ME03a;

2) N3y4YeHUE CIEIJICHHOTO HACJIeIOBAHNS;

3) 3aKOHOMEPHOCTEMN HACJIeIOBAHUS POIUTEIHLCKUX ITPU3HAKOB,;

4) BBISIBIICHUH B3aMMOCBSI3M T€HETHUKH U DBOJIFOIHH.

[TpaBusibHBIE OTBETHI 3.

52. I'mbpunonornyeckuit meto I'. MeHienst OCHOBaH Ha:

(OJIMH OTBET)

1) ckpemmBaHUU pa3HbIX COPTOB TOPOXa, OTIMYAIOUIUXCS MO ONpPeIEIEHHBIM
MpU3HAKaM;

2) BbIpAILIMBaHUM PACTEHUI B Pa3IMYHBIX YCIOBUSIX;

3) MEKBHUJIOBOM CKPEILIMBAHUU PACTEHUIN rOpOXa;

4) I TOIOTUIECKOM aHAITN3€ XPOMOCOMHOT0 Habopa.

IIpaBunbHbIE OTBETHI 1.

53. AHanu3upyrouiee CKpenMBaHue MPOBOIST IS

(OJIMH OTBET)

1) oOHapy)eHUs TeTEPO3UTOTHOCTH OPraHu3Ma Mo ONPe/ICTIEHHOMY ITPU3HAKY;

2) TOrO, UTOOBI BBISICHUTD, KAaKOW aJIJIeNIb PEIICCCUBEH;
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3) BeIBEICHUS YNCTOM JTUHHM;

4) BBISIBJICHHE JOMUHAHTHOT'O aJIjICIsl.

[IpaBuiibHbBIE OTBETHI 1.

54. Tpu nykieotuaa B Mosiekysie PHK, koMiiemMmeHTapHbIe TPUILIETY, Ha3bIBa-
eTCsL:

(OIMH OTBET)

1) Koj10H;

2) TPUILIET;

3) aHTUKO/OH;

4) HyKJI€OTH .

[IpaBunbHBIE OTBETHI 3.

55. Mounomepom JIHK siBisiercst:

(01MH OTBET)

1) nykneotun;

2) yraeBon;

3) a30TUCTOE OCHOBAHUE;

4) TpUILIET.

[IpaBuiibHBIE OTBETHI 1.

56. bpatbs u cecTpbl mpobaHa:

(OIMH OTBET)

1) CBOMCTBEHHUKU;

2) anieny;

3) cuOcCHr;

4) OJIM3HELBL.

[IpaBunIbHBIE OTBETHI 3.

57. Meton u3ydeHus penbeda KoK Ha Maibliax, JaJ0HsIX, TOOMBEHHBIX TI0-
BEPXHOCTSIX CTOII, HA3bIBACTCSI:

(OIMH OTBET)

1) reHeasoru4eCKuii;

2) IUTOJIOTUYCCKUIA,

3) OJIM3HEIOBEIN;

4) nepmaroraupuIecKuil.

[IpaBuiibHBIE OTBETHI 4.

58. Meroa aHTPOIIOr€HETKH, OCHOBAaHHBIN Ha MPOCIEKUBAHUM IPU3HAKA B Ps-
1Ty TIOKOJICHUH, Ha3bIBAETCS:

(01MH OTBET)

1) reHeanoruyeckuii;

2) IIUTOJIOTUYCCKUI,

3) OMOXUMHYIECKHI;

4) OJIM3HEIIOBBIM.

[IpaBuiibHBIE OTBETHI 1.

59. HacnencTBeHHOE HapyllleHHe OOMEHa MOYEBOM KHCIIOTHI, PUBOAIICE K
OTJIO’KEHHIO B TKAHSAX ypaToB, 3TO:
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(OIMH OTBET)

1) nonarpa;

2) bpyKTO3ypHs;

3) TUIIEPTOHNS;

4) ragaKkTo3eMus.

[IpaBunbHBIC OTBETHI 1.

60. HacnenactBenHoe 3abojieBaHue, MPU KOTOPOM B OpraHu3Me OOJBHOIO He
YCBaMBAETCs JIAKTO3a (MOJIOYHBIN caxap) Ha3bIBACTCA:

(OIMH OTBET)

1) ramakTozemMusi;

2) CeprOBUIHO-KIIETOYHAS] AHEMUSI,;

3) beHMIKETOHYPHS;

4) bpyxTo3ypHsL.

[IpaBunbHBIE OTBETHI 1.

61. HacnencrsenHoe 3a00yieBaHUE, XapaKTEPU3YIOIIEECS] HECBEPTHIBAEMOCThIO
KPOBH y OOJIBHOT0, HA3bIBACTCS:

(OIMH OTBET)

1) anpOMHM3M;

2) reMouus;

3) eHWIKETOHYpHS;

4) Tamaccemus.

