YACTHOE OBPA30OBATEJIbHOE VUPEXJIEHUE
[TPOD®ECCUOHAJIBHOT'O OBPAZOBAHUS
«CTABPOITOJIbCKU MHOT OTTPO®UJIBHBIN
KOJIJTE K>

METOANYECKHUE YKA3ZAHUSA
K MPAKTUYECKUM 3aHATUAM U MPAKTUYECKON MOATOTOBKE
M0 AUCIUTIIINHE
«I"eHeTHKa YeIOBEKAa C OCHOBAMU MEIUIIMHCKON T€HETUKH
JUTsL O0Y4aIOIIMUXCS M0 CHEUATbHOCTH
34.02.01 CecTpuHckoe Aen0

Craspomnouib, 2020 r.



MeTtonuueckue ykKazaHHWs COCTaBJIE€HbI B COOTBETCTBUM ¢ DenepabHbIM
I'ocynapcTBeHHBIM 00pa3oBaTeIbHbIM CTaHAApTOM CPEIHETrO
npodeccuoHaibHOro oopaszoBanus 1o crennanbHocTH 34.02.01 «CectpuHckoe
Jen0o» yTBepKIaeHHbIM MunoOpHayku Poccun ot 12 mas 2014 r. N 502 u
IporpaMMoi JUCHMIUIMHBI «['@eHeThKa 4YelloBeKa C OCHOBaMHM MEIUIIMHCKOMN

T'CHCTHUKN).

CocraButens: 3anopoxer E.A.

PaccmoTpeHo Ha 3acemaHuM METOJAMYECKOTO OOBEAMHEHHS YKPYIMHEHHBIX
rpynn cnenuaibHocTed 34.00.00 CectpuHckoe neno, mpoTokod Ne 7 oT «25»
mas 2021 r.

PexomMeH/I0BaHO K HCMOJB30BaHHIO B Yy4eOHOM Tmpoliecce MeTonuyeckum

coBetoMm CMK, npotokon Ne 5 ot «27» mas 2021 r.



COJIEP)KAHUE
BBEJIEHME
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[IpakTnueckoe 3aHsaTue Ne 2. llutonormveckne ¥ OHOXMMHYECKHE OCHOBBI
HACJICJCTBEHHOCTHU
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BBEJAEHHUE

Ilestn ocBoeHusi AMCHMILUIMHBI: J[aTh 3HaHMS 00 OCHOBaxX OOIIEH H
MEJUIIMHCKOM I'eHETUKU
B pe3ynbraTte 0CBOCHUS IUCHMILUIMHBI 00yYarOITUHCS TOHKEH

3HaTh:

— OMOXHMHYECKHE u IIUTOJIOTUYCCKHE OCHOBBI
HaCJICJICTBEHHOCTH;

— 3aKOHOMEPHOCTH  HACJEAOBAHUS  IMPU3HAKOB,  BHUJIbI
B3aUMOJICUCTBUS T€HOB;

— METOJIbl M3YyYE€HUA HACJIEACTBEHHOCTH W HM3MEHUYUBOCTH
YEJIOBEKA B HOPME U MATOJIOTUH;

— OCHOBHBIE BHJIbl HW3MEHYMBOCTHM, BHJIBI MYTallUld Yy
YeJioBeKka, (pakTopel MyTareHesa;

— OCHOBHBIE  TPYIIBI  HACIEACTBEHHBIX  3a00JICBaHUM,
MPUYUHBI 1 MEXaHU3Mbl BOBHUKHOBEHHS;

— IIeNIM, 3aJa4yd, METOJAbl M IIOKa3aHMsI K MEIUKO-
T€HETUYECKOMY KOHCYJIBTUPOBAHUIO

YMmerh:

— MPOBOJIUTH OMPOC H BECTH YYET MALUEHTOB C
HACJICJICTBEHHOHN MaTOJIOTUEH;

— IPOBOJUTH Oecedbl MO IUIAHUPOBAHUIO CEMbU C YUETOM
MMEIOIICHCS HACJICACTBEHHOM ITaTOJIOTHH;

— MPOBOJUTH MpeBapUTEIbHYIO JTWArHOCTUKY

HAaCJIEACTBEHHBIX 00JIE3HEN



IIpakTnueckoe 3ansaTue Ne 1. I'eHeTHKa 4eJI0BEKa ¢ 0CHOBAMM
MeJIMIUHCKON INeHEeTHKHU — TeOpeTHYeCKHil (PyHIAMEHT COBpPeMEeHHOM
MeIMIMHbI

