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Tema 1. MeToabl H3y4eHHsI TEHETHKH Y€JI0BEKA

OCHOBHBIE 3aKOHOMEPHOCTH HACJIEICTBEHHOCTH, YCTAHOBJICHHBIC JJIA
KUBBIX OPraHU3MOB, YHUBEpPCAJIbHbBl M B TOJHOW MEpE CHPAaBEMJIUBBI WU JJIs
yesoBeka. BMecte ¢ TeM, Kak 00bEKT Nr€HETUYECKUX UCCIICAOBAaHUN YEJIOBEK NMEET
CBOU MPEUMYIIECTBA U HEAOCTATKH.

Jlns mofelt HEBO3MOYKHO TIJIaHUPOBATh UCKYCCTBEHHBIE Opaku. OJHAKO 3Ta
TPYJHOCTH TIPEOJOIUMA, Onarojapsi MpUIEIbHON BBIOOPKE M3 OOJBIIOTO YHCIIA
OpayHbIX Map, COOTBETCTBYIONIUX IIEJISIM JJAHHOTO T€HETUYECKOTO UCCIIEAOBaHUS.

Bonpimoe uwncio xpomocom (46) B 3HAUUTENBHOM Mepe 3aTPyAHSET
BO3MOKHOCTU T'€HETUYECKOTO aHaju3a yejioBeka. Pa3paboTka HOBEHIITUX METO/IOB
pa6otsl ¢ JIHK (MeTon ruGpuan3anui cCoMaTHYeCKX KJIETOK U HEKOTOPBIE APyTrue
METO/Ibl) YCTPAHSAIOT 3TY TPYAHOCTb.

N3-3a HEeOODBIIOrO 4YHCIA MOTOMKOB (BO BTOpOM mojoBuHE XX B. B
OONBIIMHCTBE CeMeW poxkaanoch 1o 2-3 peOeHKa) HEBO3MOXKEH aHaIHU3
pacIierieHrs B TOTOMCTBE OJHOM ceMbH. OHAKO B OOJBIIUX MOMYJISIUSAX MOKHO
BbIOpaTh CEMbU C MHTEPECYIOLIMMHU HUccienoBaress npusHakamu. Kpome Toro, B
HEKOTOPBIX CEMbSIX OMPE/EIICHHbIE MPU3HAKU IPOCIICKUBAINCH HA MNPOTSKEHUU
MHOT'MX ITOKOJIEHUM, U B TAKUX CIy4asiX BO3MOXKEH F€HETUYECKUI aHaJu3.

Ipyras TpyIHOCTb CBsSi3aHa C JJIMTEIBHOCTBIO CMEHBl IIOKOJICHUH Yy
yeinoBeka. OHO moKojeHHe 3aHumaeTr B cpenHem 30 JeT, W, cleloBaTelbHO,
TEeHETHK HE MOKET HaOMI0AaTh 00Jiee OJHOTO-IBYX TTOKOJICHUN.

Jlnst  demoBeka  XapaKTepeH TEHOTHUNHWYECKUA UM (PEHOTUITUYECKUIA
nonmumopdusm. [lposBiieHHsT MHOTHMX TpPHU3HAKOB M OOJE3HEW B 3HAYMTEIBLHOMN
CTENEHU 3aBUCAT OT YCJIOBUM BHelIHEW cpeapl. CiienyeT OTMETUTh, YTO MOHSTHE
“cpema” s yenoBeka 0oJiee MIMPOKOe, YeM JJIsl PACTCHH U KUBOTHBIX. Hapsimy ¢
MUTAaHUEM, KIIMMATOM U JAPYTUMH aOMOTUYECKHMMH M OMOTHYECKUMHU (DakTopammu

JJIA 4CJIOBCKaA cpeﬂoﬁ ABJIAIOTCA M COIMAJIBHBIC (bﬁKTOpI)I, KOTOPBIC TPYyAHO



U3MCHSIOTCA II0 JKEJIAHWIO Hccaenosarensd. Bmecre ¢ TeM, 4elmoBeKka Kak
TFeHETUYECKUI OOBEKT IIMPOKO H3Yy4yaloT Bpayd BCEX CHEUUATBHOCTEH, 4YTO
HEPEIKO MTOMOTAET YCTAHOBUTD Pa3JIMYHbIE HACIEACTBEHHbBIE OTKIOHEHHS.

B nHacTosmiee BpeMs MHTEPEC U BHUMAaHUE K U3YUEHUIO T€HETUKH YEJIOBEKa
aKTUBHO Bo3pactatoT. Tak, riobanbHas MexIyHapoAHas mnporpamMma “‘I'eHom
4eJI0BEKa” HMMEET CBOEH 3a/ladedl M3ydeHHE T'€HOMa 4YeJIOBEKa HAa MOJIECKYJIPHOM
ypoBHe. [Ins ee penieHuss UCIHONb3YIOTCS BCE COBPEMEHHBIE HOBEWMIIIME METOJIbI
TEHETUKU U MEIULIMHBI.

MeTo10B I'CHCTUKH HEMAJIO. FeHeaHOFquCKHﬁ, 6HH3HCHOBBII>1,

HHTOFGHCTHHGCKHﬁ, HOHYJISIHI/IOHHO-CT&THCTHHGCKHﬁ, 6HOXHMHH€CKHﬁ,

MOHCKy.IISIpHO-FGHGTHHGCKHﬁ, MCTOA I'CHCTUKHU COMAaTHYCCKHUX KIICTOK.

Tema 2. 'eHeasiornuecKnid MeToq

JlaHHBI METOJ OTHOCUTCS K YHUCITY OCHOBHBIX B T'€HETHKE 4YelOBEeKa U
ONMPAETCS HA TEHEAJIOTUIO - YUEHHE O pOAOCIOBHBIX. CyTh METO/Ia 3aKIIOYAETCS B
COCTaBIICHUU POJIOCIIOBHOM M MOCIEAYIONIEM ee aHanu3e. BriepBrbie Takoil moaxon
ObLT TIpeIoKeH B 1865 1. anrmiickuM ydeHbM @. ["aabToHOM.

['eHeanormuecknii METOJ IMMIMPOKO MCIOJB3YETCA JJII PEUICHUS Kak
HAyYHBIX, TaK ¥ NPUKIATHBIX MpobdseM. OH MO3BOJISET BBIIBUTH HACIEACTBEHHBIH
XapakTep MpU3HAKA U ONPENEIUTh TUIM HacleqoBaHUA. MeTol 1aeT BO3MOKHOCTh
YCTaHOBUTH CIEIJIEHHOE HACJIEA0BaHUE, ONPEACIUTh TUI B3aUMOACHCTBUS T€HOB U
IIEHETPAHTHOCTh aJUIeNIe. ['eHeanornyeckuii MeToj JIE)KUT B OCHOBE MEIUKO-
F€HETUYECKOr0 KOHCYIbTUPOBaHusA. OH BKIIIOYAET /IBa dTarna.

1. Cocmaenenue pooocnosnou. COOp CBEIEHHN O CEMbEe HAYMHACTCS C
npoOaHja - OOBIYHO 3TO OONBHOM C W3ydaembiM 3aboneBaHueM. JleTw OHOM
ponuTeNhCKON maphl (OpaThsi - CECTpHI) HA3BIBAIOTCSH cuOcamMu. B GonbmmHCTBE

ClIy4acB poaOCI0OBHAasA CO6I/IpaeTC$I 10 OAHOMY HJIM HCCKOJIbKHMM IIpU3HAKaAM H



MOKET OBITh MOJIHOM WJIM OrpaHuYeHHOU. YeM OoJiblie MOKOJIEHUI MPOCIEKEHO B
POJIOCIIOBHOM, TEM OHA IOJIHEE M TEM BBIIIE IIAHCHI HA MOJIYYEHHUE JTOCTOBEPHBIX
pE3yJIbTATOB.

IIpu cocTaBiieHUH POIOCIOBHON BEAETCS KpaTKas 3alMCh JAHHBIX O KaKIOM
YJIeHe poJia C yKa3aHHWEM €ro poJACTBAa MO OTHOUICHHIO K mpobaHay. OObIYHO
yKa3blBalOTCs (haMuiiusi, UM M OTYECTBO, JaTa POXKACHHUS M CMEpPTH, BO3pacT,
HAIMOHAJILHOCTh, TNpodeccus, MECTO JKUTEIbCTBA, HAIMYUE XPOHUUYECKUX
3a00sieBaHUI B CEMbE, IPUUMHBI CMEPTH YMEPIIUX U JIP.

COop reHernyeckod  uHGOpPMAIMM  MPOBOJUTCS  IMyTEM  OIpoOcCa,
aHKETUPOBAHUS, JUYHOrO oOcienoBaHus cemMbd. Onmpoc HAauyMHAETCS OOBIYHO C
0a0ymIKu M JAEeNyUIKHd [0 MAaTepUHCKOW JIMHUM, C yKa3aHUEM BHYKOB - JeTei
KaX70ro ux pedeHka. B po/locioBHYI0 BHOCAT CBEJEHUS O BBIKHBIIIAX, abOpTax,
MEPTBOPOKICHHBIX JIETAX, OECIUIONHBIX Opakax u Ap.

[locne cbOopa cBeneHUil COCTaBIAIOT Trpaduyeckoe H300pakeHHe po-
JOCIIOBHOM, UCTIONB3Ysl CUCTEMY YCIOBHBIX 0003HadeHu# (puc. 1). Beimonnss aTy
paboTy, BaXKHO COOJIIO/IaTh CIIENYIOLIUE IpaBuiIa;

1) cocraBieHHE POJOCIOBHOW HAYMHAIOT C TpoOaHaa; OpaThs M CECTPbI
pacmnoyiaraloTcsi B MOPSIAKE POXKACHUS ClIeBa HAIIPAaBO, HAYMHAS CO CTApIIETO;

2) BCe WICHBI POJOCIOBHON PACIOIaraloTCs CTPOro MO MOKOJCHHUSIM B OJTUH
pan;

3) nokosieHnss 0003HAYAIOTCSI PUMCKUMHU IUPPaMU ClIeBa OT POJIOCIOBHOM
CBEpXY BHU3;

4) apabckumu THPpaMu HyMepyeTcs cJieBa HampaBo (B OIWH P
IIOTOMCTBO OJIHOTO ITOKOJICHUS;

5) B CBSI3U C TeM, YTO HEKOTOPHIE OOJIE3HU MPOSBISIOTCS B Pa3HBIC TIEPUOIBI
KU3HU, YKa3bIBA€TCS BO3PACT YWICHOB CEMbH;

6) oTMeYaroTcs JIMYHO OOCIICOBAHHBIC WICHBI POJOCiIoBHOM. ['padmdeckoe



M300paKEHUE POJOCIOBHON MOXET pacIoyiaratbCs BEPTUKAIbHO-TOPU3OHTAIBHO
WM 10 KPYTY (B Clly4ae OOIIMPHBIX POIOCIOBHBIX).

2. I'enemuueckuii ananuz pooociosHou. 3anadya TeHEeTUYECKOro aHaiau3a -
YCTAHOBJIEHWE HACIEACTBEHHOTO XapakTepa 3a00JeBaHUs U TUIIA HACJIEJIOBAHMS,
BBISIBJIEHUE  TE€TEPO3UTOTHBIX  HOCHTENIEM  MYTaHTHOIO TIe€Ha, a  TakKxke
MIPOTHO3UPOBAHUE POXKJIECHUA OOJIbHBIX JIeTell B CEMbSAX C HACJIEACTBEHHOU
IaTOJIOTUEM.

AHanu3 poAOCIOBHOW BKJIIOYAET CIEAYIONIME JTambl: 1) yCTaHOBJIECHHE,
SIBJISIETCS JIX JTAaHHBIWA MPU3HAK WK 3a00JICBaHUE €AMHUYHBIM B CEMbE WU UMEETCS
HECKOJIBKO ciiydaeB (ceMelHbIi xapakTep). Ecnu npu3Hak BCTpeyaeTcsi HECKOJIBKO
pa3 B pa3HbIX TMOKOJICHUSX, TO MOKHO TMPEINOJOXHUTh, YTO OH HMMEET
HACJICICTBEHHYIO TPUPOJY; 2) ONpeJeieHrue THUIAa HacleAoBaHUs MpusHaka. s
ATOr0 AHAJM3UPYIOT POJOCIOBHYIO, YUUTHIBAS CIEAYIOIINE MOMEHTHI:

1) BcTpewaeTcss M U3ydaeMblid MPU3HAK BO BCEX MOKOJEHUSX U MHOTHE JIU
YJIEHbI POAOCIOBHOM 00J1a1al0T 3TUM MPU3HAKOM;

2) oauMHAKOBA JIM YacTOTa MPU3HAKa y JIMIl 0OOUX IOJIOB, Y JIMI] KaKOro 1moja
OH BCTPEYAETCS Yalle;

3) naumam Kakoro Ioja mepenaercs Mpu3Hak OT OOJILHOTO OTHA W OO0JIbHOMN
MaTepu;

4) ecTb 1M B POJIOCIIOBHOM CEMbU, B KOTOPHIX Y 00OUX 3JOPOBBIX POAUTENCH
pOXIanuch OONbHBIE JETH WIA y O000MX OONBHBIX POJIUTENCH PpPOXKIATUCH
3JI0pPOBBIE JIETH;

5) Kakas 4acTh MOTOMCTBA B CEMBSX, I OOJICH OJIUH U3 POAUTENICH, UMEET
HACJIEYyEMbIN ITPU3HAK.

B 3aBucmmocT OT THma HacienoBaHUSA OOIIas KapTWHA POJOCIOBHOU
BBITJISIIUT MO-Pa3HOMY.

AYTOCOMHO -IOMHHAHTHOC HACJICAOBAHHUC XapPaKTCPpU3YCTCA TCM, UTO



MYTaHTHBII T€H CBj3aH C ayTOCOMHOM XpOMOCOMOW U MPOSABIAETCS Kak B
roMo3urotHoM (AA), Tak U B TeTepo3UroTHOM (Aa) cocTosiHUSX. B cuity 3Toro
MPOCIEKUBAIOTCA CIEIYIOUIME OCOOEHHOCTH HACJEI0BaHUS: Nepeiada MaToJIOrHu
oT OOJNBHBIX POAUTENEH K IeTsaAM; o0a moja Mopa)kaloTcs B PaBHBIX MPOMOPLHUAX;
3I0pPOBbIE€ WJIE€HbI CEMbU OOBIYHO HUMEIOT 30pPOBOE IMOTOMCTBO; OTEl] M MaTh
OJIMHAKOBO MEPeJal0T MyTAHTHBIA T€H JOYEPSIM U CHIHOBbSIM; BO3MOKHA Mepeaadya
00JIE3HU OT OTLA K CHIHY.

Knuunyeckue mnposiBieHus OOJE3HU MOTYT 3HAYUTENBHO BapbUpPOBAaTh B
3aBUCUMOCTH OT SKCIPECCUBHOCTH M NEHETPAHTHOCTU T'eHa. DKCIPECCUBHOCTHIO
HA3bIBAETCSl CTENEHb BBIPAXKEHHOCTM TeHa (B HaleM clydae - TSKECTh
3a0oneBanus). [Ipu BbICOKOI SKCIPECCUBHOCTU I'€HAa pa3BUBAETCA TSKENAsl, 4acTo
C JETAJIbHBIM HCXO0J0M, (QopMa 3a00JeBaHWsA, MPU HU3KOW - BHEIIHE YEJIOBEK

3A0pOB. HO}I NCHCTPAHTHOCTHIO IMOHHUMACTCA YaCTOTAa IPOABJICHHUA MYTAHTHOI'O

reHa cpenu ero Hocurtened. OHa ompenensercs OTHOIICHHEM YHcia OcoOeH,
UMEIOIIUX JaHHYI0 0oJie3Hb (MIPU3HAK), K YUCITY 0CO0el, MMEIOIUX JaHHBIM T'eH
BBIp@KEHHBIM B IMpolleHTaX. Hampumep, meHeTpaHTHOCTH oOTockiepo3a - 40%,
cuaapoma Mapdana - 30%, peruno6mactoms - 80% u T.1.

OKCHPEeCCUBHOCTh M MEHETPAHTHOCTh HAOIOJAIOTCA B MIMPOKHUX Mpeaesax
(ot 0 mo 100%) m cuibHO 3aBUCAT OT YCIOBUK BHemHeW cpenbl. [Io ayrocomHo-
JOMUHAHTHOMY  THUILY HacleayeTcs MOJIUIAKTUIIUS (1IecTUnanocTh),
OpaxumakTuins (KOPOTKOMAJIOCTh), aXOHAPOIUIa3us (KapJIMKOBOCTH), CHHIPOM
Mapdana u ap.

[Ipy MOMMHAHTHOM THWIIE€ HACJIEOBAaHWsS, €CIU OAMH U3 poauTeNell OoJieH
(Aa), BeposATHOCTH POXKACHUSI 00IBHOTO pedeHka paBHa 50% mpu yCIOBHH TOITHOM
MEHETPAHTHOCTU TeHa. B ciiyyae rerepo3uroTHocT oboux poauteneil (Aa x Aa)
OONBHBIE JETH MOTYT POJIUTHCS C BEPOATHOCTBHIO 75%. MHOTHE ayTOCOMHO-

JOMMHNHAHTHBIC 3a00JIEBaHUSI B TOMO3HMI'OTHOM COCTOSIHUM MNPpOTCKAOT B Oonee



TsoKenou ¢opme, yeM y rerepo3uror. OgHako B MPAKTUKE HEPEIKH CIy4yau, KOorjaa
HOCUTEJIM JOMHUHAHTHOI'O T€Ha OcCTaloTcsi (EHOTUIMYECKH 370pOBbIMHU. B
pe3yapTaTe BUA pOAOCIOBHOW U3MEHSIETCS U MOABIISIIOTCS MPOITYCKH OKOJIEHUM.

HocutenbcTBO JOMUHAHTHOrO reHa 0e3 (EeHOTUIIUYECKOTO MPOSIBICHUS
MOHO 3allOJ03PUTh Yy OJHOTO W3 POIUTENEH, €CIM CpPeaud €ro IOTOMKOB
MOSIBUINCH OOJIbHBIE C TAKOW e JTOMUHAHTHOHM maronorued. Korga y 310poBbIx
ponuresneil mosiBuiICS 0O0JIbHOM pPeOEHOK, a B POJOCIOBHOW €CTh JpPYyrue ciydau
3TOW OO0JEe3HH, TO MPABOMOYHO MpeAnojaraTb, 4YTO y OJHOIO M3 pOAMUTENEH
007bHOTO OBLT Je(EKTHBIM TI'€H, KOTOpBhI HE MEHEeTPUpOBaji, HO ObUl MepenaH
OTOMKY.

JIOMMHAHTHBI T€H MOXXET 00JaJaTh pa3HOW CTENEeHbIO SKCIPECCUBHOCTH,
YTO 3aTPYAHSET YCTAHOBJICHUE AayTOCOMHO-AOMHHAHTHOI'O THUIIA HACJE€JIOBaHUS.
PaccmoTpum 3TO Ha npuMepe HACIEACTBEHHOW NMATOJIOTUH COEAUHUTENBHON TKaHU
- cuHgpomMa Mapdana. Bcerpeuarorcs Tskenbie (QopMmbl  3a007€BaHUS  C
KJIACCUYECKUM TMOPAKEHUEM KOCTHOM CHCTEMBI (CKOJIMO3 WA KH(POCKOINO3,
nedopmaiysi TPYAUHBI, BBICOKMM pPOCT), HapylIeHHEM 3peHHus (IBYCTOPOHHUMH
BBIBUX XPYCTajlWKa) M CEPACYHO-COCYIUCTOM CHUCTEMbl (pacUIUpeHUE aOPThI).
Hab6monarorcs u crepteie hopMbl curapoMa Mapdana, KOTOpble He JUATrHOCTHPY-
I0TCA  (aCTEHMYECKOE TEJIOCIOKEeHHE, apaXHOMAKTUIUS, HEeOOJbIIas MHOIKNSA).
Cnabo BbIpaXeHHbIE KIWHUYECKHE (HOpPMBI OOJIE3HH MOTYT JIETKO MPOITYCKaThCA,
TOT/Ia POJIOCTOBHAS TaKXe TepseT CBOM “KIAaCCHMYECKUi” BHJ, TMOSBISIOTCS
MpoIycku mokoJieHud. [103TOMy BaXXKHO MPOBOAHTH JIMYHOE OOCIETOBAaHUE BCEX
YJIEHOB CEMBHU.

IIpu aymocomno-peyeccusnom mune Hacae0osanus MYTAHTHBIM TI'€H
MPOSIBIISIET CBOE JIEMCTBHUE TOJIBKO B TOMO3UTOTHOM COCTOSIHMM. 110 3TOM mpuunne
B TE€TEPO3UTOTHOM COCTOSIHUM OH MOXET CYUIECTBOBATh BO MHOTHMX IOKOJICHUSAX,

He MposBIsAsICh (peHoTUnMuecku. Ilpu nanHoM TUNE HacieqoBaHUs 3a00JieBaHUE



BCTpPEYaeTCsl B POJOCIOBHOM pEAKO M HE BO BCEX IOKOJEHUSX. BeposTHOCTH
3a00eBaHus y I€BOYEK U MAJTBYMKOB OAMHAKOBA. [IpU3HaK MOXKET MPOSBUTHCS y
JeTed, PpOAUTENN KOTOPBIX OBUIM 3J0pOBBI, HO SBISUIUCH TE€TEPO3UTOTHBIMU
HOCHUTEJISIMH MYTaHTHOTO TeHa. BO3MOKHBI HECKOJIBKO BAPUAHTOB TAKUX OPaKOB:

1) math (aa) x oTer (aa) - Bce AeTH OYAyT OOJBbHBIMU (TEHOTHI aa);

2) math (Aa) x oteny (aa) - 50% pgereét OynyT OONBHBIMU (TE€HOTHI aa)
u 50% dQenoTunuyecku 3M0POBBIMU (T€HOTHIN Aa), SIBISACH T'€TEPO3UTOTHBIMU
HOCHUTENSIMU J1€(hEKTHOTO IeHa;

3) math (Aa) x oter] (Aa) - 25 % npereit OyayT OOJIbHBIMHM (T€HOTHUIT aa),
75% denotunuuecku 310poBbIMU (TeHOTHNBI AA u Aa), HO 50% wu3 HuUX
OyZyT HOCUTEJISIMU MYTaHTHOTO T'eHa (reHOTHN Aa).