[IpaBUIBbHBIE OTBETHI 2.

62. 3HaueHNe KPOCCUHTOBEPA 3aKITFOUAETCS B:

(OIMH OTBET)

1) co3maHuy HOBBIX HACIEACTBEHHBIX KOMOMHAIIHIH;

2) COXpaHeHUH AUIIOUIHOTO Habopa XpOMOCOM;

3) HE3aBUCHUMOM paCIIpe/ICTICHUY T'€HOB 0 FaMeTaMm;

4) mojiep>KaHru MOCTOSIHCTBA TEHOTUIIOB OPTaHU3Ma.

[IpaBunbHBIC OTBETHI 1.

63. B kxakyto XpOMOCOMHYIO aHOMAJIMIO MOXHO 3aIl0/I03pUTh y OOJILHOTO C Ta-
KUMHU CUMIITOMaMH KaK HU3KHI pOCT, OOKOBBIE KOKHBIE CKJIAJIKU Ha IlIEe, HEPA3BU-
ThI€ BTOPUYHBIE MTOJIOBBIE MPU3HAKH ?

(OIMH OTBET)

1) cunpowm Ilaray;

2) cunapom Illepemesckoro-TepHepa;

3) CHHAPOM TPUCOMHH IO X XPOMOCOME;

4) cunapom Jlayna.

[IpaBuIBbHBIE OTBETHI 2.

64. IIpu3Haky, CTENEHb BbIPAXKEHHOCTU KOTOPBIX TUIABHO BapbUPYET B OIpeE-
JENIEHHBIX TPaHUIAX:

(OJIMH OTBET)

1) KOJIMYECTBEHHBIE;

2) MOJYKOJIMYECTBEHHBIE;
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CTH.

3) KaYeCTBEHHLIC,

4) HeolpeaeIEHHbIC.

[IpaBuiibHBIE OTBETHI 1.

65. Kakoit kaproTun XxapakTepeH AJis1 00apHOoro ¢ cuHapomoM JlayHa?
(OIMH OTBET)

1) 45; XO;

2) 47, XX +21;

3) 47, XX + 18;

4) 49; XXXYV.

[IpaBuiIbHBIE OTBETHI 2.

66. [Tos, 0Opa3yromMii TaMeThI, Pa3IMYAIONTUECS 10 TTOJIOBOM XPOMOCOME:
(01MH OTBET)

1) roMorameTHbI;

2) TETepO3UTOTHBII;

3) rOMO3UT'OTHBIH;

4) rereporaMeTHBIH.

[IpaBuiibHBIE OTBETHI 4.

67. Kakoit kaproTun XapakTepeH i1 00JabHOoro ¢ cuHapomoM Ilatay?
(OIMH OTBET)

1)49; XXXV,

2)47;, XX +21;

3) 45; XO;

4)47; XX + 13.

[IpaBunbHBIE OTBETHI 4.

68. ['eHOMHBIE - 3TO MyTaLUU:

(0IMH OTBET)

1) U3MEHSIOIIME YHCIIO XPOMOCOM;

2) U3MEHSIOIIME BHYTPEHHIOI CTPYKTYPY XPOMOCOM;

3) IPOUCXOASAIINE B T€HE;

4) U3MEHSIOIINE T€HOTUIT COMATHYECKUX KIIETOK.

[IpaBuiibHBIE OTBETHI 1.

69. Paznuuus B pa3Mepax JIMCTHEB OJIHOTO JepeBa - 3TO MPUMEP U3MEHUYUBO-

(01MH OTBET)

1) MoauUKaITMOHHOI;

2) MyTallMOHHOW;

3) reHOTUITNYECKOM;

4) KOMOMHATUBHOM.

[IpaBusnbHBIE OTBETHI 1.

70. K xakomy Turty 0osie3Heit oTHocuTcst cuaapom Kalindenstepa?
(OIMH OTBET)

1) HEHaCIeICTBEHHEIC,

2) XpOMOCOMHBIE;
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3) MOHOT€HHEIC;

4) MynbTH(DAKTOPUATIEHBIE.

[TpaBusibHBIE OTBETHI 1.

71. I'eHbl, onpeaenstone pa3BUTHE aTbTEPHATUBHBIX COCTOSTHUM ITPU3HAKA:

(OJIMH OTBET)

1) annenpHEBIC;

2) PELIECCUBHBIE;

3) TOMUHAHTHEIC,

4) MyTaHTHBIE.

IIpaBunbHbIE OTBETHI 1.

72. K xakoMy TuITy 00JI€3HEH OTHOCHUTCS TITyXOHEMOTa?

(OIMH OTBET)

1) MOHOT€HHBIC;

2) MynbTuhakTropraibHbIE;

3) XpOMOCOMHBIE;

4) HenacneacTBeHHEBIE.