Teopernueckas yactTb

I'eneTrka yenoBeKa U3y4aeT SABJICHUS HACIEACTBEHHOCTH U N3MEHYMBOCTH B
MONYJISALUU JIIOAEH, HACIEAOBAHNE HOPMAJIBHBIX M NATOJOTMYECKUX NPHU3HAKOB,
BIIMSIHUE TEHETUYECKOEC KOHCTUTYLMM HAa BO3HMKHOBEHHE W  Pa3BUTHE
3a0oneBaHui. OOBEKTOM  MEIMIMHCKOM  T€HETHUKH  SIBISETCA  YEJIOBEK.
OCHOBOMOJIO)KHUKOM ObUT COBETCKMI YyueHbl baukoB. B reHeTnke dyenoBeka
pa3IMyYarOT MOHATUS HACIEACTBEHHOCTH M HacieayemMocTu. HaciencrtBeHHOCTh —
CBOMCTBO OpraHM3MOB OO0ECIEeUMBaTh CTPYKTYPHYIO U  (YHKIUOHAJIBHYIO
IIPEEMCTBEHHOCTh MEXAY MOKoJeHusAMU. llox HacinenoBaHMeM ITOHMMAKOT
nepefayy reHEeTHYeCKOM HH(OpPMalMU OT OJHOIO IOKOJICHHWS OPIraHu3MOB K
apyroMmy. CaMmblil CcTapblii METO — KIMHHKO-TEHEaJlornyeckuil. YenoBek, ¢
KOTOPOTO COCTaBJISIETCSl pPOAOCIOBHAs HasbiBaeTcsa npobana. Ilpum ananmze
POJIOCIIOBHOM MOKHO BBISICHUTH XapakKTep HacielAOBaHMs 3a00JIEBaHHMS WU THUI
HACJICIOBAHMS.

A3oBa, M.M. I'eHeTnKa yenoBeka ¢ OCHOBAMHM MENUIMHCKON T€HETUKH CTP.
5-11

Bonpocsl K NpakTH4ecKOMY 3aHATHIO

1. ['eHeTMKa YenoBEeKa C OCHOBAMHM MEIMIIMHCKOW T€HETMKH HaykKa,
U3y4aroliasi HAcJIeICTBEHHOCTh M W3MEHYMBOCTh C TOYKHA 3pPEHUs NATOJIOTUU
YeJI0BEKaA.

2. Paznenbl 1uCIUIIIMHBGI.

3. Cas3p gucnunianabl «I'eHeTHKa YeJIoOBeKa ¢ OCHOBAMU MEIUIIMHCKOM
TEHETUKW C IPYTUMHU TUCUHUILIIMHAMM.

4, Hctopust pa3BuUTHS HAyKH, BKJIAJ 3apyOEKHBIX M OTCYECTBEHHBIX
YUEHBIX.

5. [lepcrieKTHBHBIC HAIpaBJICHUSI PEIICHUS MEIUKO-OUOJIOTUYECKUX U

T€HETUYECKUX MPoOeMm.
3ajaHus K NPAKTUYECKOMY 3aAHATHIO
1. [ToarotoBsTe pedeparsl Ha Tembl «Metoasl reHeTHkn», «Mcropus
n3yuenus JTHK».
IIpakTnueckoe 3ausaTue Ne 2. [{urosiornyeckne u OUOXUMUYECKHE
OCHOBBI HACJIECACTBEHHOCTH
Teopernueckasi 4acThb
OCHOBHOW enMHUIEH KUBOTO sIBIsETCS KieTka. OHA MMEET BeC CBOWCTBA
KUBOTO, TO €CTh, CIIOCOOHA PAa3MHOXKAThCS, BUIOM3MEHSTHCS W pearnpoBaTh Ha
pasapaxeHus. boiee Menkne eqUHUIBI MATEPUU ITUX CBOWMCTB HE MPOSBILIIOT. P.
BupxoB mucan: «Kinetka ecth mocineaHuil MOpP(GOJIOTHYECKUN HIEMEHT BCEX



JKUBBIX T€JI, U Mbl HE UMEEM MpaBa MCKATh HACTOSIIECH KU3HEACATEILHOCTU BHE
HEEe».

Cpenn JKHMBBIX OpPraHM3MOB BCTPEUYAKOTCA [JIBa THUIIA OpraHU3AUU
KJIETOK: IPOKapUOTHYECKAs KIETKA (y IPOKApUOT — OakTepuit
Y CUHE3EJIEHBIX BOJOPOCIE) U 3yKaproTHYecKas KieTka (y JyKapuoT, TO €eCThb
BCEX OCTAJbHBIX OJHO- U MHOTOKJIETOYHBIX OPraHU3MOB— pacTeHUM, rpuboB U
YKUBOTHBIX).