N3BecTHO, 4YTO 4YacTOTa BO3HHMKHOBEHHS HACIEICTBEHHBIX PELECCUBHO-
ayTOCOMHBIX 0oOJie3HE HaxXOAUTCS B MNPAMOW 3aBUCHMOCTH OT CTEIEHHU
pacnpoCTpaHEHHOCTH MYTAaHTHOTO TeHa cpeau HaceneHus. YacTora Takux
0ome3Hel OCOOCHHO TMOBBIMIAETCS B M30JSTaX M CPEIU HACEJICHHUS C BBICOKUM
IPOIIEHTOM KPOBHO-POJCTBEHHBIX OpakoB. Takue Opaku OTpULIATEIBHO BIUSIOT Ha
notoMcTBO. Ha 3TO yka3biBaeT TOT akT, YTO YMCTBEHHAsI OTCTAJIOCTh CPEU JeTei
OT POJICTBEHHBIX OpakoB B 4 pa3a BbIIIE, YeM B CEMbSIX C HE POJCTBEHHBIMU
Opakamm.

[Ipu ayTOCOMHO-pELIECCUBHOM THUIIE€ HACJIEIOBaHUS (KaKk W MPU ayTOCOMHO-
JOMUHAHTHOM)  BO3MOXHBI ~ pa3jidyHasi  CTENEHb  SKCIPECCUBHOCTU U
MEHETPAHTHOCTH Tpu3Haka. K 3a0oneBaHUsIM ¢ ayTOCOMHO-PEIIECCUBHBIM THUIIOM
HACJIEJOBAaHMUsI OTHOCATCS MHOTHE OO0JIe3HHM OOMEHa BEILIECTB, CPEAM KOTOPBIX
(beHUIKETOHYpHS, TaTAKTO3EMHUsI, aTLOMHU3M, MYKOBUCIIUI03 U JIp. Y CTAHOBJICHO,
YTO pPerieCCUBHBIC 3a00JIEBaHMS Yallle JUATHOCTHPYIOTCS B paHHEM BO3pacTe.

Hacneoosanue 3abonesanuii, cyenienHvix ¢ noiom, ONPEIEIseTCs TEM, YTO

MYTaHTHBIN T€H pacnoiokeH B X - uiin Y-xpomocoMe. M3BECTHO, YTO y KEHIIUH



MMEETCSl JIBE IMOJOBBbIE X-XpPOMOCOMBI, a y MYKUMH -OqHa X- W OJHa Y-
xpoMocoMa. Y ueloBeka B X-XxpoMocoMe Jiokain3oBaHo Oosiee 200 reHOB,
KOTOPBIE MOTYT OBITh PELIECCUBHBIMU UM TOMUHAHTHBIMHU.

VY JKEHIIUH MYTaHTHBIN T€H MOXKET HaXOAUThCS B 00enx X-XpoMocoMax Wiu
TOJIBKO B OJHOM W3 HUX; B MEPBOM CJIyda€ OHA TOMO3UIOTHA, BO BTOPOM
reTEPO3UroTHA. MYXKUUHBI, SIBISACH TOMO3UTOTHBIMH (MMEIOT TOJBKO OJHY
xpoMmocomy X), IEpealoT €€ TOJAbKO J0UepsM M HUKOTIa CHIHOBbSIM. JIF0OOM TeH,
KaK JOMHMHAHTHBIM, TaK W PEUECCUBHBINA, JOKAJIU30BAHHBIA B X-XpOMOCOME,
o0s13aTeNbHO OyJIeT MPOSIBISATHCSI. B 3TOM riaBHasi 0COOEHHOCTh X-CIETUICHHOTO
HacnenoBanud. J{nga X-CUEIIEHHOTO PELECCHBHOTO HACIEIOBAHUSI XaPAKTEPHbI
CJIeTYIOIINE OCOOCHHOCTH

- 3a00JIeBaHUE BCTPEUASTCS Yallle Y JIMI] MY>KCKOTO T10J1a;

- OT 3J0pPOBBIX POAUTEIEH MOTYT POIUTHCS OOJbHBIE JETH (€Cau MaTh
TeTEPO3UTrOTHA TI0 MyTAHTHOMY T'€HY);

- OOJIbHBIC MY)KYMHBI HE MEpeNaroT 3a00JIeBaHUE CBOUM CHIHOBBSM, HO UX
JI0Y€pHU CTAHOBSITCS T€TEPO3UTOTHBIMU HOCUTEIISIMU OOJIC3HU;

- 0OJIbHBIC JKCHIIMHBI MOTYT POJMUTHLCS TOJBKO B CEMbsX, Il oTeln 00JeH, a
MaTh F€TEPO3UTOTHA 110 MYTAHTHOMY T'€HY.

PaccmoTpuM HECKOJNBKO NPUMEPOB, KOrAa B X-XpOMOCOME JIOKaJW30BaH
penieccuBHbI TeH. Ecnm B Opak BeTymaeT 3710poBas JKEHIMMHA W OOJIBHOM
MYy>XK4YMHa, TO B TaKOW CEMbE BCE JICTH OyAyT 3J0POBBIMH, a JOYECPH ITOIydaT OT
orma OoJHYy X-XpOMOCOMY C MYTaHTHBIM TE€HOM M OYAyT TIeTepO3UrOTHBIMHU
HOCUTEJISIMU (BTOPYIO HOPMaJIbHYIO X-XpOMOCOMY OHH IOJydaT OT marepu). B
TOM cCllydae, €cCid B Opak BCTYNalOT 370pPOBBIM MYXXYHMHA U SJKCHIIMHA -
HOCUTEJIbHUIIA TIATOJOTMYECKOTO T'€Ha, BEPOATHOCTh POXKIACHUS OOJIBHOTO
MasiburKa cocTaBUT 50% OT Bcex MaiabuukoB U 25% OT Bcex aereil. BeposaTHOCTh

POKIACHUA OOJBHBIX ACBOYCK OYCHb HM3Ka M BCPOATHA JIMIIb B CIIy4dac, CCJIM OTCI
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00JieH, a MaTh reTepO3UroTHa MO MYTaHTHOMY reHy. B Takoil cembe MoI0oBUHA
MaJbYuKOB OynyT OonbHBL. Cpelnu JeBOYEK MOJIOBUHA OynyT OOJbHBI, a apyras
MOJIOBUHA OYyJIeT HECTH JA€(PEKTHBIN TEH.

Knaccuueckum mNpuUMEpPOM pPELECCUBHOIO, CIEIUIEHHOIO C IO0JOM, Ha-
CIIEIOBAaHUS MOXET CIYXUTh cemogunus. bBonbHbIE CTPagaloT MOBBILIEHHON
KPOBOTOYMBOCThIO. lIpHunMHa 53TOro - HEOOCTATOYHOE COJEpKaHUE B KPOBHU
(akTOpoB cBepThIBaHUS KPOBH. BoJeroT ToNbKO Manbuuku. BosbHblE ety yaiie
POKIAIOTCA OT 3/I0POBBIX POJIUTENEH, CIEA0BATENbHO, T'eH O0JIE3HU PEeLeCCUBHBIM.
Bmecte ¢ Tem, oT Opaka GOJBHOTO MYXYUHBI M 3/I0POBOM >KEHUIMHBI BCE JIETH
HE3aBHCHMO OT I10JIa OKa3bIBAIOTCS 3/I0POBBIMU. JTO BO3MOXHO, €CJTM MYTaHTHBIH
PELECCUBHBIN reH HaXoAuTcs B X-XpoMocoMe. Y MYKYHUHBI XpoMocoma X OJHa U
reH O00JIE3HU HE MOXET OBITh MOJABJICH. Y KEHIIUHBI JIB€ X-XPOMOCOMBI, H €CIIU
KEHIIIMHA TIOJYYUT OAHY XpPOMOCOMY X C aHOMajJbHBIM TE€HOM OT OTIA, TO
HOPMQJIBHBIM JOMHUHAHTHBIM T€H APYrod X-XpOMOCOMBI, YHACJIEIOBAaHHOM OT
MaTepH, “NoJaBUT”’ T'eH reMo(uiInu.

Kpome remodunumn, B X-XxpomMocome JOKaIU30BaHbI PEIECCUBHBIC T'€HBI,
oOyciioBnuBapIue Muonatuio JliomeHHa, HEKOTOphie (OpPMBI JadbTOHHU3MA H
npyrue 3a00JeBaHMS.

[Ipu nokanuzamuu B Xxpomocome X JTOMHHAHTHOTO T'€HA THUII HACJIEAOBaHUs
Ha3bIBaeTCsl X-CUEIUICHHBIM JOMUHAHTHBIM. [[711 HEro XapakTepHBI CIEIYIOIIUE
MIPU3HAKU:

® OOJICIOT KaK MY>KYWHBI, TaK U JKCHIUHBI, OJTHAKO OOJbHBIX KCHIIUH B JBa
pasa 60JbIIe, 4eM OOJIbHBIX MY)KUHH;

e 3200JI€eBaHNE TIPOCIIEKUBACTCS B KAXKIOM MOKOJICHUU;

e cciii OOJIEH OTeIl, TO BCE €ro Jgodepu OyayT OOJNBHBIMHU, a BCE CHIHOBBS
310POBBIMU;

ecciii MaTh OOJIbHA, TO BEPOSITHOCTh POXKIAEHUA OOJBHOIO pPeOeHKa
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paBHa 50% HE3aBUCUMO OT MOJIA;

® OOJIBHBIMU JIETH OYAYT TOJIBKO B Cllydae, €ciau O0JeH OJUH U3 POJUTENEH;

® y 3JI0POBBIX POJUTENEH BCE AETU OYAYT 3/I0POBBI.

[lo X-cuemjgeHHOMY JIOMHHAHTHOMY THITy HacjienyroTcs Qocdaremus
(rempocrarok docdara B KpoBH), KOPUUHEBAST OKpacka 3Maju 3y0OB U JIp.

Nmeet cBou ocobenHoctu u Y-cyeniennoe Hacnedosarue. B Y-XpoMocome y
MYXXYHMH JIOKaJM30BaHO HEMHOTro reHoB. OHU MepenaroTCs TOJIBKO CHIHOBBSIM H
HUKOTJa JouepsM  (rojaHapudeckoe HacienoBanue). C  Y-xpomocomoit
HACJICIYIOTCS TaKue TPU3HAKU, KaK TUIIEPTPUX03 (HAIMYKME BOJIOC IO KPAK YIIHBIX
PaKoBHH), KOXXHBIC TIEPENIOHKH MEXKAy TMalbllaMH, pa3BUTHE CEMEHHHUKOB,

HHTCHCUBHOCTD pOCTA TCJIA, KOHEYHOCTEH U 3}/6OB.

Bonpocs! u 3a1aHus

1. IlepeunicnuTe OCHOBHBIE MNPUHIUIBI COCTABJICHUSI POJOCIOBHOM, THIIBI
POJIOCIIOBHBIX CXEM, YCIOBHBIE 0003HAUCHUS.

2. Ilepeunciaure 0COOEHHOCTH: a) ayTOCOMHO-IOMUHAHTHOTO HACJIEIOBAHNUS;
0) ayTOCOMHO-PEIECCUBHOTO HACJIeJ0BaHUSA, B) HACJICJIOBAHUS, CIEIJICHHOTO C
MIOJIOM.

3. M3BecTHO, 4YTO mMojarpa HacjleAyeTCid IO ayTOCOMHO-IOMHUHAHTHOMY
tuity. 110 HEeKOTOPBIM TaHHBIM, IEHETPAHTHOCTH 3TOTO T'€HA Y MY>KUYHH COCTABIISIET
20%, a y xenmuH oHa paBHa (. KakoBa yacTora 3a00yieBaHMs MOJArpoil B cEMbe,
raie o00a poaurtenss TeTepo3uroTtHbl? KakoBa BEpOSTHOCTH  3a00JIEBAHMS
MOJIarpol JeTel B cllydae, T OJWH M3 POJUTENICH TE€TepO3UTrOTEeH, a APYrou
TOMO3UTOTEH MO aHAIU3UPYEMOMY MPU3HAKY?

4. MyxXuuHa, CTpajaloNMid JaJbTOHM3MOM U TJIYXOTOM, J>KCHHUJICS Ha
YKEHIIMHE, HOPMAaJIbHOM o 3PEHUIO 151 XO0po1Io CIIBIIIAIIEH.

YV Hux pPOaAUIINCH FHYXOﬁ ChIH-JAJIbTOHUK W JO0Yb-AAJIbTOHHK C HOPMAaJlIbHbIM
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ciayxoM. Onpenenure BEpPOATHOCTb POXKAECHHUS B 3TOM CeMbe AoYepH C 00EUMH
AHOMAJIUAMM, €CIM HM3BECTHO, 4YTO JAJIbTOHU3M M TIJIyXOTa MEpeNaroTcs Kak
pEeLIECCUBHBIE NPU3HAKH, HO JAJIBTOHU3M CLEIUIEH ¢ X-XPOMOCOMOM, a IiyXoTa -
ayTOCOMHBIU IPU3HAK.

5. Tumeptpuxo3  (M30BITOYHOE  OBOJIOCEHHE)  MeEpemaeTcs  4epe3
VY-xpomocoMy, a MOAMAAKTHIMS (IIECTUNATIOCTb) - JOMUHAHTHBIA ayTOCOMHBIN
npu3Hak. B cembe, re oTely MMeNn TUNEePTPUX03, a MaTh - MOJUIAKTUIIMIO,
ponuiack J04b, HOpMajdbHas B OTHOLIEHWHM o00oux mpu3HakoB. KaxoBa
BEPOATHOCTh TOTO, YTO CIAEAYIOIIUNA peOCHOK B 3TOM ceMbe OYIET Takxke 0e3 ooenx
aHoMaJui?

6. JKeHmuHa-mpaBIIa C KapuMU TIJa3aMd M HOPMAJbHOW KpPOBBIO
BBIIILJIA 3aMY3K 32 TOJy0Orjia3oro My>KYMHY-MpaBIly, CTPAJAIONIEr0 reMopuiInei.
VY Hux poawsiach roiyoorniaszas noub-jieBiia ¢ remoduineil. KakoBa BepoOATHOCTh
TOTO, YTO CIIEAYIONIMI peOeHOK B 3TOM ceMbe OyneT JIEBIIOW, CTpaJaroliuM
remoduiueit? M3BecTHO, YTO Kapuil LBET IJa3 U MPaBOPYKOCTb - JOMHHAHTHBIE
NpU3HAKU, @ TeMOMUITUS - PELECCUBHBIN, CLETJICHHBIN ¢ X-XpOMOCOMOU MpHU3HAK.
Kakoii 11BeT ria3 Bo3MOxeH y OOJIbHBIX AeTei?

7. ApaxHomakTuiausa (maydbs KHCTb) HaclieAyeTcsi KaK JOMHUHAHTHBIN
ayTOCOMHBIA TpHU3HAK C TMeHEeTpaHTHOCThIO 30%. JleBOpyKOCTh-pelieCCUBHBIN
ayTOCOMHBIA NPHU3HAK C TOJHOM IEHETPAHTHOCThbIO. Omnpenenure BEpOSITHOCTb
poXxaeHus pebeHKa C ABYMs aHOMaJUsSMU B CEMbe, B KOTOpOM o0a poauTens

reTEPO3UTOTHBI 10 000OUM Mapam MPU3HAKOB.

Tema 3. [lonmyasIpHO-CTATHCTHYECKUIT METO/X

OnHMM U3 BaXHBIX B COBPEMEHHOW TE€HETHKE HalpaBJICHUW SIBISETCS
MONYJISIIIUOHHAs TeHeTHKa. OHa U3y4aeT TeHETUUYECKYIO CTPYKTYPY MOMYJISIIUM, UX

reHooHJ, B3auMojieicTBUE (HAKTOPOB, OOYCIOBIMBAIOIINX MOCTOSHCTBO U
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U3MEHEHUE TCHETUYECKOM CTPYKTYpbl momyisauuid. llox momynsuuen B reHETHUKE
MOHUMAETCS] COBOKYIMHOCTb CBOOOJHO CKpEHIMBAIOLIMXCS OCOOei OAHOro BHUIA,
3aHMMAIOIINX OIpPECICHHbIM apean U o0MafaIuX 00IKUM TeHO(DOHIOM B sy
nokoyieHuid. ['eHooH[ - 3TO BCA COBOKYMHOCTh T'€HOB, BCTPEUAIOUIUXCS Y 0cOOei
JAHHOM MOMYJISIIHH.

B MeauIMHCKON TEeHETHKE HONYIAYUOHHO-CIAMUCMUYECKUL — Memoo
UCIIOJIb3YeTCS TMpPU M3YYEHUM HACJIEICTBEHHBIX OOJIE3HEW HaceNeHUsl, YacTOThI
HOpPMAJIbHBIX M MATOJIOTMYECKUX T'€HOB, T€HOTHIIOB U (PEHOTHUIIOB B MOIMYJISIIIUSAX
pa3IMYHBIX MECTHOCTEW, cTpaH M ropoaoB. Kpome TOro, 3Tor MeTon u3y4aer
3aKOHOMEPHOCTH PACIPOCTPAHEHHUs HACIEJICTBEHHBIX O0OJIe3HEH B pa3HBIX IO
CTPOCHHMIO TMOMYJSALMSAX W BO3MOXKHOCTh IPOTHO3MPOBATH MX YacTOTy B
NOCJIEIYIOIINX MTOKOJICHUSX.

[TonynsIumoOHHO-CTaTUCTUYECKU N METO UCIIOJIB3YETCS JIJISl U3YyUEHUS:

- 4acTOThl T'€HOB B MONYJISIUMH, BKIIOYAas YacTOTY HACIEICTBEHHBIX
0oJe3Hel;

- 3aKOHOMEPHOCTH MYTallHOHHOTO IPOLECcCa;

- pOJM HACIEACTBEHHOCTH W CpEIbl B BO3HHUKHOBEHUU OOJE3HEWH C
HACJICICTBEHHOW IPEAPACIIONO0KEHHOCTBIO;

- BIMSHHUS HACJEACTBEHHBIX U CPEAOBBIX (AKTOPOB B  CO3JAaHUU
(¢eHoTunmueckoro noauMop¢u3Ma yeloBeKa o MHOTMM MPU3HAKAM U Jp.

Hcnonp3oBanue  MONYJSIMOHHO-CTATUCTHYECKOTO  METOZA  BKIIKOYAET
NPaBWIBHBIA BBIOOp MOMYJSLUH, COOp MaTepuana M CTaTUCTUYECKUM aHaiu3
IIOJIyYEHHBIX PE3yJIbTaTOB.

B ocHoBe Meronma JEKHUT 3aKOHOMEPHOCTh, ycCTaHoBieHHas B 1908 r.
aHrauickuM MatematukoM JDx. Xapau v HeMelkuMm BpadoMm B. BaiinOeprom mis
nanpHedmed nomymauud. OOHapyKeHHass HMH 3aKOHOMEPHOCTh MOJydnia

Ha3BaHue 3akoHa Xapau-BailinGepra.
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JIns  wuaeanbHOM TMOMYJSIAM  XapaKTEPHBI  CIEAYIOIIHME OCOOCHHOCTH:
OoJiblllasi YHUCJICHHOCTh TMOMYJSIIUA, CBOOOJHOE CKpelluBaHUE (IMTaHMUKCHS)
OpraHu3MOB, OTCYTCTBME OTOOpa W MYTAaUMOHHOIO MpoIecca, OTCYTCTBHE
MUIpallUd B IMONYJSALUIO U U3 He€. B umaeasbHOM MNONMYISALMM COOTHOLIEHUE
YacTOThl JIOMHUHAHTHBIX TOMO3UroT (AA), rerepo3uror (Aa) U pPEIECCHUBHBIX
TOMO3HUIOT (aa) COXpaHSETCS MOCTOSHHBIM W3 TOKOJEHHUS B IOKOJEHHE, €CIU
HUKaKHe OHBOJIIOIMOHHbIE (DAKTOPHI HE HApyLIalOT 3TO paBHOBecHe. B »ToM
OCHOBHOM cMbIcl 3akoHa Xapau-BaiinOepra. Ilpu u3meHeHuu 511000ro M3 3TUX
YCIIOBUM PABHOBECUS COOTHOLIEHWE YHCIEHHOCTH TE€HOTHIIOB B MOMYJISIIUU
HapymaeTcs. K 3TuM yclioBUSIM OTHOCSITCSI POJICTBEHHbIE Opaku, MyTaluu, Apend
reHOB, 0TOOp, MUTpaluu U Apyrue gaxropbl. OTHAKO 3TO HE CHUXKAET 3HAUYCHMUS
3akoHa Xapau-BaitnOGepra. OH sBIseTCS OCHOBOM TMpPU  PAacCMOTPEHUU
TreHEeTHYECKUX MpeoOpa30BaHUid, MPOUCXOSAIIUX B €CTECTBEHHBIX U MCKYCCTBEHHO
CO3JJaHHBIX MOMYJISALMIX PACTCHUH, )KUBOTHBIX U YEJIOBEKA.

CoOoTHOIIIEHWE YMCIEHHOCTH pa3HbIX TEHOTUIOB U  (EHOTUIIOB B
NaHMUKCHYECKOW MONYJISALUU onpenensiercs no ¢popmyne ounoma HerotoHa:

(p+tq) =p +2pq+q ; (Pt =1,
r7i€ P - YacTOTa JOMHHAHTHOTO ajliens A;
g - YacTOTa PELIECCUBHOIO AJIJIENS a;
p - 4actora reHotuna AA (roMo3uUroT N0 JOMUHAHTHOMY aJUJIEINIO);

g - 4yacToTa reHOTHUIIa aa (FOMO3UTOTHI [0 PELIECCUBHOMY aJLIEIO).

B cootBercTBUM ¢ 3akoHoM Xapau-BaitHOepra uacTtoTa ITOMHWHAHTHBIX
roMo3urotr (AA) paBHa KBaApaTy BEPOSITHOCTH BCTPEUYAEMOCTH JOMHUHAHTHOIO
ajuienis, 4acTtoTa TeTepo3uroT (Aa) - yJIBOCHHOMY IMPOU3BEIACHUIO BEPOSITHOCTHU
BCTPEYAEMOCTU JOMUHAHTHOTO U PELIECCUBHOIO ajuieneil. Yactora BCTpeuaeMoCTH

pPELEeCCUBHBIX TOMO3UTOT (aa) paBHA KBaJApaTy BEPOSTHOCTU PELECCUBHOTO aJlIeisl.
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Takum 00pa3zoM, NOMYISAIMOHHO-CTATUCTUYECKUN METOJ] 1a€T BO3MOKHOCTh
paccuMTaTh B NOMNYJISIIAM YEJIOBEKAa YacTOTYy HOPMAJbHBIX U MATOJOTHYECKHUX
TE€HOB-T€TEPO3UTOT, JOMUHAHTHBIX U PEIECCUBHBIX TOMO3HUIOT, a TAKXKE YACTOTY
HOPMaJIbHBIX U TATOJOTMYECKUX (EHOTHUIIOB, T. €. ONPEACIUTh T€HETUYECKYIO
CTPYKTYPY NOMYJISLIHNH.