[TpaBusibHBIE OTBETHI 1.

73. Beibepu Tpu NpaBUIILHBIX YTBEPKICHMUS.

3aKOH HE3aBUCUMOI'O HACJICIOBAHMS PU3HAKOB COOJIOACTCSI IMPU YCIOBUSIX:

(HECKOJIbKO OTBETOB)

1) ovH reH oTBeUaeT 3a OUH IPU3HAK;

2) OJIMH T€H OTBEYAET 3a HECKOJBKO MPU3HAKOB,;

3) ruOpuIBI IEPBOTO TTOKOJICHHUS TOJDKHBI OBITh TE€TEPO3UTOTHBIMU;

4) THOPUIBI TIEPBOTO MTOKOJICHUSI TOJDKHBI OBITh TOMO3UTOTHBIMU;

5) u3y4aeMble I'eHbl JIOJKHBI PacroiararbCsi B Pa3HbIX Mapax rOMOJIOTMYHBIX
XPOMOCOM;

6) u3yyaeMble T€Hbl MOTYT PACIIoyiaraThCsl B OJTHOM Mape rOMOJOTHYHBIX XPO-
MOCOM.

[TpaBunbHbBIE OTBETHIL: 1, 3, 5.

74. I1o kakoMy THUITy HACJIEyEeTCs TaIbTOHU3M?

(OJIMH OTBET)

1) ayTOCOMHO-1IOMUHAHTHBIH;

2) CUEIJIEHHBIH C MOJIOM PELIECCUBHBIN;

3) ayTOCOMHO-PELECCUBHBIH;

4) CIEIUIEHHBIN C IOJIOM JOMUHAHTHBIM.

[IpaBuUIBbHBIE OTBETHI 2.

75. YBenuueHne 4nciia MoJIHbIX HAOOPOB XPOMOCOM

(OIMH OTBET)

1) ranmmouus;

2) TeTepOIION NS,

3) NOMUTUIONINSL.

[TpaBusibHBIE OTBETHI 3.

76. Habop XxpoMOCOM YesIOBEKa PaBEH:
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(0IMH OTBET)

1)46;

2) 23;

3) 48;

4) 44,

[TpaBusnbHbBIE OTBETHI 1.

77. Ilo kakoMy THITy HACJIEAyETCs MOTUAAKTUINSA?

(0IMH OTBET)

1) ayTOCOMHO-TOMHHAHTHBIN;

2) CLEIJIEHHBIH ¢ MOJIOM PELECCUBHBIN;

3) ayTOCOMHO-PEILECCUBHBII;

4) ClIETNIEHHBIN C MOJIOM JOMUHAHTHBIM.

[IpaBusnbHBIE OTBETHI 1.

78. C moMoIIp0 Kakoro MeTojia Obljia M3ydyeHa XpOMOCOMHasi 0OJIE3Hb YeJlo-
BeKa - cunapom [layna:

(OIMH OTBET)

1) reHeagIoOru4eCcKoOro;

2) IUTOI€HETUYECKOTO;

3) OIM3HEI0BOTO;

4) OMOXMMHYECKOTO.

[IpaBuiIbHBIE OTBETHI 2.

79. B xakom Bo3pacte y O0JIbHOTO MOSIBIISIIOTCS MTPU3HAKU (PEHUIKETOHYPUH

(01MH OTBET)

1) B mepBbIE HEACIIN KU3HU;

2) B 3p€JIOM MEPHUO/IE;

3) B ’MOpHOHAIBHOM MIEPUO/IE;

4) B MOXWJIOM MEPUOJIE.

[TpaBunbHbBIE OTBETHI 1.

80. JKuBOTHBIE, HECYIIIME B CBOEM I'€HOME UYXKEPO/IHbIE T'CHBI:

(OIMH OTBET)

1) xXuMepHbI€ )KUBOTHBIE;

2) MyTareHHbI€ OpPraHu3Mbl;

3) TpaHCTE€HHBIE YKUBOTHBIE.

[IpaBusnbHbIE OTBETHI 1.

81. Kakoii u3 MEeTO/IOB JIeYeHUsT HACIIEACTBEHHBIX 3a00JIeBaHN TPUMEHSIETCS
JUTSL JISYSHUS caxapHOTo nuabdera?

(01MH OTBET)

1) 3amecTuTenbHas TEpAIys;

2) BUTAMUHOTEPAIIHNS;

3) XUpypruyeckoe BMEIIATEIbCTBRO;

4) nueroTepanusi.

[TpaBusnbHbBIE OTBETHI 1.

82. bruocuHTe3 6eka OCYIIECTRIIIETCS B OpraHOUIaX KIIETKU:
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(OIMH OTBET)

1) MUTOXOHIpUH;

2) puOOCOMBI;

3) s21po;

4) anmapat ['onbaku.

[TpaBusibHBIE OTBETHI 2.