[IpokaproTrhyeckas KJI€TKa MOKpPbITa LUTOIUIA3MAaTUYECKOH MeMOpaHoil,
UTpAIONIE POJb aKTHUBHOTO Oapbepa MEXAy LUTOIIA3MOM KJIETKH U BHEIIHEH
cpenoir. CHapyxku OT MeMOpaHbl  pacloOJOKeHa  KJIETOYHas  CTEHKA.
Y NpoKaprHOTHYECKX KIETOK HET MOP(OJOTHYECKH BBIPAXKEHHOTO fAApa, HO
uMmeetrcs 3o0Ha, 3anonHeHHas JIHK, Hecymeit macnencrtBennyo uadpopmanuoo. B
OCHOBHOM BEILIECTBE LMUTOIIA3Mbl IPOKAPUOTUUYECKUX KIETOK PACIOIAraroTCs
MHOTOYHUCJICHHbIE PUOOCOMBI.

baktepun pa3MHOXKAOTCA MyTEM MOpocToro aeneHus. Haxonsmiascs B
snepaort obnactu JIHK mnpukperieHa k Me30coMe— CTPYKType, oOpazyemoit
[UTOTIa3MaTHYECKON MeMOpaHou. JleneHne OakTepuanbHOM KIETKH HAUMHACTCS C
JIEJICHUS ME30COMBI; 3aT€EM JBE IOJOBUHKU ME€30COMBI PACXOAATCS, YBJIEKas 3a
coooit IHK, mocnenusisa Takxe MEIUTCS HA JIBE YACTH, U3 KOTOPBIX BIIOCIEICTBUU
o0pa3yroTcs s/iepHble 00JIaCTH IBYX JIOYEPHUX KIIETOK.

Kierka sykapuoT oOpraHu3oBaHa CIIOXHEE, 4yeM Npokapuoruyeckas. OnHa
MOKPBITA LUTOIIa3MAaTUYECKON MeMOpaHO#l, KOTOpas WrpaeT BaXKHYIO pOJib B
PErYIMPOBAHUM COCTaBa KJIETOYHOTO COJAEPKUMOro, TaK Kak 4epe3 Hee
MPOHUKAIOT BCE MUTATEIbHbIE BEIIECTBA U MPOAYKTHI cekpenuu. Kaxmas kierka
COJIEPKUT HEOOJBIIOE MIAPOBUAHOE WM OBAJIBHOE TEJbLIE, HA3bIBAEMOE SAPOM.
SAnpo CHY>KUT BaXHBIM PETYJIUPYIONIUM IEHTPOM KJIETKH, OHO COJEPKHUT
HacjencTBeHHbIE (akTophl (T€HBI), OMPENEISIONUe BPU 3HAKH JAHHOTO
OpraHu3Ma, U yIpasisieT MHOTUMHU BHYTPUKJIETOUYHBIMH MPOLIECCAMU

Bce xmerkm nro0oro opraHu3ma MPOUCXOASIT OT 3UTOThl — KIJIETKH,
oOpasyrolieics B pe3yibTaTe CIHUSHUS JIBYX TaMeT (TIOJIOBBIX KJIETOK, UMEIOIINX
OJIMHAPHBIM, WM TalUIOWAHBIA, HAOOp XpomocoM—N). 3Urora COACPKUT
JTUTUIOUIHBIN HaOOp xpoMocoMm (2m). OnuHapHBIM Ha0Op XPOMOCOM HAa3bIBAIOT
T€HOMOM.

IIpoMEeXYTOK *M3HM KIETKM OT ¢ 00pa3oBaHusl /IO JIENICHUs Ha JIBE JOYEpHUE
Ha3bIBALOT KIIETOUHBIM LIMKTIOM. Y Pa3HbIX OPraHiBMOB U B Pa3HBIX TKAHSIX MPOJOIDKUTEIIBHOCTH Kile-
TOYHBIX [IUKJIOB pa3IndHa.

Krnerounslii 1K COMaTMYECKUX KIIETOK BBICHIMX PACTEHHA U KUBOTHBIX
MOKHO pa3/iec/ITh Ha JBE cTamuu: MuTo3 M uHTepdasy (puc.2.l), [lom wmnTepdasoit
TIOHUMAIOT MEPUOJT  KJIETOUHOIO IMKJIA MEXKIY KOHIIOM OHOTO JEJEHWS W HayajoM
CIISIYIOILIETO, T.€., MEXKAYy JBYMS IIOCIECIOBATeIIbHBIMA MUTO3aMH. [lpyu cBETOBOM
MHKpPOCKOIIUM $7Ipa, HAXOJSIIIErocsd Ha CTaIuu HMHTEp(dasbl, XpOMOCOMBI KaK OT/AEIbHBIC
CTPYKTYpbl HE BUIHBL, @ MX OKpAIllEHHOE BEILIECTBO MMEET BUJ TpaHyll, Ooree Wi MeHee
PaBHOMEPHO Pacrpe/ieNIeHHBIX B ToJie 3peHus. MHTepda3y npuHsITO pazfaensTh Ha TPH
nieprosa: G;-MPEeCUHTETUIECKHH, S - CUHTE3 JIHK u Gy