BaxnbpiM (pakTopoMm, BIUSIONIMM Ha YacTOTy ajulesiel B MaJOYMUCICHHBIX
NONYJISIIUSIX U B U30JISITAX, SIBIAIOTCS T'€HETUKO-aBTOMATUYECKUE MPOLECCHI, WU
apeitd reros. Jto siBnenue 610 onucano B 30-x rr. H. I1. Jyoununsim u . J1.
PomamoBeim (CCCP), C. Paiitom u P. ®@umepom (CIHIA). OHO BbIpakaercs B
CIIy4ailHbIX M3MEHEHMSIX YacCTOThl ajlieliel, HE CBSI3aHHBIX C HUX CEJIICKTUBHOM
[IEHHOCTBbIO M JIEWCTBHEM €CTeCTBEHHOTo oTOopa. B pesynbraTe npeiida reHos
aJlaniTUBHBIC aJUJICIM MOTYT OBITh SJIMMHHUPOBAHBI W3 TMOMYJSIIIUA, a MEHee
aJlaniTUBHBICE M Ja)X€ TMaToJIOTMYecKue (B CHIY CIy4alHBIX TPUYUH) MOTYT
COXPAHUTHCS U IOCTUTHYTHh BBICOKUX KOHIIEHTpalui. B pe3ynbTaTe B MOMyISLIHUH
MOJKET MPOUCXOIUTH OBICTPOE U PE3KOE BO3PACTAHHUE YACTOT PEIKUX ayliesei.

[Ipumepom neiicTBus apeiida reHOB B YEIOBEYECKUX MOMYJIALMIX MOXKET
cyxuth ‘“dddexr pomonavanpHuka”’. OH HAOIIOMAETCSA, €CIU CTPYKTypa
ONYJIAINH (YOPMHUPYETCS O] BIUSHUEM aJljIesiell OrpaHUYEeHHOT0 Ynciia ceMei. B
TaKUX TOMYJISAIUAX HEPEIKO HaOIIoJaeTcsl BHICOKAs YacTOTa aHOMAJbHOTO TEHA,
COXpAaHMBIIETOCS B pe3yjibTaTe clydaitHoro napeida reHoB. Bo3aMoxHO, dYTO
ciencTBueM Jnpeida TEHOB SBISIOTCS pa3Has dYacToTa pPe3yc-OTPUIATEIBHBIX
moneir B EBpornie (14%) u B SAnonun (1%), HepaBHOMEPHOE paclpoCTpaHEHUE
HACJICJICTBCHHBIX OOJe3HEeH M0 pa3HbBIM TpYIIaM HaceJICHUs 3€MHOro Iapa.
Hanpumep, B HekoTopbix mnomynsanusx I[IIBenun mupoko pacnpocTpaHeH TI'eH
IOBCHIUIBHOW aMaBpOTHYeCKoi mauoTuu, B IOxHON Adpuke - reH nmopdupuu, B
[[IBeiapuu - r€H HACJIEACTBEHHOM TJIyXOThI U JIp.

brnuzkopoacTBeHHble  Opaku (MHOPUIMHI) 3HAYUTENBHO BIHUSIOT Ha
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TF€HOTUIIMYECKU COCTAaB MOMYyJALMH. Takue Opaku yalie BCEro 3aKIIYyaroTcs
MEXIy IUIEMSHHUIEH ©  Js1ed, JBOIOPOAHBIMU  OpaToOM U CECTpPOH.
bnuskopoacTBeHHbIE Opaku 3alpelieHbl BO MHOTMX CTpaHaX. JTO CBA3aHO C
BBICOKOM BEPOATHOCTBIO POXKIECHUS JETEH C HACIEICTBEHHOM NaTOJIOTHEMN.
PonctBenHuku, umest 0011ee MPOUCXOKIECHUE, MOTYT ObITh HOCUTEJISIMUA OJHOTO U
TOTO € PEUECCUBHOIO MAaTOJOTMYECKOro T'eHa, W Mpu Opake JBYX 3/10pPOBBIX
reTepo3UroT BEPOSITHOCTh POKACHUS OOIBHOIO peOeHKa CTAaHOBUTCS BBICOKOIA.

HoBble reHbl MOryT mTOCTymHaTh B TOMYJISIIIUIO B PE3yJabTaTe MUTPAIUU
(moToka reHoB), Korja 0coOM M3 OJHOM MOMYJISIIIUU TEPEMENIaloTCs B APYTYIO U
CKpPEIIMBAIOTCS C TMPEACTABUTENISIMUA JTAHHOW MONyJsiuuu. PeanbHble NOMYJSAIUU
peaKo ObIBAIOT MOJHOCTHIO U30JIUPOBAHHBIMHU.

Crnenyer KpaTKO pacCMOTPETh, KAK BIUSAIOT HAa TE€HETHYECKYIO CTPYKTYPY
NOMYJIAIMN MYTAIlMOHHBIN Tporiecc U oTOOp. MyTtamuu Kak (akTop IBOIIOIUH
oOecreynBaloT MPUTOK HOBBIX ajvieneil B momyisiuu. [lo n3MeHeHuIo reHoTuIa
MyTaluy MOAPA3LACISAIOT HA TEeHHbIE (MM TOYKOBBIE), BHYTPHUXPOMOCOMHBIE H
MEXXPOMOCOMHBIE, TEHOMHBIE (U3MEHEHHE 4YHCIIa XPOMOCOM.). I'eHHble MyTaluu
MOTYT OBITh NMPsAMBIMH (A ->> a) u 00patHbIMH (a -> A). HacToTa BOBHHKHOBEHHS
OPSIMBIX MYTAIlMil 3HAYUTENBHO BbIIE O0OpaTHbIX. OIHU W T€ K€ TEeHbI MOTYT
MyTHUPOBaTh MHOTOKpaTHO. KpoMe TOro, oAMH U TOT K€ F€H MOXKET U3MEHATHCS B
HECKOJIbKO aJUIETTbHBIX  COCTOSIHUH, 00pa3ys Cepuio MHOXECTBEHHBIX allIeJeH
(A > a™ ay a.y a"). U3yuenue 4acToThl MyTaluii, 00yCIOBIUBAIOIINX Y YeTIOBEKa
Takue TsOKenble OO0Ne3HH, Kak TeMO(pWInsg, PETHHOONIAcTOMa, MHUTMEHTHAS
KcepoJepMa U Jp., JaeT OCHOBAaHUE IojaraTb, YTO YacTOTa BO3HUKHOBEHHS
MaTOJOTMYECKUX MYTallMi OTIEIBHOTO reHa cocTtaBisieT okoyio 1-2 Ha 100 ThIC.
raMeT 3a IOKOJICHHE. YUHTHIBasi 00IIee KOJIMUECTBO T€HOB Yy YesoBeka (okoso 100
TBIC.), CYMMapHasi MyTaOWJIbHOCTH - BEJIMYMHA HEMaJIasl.

Yacrota MyTamuid MOKET 3HAYUTEIBHO BO3PacTH IIPU JEUCTBUM Ha
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OpraHu3M HEKOTOpPbIX (HU3UYECKUX U XUMHYECKUX (PAKTOpOB (MyTareHOB).
XuMUYeCcKHue  MyTareHbl  OOHApYXEHbl  CpPeaud  TMPOMBIIUICHHBIX  SJIOB,
WHCEKTHUIIUJIOB, TEepOUIMAOB, MHIIEBBIX J00aBOK U JIEKapCTB. bBOJBIIMHCTBO
KaHIIEPOTEHHBIX BEIIECTB TaKXKe 00J1aJal0T MyTareHHbIM JieiicTBueM. Kpome Toro,
MHOTHE Ouosjoruyeckue (pakTopsl, HAIPUMEpP, BUPYCHI U KUBBIC BAKIIUHBI, & TAKKE
TUCTAMUH U CTEPOMJHBIE TOPMOHBI, BhIpaOaThIBAEMbIE B OpraHHU3ME YEJIOBEKa,
MOTYT MHAYUHUpPOBaTh MyTanuu. CUIBHBIMU MYyTareHamMu SIBJSIIOTCSI pa3JIMuHbIE
BUJIbI U3NIy4eHUN (PEHTIC€HOBCKHE U Yy-JIy4Yd, pP-YaCTUIlbl, HEUTPOHBI U 1p.),
CrOoCOOHBIC BBI3BIBATH TEHHBIE M XPOMOCOMHBIE MYTallMM Y YEJIOBEKa, O 4YeM
CBUJIETEILCTBYIOT MocieAcTBUs aBapuu Ha HADC.

K d¢akropam, HapymamnmM TMOCTOSHCTBO TI'€HETHYECKON CTPYKTYPHI
MOMYJIAINN, OTHOCHUTCS M ECTECTBEHHBIM OTOOpP, BBI3BIBAIOIIMN HAMPaBICHHOE
u3MeHeHne TeHodoHAa  MyTeM  DIMMHHAIMM U3  TONYyJSIMA  MEHee
NPUCTIOCOOJIEHHBIX 0C00€ WM CHWXKEHUS WX IUIOJOBUTOCTH. PaccMoTpum
BIMSHUE OTOOpa Ha TpUMepe JAOMHUHAHTHOM TMATOJNIOTHMH - AaXOHJAPOIUIa3uu
(xapnukoBOCTH). DTa 00JIE3HH XOPOIIO M3ydeHa B momyisiusax lanuu. bonbHbie
UMEIOT TOHIKEHHYIO JKU3HECTIOCOOHOCTh MU YMHUPAIOT B JIETCKOM BO3pacte, T. €.
YCTPAHSAIOTCSI €CTECTBEHHBIM OTOOPOM W3 TOMYJISIUMU. BBDKUBIIINE KapiIHKU pexe
BCTYMAIOT B Opak W MMEIOT Mallo JeTel. AHanu3 moka3biBaeT, uyTo okoyio 20%
T€HOB aXOHJIPOIUIa3UM HE MepeNaroTcs OT poaurtenei neraMm, a 80% 3TUX T'eHOB
AIUMUHUPYIOTCS U3 NOoNysauuu. M3 3TUX TaHHBIX CIEIYET, YTO aXOHIPOIUIa3us He
OKa3bIBAET CYIIECTBEHHOIO BIUSHUA HA CTPYKTYPY MOMYJISLINH.

BonpIIMHCTBO MYTAHTHBIX TE€HOTHUIOB HMEIOT HH3KYIO CEJIEKTUBHYIO
IIEHHOCTh M TIOTMAAAI0T Mo eicTBue otoopa. [lo manaeiM B. Makkbiocuka (1968),
okosio 15% monoB morubarot 10 poxaeHus, 3% AeTeil yMUPAIOT, HE JIOCTUTHYB
mosioBo# 3penoctr, 20% yMHUparOT 10 BCeTyruieHUs B Opak, B 10% ciaydaeB Opak

0oCTaeTcs OECIUIOIHBIM.

18



OnHako, HE KaXKIbld MYTAaHTHBIA T€H CHUYKAET CEJIEKTUBHYHI) LIEHHOCTH
Ipu3HaKa. B psae ciiydaeB MaTOJIOTMYECKHM I'€H B IeTEPO3UTOTHOM COCTOSHUHU
MOKET MOBBIIIATh U3HECTOCOOHOCTh 0coOU. B KauecTBe mpumepa paccMOTpUM
CEpIOBUIHOKIETOUYHYI0  aHemuio.  M3BectHo, yTto  3TO  3aboyieBaHuUE
PacIpoOCTpaHEHO B HEKOTOPBIX cTpaHax Adpuku U A3uu. Y J1oJel, TOMO3UTOTHBIX
no amiento Hb3, BeipabaThiBaeTCs T'eMOTJIOOMH, OTJIMYHBIA OT HOPMAaJLHOTO,
oOycnosnennoro amieneM HbA. T'omosurorst Hb3Hb3 noru6ator, He 1ocTUTHYB
nosioBoil 3penoctu. I'ereposurorsi HBAHB3 Gonee ycToWuyuBbI K Maliipuu, 4em
Hopmanbuble Tomo3urotsl HBAHBA wu Hb3Hb3. Ilostomy B palioHax
pacnpocTpaHeHusi OOJIE3HH TETEPO3UTOTHl MMEIOT CEJEKTUBHOE MPEUMYILECTBO.
Otbop pabotaer B MOJB3y Trerepo3uror. B paiioHax, rae He ObLIO Majsipuw,
TOMO3UT'OTHI HbBAHBA 00J1a1ar0T OJIMHAKOBOU C reTepo3UroTaMu
npucrnocobsieHHocTeio. [Ipu sToM 0OTOOp HampaBlieH NPOTUB PEHECCUBHBIX
roMo3uroT. B HekoTopbix paiioHax AQpUKU TeTepo3UroTbl cocTaBisioT 10 70%
Hacenenus. “Ilmatoi” 3a NPUCIOCOOJIEHHOCTh K YCIOBUSAM CYIECTBOBAHUSA
CIIy’)KMT TaK HAa3bIBAEMbI T'€HETUUYECKUN IPY3, T. €. HAKOIUICHUE BPEAHBIX MYTallUN
B IIOITYJISLIUY.

Bonpocekl u 3aganus:

1. V dyenoBeka anbOMHU3M OOYCIOBJIEH TOMO3UTOTHOCTHIO PELIECCUBHOTO
reda. JlomyctuMm, 4to anpOuHU3M BcTpeudaercs ¢ vactotoir 1 Ha 20000 uenoBexk.
Onpenenute: 1) 9acTOTy TETEPO3UTOTHBIX HOCUTENEW anbOMHU3MA B JIAHHOU
MOMYJISIUN; 2) YacTOTy HOCUTENEeH ambOMHU3Ma JUIsl CIydaeB, KOT/la aibOMHOCHI

BCcTpeuarorcs ¢ yactoror 1 Ha 25000, 1 ma 10000, 1 Ha 1000.

2. Ilpn onpenenennn NN-rpymnm KpoBH B MONYJISILUM YCTAaHOBJIEHO, YTO W3
4200 oOcnenoBaHHBIX 1218 YelmoBeK MMEIOT TOJLKO aHTHreH M, 882 - TOJBKO

aatureH N m 2100 - o6a anturena M um N. Ompenenure 4YacToTy BCEX TPeX
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AHTUI'CHOB B IIOITYJIALIUHA.

3. B poamibHBIX IOMax OAHOTO M3 €Bporerckux roponoB u3 84000 mereit,
ponuBmiuxcs B Teuenue 10 ser, y 210 oOHapyXeH pelecCUBHBIN AedEeKTHBIN
MpU3HAK, OOYCIIOBIEHHBIM TeHOTUIIOM aa. OmnpenenanuTe reHeTHUECKYI0 CTPYKTYPY
MOMYJISIUN HOBOPOXKACHHBIX TOPOJA.

4. B omHoM u3 palloHOB  Tpomuuecko  Adpukud  yacTtora
CEpNOBUAHOKIECTOUHOM aHemun coctaBigeT 20%. Omnpenenure 4acToTy
HOPMAJILHOTO U MYTAHTHOTO ajuiesisi B 00CIeJOBAaHHOM paiioHe.

5. BpoxaeHHbIl BbIBUX OeApa HacieIyeTcs MO JJOMUHAHTHO-ayTOCOMHOMY
tuny. CpeHsisi IeHeTpaHTHOCTh TeHa paBHa 25%. [lo nanueim B. I1. Ddpoumcona
(1968), 3aboneBanue BcTpeuaercs ¢ yacrotor 6 Ha 10000. Ompeaenute YuCo
TOMO3HUT'OTHBIX 0COO€H MO PEIIECCUBHOMY TEHY.

6. B momymnsiuu r. MOCKBBI BCTpE4aeMOCTb JIIOJIEH MO TpyIIaM KPOBH
cnenyromasi: I rpynmna -33%, II - 38%, III - 22,8%, IV - 6,2%. Onpegenute 4actoty
BcTpeuaemoctu ayeneidr ABO B r. Mockse.

/. PerunoGmacroma (3710KayecTBEHHAs! OMYXOJIb IJ1a3a) M apaxXHOMAKTHIIMS
(IIMHHBIE W TOHKHE KOHEYHOCTH C JUIMHHBIMM M TOHKMMH MaJbLIAMU U JIp.)
ONpENENATCS  AYTOCOMHBIM  JOMUHAHTHBIM  T€HOM.  IleHeTpaHTHOCTH
petuHoOnactoMbl  60%, apaxnomaktuiauu  30%. B EBpome OonbpHBIE C
peTuHoOIacTOMOM BeTpedaroTces ¢ yactotoi 0,03, a ¢ apaxnogaktuiuen - 0,04 Ha
1000. Omnpeaenure 4acTOTy TeHOB 000MX 3a00JIEBaHUI CPEAH EBPOICHIIECB.

8. B ognom wu3 pommnbHbIX AomoB y 150 u3 1000 poxeHHI] OTMEUYeH
MMMYHHBII KOHQUIUKT MO pe3yc-pakTopy. OmnpenenuTe 4acTOTbl BCTPEYAEMOCTH
ajyieeil B JaHHOW BBIOOPKE M YCTAHOBUTE TI'€HOTUIIHYECKYIO CTPYKTYpPY
MOMYJISLNN.

9. Ilo naHHBIM HEKOTOPBIX HCCIENOBaTENel, YacTOTa PEIECCUBHOIO TeHa

HEUYBCTBUTEJIBHOCTH K (DEHMITHOKAPOAMUY CpEr Pa3IuYHbIX TPYII HACEIICHUS
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36MHOro Iapa ciueayromas: 1apeBHeeBponerckas - 0,5; kaBkazckas - 0,65;
HerpouaHas - 0,45. Beruucinure 4yacTOTy BCTPEYAEMOCTH JIML, YYBCTBUTEIBHBIX K
(denunTHOKapOaMuIy, Cpeau MOMYJIALNN KaX A0 U3 YKa3aHHbIX IPYIII.

10. Ogna u3 ¢opm (pyKTO3ypUH HACHEAYETCS ayTOCOMHO-PELIECCUBHO U
BcTpeuaeTca ¢ 4vactoto 7 Ha 1000000. Omnpenenure 4YUCIO TETEPO3UTOT B

IOITYJISAINH.

JlaGopaTopHuasi padora:
N3yuenne pacnpeaejieHusi MOTOPHOII ACHMMETPHU Y CTYJAE€HTOB B

rpymnrme.

Llens Da6OTI:»I: ONIpCACICHUC YaCTOThHI aJuiesieu IMpaBMICCTBa 1 JICBIICCTBA.

BeinojgHeHue Da6OTLI. CTy,HeHTBI MpoBOAAT TCCTHPOBAHUC I10 MOTOPHBIM

npobam, pe3yibTaThl 3alUChIBAIOT B BHJE TaOMUIBl. AHanMM3 pe3yJbTaTOB
MO3BOJIIET OLEHUTh NPO(UIbL MOTOPHOM aCUMMETPUU CTYJIEHTa, a TaKkxKe
ONPENENUTh KOJUYECTBO CTYAEHTOB, IPEUMYIIECTBEHHO BIAJACIONIMX IPaBOM
pyKo# (TpaBiun), JEBOM (JIEBIIM) M YHUCIO aMOUIEKCTPOB (OJUHAKOBO YCIIEIIHO
BJIAJICIONINX 00CUMHU PYKaMH).

Ceputo TecroB (“mo3a Hamoneona”, “ckpeniMBaHue TajblieB pyK’,
“XJIONIaHbEe B JIQJOIIM’’) MpejjiaracTcss MPOBOJAUTH 0e3 may3. Mexay cepusMu
KelaTeNbHO JenaTh MepepbhlB HE MeHee 5 MHH. BHyTpW cepuu MopsIoK TECTOB
JoJKeH OBITh pa3HbM. Hampumep, B mepBoOW cepuu mpeajaraetcsi moxJonaTh B
JAJOIIN, CKPECTUTh Maliblibl pyK M OpuHATH “no3y Hamoneona”. Ilocnme storo
CTYIEHTHl JOJKHBI TPOCTaBUTh B TaOnWIle, Kakas pyka Oblla Bemymieil B
BBITIOJIHEHHBIX TecTaX. Jlemaercss NATUMHHYTHBIA MEPEPhIB U B APYTOM MOPSIKE
npeajaraeTcs ciaeaylolas cepus, Hampumep: “mo3a Hamoseona”, xjonaHbe B
JAJIOIM, CKpeIIMBaHWE TajblleB W T.A. (Bcero IMmsaTh cepuid mnpoO). Hror

OLCHUBACTCA OOJIBIIMHCTBOM ClIy4dacB.
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IIpumeuanune:

* B “mo3e Hamoneona” Benmymied cuuTaercs pykKa, KHCTb KOTOPOU
OKa3bIBaeTCs CBepXy. BIBAIOT Cilyyau, KOT/la KUCTH OKa3bIBAIOTCSA WM 00€ CBEpXY,
WK 00€ CHU3Y - 3TO aMOUJIEKCTPHI;

* pU CKPELIMBAHUU MaJbLEB PYK BEAYILEH CUMTAETCS Ta PyKa, OOJIBLION
najiel; KOTOpoi 0Kazajcs CBEPXY;

* XJIONIaHbE B JIAJIOIIM - BEAYIIEH CUMTAETCA pyKa, OKa3bIBAIOIIASACS CBEPXY
npu xyonanbe. Eciy Henb3s BbIIETUTh BEAYILYIO PYKY, TO 3TO aMOUAEKCTPHI.

Boruncnure 4acToTy BCTpEYaeMOCTH PELIECCUBHOIO aJljIeisi U JOMUHAHTHOTO
C yYeToM JOMUHHUPOBAHUS JAHHOrO TMpu3Haka. [lpaBmm - TOMO3UTOTHI
noMUHaHTHbIE (AA); JIEBIIM - TOMO3HUIOTBHI PEIECCUBHBIE (aa); aMOUIEKCTPHI -

reTepo3uroTsl (Aa). Pacuer BBITIOTHUTE COTJIACHO 3aKOHY Xap/u - BaitHOepra.

Tema 4. [luToreHeTHYECKHA METO/

OcHoBa MeToZa - MHUKPOCKOMHYECKOE H3YYEHHE XPOMOCOM UeJIOBEKa.
[{uToreneTnyeckue MCCIENOBAHUS CTAM MIMPOKO MCIOIb30BaThes ¢ Hadana 20-x
rr. XX B. I8 u3ydeHHss Mop(}OJOrMuM W TOJCYeTa XPOMOCOM YEJIOBEKa,
KyJIbTUBUPOBAHUS JICUKOIIUTOB ISl IOJTy4YEHUS MeTa(a3HbIX MIaCTHHOK.

Pa3BuTHE COBpEMEHHOW IIMTOTEHETUKH YEJIOBEKa CBS3aHO C HWMEHaAMHU
uuronoroB J[. Tuo u A. Jlesana. B 1956 r. oHu mnepBbIMM YCTAaHOBWUIIU, UTO Y
yenoBeka 46, a He 48, KaK qymMalld paHbIIe, XpOMOCOM. IJTO COOBITHE TOJOKHIIO
Hayajgo I[IHUPOKOMY H3YYEHUIO MHUTOTHYECKMX M MEUOTHYECKHUX XPOMOCOM
YeJoBeKa.