83. XpoMOoCOMBI KapHOTHIIa YeI0BeKa, OMPEISIISIONINE BCE MPU3HAKU, KPOME

TIOJIOBOM IMPUHAJJICKHOCTHU, HA3bIBACTCA:

(O1IMH OTBET)

1) ayrocomsr;

2) XpOMaTu/Ibl;

3) ME30COMBI;

4) NEpOKCUCOMBI.

[IpaBunbHBIE OTBETHI 1.

84. Hocurensamu HacneCTBEHHOW MH(POPMALIUU B KIIETKE SIBIISIETCS:
(OIMH OTBET)

1) Me30COMBI;

2) XpOMOCOMBI;

3) IEPOKCUCOMBI.

4) KTYTHKH.

[IpaBUIBbHBIE OTBETHI 2.

85. 3aboneBaHusl ¢ HACIEACTBEHHOM MPEIPaCIIONOKEHHOCTBIO, TPUUMHON KO-

TOPBIX ABJSICTCSA COBOKYITHOC I[CﬁCTBPIC MyTa]_II/Iﬁ B HCCKOJIBKHX JIOKYCaxX XpOMOCOM -

9TO:

(OIMH OTBET)

1) HacneACTBEHHEIC,

2) MOHOT'€HHBIC;

3) XpOMOCOMHBIE;

4) MynbTH(DAKTOPUATIEHBIE.

[IpaBunbHbBIE OTBETHI 4.

86. Ha xakom sTane KJIETOYHOrO JIEJIeHUs U3 XpOMaThHA (POPMHUPYIOTCS XPO-

MOCOMBI.

(OJIMH OTBET)

1) B mpodase;

2) B meTtadase;

3) B anadase;

4) B Tenodase.
IIpaBunbHbIE OTBETHI 1.
87. YTpara ydyacTka XpOMOCOMBI WJTU I'€HA Ha3bIBACTCS:
(OIMH OTBET)

1) nynnvkanmus;

2) TpaHCIIOKALIUS;

3) uHBepcus;
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4) nenenys.

[IpaBunbHBIE OTBETHI 4.

88. XpoMoCcOoMBI, B KOTOPBIX LIEHTPOMEPA PACMOJI0KEHA TOUHO B LIEHTpE (paB-
HOILJICYUE), HA3bIBAIOTCS:

(0IMH OTBET)

1) akpOLIEHTPUYECKHE;

2) cyOMeTaIeHTpUYECKUE;

3) METalEHTPUYECKHUE;

4) unrepazHbie.

[IpaBunbHBIE OTBETHI 3.

89. YBenuueHue 4nciia OTACIbHBIX XpPOMOCOM B KAPUOTHUIIE HA3BIBACTCS:

(01IMH OTBET)

1) nonucomusi;

2) aHEeyTUIOauS;

3) NOJIMILIOU IS,

4) TOHOCOMUSI.

[IpaBunbHBIE OTBETHI 2.

90. XpoMOCOMBI, UIMEIOIIKE TIEYH PA3HOM JIJIMHBI, HA3bIBAIOTCSL:

(0IMH OTBET)

1) cyOMeTaneHTpu4IecKue;

2) METaIlCHTPUYECKHUE;

3) aKpOLIEHTPUUECKHUE;

4) unrepazHbie;

[IpaBusnbHBIE OTBETHI 1.

91. Myranuu, CBSI3aHHBIE C U3BMEHEHUEM CTPYKTYPhI F€Ha, HA3bIBACTCSI:

(01MH OTBET)

1) rennsle;

2) XpOMOCOMHBIE;

3) reHOMHEIE;

4) UHIYIMPOBAHHBIE.

[IpaBunbHBIE OTBETHI 1.

92. 3MeHeHHne XpOMOCOMBI B CBSI3M C YTPaTOWl OJHOTO M3 BHYTPEHHUX €€
YUYacCTKOB

(01MH OTBET)

1) nenenus;

2) UMOUPINHT;

3) nyruIMKamnusi.

[IpaBusnbHBIE OTBETHI 1.

93. ToBbIIEHHE KU3HECTIOCOOHOCTH THOPHUIOB IEPBOTO TIOKOJICHHS

(OIMH OTBET)

1) rereposuc;

2) HaJJIOMUHUPOBAHME;

3) ieroTponusi.
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IIpaBunbHbIE OTBETHI 1.

94. SIenenue, korma Ha (OPMHUPOBAHUE OJHOTO MPHU3HAKA BIMSIET HECKOJIBKO
SKBUBAJICHTHBIX AP T'€HOB

(OJIMH OTBET)

1) snmucras;

2) KpUIITOMEPHUSI;

3) nmoMMepus.

[IpaBusbHBIE OTBETHI 3.