B 1959 r. dpanmnysckue yuensie [[. Jlexen, P. Tiopnen u M. Tlotbe
YCTAaHOBWJIM XPOMOCOMHYIO mpupoay Oone3nu Jlayna. B mocnenyrouiue romasl

ObUIM ONHCAaHbl MHOTHE YacTO BCTPCHAIOIMUCCA Y YCIOBCKA XPOMOCOMHEIC
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O0one3Hu. LlutoreHeTrka crajga Ba)KHEUIIUM pa3/eioM MPAKTUYECKON METULIUHBI.
B Hacrosiee BpeMsi IUTOTEHETUYECKUN METOJ MPUMEHSIETCA Il JTUArHOCTUKHU
XPOMOCOMHBIX OO0JI€3HEM, COCTaBICHUS] TEHETHUECKUX KapT XPOMOCOM, U3yUCHHS
MYTaIllMOHHOTO MpoIecca U Jp.

B 1960 r. B JleuBepe (CIIIA) Obuta pa3pabotaHa mepBas MeXIyHapoOAHas
KJ1accuduKaius XpoMOCOM 4YeJIoBeKa. B ee OCHOBY Jieriiu pa3sMepbl XpOMOCOM U
MOJIOXKEHNE TIEPBUYHON TEPETSHKHU - IIEeHTpoMmepbl. Bece xpomocombl 1o dopme
paszielieHbl Ha METAIlCHTPUYECKHEe, CYOMETallCHTPUUECKHUE U aKPOLICHTPUUECKUE U
nojpaszesieHsl Ha 7 rpymnn, 0003HaYeHHBIX JaTHHCKUMU OykBamu A, B, C, D, E, P
u G. Kaxpgas mapa xpomocoMm 0003Hau€Ha MOPSAJKOBHIM HOMepoM OT 1 g0 23,
OTJICJIbHO BBIJICJICHBI MOJIOBBIE XPOMOCOMBI - X U Y (puc. 3.) Y xeHmuH aBe X-
XpOMOCOMBI, V MYXYUH X H Y-XpOMOCOMBI. X-XpOMOCOMa Yy JKCHIIHH HE
oTinyaeTcst oT ayrocoM rpynmnsl C; Y-xpoMocoMa akpoIeHTpUYECKasi, CXOIHAsI C
XpoMocoMamHt Tpyrmmbl G, HE UMEET CIyTHUKOB. JUIMHA KOPOTKOTO IIEYa MOKET
3HAQUMUTENIbHO H3MEHAThCA. Ayrocombl rpynnsl C m D comepkar B KOPOTKHX
Iie4ax paoHsbl SIAPHIIIKOBOTO OPraHU3aTopa.

B 1971 r. ma 1 Ilpaxkckoii kKoH(EepeHIIMH TEHETHUKOB B JIONOJIHEHHE K
JlenBepckoil kiaccupuKany OBIIH TPEICTaBICHBI METOABl AuddepeHIInaIbHOM
OKPAaCKH XpOMOCOM, Ojarojapsi KOTOPbIM Ka)kaasi XpoMocoMma MpuoOpeTaeT CBOM
HEMOBTOPUMBIN PUCYHOK, YTO TOMOTAET TOUYHON MACHTU(PUKAIIIH.

OcHOBHBIE CBelleHHs O MOP(}OJIOTHH XPOMOCOM UEJIOBEKa TOJIYYEHBI MPHU
M3ydeHUH uX B MeTadazax MuTo3a u npodasze-meradasze meiosza. [Ipu 3ToM BakHO,
9TOOBI KOJHMYECTBO NETSANINXCS KIETOK OBUIO MOCTAaTOYHO BBICOKO. BaxkHeimime
IUTOTEHEeTUYECKHE PAOOTHI BBITIOJIHEHBI Ha TuMdonuTax nepudepudeckoi KpoBH,
MMOCKOJIBKY KYJIbTUBUPOBAaHUE TUM(OIUTOB B TeUeHUE 2-3 CYTOK B MPUCYTCTBUU
¢uTOreMarrIfOTHHIHA MO3BOJSET MOJYYUTh MHOXKECTBO MeTa(da3HbIX TUIACTHHOK

4JIA XpOMOCOMHOI'O aHaJIn3a.
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[utoreHeTueckOMy aHalu3y TMOJBEPralOT OJHOCIONHBIE MeTada3HbIe
IJTACTUHKU C Pa3/ieNIbHO JICXKAIUMHU XpOMOCOMaMu. [[7ist aToro aensiuuecs KIETKU
00pabaThIBAIOT KOJXUIIMHOM U HEKOTOPBIMH JPYTMMH XUMHUUYECKUMHU BEIICCTBAMHU
(TUTTIOTOHUYECKUM COJIEBBIM PACTBOPOM, METAHOJI-YKCYCHBIM (DUKCATOPOM H JIp.).

BaxkHpiM  3TanioM  IIUTOTEHETHMYECKOTO  aHaiW3a SBJSIETCS  OKpacka
MOJIy4YeHHBIX TpenapaToB. Ee mpoBoasT mnpocThiMH, AU EpEeHINATBHBIMU U
(bIyopecieHTHBIMU METOIaMHU.

[IpocTast okpacka oOecreuynBaeT TPYNIOBYH HACHTUDUKALMIO XPOMOCOM.
Ucnonwzyercss oHa ISl KOJIMYECTBEHHOI'O Y4YeTa XPOMOCOMHBIX aHOMAJIUN TpHU
OTIPEJICICHUH MYTareHHOCTH CpeJibl (IEeHCTBHS pagualui, XUMUIECKUX MyTareHOB
u Jip.). C MOMOIIBI0 ATOTO THIA OKPACKH ObUIM OTKPBITBI MHOTHE XPOMOCOMHBIC
00JIe3HU, a TaKKe XPOMOCOMHBIE abeppallid, BBI3BIBAIOIINE CaMOIPOU3BOJILHBIC
a0bopThI, BPOXKJICHHBIC IOPOKU PA3BUTHS, KAaHIIEPOTECHE3 U T. TI.

B 70-e rr. XX B. B MEAUIIMHCKON MPaKTUKE HAdyaJld MPUMEHSITHCS METOIbI
muddepeHnaIbHOr0 OKpAIIMBaHUs, BBISBISIONIME CTPYKTYPHYIO Pa3HOPOIHOCTD
XpOMOCOM IO JIJIMHE, YTO BBIPAXKAETCAd B BUAE YEPEIOBAHUS CBETIBIX U TEMHBIX
noyioc (3y - U reTepoXpoMaTUIECKUX pailoHOB). OTMEYaEeTCs, YTO MPOTIKEHHOCTD
¥ PUCYHOK TIOJIOC CHEIIM(PUIHBI JISI KaXA0W XPOMOCOMBI.

JuddepeninmanbHoe OKpallMBaHHE XPOMOCOM MOKHO TIPOBOJIUTH PSIOM
croco6oB. IlepBoHauanbHO WCTHOIB30BAA AKPUXUH-UTIPUT - (IFOOPECIIEHTHOE
ankumpytomiee BemiectBo (Q-meton). JlelicTBue ero OCHOBAaHO Ha CIOCOOHOCTH
MeTada3HeIX XpoMocoM auddepeHIuanbHO CBA3bIBaTh (Quroopoxpombl. [locie
OKpAIIIMBAHUS AKPUXUHOM CETMEHTHI MPHUOOPETAIOT SPKOe (PIII0opecupyrolee
cBeYeHHE. PHUCYHOK KaXIOW XpOMOCOMBI cCrenuuyeH IO YHUCITy, pa3MepaM H
MOJIOKEHHUIO TO-pa3sHOMY (IIIOOPECIHPYIONIUX CETMEHTOB, YTO M O0ECIeYMBAET
UAeHTUPUKAIIO BceX XpoMocoM. C MOMOIIBIO JAHHOTO METOJIa OKPACKH MO>KHO

UJIECHTU(PUIUPOBATH XPOMATHH C MOBBIIIEHHBIM cojiepxanueMm AT-map, TOCKOIbKY
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OHM aKkTUBHee QuroopecuupyroT. Crneunduueckum mnpeumyiecTsoM Q-meTtona
ABJIAETCS TO, YTO OH IO3BOJSIET JaK€ B MHTEP(PA3ZHOM SJpe HACHTUPUIMPOBATH
VY-xpoMocomMy 1O SpKOMYy cCBe4YeHUI0. /[l MpocMOTpa Takux NpenapaToB
HCIIOIB3YIOT JIIOMUHECIIEHTHBI MUKPOCKOTI.

B nanpheiimem Obl1  pa3paboTaH CcHoOcoO OKpacku XpoMocoM 0e3
dbayopecueHTHBIX KpacuTened - G-okpacka (kpacutens ['mmza). Ilocne
peBApUTEIbHON MHKYOAllMU B COJIEBOM PAacTBOPE XPOMOCOMBI 00pabaThIBalOTCS
nporeazoi. B pesynbTaTe, XpoMOCOMBI NPUOOPETAIOT CErMEHTHUPOBAHHBIN BUJ
Oylarosiapsi 4YepeOBaHUIO TEMHO- U CBETJIO - OKPAILIEHHBIX Y4acTKOB. MexaHu3Mm
oOpa3oBaHHs CErMEHTOB IIOKa HEJAOCTaTO4YHO siceH. IIpeamonaraercsi, 4TO
OKpAaIIE€HHbIE CErMEHTHI - 3TO TETEPOXPOMATUHOBBIE YYACTKH C MOBTOPSIOLIMMHUCS
nocnenosarenbHocTsaMU JIHK, a HeokpaleHHbIe - 3TO SyXpOMAaTUHOBBIE PAaHOHBI C
KOJUPYIOIUMHU TtociienoBarenbHoctsMu JIHK.

K paznoBuanocTsM nuddepeHImaibHOro oKpamuBanus mo merony ['um3bl
oTHOcATCS R-okpammBaemocts u (C-OKpalIMBa€MOCTb. JTH Pa3HOBUIHOCTHU
muddepeHnaIbHOr0 OKpallMBaHUsl MOJYYaloT TPH ONPENeIeHHOM H3MEHEHHH
BPEMCHH M YCIIOBHM MHKYOAllUW IpernapaToB, OKpaIleHHbIX Mo MeTony ['um3bl. B
NIEPBOM CITydae pacmlpe/ieJIeHUE OKPAIICHHBIX U HEOKPAIICHHBIX CETMEHTOB OYIEeT
oOpaTHBIM TOMY, 4TO HaOmonaercs npu G- u Q-okpammBanuu. Ha R-okpameHHbIX
XpoMocoMax reTepOXpOMaTUHOBBIE palioHbI (LIEeHTPOMEpHBIE,
OKOJIOLIEHTPOMEPHBIE U UHTEPCTUIIMATIBHBIE) OCTAlOTCA CBETIbIMU. B ciyuae xe C-
OKPAaCKH  BBIABISIIOTCS  PaliOHBI ~ CTPYKTYpHOTO  WiIM  (DaKyJIbTaTUBHOTO
rerepoxpomatuHa. B Xpomocomax uyenoBeKa 3TH pPalOHbI JIOKaJU30BaHbBI B
OKOJIOLIEHTPOMEPHBIX yYacTKax, a B Y-XpOMOCOME - B JUCTAIBHOM MOJIOBHUHE
mmHHOTO Tieda. HambGonee kpymabie O0oku C-XxpomMaTHHA UMEIOTCS B 00JIacTH
BTOPUYHBIX TeEpeTskek aytocoM 1,9 u 16, a Takke B Y-xpomocome. CaMbIMU

MEJIKUMHU LIEHTPOMEPHbIMU OJIoKamMHu 00JIaJlaloT ¥Y-XpoMocoMa M ayTtocoMa 2.
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OnHoii M3 O0COOEHHOCTEH XPOMOCOM YEJIOBEKa SIBISIETCS ACHUHXPOHHOCTD
(HEOTHOBPEMEHHOCTb) PEIUTMKAIIMY 10 JJIMHE. B Kax a0l XpoMOCOME €CTh paHo U
MO3/IHO PEIUIMLMPYIOIIKECS y4dacTKU. JUIs BBISBIEHUSA IOCIENOBATEIBHOCTH
pEeIUIMKAalMu  TpUMEHSeTCsl  5-OpOM-II€30KCUYpUIMH -  aHaJIOr  THUMUHA.
BxitounBiie ero yyacTkd oOkpamuBaroTcs cnabo. Ilpumensiercs  5-6pom-
N€30KCUYPUIUH U 151 U PepeHInanbHON OKPACKU CECTPUHCKUX XPOMATH/I, €CITU
OH BBOJIMTCS Ha TOJHBIM KJIETOYHBIM HUKI. B 3TOM ciydae BHOBb oOpaszyemas
XpoMaTuAa BKIIOYHMT 3TOT aHAJOT TUMHHA U OyAeT okpaileHa ciiabo, a apyras
(crapasi) OKpacuTCSd HWHTEHCHUBHO. OTOT METOJl MO3BOJISIET BBISBIATH YYaCTKH
CECTPUHCKHUX XpoMaTuIHbIX 00MeHOB (CXO).

[Ipu BO3nEHCTBUM pa3IMYHBIMM MyTareHHbIMU (akTopamu uucio CXO
YBEJIMUMBACTCS,  CJIEIOBATEJIbHO, OSTOT METOJ  BBITOJEH JUIsl  U3YyYEHHS
MYTalMOHHOTO MPOIECCA Y YETOBEKa.

VYcnexu MOJNEKYJIIpHON IMTOTEHETUKH YeJIOBEKa MO3BOJSIOT pa3pabaThiBaTh
HOBbIE METOABI M3y4eHUs XpoMmocoM. Tak, cieayer OTMETUTh METOJ
dbmoopecrienTHOM ruOpuausanuu  in  situ u FISH-meton, kortopwii maet
BO3MOKHOCTb HCCIIEIOBATh IIUPOKHUM KPYr BONPOCOB OT JIOKAJIW3allMU TE€Ha [0
pacmrppoBKHU CIOXKHBIX TEPECTPOCK MEKAY HECKOIBKUMH XpOMOcoMamMu. MeToj
FISH MoxeT nmpuMeHsThCS W ISl NMATHOCTHKU AHEYIUIOMIUN B WMHTEpGa3HBIX
Anpax.

Takum o0pazoMm, coeIMHEHHWE LHUTOTEHETUYECKHMX M MOJEKYJSIPHO-
IF€HETUYECKUX METOJIOB B T€HETHKE YEJIOBEKAa JENAeT MOYTH HEOTPaHWYEHHBIMU

BO3MOKHOCTH JHUAIrHOCTHUKHU XPOMOCOMHBIX aHOMaJIMH.

Bonpocsl u 3a1anus

1. [aiite ompeneneHue CIEAyIOUMM TEPMHHAM: XpPOMOCOMA, XpOMAaTH[a,

XpOMAaTHH, XpOMOMEPA, KAPUOTHUII.
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2. B yem pasznuuue Mexay 3yXpoOMaTMHOM M rerepoxpomaTtuHoMm? Turbl
xpomaTtuHa. OTBET 000OCHYMHTE.

3. Ha kakux cragusx MUTO3a XpOMOCOMBI XOpou1o BUAHbI? [Touemy?

4. JlailTe XapaKTepUCTUKY HOPMAJIBHOIO KapHOTUIIAa B COOTBETCTBUHM C
JlenBepckoil kinaccupukammei.

5. Onumure Metroasl TudPepeHnanbHON OKpacKu XpOMOCOM M UX pOJib B
Pa3BUTHH LIUTOI€HETUKHU YEJIOBEKA.

6. Kakoe mpakTHueckoe 3HayeHHE MMEET HCCIIEJ0BaHUE I10J0BOIO

XxpoMatuHa?

Tema 5. UMMYHOTeHeTHYECKHH METO/

OnHMM U3  BaXHBIX Pa3/eIOB COBPEMEHHOM TEHETUKHU  SIBIACTCS
UMMyHOreHeTuka. OHa H3y4yaeT HaCJEJACTBEHHYIO OOYCIOBIEHHOCTh (aKTOPOB
UMMYHHUTETa, pa3HOOOpa3ue M HacCleI0BaHHWE TKAHEBBIX AHTUIE€HOB M TKAaHEBYIO
HECOBMECTUMOCTh. VIMMyHOreHeTHKa BO3HHMKJIA B XX B. Ha OCHOBE H3Y4YEHUS
rpynnoBeix (daktopoB kpoBu no ABO- u Rh-cucremam, nelWkouutapHeIX u
APUTPOLUTAPHBIX AHTUTEHOB, CRIBOPOTOYHBIX TJIO0YIMHOB, TEMOTTIOOMHOB U JIP.

YCTaHOBIEHBI /1Ba OCHOBHBIX IIyTH, IO KOTOPBIM MPOTEKAIOT UMMYHHBIE
pEaKIMy B OpraHu3Me: TYMOPaJbHBIN U KIIETOUYHBIN. [IepBhIi CBSI3aH C CHHTE30M B
KpOBU OETKOBBIX MOJIEKYN (MMMYHOTJIOOYTWHOB WM aHTHUTEN), a JIPYrod - ¢
MOSIBJICHUEM KIIETOK, CIIOCOOHBIX PpACIO3HaBaTh W YHUYTOXKATh BO3OYIUTEINS
O0one3Hn (KICTOYHBIM HMMYHHUTET). AHTHUTENIA CIIOCOOHBI CBS3BIBATBHCS C
aHTUTE€HAMHU (4y>KEPOJHBIMU MOJIEKYJIaMU ), HEUTpanu3ysl UX BPEIHOE EUCTBUE.

OcTtaHoBHMCS KPaTKO HAa HEKOTOPBIX OCOOCHHOCTSIX UMMYHHUTETA.

['ymopanbHbie (aKTOphl BKJIIOYAIOT IUPKYJIHPYIONUE OCNIKH, KOTOPHIC
00pa3yloTcs B OTBET Ha Pa3IMYHBIC BHEITHUE W BHYTPEHHHUE BO3JEHCTBUS (0OKOTH,

nH(eKInK, 37T0KaYeCTBEHHbIE HOBOOOpa3oBaHus u 1ap.). K chneuunduyeckum
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TYMOPAJIbHBIM (paKTOpaM OTHOCSITCS MMMYHOIJIOOYJIMHBI. BBIIENSIOT HECKOIBKO
KjaccoB uMMyHornoOyinuHoB (G, A, M, D, E). lnd ux cTpoeHUs XapaKTepHO
HaJIM4YMe JABYX TSOKENBIX M JBYX JIETKMX HOJUIENTUIHBIX LIETEH, COeIUHEHHBIX
MeXAy co0oi Jaucynb(GUIHBIMU MOCTHKaMu. Jlerkue 1enu ONpeaesstoT
reHeTUYECKHEe  JETEePMUHAHTBI, a TSXKeNble -  CHeUU(PUUHOCTh  CaMHX
UMMYHOTJI00yJIMHOB.

NUmmynornoOynmua G cocraBinsier  70-75%  oOmero  konMyecTBa
UMMYHOTJI00yJIMHOB. JlaHHb1i KJ1acc UMMYHOIJIOOyJTMHOB SABIIACTCS
€AMHCTBEHHBIM, MMPOXOASIIIUM Yepe3 MIalleHTapHbIN Oapbep K M0y .

NmvmynornoOynuuael A cocraBisitor  mpumepHo 20%, ydacTBYHOT B
GbopMHUpPOBAaHUM MECTHOTO HMMMYHHUTETa, MPENATCTBYIOT IUTOJIOTHYECKOMY
pa3pylIeHnI0 COOCTBEHHBIX TKaHEH.

NmmynornoOynuasl M coctaisitor okosio 10% Bcex MMMYHOTJIOOYJIMHOB.
Bxi1royatoT OCHOBHbBIE aHTUTENA MPOTUB TPAMMOTPHIIATENIBHBIX OaKTEPUI.

NmmynornoOynuasl D coctaBisitor okono 0,2%. Ponb B opranusme maio
U3y4eHa.

NmmynornoOynunsl E comeprkarcst B miia3me, y4acTBYIOT B aJlFIEPTHUECKHUX
peakIusx, B mporecce TpoMO000pa3oBaHusl U Jp.

Takum o0pa3om, TymopasnbHbie (AKTOPhl UMMYHUTETA M, TPEXKIE BCETO,
MMMYHOTIJIOOYJIMHBI B CBIBOPOTKE U IPYTHMX OMOJIOTMUYECKUX KUAKOCTAX SIBISIOTCS
BaXKHBIM MapKepOM HMMYHOT€HETHYECKMX M HMMMYHOJOTHYECKHX CJIIBUIOB B
OpraHu3Me.

Knetounsle ¢akToppl MMMyHHTETa BKIIOYAIOT JUMQOLUTHI, MOHOIMTHI,
makpodaru, rpanyaountsl. K 3pensivm aumdonutam otHocsaTess  T-muM@ouunTsl,
B-mumdoruter. B coctaB T-nmumdornuroB Bxomasat T-xenmepsl (ycuiamBaromiye
MMMYHHBIA OTBeT), T-cympeccopbl  (IIOAABISAIOIMIME WMMYHHBIA OTBET) U

T-xuutepsl.
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T-nmumdorutel coctaBistoT 60-80% numdbounToB B nepudepuyecKkoi KpoBHu.
OHU BBINOJHAIOT pa3auyHble (YHKIUU: YOUBAIOT UYXKEPOJHBIE KIETKU,
aKTUBU3UPYIOT 0Opa3oBaHUE AaHTUTEN, BBIACISIIOT TOKCHYECKHE BEIIECTBa
(iuMOKUHBI), BBI3BIBAIONINE IUTOIU3 KICTOK-MHUIIICHEH U JP.

B-numdornuTtel yepe3 1enblid psA CTaauid TPOAYIUPYIOT aHTUTENa, T.€.
cnenuduyeckue UMMyHOrJIoOynuHbl. [lpakTuuecku B-mumdornuTel B pasHbie
NepuoJbl CYIIECTBOBAHUSI B KIETKE SBISIIOTCS 3BEHBSAMH T'yMOPAJIbHOTO
UMMYHUTETA.

Makpodaru  3axBaThIBalOT M  MepepadaTbIBAlOT  aHTUTCHBI  JUIS
npejacTaBieHus ux T-nmumdonuramM W akTUBanMU TociaegHux. Kpome Toro,
byHKIMM Makpodaros 3akJIFOYalOTCs] B TMOBBIIIEHUN (ParonuTapHON aKTUBHOCTH,
YCWICHUU METa00IM3Ma, YBEJIMUCHUH IKCIIPECCUH PEIICNITOPOB KICTKU U JIP.

Hapsiny ¢ ykazaHHBIMH KJIETOYHBIMH (DaKTOpaMu MMMYHHUTETa MMEIOTCS U

apyrue GakTopsl (KUIepbl, HEUTPOPUIIBI U Ap.).

Cucrema rpynn kposu ABO

B 1900 r. K. Jlannmretinepom Obl1a oTKpbITa niepBass ABO-cuctema rpyri
KpoBU. ["'010M 103k€e OBLIIO TTOKa3aHO, YTO TPYIIIBI KPOBU Hacnenyorcs. B 1924 r.
®. bepruteiiH ycTaHOBUJ, YTO cucTteMa rpynn kposu ABO ompexnensieTcss tpems
amensmu (A, B, O) ogHOTO M TOTO € I'eHa, T. €. 3Ta CHUCTEMa TIPYIN KPOBHU
HacIlIeyeTCsl MO TUIy MHO>KECTBEHHBIX ayiened. ['eHbl MPUHATO 3alMChIBATh KaK
J", ], ] B pasnu4HBIX coueTaHUSAX I'€HOB OOpa3ylOTCS YETHIPE TPYIIBI KpoBH: |
rpymmna -j°j°, Il rpymma -j j uj j° Il rpymma -j j uj j° IV rpynma -j j .

JIro60¥i MUTIIIOUTHBIN OpPraHW3M HWMEET JBE TOMOJOTUYHBIE XPOMOCOMEI H,
COOTBETCTBEHHO, HE OoJjiee NBYX ajuiesiel ogHoro reHa. Amienu A u B sBisiorcs
JOMUHAHTHBIMM 1O OTHOIIEHHIO K ayuiento O. Annenu A 1 B He moaaBisioT apyr

Ipyra, UX JeiCTBUE MpOSIBIAETCS HE3aBUCUMO Npu oOpazoBaHuu [V rpymrbl
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KPOBH. DTO SIBJICHHE MOJIYYHIIO HA3BaHUE KOJOMUHUPOBAHHS.
[Io pmanHBIM psAza wHcciaemoOBaTENIed, CpPeau EBPONEUCKOTO HACEIIEHUs

HanOoJiee 4yacTo BcTpeyaroTes Jitoau ¢ [ rpynmoii kposu, pexe ¢ [V rpynmnoi.

Paznuuns kpoBu denoBeka mo cucteme ABO ocHOBaHbI Ha KOMOMHAITUSX
IBYX M30aHTUreHOB (A u B) B sputpouurtax m AByx antuten (a u b) B mia3zme

KpOBH. Ot pasinanAa HCO6XOI[I/IMO YUUTBHIBATH IIPU IICPCIIMBAHUU KPOBHU.

Pesyc-gakrop

B 1940 r. K. Jlanpmredinep u A. BuHep o0OOHapyXuiau aHTHUIEH,
collepKallluiicss B KpPOBHM 4YeJIOBeKa M Makaku-pesyc, - pesyc-pakrop (Rh). B
npocTelieM ciaydae pesyc-nonoxurenbHocTh (Rh) momunupyer nHanm pesyc-
orpunatenbHocthio  (rh). M3BectHo, uto 85% mronmel SBISIOTCS  pe3yc-
NOJIOKUTENBbHBIMU U 15% - pe3yc-oTpHULIaTEIbHBIMMU.

YcTaHoBI€HO, 4TO pe3yc-(pakTop ompenesnseTcss psAoM TECHO CLETUIEHHBIX
Ire€HOB, YTO OOYCJIOBIMBAaeT OOJBIIOE pa3HOOOpa3We BapUAHTOB  pe3ycC-
HECOBMeCTUMOCTH. Kpome TOro, moka3zaHo, 4TO HECOBMECTUMOCTb IO peE3yC-
dakTopy MaTepu U IUI0Jla SBIAETCA NPUYMHOW HMMYHHOTO KOH(DIUKTA,
OPUBOJAIIETO K  OPUTPOOJIACTO3y IUIOAA U TEMOJIUTUYECKON  OoJie3HH
HOBOPOXKJEHHBIX. VIMMYHHBIH KOH(JIMKT BO3HHUKAET Yy pPE3yC-OTPHIATEIBLHOMN
marepu (rhrh) m pesyc-nmonoxutensHoro mioga (RhRh u Rhrh). B mepuon
OCpeMEHHOCTH y MaTepW Ha4YMHAIOT BbIpabaTeiBaThCs Kb-anturena, koTopeie
ryOUTENBHO IEUCTBYIOT Ha PE3yC-MOJIOKHUTEIbHBIN 0el0K KpoBH mioaa. OcoOeHHO
OMacHbl BTOPbIE W TMOCIEAYIOLIME POJbl, KOrJa aHTUTENla B KPOBU MaTepH
HaKaIUIUBAIOTCA B OOJBIIOM KOJMYECTBE. DTO MPUBOAUT K POXKIACHUIO JCTEH,
CTpaJalolUIMX AaHEMHUEW, TeMOJIUTHYECKOW OO0JIe3HbI0 (PKENTYXOl) U JApPYyruMH
MaTOJIOTUSMH.

OcCHOBHO# cTIOCO0 JIeUeHUsT SPUTPOOIIACTO3a - yIAJCHUE aHTUTEN U3 KPOBU
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O0osbHOTO pebeHKa U 3aMelleHue KpoBU (MEpeiMBaHME KPOBU Cpa3y IOCIHe

POXKIICHHUS).

Bonpocs! u 3a1aHus

1. B cempe, rae xena umeer I rpynmy kpoBu, a myx - IV, poguncs chiH-
nanbToHuK c III rpynmoi kpoBu. O6a poauTens pazauyaroT LIBETa HOPMAJbHO.
Onpenenute BEpOATHOCTh POKIAEHUS 3I0POBOTO ChIHA M €r0 BO3MOXKHBIE T'PYIIIbI
KpoBU. HarmoMHuM, 4TO AaIbTOHU3M HACIEIYETCS KaK PELUECCUBHBIN, CUEIIJIEHHBIN
¢ X-XpOMOCOMOM IPU3HAK.

2. B cembe tpoe aereit co I, III u IV rpynnoi kpoBu. Y ux poaurenei IV u
[ rpynmsl kpoBu. OnpeaenuTe, BCe JIM AETH POAHBIE U BO3MOKHO JIM NEPEIMBAHUE
KpPOBU OT POJAUTENEHN K IETSIM.

3. B poaunbHOM JOME MEpENnyTaiu JBYX Malb4uMKOB. Ponurenu oIHOro u3
Hux umeroT I u I rpynmer kpoBu, poaurenu Broporo - Il u IV. Jletn umeror [ u IV
rpynmsl KpoBu. Onpenennure, KTO Y€l ChIH.

4. Pesyc-oTpunaTtenbHas KEHIIMHA BBIXOAWT 3aMyX 3a  pe3yc-
IIOJIOKUTEIBHOTO MYKYUHY, POJUTENN KOTOPOTO MMEIOT IIOJIOKUTEIBHBIN PE3yC.
KakoBpl MpOrHO3pl B OTHOLICHUM POXKICHUSA 310POBBIM IIEPBOrO, BTOPOTO U
TpeThero pedeHka?

5. B cembe y Kaperiasplx poJIUTENIeH YeTBEPO JAeTei: 1Boe roiaybornaspix ¢ I
u IV u nBoe kapernaszeix co Il u Il rpynnamu kpoBu. Onpenenure BEPOSITHOCTh
POKIEHUS CIeayoIero pebeHka ¢ Kapumu riazamu u ¢ [ rpynmoit kpoBu. KakoBbl
TE€HOTHUIIBI pOAUTENICH aeTei?

6. Y ponureneit co Il rpynnoil kpoBu poawiics CblH ¢ | rpynmon KpoBw,
6ompHOM reModunuei. Oba poauTeNns He CTpagaroT 3Toi Oose3Hbto. Onpenenurte
BEPOSATHOCTh POXKACHHUS BTOPOro peOEHKa 3A0POBBIM M €r0 BO3MOXHBIE T'PYTIIbI

KpPOBH.
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7. B cembe Tpoe nereit, onn umerot A, B u AB rpynns! kpoBu. Mx poaurenu
nMeroT [ u IV rpynnel. Onpenenure, BCe JIM 1€TH POJIHBIE.
8. Moryr 1m  pe3yc-NOJIOKUTEIBHBIE  POOUTEIIM  HUMEThb  pe3yc-

OTpULIATENBHOTO pedeHKa?

Tema 6. MeHnaejaeBcKas reHeTHKA

OO01ue 3aKOHOMEPHOCTH HACIEA0BAHMS MPU3HAKOB

JUist Bcex 2YKapuOT XapaKTepHbl OOIHME 3aKOHOMEPHOCTHU HACHIEJOBaHUS
OPU3HAKOB. OTH 3aKOHOMEpPHOCTH chopmynupoBansl I'. Mennenem. ['naBHbIN
noctynat I'. Menaens, KOTOpbI OH JI0Ka3ajl B CBOMX M3BECTHBIX JKCIIEPUMEHTAX
Ha TOpOXE, COCTOUT B TOM, YTO KaXIbli MNPU3HAK OIpPEAEISIETCS Napou
HACJIEICTBEHHBIX 3aJ]aTKOB, KOTOpbIE MO3ke OBLIM Ha3BaHbl aJUIETbHBIMU T€HAMH.
C pa3BuTHEM XpOMOCOMHOW TEOPUH HACJIEACTBEHHOCTH OBUIO IOKa3aHO, YTO
aJUIeJIbHbIE TE€Hbl HAXOASATCA B TOMOJIOTHYHBIX XpOMOCOMax B OJMHAKOBBIX
JOKyCax M KOAMPYIOT OJMH M TOT € Npu3Hak. [lapa amienbHbIX T€HOB MOYKET
ObITh OnuHaKOBa (AA wunu aa), TorJga TOBOPAT, YTO OCOOb TOMO3UTOTHA IIO
JaHHOMY Tpu3HaKy. Eciu mapa ajienpHBIX TeHOB aibTepHATHUBHA (Aa), TO 0CO0b
reTEPO3UTOTHA N0 JaHHOMY Npu3HaKy. COBOKYIHOCTh T€HOB JAHHOTO OpPraHU3Ma
Ha3bIBAETCS TEHOTUNOM. YacTo MOJ T€HOTUIIOM NMOHUMAKOT OJHY WJIA HECKOJIBKO
nap aielIbHBIX TE€HOB, KOTOpPHIE OTBEYAIOT 3a OJWH M TOT XK€ IPU3HAK.
COBOKYITHOCTh MPHU3HAKOB JTaHHOTO OpraHu3Ma Ha3bIBalOT (eHoTUNoM. DeHoTHN
pPa3BHUBAECTCS B PE3YyJIbTATE B3AUMOJCHUCTBUS TEHOTHUIIA C BHEIIHEN CPEIIOH.

I'. Mennenb BBeN MOHATHS JOMHHAHTHBIX U PELECCUBHBIX T'€HOB. AJLIENb,
KOTOpBIA ompenensieT (EHOTUI TeTEpPO3UrOoThI, OH Ha3Bajdl JOMHHAHTHBIM.
Hamnpuwmep, ren A B rereposurote Aa. J[pyroii amienb, KOTOPbIA HE IPOSBISIETCS B
IEeTEPO3UTOTHOM COCTOSIHMH, OH Ha3BaJl PELECCUBHBIM. B HameMm npumepe 310

I'CH a.

32



OcHOBHbBIEC 3aKOHOMEPHOCTH HACIIEIOBAHMS MPU3HAKOB 10 MeHemnto (3akoH
eauHooOpa3usi THUOPHUAOB MEPBOrO TOKOJICHHS, 3aKOH pAcCIICTUICHUS Ha
(dbeHoTUIMYeCcKue KJIacchl TUOPUIOB BTOPOTO IMOKOJEHUS M 3aKOH HE3aBUCHMOIO
KOMOMHHUPOBAHUSI T€HOB B M- U TMOJUTHOPUAHBIX CKPEIIMBAHUAX) PEATU3YIOTCS
Oylarogapsi CyIieCTBOBaHUIO 3aKOHA YHUCTOTHI raMeT. CyThb 3TOr0 3aKOHa COCTOUT B
TOM, YTO TIapa aJUIeJIbHBIX T€HOB, ONpPEEAIoNIasi TOT WM UHOW MPU3HAK, HUKOTa
HE CMEIINBAETCs, U B IIpoliecce 00pa3oBaHUs TaMET PACXOJIUTCS B pa3HbIC TaMEThI,
T. €. B KQXIyK raMeTy MOoMNajaeT OJUH IeH U3 ajuiesibHOW napel. [{uTtomornuecku
9TO OOBSACHSICTCS MEHO30M.

'eneTnka wuyesnoBeka omnupaeTcs Ha OOIIME MPUHIMIBL, TOJYYECHHBIE
NEepPBOHAYAITBLHO B MCCJICAOBAHUSX HA PACTCHUSIX U KUBOTHBIX. Y YEJIOBEKA TaKKe
UMEIOTCSI MEHJICJIUPYIONIME TPU3HAKK, KOTOpPbIE HACIEAYIOTCA II0 3aKOHaM,
ycTaHoBjIeHHbIM ['. Menaenem.

I'.Mennenem pa3paboTaH u OCHOBHOMU METO]T T€HETHUKU -
eubpuoonocuveckui. OH OCHOBAaH Ha CKpEUIMBaHHMU OCOOEW OJIHOro BHUIA C
aTbTEPHATUBHBIMM  TMPU3HAKAaMHU W  KOJMYECTBEHHOM aHaju3e oco0el B
NOJIYYEHHBIX (DEHOTUITMYECKUX Kiaccax. B Hacrosee BpemMs: THOPHI0IOTHISCKUM
aHaJu3 SBISIETCS YaCThIO N€HETHYECKOTO aHaiu3a. | MOpUIOIOrMYecKuid METOJ B

I'CHCTHUKC YCJIOBCKA HC ITPUMCHACTCA.

MoHoru0puaHoe cKpelmiBaHmue

MoHOruOpUIHOE  CKPEIIMBAHWE  BKJIIOYAECT  aHAJIM3  HACJeIOBaHUSA
MIPU3HAKOB, OIpPEIEISIEMBIX OJHOM IMAapOW ajuleNbHbIX TeHOB. lIpu ckpemmBanuun
TOMO3HUTOTHBIX 0CO0€H, OTMyYaromuxcsi (EHOTUITNYECKH OJHUM TPU3HAKOM, BCE
MMOTOMCTBO OyJeT eAMHO00Pa3HO MO (PEHOTUITY U TEHOTHITY.

[Tomydyennsle ocobu  Ha3pBatoTcs THOpuagamu. CormacHO  3aKOHY

€IMHOO00Opa3usi, y THOPUIOB TEPBOrO IIOKOJEHHUS TMPOSABISIOTCA  TOJIBKO
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JOMHHAHTHBIE MPU3HAKHU, €CJIM JTOMUHUPOBAHUE MOJHOE, UJIM CPEIHEE BhIPAKEHUE
IpU3HaKa (MIPOMEKYTOUHOE), €CIIM JOMUHUPOBAHUE HEMOJIHOE.

[Ipu ckpemuBanun THOPUAOB MeXAy coOoii Bo BTopoM mnokoieHuu (F)
MPOUCXOJIUT PACILEIUICHUE N0 MPU3HAKAM.

AHanu3 pe3yJabTaTOB pACILEIJICHUS T[OKAa3bIBAa€T, YTO TMpPU [OJIHOM
JOMHUHUPOBAHUM HaOMIOJAaeTCs  pacllelUieHWe 10 TeHOTUNy Ha 3 Kiacca
(1AA: 2Aa: laa),a mo deHotuny Ha aBa (EHOTUNIUUECKUX Kilacca (A - 1 aa, B
cooTHomeHuu 3A-: laa), T.K. F€T€pO3UTOTHl U JTOMUHAHTHBIE TOMO3UTOTHl UMEIOT
OJIMHAKOBBIA (EHOTHN. IDTO COOTBETCTBYET 3aKOHY paciieruieHuss Menuens.
KonuuecTBeHHbIE 3aKOHOMEPHOCTH PACIICTUICHUS CTIPABEIJIMBBI JJI1 ayTOCOMHBIX
NPU3HAKOB, ONPEIETIEMbIX TeHaMH, KOTOPBIE JIOKATU30BaHbI B ayTOCOMaX.

[ToMmumMO ayTOCOMHO-IOMHUHAaHTHOTO M ayTOCOMHO-PEIIECCUBHOTO THIIOB
HACJIEIOBaHUs, Y Y€JIOBEKa BHISBISETCSA TAK)KE HETOIHOE JJOMUHUPOBAHHE.

Henonnoe oomunuposanue CBsI3aHO C TMPOMEXKYTOUYHBIM IPOSIBICHUEM
NpU3HaKa MpU TETePO3UTOTHOM COCTOSIHMU ajuienel (Aa). Hampumep, Goinbiioif
HOC oOmpefenseTcss IByMs auielssMu AA, MaleHbKHMI HOC - ajuleNiiMH  aa,
HOpPMAaJIbHBIN HOC CPETHUX pa3MEPOB - Aa.

[Ipy HemomHOM JTOMUHUPOBAHWH, KOTJa B Opak BCTYNalOT [IBE
reTepO3UrOTHBIE 0COOH, PACIICIITIEHUE TI0 TEHOTHUITY U (DEHOTHITY COBIA IAET.

3TO COOTBETCTBYET TPeM (PEHOTHUIMMUECKUM KJlaccaM B COOTHOIIeHuu 1:2:1.

N3yuast MoHOTHOpUIHBIE CKpelIuBaHusl, MeHaens pa3paboTan pa3Hble THIIbI
CKpEIIMBaHUI, B TOM YHUCIIE AaHAIU3UPYIOLIEE, KOTOPOE ITO3BOJSET BBIIBUTH
TEeHOTHN O0COOM ¢ JIOMHHAHTHBIM MpU3HAaKoM. Takasg o0coOb MOXET OBbITh
roMo3uroTHOU (AA) winu rerepo3urotHoit (Aa). UToObl BBISBUTH TEHOTHUI TAKOM
ocobH, HEOOXOAMMO TMPOAHATU3UPOBATH pPACIICIUICHHE B CKPELIMBAHUU C
TOMO3UTOTHBIM perieccuBoM (aa). Ecnu ananuzupyemas 0coOb TOMO3UTOTHA, BCE €€

MOTOMKHU OYyAYyT €IMHOOOpa3HEbIE.
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Ecnu ananusupyemas ocoOb IreTepo3UroTHa, TO CPEIU MOTOMKOB JIOJKHO

OBITH pacieryieHue Ha iBa (PEHOTUIIMYECKUX Kiacca B COOTHoOIIeHuu 1:1.

JAn- 1 momurudpuaHbie CKpeuBaAHUSA

Ecmu pPOANTEIIN OTIIMYAIOTCA ABYMA IMapaMU I'€HOB, TO TaKOC CKPCHIMBAHHC
Ha3bIBACTCA I[I/II‘I/I6pI/II[HBIM. 3aKoH GI[I/IHOO6paSI/ISI I‘I/I6pI/II[OB MEPBOTO ITOKOJICHUA

CIIPpaBCOJINB JIJIA JIFO0OT0 KOJMYECTBA AHAJIM3UPYCMbBIX IIPU3HAKOB.

Pacmierienrie mo ¢eHoTUIy BO BTOPOM IOKOJEHUU MPU JUTUOPUIHOM
CKpEIIMBAHUU MPU YCIOBUU MOJHOTO JOMUHUPOBAHUS O ABYM F€HAM MPOUCXOIUT
HEe Ha 2, a Ha 4 (eHOTUNHYECKUX Kilacca B cooTHouieHuu: 9A-B-: 3A-bb : 3aaB-:
laabb.

[uronornueckass ocHoBa 0Opa3oBaHMsl TamMeT MpU  AUTHOPUIAHOM
CKpEILMBAaHUU - IPOLIECC MEK03a.

Cymmupyst pe3ynbTaThl, mnoiydaeM 9A-B-, 3A-bb, 3aaB-, laabb. 3Oto
COOTBETCTBYET 4eThipeM (eHOTHNHUYECKUM Kkiaccam. B mepBom kiacce (A-B-)
NPOSIBSITCS IBa JIOMUHAHTHBIX TeHa (Kak y poauteneit). Bo BropoMm kiacce (A-bb)
NEPBBIA MpHU3HAK (PEHOTUITUYECKHU OYJIET COOTBETCTBOBATH TAKOMY K€ MPHU3HAKY Y
poauTeneid, a BTOPOMl MPHU3HAK BBIABUTCS KakK HOBBIM. OH MPOSBUTCS 3a CYET
HOBOT'O COYETaHHUs JIBYX peleCCUBHBIX reHoB (bb), uMerommxcs y poaurtencii B
CKpeITOM BHIEe. B Tperbem ¢enoTunmueckom kiacce (aaB-), HaoGopot, mepBbIit
MPU3HAK PELIECCUBHBINA HOBBIW, HE BBISBISIEMBIN Y POJUTENEH, a BTOPOU MPU3HAK -
JOMUHAHTHBIN, UMEIOMINICS y o0oux poauteneil. YeTBepToiil (PeHOTUTUUECKUIA
KJIaCC MPEJCTABIICH IBYMs PEIIeCCUBHBIME Mpu3Hakamu (aabb).

[lepekoMOMHUPOBaHUE TE€HOB, UMEIOIIUXCS Yy POAUTENEH, JISKUT B OCHOBE
KOMOWHATUBHONW W3MEHYMBOCTH. 3a CYET KOMOWHATUBHOW W3MEHYHBOCTH Y
IIOTOMKOB  MPOSIBISIIOTCA  NPU3HAKH, OTCYTCTBYKOIIME Yy  POAUTENEH U

onpeaACIsACMBIC pCUCCCHUBHBIMH I'CHAMHU, KOTOPBIC HAXOAATCA B CKPBITOM BHAC.
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Ecaun paccmarpuBaTh MOTOMCTBO, MOJYYEHHOE HA OCHOBE AUTHOPUIHOTO
CKpEIMBaHUs, OTACIBHO MO KaXIOMY TMpPU3HAKY, TO I KaXJIOW Maphl
aJIbTEPHATUBHBIX MPU3HAKOB pacuierieHue OyJeT Ha ABa PEHOTUITMYECKUX Kilacca
B COOTHOIIEHUH 3:1, Kak JJIi MOHOTHOPUIHOTO CKpelIMBaHUs. ITO HAOII0ICHUE
JEXKUT B OCHOBE 3aKOHA HE3aBUCUMOIO HAacjeJI0BaHUs TMPU3HAKOB. 3aKOH
dbopmynupyeTcst Uil M- U MOJUTHOPUIHBIX CKPEIIUBAHUI CIEAYIOIUM 00pa3oM:
€CIIM TIPU3HAKU ONPEACISIIOTCS TEeHaMH, JIOKAJIM30BaHHBIMH B Pa3HBIX Tapax
TOMOJIOTHYHBIX XPOMOCOM, TO OHU HACJIEAYIOTCS HE3aBUCHUMO JIPYT OT npyra. s
KOKJIOW Tapbl aJbTEPHATUBHBIX MPU3HAKOB MPHU CKPEIIMBAHUM TE€TEPO3UTOT U
MOJIHOM JIOMHUHUPOBAHUYW BBISIBJISIETCS PACIICIUICHHE Ha JBa (EHOTUITUYECKUX
KJlacca B COOTHOIIEHUU 3:1, a B aHAIM3HUPYIOLIEM CKpeluBanuu 1:1.