95. Haiinm oTBeT.

(HA COOTBETCTBHUE)

JleBas yacth (A):

1) CoBOKYITHOCTh BCEX MPU3HAKOB M CBOMCTB OpPraHU3Ma, KOTOPbIE MPOSIBIIA-
I0TCS TP B3aMMOJICHCTBUU T'€HOTUIA U CPEJIBI.

2) BHe3anmHO BO3HUKILIEE CTOMKOE M3MEHEHHUE HACJIEACTBEHHOIO Marepualia
KJICTKH.

3) Ilpeobmanaronuii MpU3HAK, MPOSBISIONIMNACS B TOTOMCTBE Y T€TEPO3UTOT-
HBIX OCOOCH.

4) JIBoitHol HabOP XpoMOCOM. XapaKTepeH JIJIsi COMaTHYECKUX KIIETOK.

5) I'enbl, pacnonoKeHHbIE B OAMHAKOBBIX JIOKYCaX FOMOJIOTUYHBIX XPOMOCOM
WJIM B pa3HBIX IIapax XpOMOCOM.

IIpaBas yacts (B):

1) penortum;

2) MmyTanus;

3) TOMUHAHTHBIH;

4) NUIITONTHBIM;

5) ayteny.

[TpaBunbHbie 0TBeTHI (A1-B1), (A2-B2), (A3-B3), (A4-B4), (A5-BS).

96. 310poBast JKEHILMHA UMEET KApUOTHIL:

(OIMH OTBET)

1)46, XV,

2) 46, XX,

3) 45, XO;

4)47, XXY.

[IpaBuUIBbHBIE OTBETHI 2.

97. Opranusm, B KOTOPOM COJIEPKATCSI OJTMHAKOBBIE aJIEIN OJHOTO T'€HA - 3TO:

(OIMH OTBET)

1) romo3urora;

2) FeMHU3UTOTA;

3) reTepo3uroTa;

4) 3urora.

[TpaBusibHbBIE OTBETHI 1.

98. YBenuueHue uncia OTIEIbHBIX XPOMOCOM B KAPUOTUIIE HA3bIBAETCS:

(OIMH OTBET)
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1) nonucomusi;

2) aHEYTUIOAUS;

3) NOJIMILIOU IS,

4) TOHOCOMUSI.
[TpaBUIbHBIE OTBETHI 2.
99. ¥YTpara yyacTka XpOMOCOMBI UJT T€HA HA3bIBACTCS:
(OIMH OTBET)

1) nymmkanus;

2) TpaHCIOKaIIMs;

3) uHBEpCHS;

4) nenenys.
[IpaBunbHBIE OTBETHI 4.

4.3 Bonipochl Kk 3a4eTy

1. Kakue cBeneHusi O HaclEICTBEHHBIX MATOJOTUSX OBUIM HM3BECTHHI B
XVYHI-X1X BB.?

2. HazoBuTe y4eHBIX U X BKJIAJ B Pa3BUTUE F'€HETUKHU YEJIOBEKA.

3. OxapakTepu3yiTe METOAbl U3YUEHUs TEHETUKH 4enoBeka. Kakoil u3 me-
TOJOB SIBJISIETCS. HAMOOJIEE CTAPhIM U B KaKUX CIydasiX OH UCHOJb3yeTcs?

4. Kakue 3amauu pemaroTcs MOMYJISIUOHHO-CTaTUCTUYECKUM METOI0M?
IIpuBeauTe npuMepsI.

5. Kakum METO0M MOYKHO ONPEAEIIUTHh HATUYUE XPOMOCOMHBIX aHOMAJIHi1?

6. YKaxuTe mpuMepbl BCEX TUIIOB B3aMMOJECHCTBUS HEAIEIbHBIX T€HOB y
YEJI0BEKA.

7. HazoBuTe renernyeckue M (PU3NOIOTHIECKUE (PAKTOPHI, OMPEACIISIONIIE
I10J1 YEJIOBEKA.

8. Kak HacnenyroTcs peUecCHBHBIE TPU3HAKH, CLEIUIEHHBIE C X-
xpomocomoi? IIpumep.

9. Kako#t Habop xpoMocoMm BcTpeudaercs npu cunjpome Jlayna? Oxapaxre-
pu3yiTe JaHHOe 3a00seBaHuUe.

10. Kakue npumepsl peaibHOTO BO3JACHCTBUS MOHU3HMPYIOIIMX HW3JIyYEHUN
Ha HACJIEICTBEHHOCTh YEJIOBEKA BaM U3BECTHBI?

11. B xakux ciyuasx 3aKkoH Xapau — BaliHOepra He BBITIOTHSAETCS ?

12. MoxeT 1 0TOOp MOAJEPKUBATH T'€HETHYECKOE pa3HOOOpa3ue B IMOITY-
JIAUAX?

13. KakoBa 3¢ (heKTHBHOCTh 0TOOpA MPOTHUB PEIIECCUBHBIX AJUIEICH ?

14. Kak cBs3aHbl 4acTOTa MyTHPOBAaHUS M 4acTOTa 3a00JI€BaHUI, BbI3BaH-
HBIX MYTaHTHBIM T€HOM?

15. KakoBbI mOAX0AbI K KJIACCU(PUKAIIUU TEHHBIX 001e3HE?

16. [louemy reHHble 0O0JIE3HM HA3BIBAIOT OOJIE3HHIMU OOMEHA BEIECTB WM
SH3UMONATUAMU !

17. B yem cyuiHocTh (peHmiikeTonypun? Bo3MoKHO M B HAacTOSIIIEE BpEeMsI
BBUIEUUTDH OOJIbHBIX ¢ (DEHUIIKETOHYPUEH?
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18. OnummmTe HACIEeICTBEHHBIEC OOJIE3HN COSAMHUTEHHON TKAH! ?

19. B yem cymHoCTh KjIaccuuKauu XpOMOCOMHBIX 00sie3HEN ?

20. Onumure cuaapom Ilaray.

21. OnuiuTre CUHIPOM DBap/ca.

22. B yeM CyIIHOCTh CUHIPOMOB, CBA3aHHBIX C U3MEHEHUEM YKCJIA MTOJIOBBIX
xpomocom? JlaiiTe UM XapaKTEPUCTUKY.

23. Kakue reHeTHyecKue 3aKOHOMEPHOCTH MOXHO BBISIBUTH Y MYJIbTH(AK-
TOPHUAIILHBIX 00JIe3HEH ?

24. B yem cymHocTh cunapoMa Jlexxena («Komaubero kpuka»)?

25. HazoBuTe OTIMYUTEIbHBIE CBOMCTBA KIIETOK PaKOBbIX omyxoneil. Hazo-
BUTE (PAaKTOPBI, CIOCOOCTBYIONINE BOZHUKHOBEHUIO OITYXOJIH.

5 METOIUYECKHUE MATEPUAJIBI, OIIPEIEJISIOIIUE ITPOIIEY PhI
OIIEHUBAHUSI, 3BHAHUHN, YMEHUI 1 HABBIKOB U (WJIN) OIIBITA
NESITEJBHOCTH, XAPAKTEPHU3YIOIIUX ATAIIbI ®OPMUPOBAHUSA
KOMIETEHIUA

5.1 YcTHblii onpoc

Opnoit m3 (¢GopM TEKyIIero KOHTPOJS SIBISIETCS YCTHBIM  OIpOC,
MO3BOJIAIOIIMI OLEHUTHh OCBOCHHUE JIEKIIMOHHOTO MaTepuaa.

Kpurepuu oneHnBanus yCTHOTO Onpoca:

- IIOJIHOTA U IPAaBWJIBHOCTh OTBETA;

- CTENIEHb OCO3HAHHOCTH, IOHUMAaHUs U3yYEHHOTO;

- S3BIKOBOE O(POpPMIIEHHE OTBETA.

OOyuaromieMy 3aCUUTHIBAETCS pPe3yJbTaT OTBETA MPU YCTHOM OIPOCE, €CIU
oOy4arouuiicsl 1aeT pa3BEepPHYThIM OTBET, KOTOPBIM MPEACTaBIseT cO00W CBI3HOE,
JIOTHYECKH TMOCJeI0BAaTEIbHOE COOOIIEHNE Ha 33aJaHHYI0 TeMY, MOKa3bIBaeT €ro
YMEHUE IIPUMEHATH OIPEACIICHMs, IPAaBWIA B KOHKPETHBIX ciy4asx. M He
3aCUMTBIBAETCS, €CJIM OO0ydYaroluiics OOHApYKMBAE€T HE3HaHUE OOJbIIEH YacTu
COOTBETCTBYIOILIETO BOIIPOCA, JOMYCKAET OLIMOKU B (POPMYJIUMPOBKE ONpPEIEICHUN
U TpPaBWI, HCKAKAIOUIME HMX CMBICHI, OECHOpSAOYHO M HEYBEPEHHO H3JIaraer
MaTepuall.

5.2 IlpakTu4yeckas padora
[IpakTuueckas paboTa mpeacTaBIsieT COOOW TMEpPEeUYeHb 3alaHWi, KOTOPBIMA
OXBAaThIBA€T OCHOBHBIE pa3/ielibl NUCIUIUINHBI «['eHeTuka uenoBeka». [IpakTuue-
ckas paboTa npegHazHaueHa JUIsl KOHTPOJISI TEOPETHUECKUX 3HAHUHN U PELICHHs CH-
TyallMOHHBIX 3a/1a4.
3amaya SBISETCS CPEICTBOM NPOBEPKH W OLEHKU 3HAHUM CTYAEHTOB I10
OCBOGHHOMY MaTepHualy, a TaKK€ YMEHHU IPUMEHSTh IMOJYYEHHbIE 3HAHUSA B
NPEVIOKEHHOW cuTyanuu. CUTyallMOHHAs 33a/1a4a SIBJIAETCS TEKYIIUM CPEIACTBOM
OIICHKM 3HaHWI, yMEHUM, HABBIKOB CTyZieHTa. B pamkax ocBoeHus yueOHOro Kypca
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PEKOMEHIyeTCsl  BBITIOJHEHWE TMPAKTHUYECKUX MPOOJIEMHBIX 3aJaHUN  TOCIe
U3yUYEHUS TEOPETUYECKOTO MaTepuraa.