3aKOH HE3aBHCHUMOTO HAcJIeJ0BaHUsS MPU3HAKOB MMEET OOJIbIIOE 3HAUCHHE
Ipy  pelIeHUH TEeHEeTHYECKHX 3aaad. HacnemoBaHue Kakoro YroJHo 4HCIa
IPU3HAKOB MOXHO paccMaTpuBaTh HE3aBUCUMO Jpyr OT Jpyra. B cCIIOXKHBIX
3aJlayaXx ~Ha  TMOJUTHOPUAHOE  CKpEIIMBaHME  OOBIYHO  PacCMATPUBAIOT
3aKOHOMEPHOCTH HACJIEIOBaHMs CHayajga OAHOrO MpU3HAKa, 3aT€M APYroro, MoToM
TPEThero M Tak najnee. Eciau HEOOXOAMMO OMpPENeTUTh BEPOSTHOCTH POXKIACHUS
pebeHKa ¢ TOW WM MHOW KOMOWHAIMEH MPU3HAKOB, TO HAXOASAT BEPOSTHOCTD JIJIS
Ka)KJIOTO MPU3HAKa, a 3aTEM UX IEPEMHOXKALOT.

Pemas 3agaun, HEOOXOAMMO YUUTHIBATh, YTO Y YeJIOBEKa OOBIYHO HE ObIBaET
OOJBIIOrO0 KOJWYECTBA MOTOMKOB, a 3aKOHBI MeEH/eNnss MMEIOT CTaTHCTUYECKHM
XapakTep, OHU pacCYUTaHBI HA OONBIIYIO BEIOOPKY. ClieTOBAaTENbHO, €CIIA B CEMbE
JIBOE JIETEH C albTepHATUBHBIMHU NPU3HAKAMU, HAIIPUMEDP, C TOTyObIMU U KapUMH
ria3amMy, TO 3TO HE 3HA4yuT, yTo pacuiersienue 1:1. Heobxomumo mocMOTpeETs,
Kakue ¢GeHotumnsl y poauteneid. Ecnmm oba poauTens kaperiasbie, a B TTOTOMCTBE
MPOSIBUJICA  PELIECCUBHBIM Tpu3HAaK (roqyOble ria3za), To o00a poauTens

ICTCPO3UTOTHBIC W  IIPH OOJBIIIOM  KOJHUYECTBE I[CTCI‘/'I MOXXHO OXHUIAaTb
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pacwmerienus 3:1.

[Ipu pemieHMH TEHETHMYECKUMX 3aJad JIydlle BCETO MPOBOJAUTH aHAIIN3,
HayWHas C PElECCUBHON TOMO3UTOTHI, YUUTHIBAS MIPU ITOM, UTO KaXKJbIi MPU3HAK
obOecrieurBaeTCs B3aMMOJICHCTBHEM IMaphl ajUICJIbHBIX T€HOB M KaXKIbIH T€H W3
napbsl NPUXOAUT OT pa3HbIX poauTesneil. Tak, eciu cpeau MOTOMKOB BBISBISICTCS
peleccuBHas TOMO3UIOTHash 0co0b, a POAMTENU 3TOrO IMPHU3HAKA HE HMEIH, TO
CKOpee Bcero 00a poJIuTesi T€TepO3UTOTHBI.

Taxkum oOpaszom, JJis YeloBeKa, KaK M JJI BCEX DYKApUOT, U3BECTHHI BCE
TUTIBI  B3aWMOJICMCTBUS ~ aJUICIBHBIX ~ T'€HOB M OOJBIIOE  KOJHUYECTBO
MEHJICTTUPYIOIIUX MTPU3HAKOB, OCHOBAHHBIX Ha ATUX B3aUMOJEHUCTBUAX. Mcmonp3ys
3aKOHBI  HACJICJIOBAaHHMS MEHCIUPYIOIMINX TPU3HAKOB, MOXHO PacCUUTATh

BCPOATHOCTDL POKACHHA )IeTefI C TCMHU WJIIW MHBIMHU IIPpU3HAKAMMU.

Bonpocsl u 3a1aHus

1. B cembe mpu3HAK PBDKUX BOJIOC HacleAyeTcsl Kak peueccuBHbIil. Kakoe
OyIeT MOTOMCTBO, €CIM TOXKEHATCA Ky3€HBbl (ABOIOPOJHBIE OpaT M cecTpa) ¢
PBDKMMH ¥ TEMHBIMU (OPIOHET) BOJIOCAMU.

2. Ecnu nBe cecTphl - OAHOSHIIOBBIE OJM3HENBI - BBIUIYT 3aMyXK 3a JBYX
OpaTheB - OJTHOSMUIIOBBIX OJM3HEIOB - M Y HUX OYIyT ACeTH, OyAyT JIK 3TH JCTH
MOXOXKH JIPYT Ha APYyTra, KaK UACHTHUYHbIC OJIU3HEIbI?

3. MyxuuHa ¢ MONMHUIAKTHINEH (JIMIITHUE MaJbIIbl) )KEHUTCS HA HOPMATbHOU
(nsTunanoit) xeHumHe. OHU UMEIOT MATEPBIX JeTel ¢ nonuaaktuauend. OauH u3
HUX >KEHUTCS HAa HOPMAJbHOM (MATUIIANON) >KEHIIMHE, U OHU HUMEIOT HECKOJIBKO
neTeil. Y MHOTHX JIM BX JeTeil OyAeT MOoMu aKTHIHS ?

4. Ecnu xaperiasblil My>KUMHa-JIEBILA KEHUTCSI HA TOJIyOOrIa30i KEHIIUHE,
JydIre BIIAJCIONEH MPaBOi PYKOM, 4eM JIEBOM, M Y HUX POIUTCS TOTyOOTIIa3bIi

pe6eH0K—neBma, TO 4YTO MOXKHO CKa3aThb O I'CHOTHUIIC OTLHA U MaTepI/I?
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5. Ha oxHoro pesyc-oTpuuarenbHOro pedeHKa, MMEIOIIEro rpymniny KpOBU
MM, npeTeHAyIOT ABE POAMUTENbCKHE Mapbl: a) MaTh, PE3yCc-OTpULIATENIbHAA C
rpynnoit KpoBu M, u oTel, pe3yc-MoJIOKUTENbHBIA ¢ TPyHHoi KpoBu M; 6) Mathb,
pe3yC-MONOKHUTENIbHAS C TpyNIod KpoBU N, M OTel, Pe3yC-NOJIOKUTEIBHBINA C
rpynnoit kposu M. Kakoit nape npuHaajie:;xut peOeHoK?

6. Ecnu >keHIlMHA ¢ BECHYIIKAaMU U BOJHUCTBIMHU BOJIOCAMM, OTELl KOTOPOI
HE WMEJI BECHYWIEK M HMEJI NMPAMBIE BOJIOCHI, BBIXOAUT 3aMYK 32 MYXYHUHY C
BECHYIIKAMU U MpPSIMBIMH BojiocaMu (00a €ero poauTeNs HMMETU TaKHhe Ke
NPU3HAKU), TO KaKWe JIETH Y HUX MOTYT OBITh?

/. B Opak BCTymaroT KEHIIMHA C OTpUIATEIbHBIM pe3yc-paktopom u 1
IPpyNIol KpOBH M MY>KYMHA C TOJIOKHUTENIBbHBIM pe3yc-daktopoMm u IV rpymnmoi
kpoBH. OnpenenuTe BEpOSITHOCTh UMMYHHOT'O KOH(IMKTA y JI€Te U BO3MOXKHYIO
Ipyniny KpoBH IMPHU 3TOM, €CJIM U3BECTHO, YTO Y MaTepu My>ka KpOBb ObLIa pe3yc-
OTpULIATEIIbHAS.

8. Merckas ¢dopma amMaBpOTHYECKOW CEMEHHOW HWIWOTHU HACIeIyeTCs
ayTOCOMHO-PEIECCUBHO M 3aKaHYMBAETCS OOBIYHO CMEPTENbHBIM HCXOJ0M K 4-M -
5-tu romam. B ceMbe 370pOBBIX poauTENel MEpBBIA PeOCHOK yMep OT 3TOH
6one3nu. KakoB mporHo3 B OTHOIIEHUH 37J0POBBS CIEAYIONIEro pedeHka?

9. B cembe y Kapermasbix pojauTeseld YeTBEpO JIeTeH ¢ pa3HbIMU IpymnnaMu
KpPOBH, OJIUH M3 HUX roiyboriassiif. KakoBa BEpOSTHOCTh POXKIEHUS CIEAYIOLIETO
pebeHKa Kaperyia3piM ¢ MepBOil TPyIInoi KpoBu?

10. JKenmwmua, mMerImas HOC HOPMAaJBbHOTO pa3Mepa W Kapue TJiasa,
BBIXOJIUT 3aMyX 3a TOJyOOINIa30ro MYX4HHY ¢ OonbmiuM HOcoM. IlepBblii ChIH
poauics roiayooriazbiM U ¢ O0nbIIMM HOCOM. KakoBa BEpOSITHOCTH POXKICHUS B

ATOM CeMbe Kaperyia3bix AeTel ¢ MaJeHbKUM HOCOM?
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Tema 7. BzanmoneiicTBue reHoB

3adacTyr0 mOpu3HaKu (DOPMUPYIOTCS TPU YyYaCTHUM HECKOJbKUX TEHOB,
B3aUMOJICHCTBUE MEKY KOTOPBIMU OTPakaeTcsl Ha MPOSBICHUH (EHOTHIIA.

N3 xnaccuueckoil reHeTUKA U3BECTHO, UTO HauOoJIee N3YUYEHHBIMU SBIISIOTCS
TPU THUIIA B3aMMOJCHUCTBUSA HEAJUICIIBHBIX T'€HOB: 3MUCTA3, KOMIUIEMEHTAPHOCTh U
NOJIMMEpHUsI. ITU THUIIBI B3aUMOJICHCTBUS T€HOB ONPEACISIOT MHOTHE HACIEyeMbIe
MPU3HAKHU U Y YEJIOBEKA.

Jnucrad - 3TO TAKOW THUIl B3aUMOJCHCTBUSL HEAUICIBbHBIX T'€HOB, IpPHU
KOTOPOM OJIHa Tlapa aJuIeJIbHBIX T€HOB IMOJABJISIET JCHUCTBUE JPYroll Maphbl.
Paznuuaror smucTa3 [IOMUHAHTHBIM W PEUECCUBHBIA. JIOMHMHAHTHBIM JIIKMCTa3
IPOSIBJISIETCS B TOM, 4YTO JIOMHHAHTHBIA ajiellb B TOMO3UTrOoTHOM (AA) wumu
TeTEPO3UTOTHOM (Aa) COCTOSIHHM TOABIISACT MPOSIBICHUE APYroMl Maphl ajjienei.
[Ipu perieccCMBHOM 3IKCTa3e WHTHOUPYIOUIUMN T'€H B PEIIECCUBHOM TOMO3UTOTHOM
COCTOSIHMM (aa) HE JaeT BO3MOXHOCTH TIPOSIBUTHCS SIUCTATUPYEMOMY TEHY.
[lomaBnsaromuii TeH HA3BIBAIOT TEHOM-CYIIPECCOPOM, WJIM HWHTHOUTOpOM, a
MOJIaBNIIeMbI - THUIIOCTATHYECKUM. OTOT THUIl B3aUMOJICUCTBHS Haubosee
XapaKTEepeH [JIs FeHOB, YYaCTBYIOIIMX B PETYJALMU OHTOT€HE3a M MMMYHHBIX
CUCTEM YEJIOBEKA.

[IpuMepoM pEnEcCHBHOrO 3MHCTa3a y YEIOBEKAa MOXET CIIYKUTb
“OomOetickuii” ¢enomen. B Unauu Oblna omrcaHa cembsi, B KOTOPOH POTUTEIH
umenu BTopyro (AO) u nepByto (OO) rpynmnbl KpOBH, a UX JIETU - 4eTBepTyIo (AB)
u nepByro (OO). UtoOsl peOGEHOK B 3TOM ceMbe mMMen rpynmy kpoBu AB, maTh
J0JKHA UMETh rpymiy KpoBu B, Ho Hukak HU O. Ilo3xe OBLJIO BBISICHEHO, YTO B
cucteme rpynn kpoBu ABO wuMEIOTCS pelecCHBHBIC TEHBI-MOAU(PUKATOPHI,
KOTOpPBIE B TOMO3MI'OTHOM COCTOSHUM IIOJABJISIOT JKCIPECCUI0 AHTUITCHOB Ha
MMOBEPXHOCTH 3pUTpOLUTOB. Hampumep, 4enoBek C TpeTbeW Ipyniiod KpOBU Ha

IIOBCPXHOCTH APUTPOLHUTOB JOJKCH HUMCTDb AHTHUI'CH I'PYIIIIBL B, HO
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AMUCTATUPYIOIIUN TeH-CYIIPECCOpP B PEIECCUBHOM TOMO3UTOTHOM cocTosiHuu h/h
nojaBisieT JAeiicTBUE TeHa B, COOTBETCTBYIOIIME AHTUIEHBI HE O0Opa3yroTCs, U
dbeHoTunMuecku mposiBisiercs rpymnmna kpou 0. ['eHbI-cympeccopbl HacHeayHOTCS
HE3aBUCHMO OT I'€HOB, ONpeaeonuX rpymnmsl kposu ABO.

KoMiuieMeHTapHOCTB - 3TO TUI B3aWMOJICHCTBUS T'€HOB, MPU KOTOPOM 3a
NpPU3HAK OTBEYAET HECKOJIBKO HeasiedbHbIX TeHOB. Pa3Hoe coueranue
JOMUHAHTHBIX M PEIECCUBHBIX ajulejiell B TMapax MOPUBOAUT K Pa3HOMY
(dbeHoTUIIMYeCKOMY TIPOSIBIEHUIO Tpu3Haka. Ho BO Bcex ciyyasx, KOTJa TEeHBI
pacmoyioKeHbl B pa3HbIX Mapax XpOMOCOM, B OCHOBE paclICIUICHUs JIexKar
1 poBbIE 3aKOHBI, YCTaHOBIIEHHbIE ['. Menenem.

UtoObl 4YelnoBeK MMeENl HOPMaJbHBIM CIIyX, HEoOXoJMMa COTJIaCOBaHHAs
NEATeIbHOCTh HECKOJBKHX TMap TEHOB, KaXIbIH W3 KOTOPHIX MOXET OBITh
IPEACTaBICH JOMUHAHTHBIMU HWJIM PEIECCUBHBIMHU ajlieasiMu. HopMmanbHBIN clyx
pPa3BUBAETCS TOJIBKO B TOM CIIy4ae, €CIU KaKIbld U3 ATUX Nap T€HOB UMEET XOTS
OBl OIMH JOMUHAHTHBIN aJie]b B AUIUIOMAHOM Habope xpomocoM. Eciu xots Obl
OJlHA TMapa aJjulesiel MpecTaBiIeHa PEeIlleCCUBHOM TOMO3UTOTOM, TO YeJIOBEK OyAeT
rIyxuM. PaccMoTpuM 3TOT TUIT B3aUMOJIEHCTBUSL TEHOB HA MPOCTOM IIPUMEPE.

[Ipeamnosioxkum, 9To0 HOPMAJIBHBIN clyX (OPMUPYET ABE Mapbl reHoB. B aToM
cly4yae JIIOJAM C HOPMAJIBHBIM CJIyXOM MOTyT uMeTh reHotur: AABB, AABD,
AaBB, AaBb. Jlronu ¢ HacneaCcTBEHHON TIIYXOTOM JTOJDKHBI UMETh TEHOTHII: aabb,
Aabb, Aabb, aaBb. aaBB. Hcnoaws3ys 3akonbl MenHpens i JTUTHOPHUIHOTO
CKpEIIMBaHUs, JETKO pacCUYMTarh, 4To riryxue poautenu (aaBB x AAbb) moryr
UMETh JIeTel ¢ HOpMalbHbIM ciiyxoM (AaBb), a poaurenu ¢ HOpMaIbHBIM CITYXOM
npu cooTBeTcTBYOMEeM reHoturne (AaBb x AaBb) ¢ BricoKko# moneit BeposTHOCTH
(6omnee 40%) MOTYT UMETh TITyXHX JETEH.

IMosumepusi - 00yCIIOBICHHOCTh OMPEICIEHHOTO MPU3HAKA HECKOJIBKUMU

rapaMu HeaJlJIeJIbHBIX T€HOB, 00Jaal0IMX OJMHAKOBBIM JIecTBUEM. Takue reHbl

40



Ha3bIBAIOTCS  MOJUMEpPHbIMU. [lpu  KyMYJISITUBHOW  TOJMMEPUU  YHCIIO
JIOMUHAHTHBIX aJlJIeJiel BIUSIET HA CTENEHb BBIPAXKEHHOCTH MpHU3HaKa. Yem Oobliie
JIOMUHAHTHBIX ajijiesiedl, TeM Oojee MHTEHCHMBHO BbIpaxkeH mpus3Hak. [lo Tumy
KYMYJSITUBHOW TMOJUMEpPUU OOBIYHO HACIEAYIOTCS MPU3HAKHU, KOTOPHIE MOXKHO
BBIPA3UTh KOJIMYECTBEHHO (I[BET KOKH U BOJIOC, POCT).

[IBeT K01 U BOJIOC YeoBeKa 00eCIieYuBaeTCsl MUTMEHTOM MeJaHuHOM. Bcee
[[BETa BOJIOC, 3a HCKJIIOYECHUEM PBIKHUX, COCTABISIOT HEMPEPBIBHBIM pPsIJ OT
TEMHOT'O0 JI0 CBETJIOIO M HACIEAYIOTCS TMOJUICHHO TIO0 THUIY KyMYJISTUBHOU
nosiuMmepun. CyuTaeTcs, 4YTO pa3Iu4usi B IIBETE BOJOC OOYCIIOBICHBI YHUCTO
KOJTMYCCTBCHHBIMM M3MEHEHUSMH B COACPKaHUU NMUTMEHTa. [[BeT pBDKMX BOJIOC
oTpeeNaeTCs] HaJTMYheM TUTrMeHTa (peyMmenanmHa.

[To Tunmy KyMyJsSTUBHOW TOJUMEPHUHM HACIEAYETCS] TUTMEHTAlMs KOXHU
yenoBeka. Ha oCHOBE T€HETHYECKUX UCCIICIOBAaHUN CeMel, YWICHBI KOTOPBhIX UMEIOT
pPa3Hyl0 HMHTEHCUBHOCTh NHUTMEHTAUU KOXKH, MPEANOJIONKUIN, YTO LBET KOKHU
YeJI0BEKa ONPENEIIIeTCS TPEMs WK YEThIpbMS MapaMu reHoB. [lonmmepHbie reHsl,
KaKk TpaBWiIo, O00O03HAYAIOTCS OJIMHAKOBBIMM OyKBaMHu, 4YTOOBI MOJYEPKHYTH
OJIHOHATIPABJICHHOCTh MX JedcTBus. llpu ¢opMupoBaHUM TpPU3HAKA HEBAXKHO,
KaKO#l mape reHoOB MPUHAJJIEKAT JOMUHAHTHBIE aJlIe]id, BaKHO UX KOJIMYeCcTBO. B
TaKOM CJly4ae T€HOTUI Herpa YCIOBHO MOXHO 3anucaTh kak AAAAAA, a TeHOTHUIT
Oenoro - kak aaaaaa. CBETJIIOKOXKHE HETPHI OyAyT uMmeTh reHoTun AAAAAa umm
AaAAAA wmm npyrue codetaHuss A U a. MynaTel JOJKHBI COOTBETCTBOBATH
reHotunly AaAaAa; yem OoJbIle a, TEM CBeTIee Koxka MmyiaTta. Eciu ynmpocTuts;
3a/1a4y ¥ TEHOTHUII, ONPEAEISIONIUNA [IBET KOXKH 4YellOBE€Ka, 0OO03HAUYUTH HE TPEMsi
napaMu TeHOB, a JByMs AaAa, TO JIerKO yOeAWThCs, 4TO B Opake Jrojen ¢

IIPOTHUBOIIOJIOKHBIM OBCTOM KOXXH BCC ICTU 6y,HYT MyJlaTaMHu:

P: AAAA x aaaa
F : AaAa - mynatsl
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B Opake nByx mynatoB (AaAa x AaAa) CylIeCTBYET BEPOSTHOCTb POXKACHUS
JIETEN C pa3HbIM LIBETOM KOXKH:

- HeTpel (AAAA), 1\16;

- CBeTJIOKOXKHE Herpol (AAAa), 4\16;

- myJaTel (AaAa), 6\16;

- CBETJIOKOXKHE MyJaThl (Aaaa), 4\16;

- Oeinple (aaaa), 1\16.

Takum oOpa3oMm, C oOmpeaeneHHOW J0Jel BEpOSTHOCTH POJUTENH MOTYT
UMeThb JieTel ¢ OoJsiee CBeTJIOW Wi 0oJjiee TEeMHOM, ueM y HHUX, KOXeu, Oosee
CBETJILIMH MU 00JIe€ TEMHBIMHM BOJIOCAMH.

ILneinorponus. [Ipu3HaHne NpuHLMIIA B3aUMOACHUCTBHUS T€HOB HABOJMUT Ha
MBICJIb O TOM, YTO BCE€ I'€HBl TaK WM MHAY€ B3aMMOCBSI3aHbI B CBOEM JICHCTBUM.
OnuH reH okasplBaeT BIUSHHE Ha pabOTy APYrUX, CIEIO0BATEIIbHO, OH MOMXET
OKa3bIBaTh BJIMSHUE HA TMPOSBICHUE HE TOJBKO OJIHOTO, HO M HECKOJIbKUX
MPU3HAKOB. Takoe MHOMXECTBEHHOE JIEMCTBHME T'€HA HA3bIBAIOT IUJICHOTPONHUEH.
HaubGonee sipkuM nmpuMepoM IUICHOTPOITHOTO JEUCTBHUS T€HA Y YeJIOBEKa SBIISCTCS
cuagapoM Mapdana. CUMIITOMaMH €ro SBIISIOTCS YIJIUHEHHBIC MaJbIbl, BHICOKUMA
POCT, THIIEPIOABMIKHOCTD CYyCTaBOB, OAHA M3 (OpM OJIM30PYKOCTH W aHEBPHU3M
A0PTHI.

MHorue Haclie/ICTBEHHBIC TATOJIOTHH 001a1al0T IICHOTPOITHBIM JCHCTBHEM.
I'enpr  oOecreymBarOT  ONpeACNICHHbIE  dTambl  MeTabonu3Mma.  [IpoayKThI
MeTabOIMYECKUX PEAKIUi, B CBOIO OdYepedb, PETyJIUPYIOT, a BO3MOXHO, H
KOHTPOJIMPYIOT JpyTrHe MeTaOoJIMYecKue peakiuu. Hapymerus merabonm3Ma Ha
OJHOM JTalle OTPA3ATCA Ha IOCICAYIOIMX 3Tamax. B pe3ynaprare HapylleHUe
SKCIPECCUM OJHOTO T€HAa OKaXET BIHUSHUE Ha HECKOJBKO 3JEMEHTapHBIX

MIPU3HAKOB.
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Bonpocsl u 3a1aHus

1. V yenoBeka rpynnsl kpoBu ABO KOHTponupyroTcs Tpems amiensiMu. B
MOMYJISILIMKY BCTPEYAETCA PEAKAN MYTAaHTHBIN aiesib HE3aBUCUMOTO T€HA, KOTOPbIN
B TOMO3UT'OTHOM COCTOSIHMM TOJIaBJISIET AEUCTBUE ajuiesiel A u B, 4To npuBOIUT K
(EeHOTUTINYECKOMY TMPOSIBICHUIO MEPBOW Tpymmbl KpoBU. Hamuinure BO3MOXKHBIC
TE€HOTHIBI, BBIMUIIUTE TaMEeThl, UCMONB3Ys sl 00o3HadeHus OykBbl h m H, mus
aun ¢ I, IT u III rpynmamu kposu.

2. Y 4enoBeKka BPOXJICHHAs TIIyXOTa MOXKET OmpenessThes reHamu d u e.
JI1s1 HOpMaJIbHOTO CilyXa HE0OXOJUMO HaJU4he B T€HOTHUIIE 00OUX JOMHHAHTHBIX
autenerr (DE). Onpenenure reHOTUINBI POAUTENCH B CICAYIONIMX CEMBSX: a) 00a
poaMTeINs TIIyXHe, y HUX 7 IeTeH, BCe IETU UMEIOT HOPMAJIbHBIN CIyX; 0) Y TITyXux
poauTenei 4 rmyxux peOeHka.

3. B Opake nByX 3J0pOBBIX POJMTENICH POIUICS TIYyXOHEMOW pPEOEHOK-
anpOuHoc. OOBACHHUTE, MOYEMY 3TO MOTJIO Mpou3ouTH? Hamuiure TeHOTUIIBI
ponuTeneit u pedeHka.

4. Eciiu HerpuTsHka (A,A,A,A) u Genblii My>XunHa (a,a,a) UMEIOT JIeTel, TO B
KaKO# IMPOMOPIUN MOXKHO OKHIATh MOSIBJIECHUS I€TEH - MOJHBIX HETPOB, MYJIaTOB U
OenpIx?

5. JIa mymnara (A,a,A,a) uMmeroT neteil. MOXXHO JIM OXHUJATh CPEAM HUX
MOJIHBIX HETPOB, MYJaTOB, 0eibix? Kakyto 0I0 COCTaBST IETH KaXK0ro THa?

6. Ubs koka TemHee: A,A,aa; A,a,AaaaAA?

7. MOXHO 71 0’KHMJIaTh OT OENBIX pOAUTENEH eTell 0osiee TEMHBIX, YeM OHU
camu’?

8. Karapakta wmeeT HECKOJNbKO HaciencTBeHHbIX (opm. Kakoa
BEPOSITHOCTh POXKICHHS JETeH C aHoMalued, eciaum oba pomutenss OONbHBI U
JUTETEPO3UTOTHBI 110 000UM THIAM HACIEJOBAHUS ?

9. TI'maykoma  B3pOCJHBIX  HACIEAYEeTCS  PEIECCUBHO-ayTOCOMHO U
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JOMHHAHTHO-ayTOCOMHO. KakoB mporHo3 3a0poBbs J€Tell B CeMbE, II€ OIUH
pPOJIUTENb TUTETEPO3UTOTEH, @ APYTOil 3J0pOB MO 0OOUM reHam?

10. Tlpu kakom TuHIlE B3aUMOJEHCTBHUS T€HOB (DEHOTUIl OCOOEH TEepPBOTo
MOKOJICHUS €IMHO00pa3eH U OyAeT MOBTOPSITH (PEHOTHUIT OJHOTO U3 POAUTEICH?

11. IIpu kakoM TumE B3aUMOJAEHCTBHUS I'€HOB B MEPBOM IOKOJIEHUH, KPOME
eAMHOo00pa3us, OyayT HaOII0JaThCS HOBbIE IPU3HAKU MO (DEHOTHUITY MO CPABHEHUIO

C pOAUTENSIMU?

Tema 8. CueniieHHoe HacIe10BaHHe

I'pynnbl cuemsieHusi. XpOMOCOMHAsi TEOpHS HACIEJICTBEHHOCTH Oblia
chopMylIupoBaHa M OKCIEPUMEHTAIbHO JoKka3aHa 1. Mopranom u ero
corpyauukamu. CorjacHO ASTOM TEOpHWH, TEHBI HAXOMSITCS B XpOMOCOMax u
pPacIioNioKeHbl B HUX JIMHEWHO. ['€HBI, JIOKAJIM30BAaHHBIE B OJHOW XPOMOCOME,
Ha3bIBAIOTCS CIIETUICHHBIMU, HACJIEAYIOTCS BMECTE U 00pa3yloT TPYMIy CLETUICHUS.
KonudectBo Tpynm CUEMJIEHUS COOTBETCTBYET YHCIY TIap TOMOJIOTHYHBIX
XpoMocoM. Y uesoBeka 46 xpomocoMm: 22 mapbl ayToCOM M OJHA Tapa MOJIOBBIX
xpomocoM (XX win XY), CIe0BaTelIbHO, Y dKEHIIUHBI 23 TpyNIbl CHEIUICHUS, a Y
MY>KUHHBI - 24, TaKk Kak MOJOBBbIE XPOMOCOMBI MYXUHMHBI (XVY) HE MOJHOCTHIO
TOMOJIOTHYHBI ApYT Apyry. Kaxkaas u3 moioBbIX XpOMOCOM MY>KUYHMHBI UMEET T€HBI,
XapaKTepHbIE TOJNBKO [JIsi X-XpOMOCOMBI H TOJIBKO JJisi Y -XpOMOCOMBI,
COOTBETCTBEHHO, UMEIOTCS TPYMIIBI CHEIUIEHUS X-XPOMOCOMBI U Y -XPOMOCOMBL.

TeopeTnueckn pa3invyarOT JiBa BUAA CLUEIUICHUS: MOJHOE U HemosHoe. [Ipu
MOJIHOM CLEIUICHHH TE€HOB TIpyIa CLEIUICHUS HE HapyllaeTcsi, U BCE TEHBI,
JIOKaJM30BaHHbIE B OJHOM XpOMOCOME, HACIEIYIOTCS BMECTE. JTO JOCTATOYHO
peaKoe sBJIeHUE. Y YeloBeKa OHO HE OMHUCAHO, a BCTPEYAETCSl y reTepOraMeTHOrO
MoJia TYTOBOTO MIENKOMpsAna # Apo30o¢uibl. HemonaHoe CIEIrieHHe TEeHOB -

HapOoJiee YacTo  BCTpEYalomieecs  SIBJICHUE, KOTOpOE  XapaKTepu3yeTcs

44



HapyLIEHUEM T'PYIII CLEIUIEHUS B pE3yJIbTaTe MPOLEecca KPOCCUHTIOBEPA.

Kpoccunrosep. I'eHbl, JOKaauM30BaHHBIE B OJHOM XpOMOCOME U
oOpa3ylolue rpyniy CUEIUIeHHs, CLEIUIEHbl He a0COoM0THO. B 3urorene npodassl
IIEPBOI0 MEMOTUYECKOTO JEJIEHNUS TOMOJIOTUYHBIE XPOMOCOMBI CIIMBAIOTCS BMECTE
c oOpa3oBaHMEeM OMBAJICHTOB, 3aT€M B MAXUTEHE MPOUCXOAUT KPOCCUHTOBEpP -
OOMEH  ydacTKaMu  MEXAy  XpoMaTUAaMd  TOMOJIOTMYHBIX  XPOMOCOM.
Kpoccunrosep siBisieTcst 00s13aTeIbHBIM MTPOLIECCOM M TPOUCXOUT B KAXKIOM mape
TOMOJIOTUYHBIX XpOMOCOM. UeM nanpliie ApYr OT Jpyra paclojoKEeHbl I'E€Hbl B
XpOMOCOME, TEM Yallle MEXAY HHUMHU MPOUCXOAUT KpOCcCHHroBep. biarogaps emy,
BO3pacTaeT pa3HOOOpa3ue raMer ¢ pa3HbIM codyeTaHueMm reHoB. Hampumep, mapa
TOMOJIOTHYHBIX XPOMOCOM COJAEpPXKUT cleruieHHble reHbl AB u ab. B mpodaze
Mel03a TOMOJIOTHUYHBIE XpPOMOCOMBI KOHBIOTHPYIOT U 00pa3yroT OuBaneHT: AB//ab.

Ecnau kpoccunrosep meay reHamu A u B He mpou3oileT, To B pe3yJbTaTe
Meiio3a oOpasyercss JBa THIla HEKpoccoBepHbIX TrameT: AB wu ab. Ecim
KPOCCHHI'OBEP COCTOMTCS, TO TMOJIy4aTcs KpOCCOBepHble TameThl: Ab u aB, T.e.
TpyNIbI cleTieHns u3MeHsaTcsa. Yem Oosee ynaneHsl Ipyr OT apyra reHsl A u B,
TEM OOJIBIIIE BO3PACTAET BEPOSTHOCTH OOPA30BaHMUSI KPOCCOBEPHBIX TaMeT.

Ecau reHsl pacnosokeHbl Ha JIOCTaTOYHOM APYr OT JIpyra paccTOSIHUU B
OOJBIION XPOMOCOME UM MEXAYy HHMU B MEHO3€ MPOUCXOAST MHOTOYHMCIICHHBIE
IIEPEKPECTHI, TO OHU MOTYT HACJIEA0BATHCA HE3aBUCUMO.

YacToTra KpOCCMHIOBEPA 3aBUCUT HE TOJIBKO OT PACCTOSHUS MEXAY N€HAMH.
W3BecTHBI U npyrue (HakTopbl, BAUSIOUINE HA PEKOMOMHAIIMIO CHEIUIEHHBIX T'€HOB.
Tak, mig psga JIOKYyCOB IIOKa3aHO, YTO 4YacTOTa KPOCCHHIOBEpa B MeWo3e
BO3pACTAET C BO3PACTOM.

I'eneTnueckmne kaprThl. OTKpbITHE KpOCcCUHTOBEpa no3Boauio T. Moprany
U COTPYAHUKAM €ro0 IIKOJbI B IEPBbIC JBA JECATUIICTHS HAILEr0 BeKa pa3padoTaTh

MPUHIUIT TOCTPOCHUSI T€HETHUECKUX KapT XPOMOCOM. SIBiieHUE CIEIIEHUsI ObLIO
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WCMOJIb30BAHO UMM JJIs JIOKaJIU3alldd TE€HOB, pACHOJIOKEHHBIX B OJIHOU
XpOMOCOME, U CO3/IaHMs TeHHBIX KapT I1010BoM Myiiku Drosophila melanogaster.
Ha reHetnyeckux kapTax T€HBI pacnoyiaratorcsi JMHEWHO Apyr 3a JIpyroM Ha
ONPENIEIEHHOM PACCTOSIHUM, KOTOPOE OINpENEsAeTCa B MPOLUEHTaX KPOCCUHIOBEpa
ninu B Mopranuaax (1% kpoccruHroBepa paBeH OJTHOW MOPTraHU/E).

JIns moCcTpoeHUs TEHETUYECKUX KapT Yy PACTEHUN U KUBOTHBIX MPOBOJIST
AHAJIU3UPYIOIINE CKPEIIMBAHMS, B KOTOPBIX JOCTATOYHO MIPOCTO PACCUMUTATh
IOPOLEHT ocoOel, 00pa30oBaBLIMXCS B pe3yJbTaTe KPOCCHMHIOBEpPA, U MOCTPOUTH
TEHETUYECKYIO KapTy MO TPEM CIETUICHHBIM Te€HaM.

CueruieHre TEHOB B HEKOTOPBIX CIIyYasiX MOXKET ObITh YCTAHOBIICHO 0030pOM
OOIIUPHBIX POAOCIOBHBIX. CTAaTHUCTUYECKHN aHAIU3 TO3BOJISET OMNPEACIIUTh
napamMeTpel  creruieHus. KoMmmbploTepHble MPOrpaMMbl  JTAIOT  BO3MOXKHOCTH
OTpeNIeNIUTh HauOoJee BEPOSTHBIC YaCTOThl PEKOMOWHAIIUN CIICTUICHHBIX TCHOB Ha
OCHOBE aHaju3a OOJIBIIOTrO KOJWYECTBA POJOCIOBHBIX. Y CTAaHOBJICHHBIE YACTOTHI
pPEKOMOMHAIIMI B TPYIIAX CIEIJICHUS MO3BOJISIIOT MOCTPOUTH T€HHBIE KapThl IO
IpyIIaM CUEIICHUS.

[lappl T€HOB WJIM TPYIIIbl CLEIUIEHUS ayTOCOMHBIX T'€HOB HEBO3MOKHO
COOTHECTH C KOHKPETHBIMM XPOMOCOMaMH Ha OCHOBE HCIIOJIb30BAHUS TOJBKO
(bopManbHO-TEHETUYECKOTO aHaIM3a POAOCIOBHBIX. [l JOKalIM3aluu TEHOB
UCIIOJIB3YIOT MOP(HOIOTHYECKHE MAPKEPBI XPOMOCOM.

CoBpeMeHHBbIE  METOAbl  TI'E€HETUYECKOTO  KApTUPOBAaHHUS  XPOMOCOM
pa3BUBAIUCh HA OCHOBE HOBBIX METOJOB MOJIEKYJSIPHOM OMOJIOTMH, TE€HHOUN
WHXEHEpHUH, THOpuIn3aIuy Ha npenaparax xpomocoMm ¢ JJHK-3ounamu. Jlanasie o
CUECIJIECHWH TE€HOB B XpOMOCOMAax, TIOJy4YEHHbIE COBPEMEHHBIMH METOJAMU
KapTUPOBaHMs, JIOCTATOYHO XOPOUIO  COIJAcyloTCs C  IEepBOHAYaJbHBIMU
pe3yiabTaTaMy, OCHOBAHHBIMU Ha METOJaX KJIACCUYECKOW Nr€HETHUKHU.

B MMOCJICAHUC I'OAbl JOCTUTHYThI OonpIIHne YCIICXH B BLIABJIICHHHN CHCIIICHHA
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U B JIOKAJIM3allMM JIOKYCOB CLETUICHUS B ONPEACICHHBIX XpoMocomax. IlocTpoensl
LUTOJIOTUYECKHE KapThl T€HOB XPOMOCOM 4YEJIOBEKAa, B KOTOPBIX ISl KaXKJIOTO
cerMeHTa audepeHuanbHO OKPAIEeHHOW XPOMOCOMBI ITOKa3aHO, KAKU€ TeHbl TaM
HAXOJSTCS U Ha KAKOM PAcCCTOSIHUM APYT OT Apyra. Yucio jJokanu3oBaHHBIX T€HOB
ObicTpo pacter. B Hacrosimee Bpemsi HM3yudeHbl Bce 24 TpyMNbl CIEIUICHHUS.
CornacHo MexayHapojaHoW mporpamme “I'eHom uenoBeka”, k 2005 1. Oyxaer
KapTUPOBAHO OOJBIIMHCTBO I'€HOB.
OcHOBHBIE 10JI05KEHUS] XPOMOCOMHOM TEOPHH HACJIEACTBEHHOCTH:

- TeHbl JIOKAJU30BaHbl B XPOMOCOMAaX, PAaCIOJIOKEHbI JHHEHHO BIOIb
XpOMOCOM B OINPEAEIEHHOMN NOCIIEI0BATEIIBHOCTH;

- KX/IbII TeH 3aHUMAET OIPEJIEIICHHOE MECTO (JIOKYC) B XPOMOCOME;

- B TOMOJIOTHYHBIX XPOMOCOMAaX aJlJIeIbHbIE T€HbI 3aHUMAIOT OJHO U TO K€
MECTO;

- T€HBI HACJIEJICTBEHHO JUCKPETHBI;

- T€HBI, JOKAJIN30BAHHBIE B OJIHOW XPOMOCOME, HACIIEIYIOTCS COBMECTHO,
oOpa3ys Tpynny CUEIJICHUS;

- YUCJIO TPYIII CLETUICHUS COOTBETCTBYET TaIJIONIHOMY HAOOpy XpOMOCOM
Y TIOCTOSIHHO JJIs1 KaXJ0T0 BU/A;

- CLIEIUIEHUE F€HOB MOYKET HAPYIIAThCS B MPOLIECCE KPOCCUHTOBEPA 32 CUET
o0pa3oBaHUs PEKOMOMHAHTHBIX XPOMOCOM;

- 4aCcTOTa KPOCCHUHIOBEpa 3aBUCHUT, MPEXKJIE BCErO, OT PACCTOSHMS MEXIY
reHaMu; 4eM Jajiblle€ FeHbl IPYyr OT Apyra, TEM Yalle MEXIy HUMH MNPOUCXOAUT
KPOCCHHI'OBED;

- T€Hbl OTHOCHUTEIBHO CTAOWJIBbHBI, HO MOTYT HM3MEHATHCA B pE3yJbTaTe

MYTAallMOHHOI'O IIponccca.
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Bonpocsl u 3a1aHus

1. Ckonbko rpynn cueruienus y yesnoseka? OTBET NOSICHUTE.

2. MOHO JI1 ONpeNeNuTh MPOLecC KPOCCUHIOBEpa Mexay reHamMu A u B B
ckpemBanuu: Ab//ab x aB//ab?

3. Honmyctum, uro reHsl A u B cuensensl ¢ X-XpoMOCOMOW U KPOCCUHTOBEP
Mexy HuMu coctaBiaser 20%. KakoBo OyaeT MOTOMCTBO B CIEAYIOIINX
ckpemuBanusx: AB//ab x ab//; Ab//ab x ab//; AB//ab xAB//?

4. Ananusupyloiiee CKpelMBaHuE IOKa3bIBaeT, YTO OJMH M3 POAUTENCH
oOpaszyer cnenyrwomue TuUnbl ramet: 42,4% AB; 6,9% Ab; 7% aB; 43,7% ab.
[lepeunciauTe Bce TE€HETUYECKUE BBIBOJBI, KAKHME MOXKHO CJENaTh HA OCHOBAaHHHU
TUX JaHHBIX?

5. T'enbl panpTOHM3Ma (HECNOCOOHOCTh pa3UyaTh KPACHBIA W 3€JEHBIN
1BeTa) W ‘“‘KypuHOW CJIENOTH (HOYHOM CIJIENOTHI) HAcleAyloTcs uepe3 X-
XpOMOCOMY M paclojoxkeHbl Ha paccrosaun 40 wMopranua. Omnpenenure
BEPOATHOCTh POXKACHUS JETell ¢ 00eMMU aHOMAJIUSAMH B CEMbE, IJ€ KE€HA MMEeT
HOpMAaJIbHOE 3pEHHE, XOTS €€ MaTh cTpajajia ‘“‘KypuHOH CIIeNnoToi”, a oTel ObuI
JTANbTOHUKOM; MY HOPMaJjeH B OTHOIIIEHUU 000MX MPU3HAKOB.

6. [Touemy nake OOJIBIIIOE KOJUYECTBO CEMEH ¢ OJHUM PEOCHKOM HE MOTYT
JaTh CBEJEHUS O CLETUICHUHU reHoB? [loueMy Takue CBEEHUsS MOTYT JaTh CEMBU C
OOJBIINM KOJIMYECTBOM JICTEH?

7. Y genoBeka peneccuBHbId TeH d 00YCIOBIMBAET I[BETOBYIO CJETOTY, a
pPEIECCUBHBI TeH a - MblmeyHy auctpoduio Jomenna. Ob6a mpusHaka
HACJIEYIOTCA CIEIUICHHO C MoJioM. [Io pogoCiIoBHON OJHOW MHOTOJETHOW CEMbBU
OB TIONYYEHBI CIEAYIONIME MaHHBIE: 370pOBas >KCHIIMHA C HOPMAaJIbHBIM
3peHHeM, OTel] KOTOPOW CTpajiall MbIIIEYHOU AUCTpoduel, a MaTh - HapylICHUEM

OBCTOBOIro 3pCHHA, BbIILIA 3aMy’K 3a 3J0POBOIro MYXYHMHY C HOPMaJbHBIM
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IBETOBBIM 3peHueM. OT 3Toro Opaka poauiaoch 8§ MaIbUuKOB U 3 AeBOYKU. M3 HUX
3 neBoukn M 1 ManpuyvK OBUIM 3J0pPOBBl U HMMEJIHM HOpPMallbHOE 3peHue. U3
OCTaJbHBIX 7 MalbUMKOB 3 CTpajalid MbIIEYHOW aucTpoduen, 3 - 1BETOBOH
cienoror, 1 - oOoumu 3aboneBanmsiMu. I[lo »>TMM JaHHBIM OBLIA JaHa
NpuOIM3UTENbHASA, BBUIY MAJIOUYUCIEHHOCTH MaTrepuala, OLIEHKAa pacCTOSHUS
MEXy TeHamu ¢ U d. YKaKHUTe 3TO pacCTOSIHUE.

8. YV denoBeka KaTapakTa ¥ MHOTONAJIOCTh BbI3bIBAIOTCS JOMHHAHTHBIMU
aJuIeNIIMU  IBYX CUEIUIEHHBIX TE€HOB. 3J0pOBasl JKECHIIMHA BBIXOJIHUT 3aMyX 3a
MY>KUUHY, CTpPAJalolIero STUMU MpU3HAKaMH (MHOTOMAJIOCTh YHAcleqoBald OT
OTILIa, a KarapakTty - oT marepu). OLeHuTe BEPOATHOCTh TOrO, YTO HUX PEOEHOK
Oyner: a) OJTHOBPEMEHHO CTpajiaTh O0EUMH aHOMaNHUsMU; 0) cTpajgaTh OJHOU W3
JIBYX aHOMAaJMi; B) MOJHOCTBIO 3/0poB? JlomycTuTe, YTO KpPOCCHUHTOBEpP HE
POUCXOIUT.

9. I'enbl A 1 B 0oTHOCSTCS K OHOW TpyIIE CUEIUICHUS, PACCTOSIHUS MEXIY
reHamMu - 40 mopranuna. OleHHTE BEPOATHOCTH POXKIEHUS JeTeil B Opake c
JOMHUHAHTHBIM peHoTurnoM AB, ecian 00a poauTens AUTeTEPO3UTOTHBI, MPU STOM
KEHIIMHA MOJy4YHnJia JOMHHAHTHBIE T€HBbl OT OTIa, & MYXYHHA - OJWH OT OTLA,
JIPYrou oT MaTepu?