JIaHHBIN BU]T OLICHOYHOTO CPEJICTBA MPOBOJIUTCS MUCHMEHHO.

Bo Bpemst mpoBeneHust 3a1aHusI OLIEHUBAETCSI CIIOCOOHOCTh CTY/IEHTAa HaWTH
MpPaBUWIbHBIA OTBET HA IIOCTABJIEHHBIM BOMPOC, YMEHUE COPUEHTHUPOBATHCS B
CUTYyaIlU U MPUMEHSTH MOJTyUYCHHBIC 3HAHUS B IPO(PECCHOHATILHON JeSTeIbHOCTH.

Kaxmas npaktuueckass pabora J0JDKHA OBITh BBIMOJIHEHA M CllaHa B yCTa-
HOBJICHHBIE CPOKHU. B mepnoa sk3aMeHaIMOHHON cecCr pa0OThl HA MPOBEPKY HE
MIPUHUMAIOTCSL.

Kputepun onieHKH npakTU4eckoil paboThI:

— aKKypaTHOCTb BbITIOJTHEHNS;

— BBITIOJIHEHUE B MOJIOKEHHBIE CPOKU;

— BEPHO MOJIYYEHBI OTBETHI.

OlieHKa «OTJIIMYHO» CTaBUTCS, €CJIM aKKYypaTHO M B YKa3aHHbBIC CPOKHU Ipa-
BUJILHO, C OITMCAHUEM BCEX ATAINOB PEIIeHUs BbIMOJHEHO O0oJiee 90% 3amaHui.

OlieHKa «XOpOIlIO» CTABUTCS, €CJIM aKKypaTHO M B YKa3aHHBIE CPOKH ITpa-
BWJIBHO BBINOJHEHO 0T 65% 110 90% 3ananuii, py 3TOM JOMYIIEHBI HE IPUHIUIIN-
aJIbHBIE OITHOKH.

OlnieHKa «yJOBJICTBOPUTEIBLHO» CTABUTCS, €CIIM MpPaKTUYeCKue padOThl BbI-
MOJIHSIOTCS HE CUCTEMATUYHO, MPU PEIICHUHN JOMYCKAKTCS OITUOKH.

OneHka «HEeyJJOBJIETBOPUTEIBLHO» CTABUTCS, €CIIU BhIMOJHEHO MeHee S0% 3a-
TaHUH, MPaKTHYECKUE pabOThI CIAIOTCS HE B YCTAHOBJICHHBIC CPOKHU.

Hcxons u3 moayyeHHOW OLICHKH, CTYIEHTY HAaYUCIAIOTCS PEUTHHIOBBIE Oal-
JI6I (B TIPOTIEHTaX OT MAKCUMAJIbHO BO3MOKHOTO KOJIMYECTBA OAIIOB).

5.3 TecToBBIE 3agaHusA

Tect npencrarisier cod0oit HAOOP TECTOBBIX 3aJIaHHH, OTPAKAIOIIUX BOTPOCHI
MO0 aTTECTyeMOMY pa3jely WX B LIEJIOM M0 ydyeOHoW aucuuriuinHe. W3 mpeno-
YKEHHBIX BApPUAHTOB OTBETOB HEOOXOAMMO OTMETHUTH MPABUJILHBIN (OAWH WU 0O-
Jiee B 3aBUCHMOCTHU OT IMOCTABJICHHOTO Bornpoca). OTMETKU O NMPaBWIbHBIX BapUaH-
Tax OTBETOB B TECTOBBIX 3a/IaHUSIX JIeNIat0TCs pa3zdoopunBo. HepazOopunBbie oTBe-
TBI HE OIIEHUBAIOTCS, TECTOBOE 3aJJaHUE CUMTAETCS HE BBIITOJIHECHHBIM.
IIpu TectupoBanuu ucnojb3yercs 100-mpoiieHTHas Ikana oreHku. Mcxons us
MOJIy4YE€HHOM, OIIEHKH CTYACHTY HAUUCISIIOTCS PEUTUHTOBbIE Oailibl (B MPOLEHTaX
OT MaKCHMaJbHO BO3MOKHOT'O KOJIMYECTBA 0aJIIoB).