10. V 310poBoO# KEHIIUHBI POAMINCH ChIH - TeMODUINK U 104Yb-aJbTOHHK.
Onpenenute BO3MOXHBIE TE€HOTUIIBI POJUTENEH YyKa3aHHbIX jAered. OueHure
BEPOSATHOCTh POXKICHUS CleAyomero peOeHka 310poBbIM. [emoduuus u
JAIbTOHU3M OIIPEEIAIOTCS PELIECCUBHBIMU  TI'€HAaMH, CLEIJICHHBIMH C
X-XpoOMOCOMaMH.

11. PaccrosiHne Mexly reHaMu reMoQuiIng 1 JajdbTOHU3Ma B X-XpOMOCOME
9,8%. XeHmuHa, MaTh KOTOPOH CTpajaeT JAIBTOHU3MOM, a OTEIl - TeMO(HINCH,
BCTyMaeT B Opak co 370pOBBIM MYXUMHOM. Onpenenure BEpOSTHOCTh POXKICHUS B

ATOU CEMbE JIETEN C ABYMSI aHOMAJIMSIMHA OJTHOBPEMEHHO.
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Tema 9. I'eneTnka mosia

Xpomocomuwiii mexanusm, onpedenaowuii noj. B kapuorturne yenoneka 46
XxpoMocoM (23 mapbl), U3 HHMX 22 mapbl XPOMOCOM OJMHAKOBbI Y MYXXYUH H
KEHIIUH (ayTOCOMBI), a IO OJHOW Mape XpPOMOCOM, Ha3bIBAEMOW TOJIOBOMH,
MYXYUHBl U JKCHIIMHBI OTIMYaroTcsA. [lojioBble XpOMOCOMBI JKEHIIMHBI - XX,
MOJIOBBIE XPOMOCOMBI MYKuMHBI - XY. [lojiOBbIE XpOMOCOMBI TIPEACTABICHBI B
KaXJ0i coMaThyeckou kieTke uHauBuaa. Ilpu oOpa3zoBaHuM TaMeT BO BpeMms
Mel03a TOMOJIOTUYHBIE IOJIOBBIE XPOMOCOMBI PACXOASTCA B PA3HBIE IOJIOBBIE
kieTku. CriegoBaTenbHO, Kaxaas sUIEKIeTKa uMeeT 22 ayTocoMbl U | MOJIOBYIO
xpomocoMy X (ramiouiHbIii Habop xpoMocoM paseH 23). Kaxnbiit cepmaro3onsy
TaK)K€ HWMEET TaruIOMAHBIM Habop XpoMocoMm (22 ayrocoMbl W | mosoBas).
[lonoBruHA crIepMaTO30MAOB COJMEPXKHUT X - XpPOMOCOMY, Apyras MOJIOBUHA- Y-
XpOMOCOMY.

[ToCKONBKY y KEHIIUH MOJIOBBIE XPOMOCOMBI OJUHAKOBBI U BCE SIMLEKIETKU
HeCcyT X-XpOMOCOMY, TO EHCKHUH IMOJ y YEJIOBEKa Ha3bIBAIOT TOMOTaMETHBIM. Y
MY>KUYHH CIIEPMATO30U]Ibl PA3JIMYAIOTCS MO HAJIMYMIO MOJOBBIX XpoMocoM (X WiH
Y), cnenoBaTenbHO, MYKCKOM 1OJI HA3bIBAIOT T€TEPOTaMETHBIM.

[Ton yenoBeka ompeaensieTcss B MOMEHT OILIOAOTBOpeHHus. JKeHIuHa umeer
onuH Tum rameT (X), My)KurHa - ABa Tuna rameT (X u Y), mpudeM OHU 00pa3yroTcs
B PaBHOM MpOINOpPLUHMM COTJACHO 3akoHaM Menosa. Ilpum omnoxorBopeHun
XPOMOCOMHBIE HAOOPBI TaMeT o0BeauHsAI0TCS. B 3urore 22 mapel ayTocoM U OfHA
rapa MoJIOBBIX XpOMOCOM. Eciu giuekieTka OIUIOJOTBOPEHA CIIEPMATO30MI0M C
X-XpOMOCOMOM, TO B 3UIOTE Iapa IMOJOBBIX XpoMocoM XX. M3 Takod 3UrOThHI
pa3BHUBaeTCs AEBOYKa. Ecnm  AMIEKIeTKa  OIJIOJAOTBOPEHA  CIIEPMATO30UJIOM C
Y-xpoMocomoii, To HabOp MOJIOBBIX XpoMocoM B 3urore XY. Takast 3urora gact

Hayajgo MYXKCKOMY opraHu3my. Takum oOpa3om, y uelnoBeKka MoJ Oyaylero
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pebeHKa ompeaenser MYKYMHA, TaK KakK OH TIeTeporaMereH MO TMOJOBBIM
xpomocomaM. COOTHOLIEHHWE TMOJOB MPH POXKICHUU MO [JaHHBIM CTaTUCTUKHU
COOTBETCTBYET IpuMepHO 1:1.

Hacneoosanue npuznakos, cuenieHHvlix ¢ nojaom. XpomocoMbl X U Y
TOMOJIOTMYHBI, TaK Kak y HHUX €CTh OOI[Me TOMOJIOTUYHBIC YYacTKH, TJe
JIOKaJU30BaHbl ajuielibHble TeHbl. (OIHAKO OSTH XPOMOCOMBI, HECMOTpPsS Ha
TOMOJIOTHIO OTJEIBHBIX JIOKYCOB, OTAMYaloTCsa o Mopdosoruu. [lomumo obmux
y4acTKOB X - M Y-XpOMOCOMBI UMEIOT OOJIbIIION HAO0Op T'€HOB, MO KOTOPHIM OHHU
paznuuatorcsi. B X-xpoMocome uMeEOTCs TeHbl, KOTOpble OTCYTCTBYIOT B Y-
XpOMOCOME, B CBOIO OuU€pe/ib, B Y-XpOMOCOME MMEIOTCS T€HbI, KOTOPBIX HET B X-
xpomocome. Takum o0pa3zoM, y MyKUYHUH B TIOJIOBBIX XPOMOCOMaxX MMEIOTCSl T€HBI,
KOTOpPBIE HE UMEIOT BTOPOTrO AJIJIENS B TOMOJIOTMYHON XpoMocoMe. B aToM ciyuae
NPU3HAK OMpPEIeIeTCA He Mapoi ajiebHBIX T€HOB, KaK OOBIYHO MEHACIUPYIOIIHIA
OPU3HAK, a TOJIbKO OJHHMM ajuieieM. Takoe COCTOSHHE T€Ha Ha3bIBaeTCs
reMu3uroTHoiM. [Ipu3Haku, pa3BUTHE KOTOPHIX OOYCIIOBJIEHO OJHUM ajlielieM,
PACIIOJIOKEHHBIM B OJIHOM M3 aJbTEPHATHUBHBIX IMOJOBBIX XPOMOCOM, HAa3bIBAKOTCS
CUEIJIEHHBIMU C TOoJIOM. OHU pa3BUBAIOTCA NPEUMYIIECTBEHHO Y OJHOTO M3 JIBYX
MOJIOB. DTU NPU3HAKK HACIEAYIOTCS MO-pa3sHOMY Yy JIHUI MYXKCKOTO M YKEHCKOTO
noJa.

[Tpu3Haky, cuemIeHHbIE ¢ X-XpOMOCOMOM, MOTYT OBITh U PEIIECCHBHBIMU, U
JOMHUHAHTHBIMU. PeriecCuBHbIE MPU3HAKK - TeMOGWIHS, NaJbTOHU3M, aTpodus
3pUTENBHOIO HepBa U Muonatuss JlromeHHa. JIOMUHAHTHBIE - paxuT, HE
MO/I/TAIOIIUICS JIeYCHUIO0 BUTaMUHOM D, 1 TeMHas sMainb 3y00B.

3akoHBI Tepenadd MPU3HAKOB, CIEIUICHHBIX C X-XpOMOCOMamH, ObLIN
BIEPBBIC U3y4eHbl T. Mopranom.

[ToMmumo X-CLIETUIEHHBIX MPU3HAKOB, Y MYKUMH HMEIOTCS Y -CLETUICHHbIE

IIPU3HAKH, Ha3bIBACMBIC TOJIaHAPHUYCCKUMMU. reHBI, OIIpCACIIAOINC
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roJIaHAPUYECKHUE MPU3HAKH, JIOKAJTU30BaHbl B TEX pailoHax Y-XpoOMOCOM, KOTOpbIE
HE HUMEIOT AHAJIOTMYHBIX YYaCTKOB B X-XpOMOCOME. OTH IPHU3HAKU TAKKE
ONPENEIATCA TOJBKO OJHHUM ajuleneM. Tak Kak TroJaHApUYEeCKUE IPU3HAKU
ONPEJENSIOTCS T€HaMU, HaXOASIIMUMHUCS TOJBKO B Y-XpPOMOCOME, TO BBISBISIOTCS
OHM y MYKUMH M INEPENAIOTCA OT OTI[a BCEM CBOMM CHIHOBBSM. [ omanapuyeckue
MPU3HAKK. BOJIOCATOCTh YIIEH, MEPENOHKUA MEXAY NaibllaMd HOT, UXTHO3 (KOXa
UMeeT TITyOO0KYI0 HCUEPUEHHOCTh U HATIOMUHAET PhIObIO YEIIYIO).

['omonoruunbie paifloHbl X - U Y-XpOMOCOM COJIEp)KaT ajulelibHbIE T'EHBI.
OHU ¢ paBHOHN BEPOSITHOCTBIO BCTPEUYAIOTCA Y JIMI] MY>KCKOTO M JK€HCKOro mnona. K
YHUCIly TaKuUX TMPU3HAKOB OTHOCATCA OOIIas IBeTOBasl clenora (OTCYTCTBHE
I[BETOBOT'O 3pEHHUs) U MUTMEHTHAas KcepojiepMa - 3a00JIeBaHKE, MPU KOTOPOM MO/
BIMSIHUEM  YIbTPa(HOJIETOBBIX Jyuel Ha OTKPBITBIX YacTAX Teiaa o0pasyroTcs
omyxonu. O06a mpu3HaKa SBISAIOTCS pelecCUBHbIMU. [Ipu3Haku, KOTOpHhIE
ONPENEINA0TCS AJJIEIbHBIMA T€HaMH, Haxoasmumuca B X - U Y-XpOMOCOMax,
HACJIEAYIOTCS KaK KIACCUYECKHE MEHACIUPYIOIINE TPU3HAKU.

Hacneoosanue ozpanuuennoe u Konmpoaupyemoe nojom. llpuzHaku
YelioBeKa, HAacleIoBaHWE KOTOPHIX KAaKMM-TO OO0pa3oM CBsSI3aHO C IIOJIOM,
NOAPAa3AENAETCA Ha HECKOIBKO KaTETOpHUH.

OnHa W3 Karteropwili - MpHU3HAKU, OrpPAaHUYEHHBbIE MOJOM. Pa3BuTHE 3THX
IPU3HAKOB OOYCJIOBJICHO I'€HAMH, PACIONIOKEHHBIMH B ayTocomMax 00OOMX MOJIOB,
HO NPOSBIIIOIIMMUCS TOJBKO Y OXHOroO Inoja. Hanpumep, reHsl, onpenessronme
LIIMPUHY Ta3a XEHIIMHBI, JOKAJIN30BaHbl B ayTOCOMAaX, HACIEAYIOTCA U OT OTLA, U
OT MaTepu, HO IMpPOSBIAIOTCA TOJBKO Yy MXEHIIMH. TO »Ke Kacaercs BO3pacTa
CO3pEBaHUSl KEHCKMX HMHIAMBHIOB. Cpeln MYXCKUX NPHU3HAKOB, OTrPAaHUYEHHBIX
IIOJIOM, MOXXHO Ha3BaTh KOJWYECTBO U PACHPEACIICHUE BOJOCSHOIO IOKpPOBAa Ha
TEe.

K wHOI KaTreropum OTHOCATCS NPU3HAKU, KOHTPOJIUPYEMBIE TOJIOM WIIH
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3aBUCUMBIE OT moja. Pa3BuTHME 3TUX COMATHYECKUX MPHU3HAKOB OOYCIIOBIEHO
T€HAaMH, paclojI0KEHHBIMHU B ayTocoMax. IIposBIsSIOTCS OHM y My>KYMH U KEHIIUH,
HO Tmo-pazHomy. Hampumep, y MyX4YuUH paHHee OOJbICEHHE - MPU3HAK
JOMUHAHTHBIN, OH MPOSBIISIETCS] Y JOMUHAHTHBIX TOMO3UTOT (AA) U y TeTepO3UTrOT
(Aa). VYV oKeHmMH OJTOT MNpPU3HAK PELECCUBHBIA M MPOSBISIETCS TOJBKO
pPELECCUBHBIX TOMO3MroT (aa). Jlns mNpU3HAKOB, KOHTPOJUPYEMBIX IOJIOM,

BBIPAKCHHOCTDH 06YCJIOBJICH8. B OOJIBIIIEN CTENICHH MOJIOBBIMU roOpMOHaMH.

Bonpocsl u 3a1aHus

1. MoxeTr nu TpHU3HAK, CUEIUICHHBIA C TOJIOM, TEpeaaBaThCs OT OTIa K
ceiny? OObsICHUTE.

2. Moxer i1 ObITh MY)KYHMHA T€TEPO3UTOTHBIM 10 MPU3HAKAM, CIICTIIICHHBIM
¢ nosioM? OOBbACHUTE, HATTUITUTE (POPMYITY T'€HOTHIIA.

3. Myx4MHa-TaJbTOHUK KEHUTCS Ha JKEHIWHE-HOCUTENbHUIIE TeHa
JTanbTOHU3MA. MOKHO JIM OKHJATh B 3TOM Opake 310poBOro chiHa? MOXeT Ju B
ATOU CEMbE POAUTHCS J0Yb-AATBTOHUK?

4. Hanumure TEHOTUN 370POBOM >KEHIIUHBI, €CIM €€ OTel] ObLI
reMo(UIIMKOM, a MaTh — aJbOMHOCOM. AJIBOMHHM3M OINPENENIIETCS PEleCCUBHBIM
ayTOCOMHBIM T'€HOM.

5. V 3mopoBeIX poamTtenei Tpoe nereil. OguH cblH OojeH reModuiueit u
ymupaetr B l4-netHem Bo3pacte. [pyroil ceiH U ABe Aoudepu 310poBbl. KakoBa
BEPOSITHOCTh TEMO(UINH Y BHYKOB B 3TOH cembe?

6. Ompenenure, Kakue JETH W BHYKH MOTYT OBITh y MYXUYUHBI C
MEePENOHKAMU MEXKY MajlbllaMd HOT W JKCHIIUHBI, HE OOPEMEHEHHOW 3TUMU
MpU3HAKAMH.

7. Y 4enoBeka BCTPEYAETCs] HACJEICTBEHHOE aJJIEPrUYECKOE 3a00JI€BaHUE

— TEeMOpPPArMYECKHI AHaTEe3, OINPEAEISIEMBIA PELECCUBHBIM T'€HOM a. AJuienu
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ATOTO TE€Ha JIOKAIM30BaHbI B TOMOJOTHYHBIX Y4yacTKaXx X - M Y-XpPOMOCOM.
Onpenenute, kKakue OyIyT JE€TH U BHYKH, €CIU POJUTENH; a) KEHA 3I0pOBa, MYXK
OoJsieH, 00a TOMO3UTOTHBI, 0) MYyXX 370pOB, *€Ha O0OJIbHa, 00a TOMO3UTOTHHI.
Cnenaiite 000011IE€HHBIN BBIBOJI 10 HACIEOBAHUIO TEMOPPArnUECKOro JuaTesa.

8. OTell U ChIH B CEMbe - Kaperia3ble reMo(QUINKHU, a MaTh - ToayOorias3as u
MMEET HOPMAJIbHYIO CBEpPTHIBAEMOCTh KpOBU. MOXKHO JM CKaszaTh, 4YTO ChIH
yHacneoBan oba npusHaka oT otua’?

9. HopMmanbHast xeHIIIMHA UMeeT OpaTa-aaabTOHUKAa. MOXKET Jii €€ ChIH OBITh
TaK)Ke TaJIbTOHUKOM ?

10. OTcyTcTBHE MOTOBBIX JKEJI€3 y JIIOJICH TepeaacTcsl M0 HACJIEICTBY Kak
PEleCCUBHBIN MPU3HAK, CIEIUICHHBIM ¢ monoM. FOHomIa, He CcTpagarIuil 3TUM
3a00JIeBaHNEM, JKCHUTCS Ha JICBYIIKE, OTEI KOTOPOW JIMIIIEH MOTOBBIX JKelie3, a
MaTh M TIPEAKU 370pPOBbI. KakoBa BEpPOSATHOCTh, YTO CHIHOBBS M JOUYEPU OT ITOTO
Opaka OyAyT cTpajarh OTCYTCTBHEM NOTOBBIX >kene3? Eciu >keHbl ChIHOBEW H
MYKbs loueper OyayT 3A0pOBBI, TO OYAYT JIU 30POBHI UX JETH?

11. HenocraTtox ¢ochopa B KpOBU CBS3BIBAIOT C MPOSIBICHHEM 0CO0O0i
dbopMbI paxuTa, HE TMOJJAIONICHCS JIeueHHI0 BUTaMHHOM D. B moTomcTBe OT
OpakoB 14 My>X4YWH C ONMMCAaHHBIM 3a00JI€BAHUEM U 3JJOPOBBIX KEHIIMH POIMINUCH
21 nouw u 16 ceiHOBe#. Bee mouepu ctpamanu HempoctatkoMm docdopa B KpoBH, a
BCE€ CBHIHOBbA ObLIM 310poBbl. KakoBa reHermyeckas OOYCIOBIEHHOCTH 3TOTO
3aboneBanus? B yem oTnuume Haciien0BaHUS 3TOTO 3a00JI€BaHUS OT TeMOPUITHH ?

12. HopmanbHble B OTHOILIEHUU 3PEHHS MYKUMHA U )KEHIIIMHA UMEIOT:

1) chiHa-MaTbTOHMKA, Y KOTOPOTO T0Yb 00J1a/1aeT HOPMAJIbHBIM 3PEHUEM;

2) 104b C HOPMAaJbHBIM 3pPEHHUEM, HMMEIOIIYI0 JIBYX CHIHOBEHW, OJIUH W3
KOTOPBIX JATbTOHUK;

3) 10Yb ¢ HOPMAJIBHBIM 3pEHHUEM, TISITh CBIHOBEH KOTOPOH 310pOBBI. KakoBbI

BEPOATHBIE TEHOTUIIBI POAUTENEN, I€TEN U BHYKOB?
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13. MyxunHa Cc roiayObIMU TJIa3aMH M HOPMaJbHBIM 3PEHHUEM, POJUTEIU
KOTOPOTO MMENIA Kapue rja3a U HOPMAJIbHOE 3pEHHUE, KEHUTCA Ha 3J10pPOBOU
KEHIIMHE C CEpPhIMU TIJja3aMu. PoOAuTeNnu >KEHIIMHBI HMEIW CEpble TIila3a Hu
HOpMaJIbHOE 3peHHe, a Opar Obl1 JaJbTOHMKOM C ToJlyObIMU Tiazamu. B
yKa3aHHOM Opake poAuiach AEBOYKA C CEPHIMU TJIa3aMU U HOPMAJbHBIM 3pEHHEM
W JBa ToJIyOOrjia3plX Majb4uKa, OJWH M3 KOTOPBIX OKa3ajics JalbTOHUKOM.
CocTaBbTe POJIOCIOBHYIO U ONPEEIUTE T€HOTHUIIBI BCEX YWICHOB 3TON CEMBHU.

14. Kakoe mMOTOMCTBO MOXKET BO3HUKHYTh B Opake MEXIy >KEHIIMHOU —
HOCUTEJIbHULIEW [aJIbTOHU3MA W MYKUMHOM C HOPMAJbHBIM 3pEHUEM IpHU
HEPACXOKICHUHN X-XPOMOCOM Y KEHIIUHBI? KakoB reHeTHUeCKUM M0JI MTOTOMKOB?

15. Ogun u3 GIM3HENOB cTpajaeT reModuaueii, a BTOpor (MyKCKOTO I0Ja)
3I0POB, UX OTEIl TakkKe 3/10poB. KakoB BeposATHBIN Mo OIU3HENa, CTPaIAoIIero
remodunuen? ABasroTCS U 3TH O6Ju3HElbl oaHosiIeBbIMU? [losicHuTe.

16. XKenuuHa ¢ rpynmnoit KpoBu A U HOpMaJlIbHOU CBEPTHIBAEMOCTHIO KPOBHU
BBIXOJHUT 3aMYyX 3a 3JJ0POBOTO MYXYMHY C Tpymnmnoi kpoBu B. Ot sToro Opaka
ponunuce Tpu pebenka: Kars — 3mopoBas, ¢ rpynmoil kpoBu A; Burs —
3M0poBbIH, ¢ Tpynmnoil kpoBu O; I'me6 — remounuk, ¢ Tpymnmnoid KpoBu A.
N3BecTHO, 4TO pOIUTENHN KEHBI OBLUIM 3A0POBBI, MaTh UMeNa rpynmny kposu O, a
orell — AB. Y MyX4uHBI OT€ll U MaTh TAKXXE 3J0POBbI, UX TPYIIbl KpoBU A U B,
cooTBeTCTBeHHO. OOBsicHUTE, OT Koro [7med yHaciemoBand TeMOPWIHIO.
OrnpenenuTe TeHOTUIIBI BCEX YJIEHOB CEMbH.

17. 3popoBblii Myx4uHa ¢ rpynmnoid kpoBu AB jxeHwics Ha 310poBOH
KEHIMHE ¢ rpynmnoi kpoBu O, oTerm KOoTopoil ctpaman remodunuein. Kaxue
(beHOTHITHI MOKHO 0’KHJIaTh B IOTOMCTBE ATUX cynpyroB? C Kakoil OTHOCUTEIHHOU

4acTOTOM?
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18. B cembe, rae oren UMen TUNEPTPUXO3, & MATh — MOJIUJAKTUIIUIO,
poaniiach HOpMaJibHasi B OTHOILIEGHUM JIBYX MPU3HAKOB J04b. KakoBa BEpOSITHOCTh
TOTO, YTO cleaytouuii peoeHok OyaeT 6e3 anomanuii? Kakos nos aToro pebeHka?

19. Kenmuna, crpajaronias kKaTapakToi (ayTOCOMHO-OMUHAHTHas Gopma),
C HOPMaJbHOM CBEPTHIBAEMOCTHIO KPOBHM BBIXOJUT 3aMyX 3a reModuinka,
HMMEIOIIEr0 HOPMaJIbHOE 3peHHEe. Y HUX poauicsa cbhiH-reModmink. KakoB npornos

B OTHOULIECHHMU 3/I0POBbs JE€TEU B 3TON ceMbe?
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