O11eHKa «OTJIANYHO» CTAaBUTCS, €CJIH BBITOIHEHO Ooiiee 90% TeCTOBBIX 3ama-
HUM.

OrneHKa «XOpouIo» CTaBUTCS, €CJIM BBIOJIHEHO OT 65% 10 90% TecTOBBIX 3a-
JTaHWUH.

OueHka «yAOBJIETBOPUTEIBLHO» CTAaBUTCS, €CJIM BBINOJHEHO 50% -64% Te-
CTOBBIX 3aJJaHUM.

OlLieHKa «HEYOBJIETBOPUTEIBHO» CTABUTCS, €CJIM BbINOJHEHO MeHee 50% Te-
CTOBBIX 3aJ]aHUi (0asUIBI IPU ATOM HE HAYUCIISIOTCS).
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5.4 3auer

3a4eT MPOBOJMUTCS B YCTHOW (WJIM THCbMEHHOHN) (dopMme. DK3aMeHATOp
UMEET MPaBO 33JaBaTh CTYACHTAM JOIOJIHUTEIbHBIE BOIPOCHI 1O BCEM yuyeOHOMU
nporpaMMe AUCUMILIMHBL. BpeMms mpoBeneHus 3a4eTa yCTaHaBJIMBAECTCS HOPMaMHU
BpeMeHM. Pe3ynpraT chauu 3adera 3aHOCHUTCS MPENoJaBaTeieM B 3au€THO-
HK3aMEHALIMOHHYIO BEJOMOCTb U 3a4ETHYIO KHUXKKY.

Kputepuu onieHnBanus.

OmeHka  «3auTE€HO»  BBICTABISETCS  CTYNEHTY,  OOHapyXHUBIIEMY
BCECTOPOHHEE CHCTEMAaTUYECKOE 3HaHHWE Y4YeOHO-MPOrpaMMHOrO0 MaTepuaia B
cdepe npodeccuoHaNbHON AESITETbHOCTH, OCBOMBIIEMY OCHOBHYIO JIUTEpPATypy U
3HAKOMOMY C JOIOJHUTEIBHON JINTEPATypPOU, PEKOMEHIOBAHHOW IIPOTrPaMMOU,
CTYJEHTaM, YCBOUBIIUM B3aUMOCBSI3b OCHOBHBIX MOHSITHI AUCHMIUIUHBI B HX
3HaYeHUW Juid TpuodperaemMoil  mpodeccuu, MPOSBHUBIIEMY TBOPUYECKHE
CIIOCOOHOCTH B IOHMMAHUU U UCIIOJIB30BAHUN Y4E€OHO-IPOrPaMMHOI0 MaTepuaia.

OneHka «3ayTeHO» BBICTABISIETCS CTYAEHTY, OOHApy>KUBLIEMY 3HaHUE
OCHOBHOTO Y4e€OHO-POrpaMMHOI0 MaTrepuaga B 00beMe, HEOOXOAUMOM JJis
JanbHeNe yueObl U npeacTosie padoTsl 0 NpoQeccuu, CIpaBIAIOIIEMYCS C
BBINIOJIHEHUEM MPAKTUYECKUX 3a/1aHUN U yU4eOHBIX (KOHTPOJbHBIX) HOPMATUBOB Ha
KOHTPOJIBHBIX palboTax, 3aderax, MPEeAyCMOTPEHHBIX INPOrpaMMOM, CTYACHTaM,
o0nafamuM HEOOXOAUMBIMU 3HAHUSMH, HO JOINYCTUBIIMM HETOYHOCTU IpHU
BBIMIOJTHEHUH KOHTPOJIbHBIX HOPMATHUBOB.

O1eHKa «HE 3a4T€HO» BBICTABIISIETCA CTYCHTY, KOTOPBIN He 3HAeT OoblIei
4acTH OCHOBHOTO COJIEp)KaHusl y4eOHOH mIporpaMMbl AMCHUILIMHBI, HE MOXKET
TOYHO BBITOJHATH TECTOBBIC 3a/1aHUs, JOMYCKAET ITpyObie OMIMOKH B (hOPMYIUPOB-
KaxX OCHOBHBIX TMOHSATHUN NUCHUUIUIMHBI U HE yMEET HCIOJb30BaTh MOJy4YEHHBIC
3HAHMS Ha MPAKTHKE.

6 IEPEYEHb OCHOBHOM U UII;OHOJIHI/ITE.JII)HOI?I YUYEBHOMU
JUTEPATYPBI, HEOBXOIUMOM 1151 OCBOEHU S JUCLIUITIJINHBI
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FOpaiit, 2017. — 209 c. — (Cepus : bakanaBp. Axkanemuueckuii kypc). — ISBN
978-5-534-00168-6. — Pexum noctyna : www.biblio-online.ru/book/C1728C19-
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