MOCTCUHTETHYECKUH. JuTenbHOCTh MHTEp(a3hl B KIETKAX Pa3HbIX TKAHEH paziiMiHa, U
onpeziensieTcss B OCHOBHOM riepuosioM G; Kak  mpaBumo, 3TOT miepuoa —  camblid
npopopkuTenbHbI, [IpumepHo B cepemube G HAXOMUATCS KOHTPOJBHAS —TOYKA, JIO
JIOCTYDKEHUST KOTOpPOM MHUTO3 MOKHO 3a0JIOKMpOBATH MHTUOWTOPAMHU TPAHCKPUIIIMK U
TpaHcsimy. [locrne 3TOM TOYKM KIIETKa HEU30EKHO MPOXOAUT CTAIMM CHUHTE3a
JHK, mocrcunretnueckyto - G, i muro3. K Havaimy  JeneHust  KJIETKM €€
JIHK permimpoBaHa 1 KaKIas XpoMOCOMA YK€ COCTOMT M3 JBYX WICHTUYHBIX HUTEH -
XPOMATH]I, COSIMHEHHBIX OJTHOM LIEHTpOoMepor. KieTku, nmpekpartuBIIve IesieHre, HAXOAATCA B
crauu 1okost — Gy,
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Pucynok 2.1 — KiteTouHBIN [TUKIT
Mwuto3 1 meno3. ['eneTnueckas pojap MUTO3a U MEHO03a

Muto3 (pexe: KapHOKHHE3 UIH HETPSIMOE JCIICHUE) —
JIeJICHHE siIpa DyKapUOTUYECKON KIIETKH ¢ COXPAaHEHHMEM 4ucia XpomMocoM. B
OTIIMYME OT MEH03a, MHUTOTHYECKOE JCIICHHE TMPOTEKaeT Oe3 OCIOKHEHWHA B
KJIETKaxX JIFOOOW IJIOUIHOCTH, IIOCKOJBKY HE BKJIIOYACT Kak HE0OXOJAUMbIN
ATal KOHBIOTAIIUI0 TOMOJIOTUYHBIX XPOMOCOM B mpodase.

MuTo3 — 5UIllb OJTHA M3 YaCTEH KJIETOYHOTO IMKJIa, HO OH JIOCTATOYHO
CIO)KEH, M B €ro COCTaBe, B CBOIO Ouepeqb, ObUIM BBIACICHBI IATH (a3:
npodasa, npomeradaza, meradasza, anadaza u tenodasza (puc. 2.2). YaBoenue
XpPOMOCOM H TIICHTpHOJCH (B KJIETKAaX IKUBOTHBIX) TIPOUCXOJIUT €IIe B
xone uHTepdaspl. B pesymprare 3TOro, B MHTO3 XPOMOCOMBI BCTYMArOT
y’K€ YABOCHHBIMH, HAIIOMUHAIOMIMMH OYyKBY X (MJICHTHYHBIE KOTIMM MAaTEPUHCKOU
XPOMOCOMBI COSTMHEHBI APYT C APYrOM B 00JIACTH IIEHTPOMEDHI).


http://ru.wikipedia.org/wiki/%D0%9A%D0%BB%D0%B5%D1%82%D0%BE%D1%87%D0%BD%D0%BE%D0%B5_%D1%8F%D0%B4%D1%80%D0%BE
http://ru.wikipedia.org/wiki/%D0%AD%D1%83%D0%BA%D0%B0%D1%80%D0%B8%D0%BE%D1%82%D1%8B
http://ru.wikipedia.org/wiki/%D0%9A%D0%BB%D0%B5%D1%82%D0%BA%D0%B0
http://ru.wikipedia.org/wiki/%D0%A5%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%B0
http://ru.wikipedia.org/wiki/%D0%9C%D0%B5%D0%B9%D0%BE%D0%B7
http://ru.wikipedia.org/wiki/%D0%9F%D0%BB%D0%BE%D0%B8%D0%B4%D0%BD%D0%BE%D1%81%D1%82%D1%8C
http://ru.wikipedia.org/wiki/%D0%9A%D0%BE%D0%BD%D1%8A%D1%8E%D0%B3%D0%B0%D1%86%D0%B8%D1%8F
http://ru.wikipedia.org/wiki/%D0%93%D0%BE%D0%BC%D0%BE%D0%BB%D0%BE%D0%B3%D0%B8%D1%8F_(%D0%B1%D0%B8%D0%BE%D0%BB%D0%BE%D0%B3%D0%B8%D1%8F)
http://ru.wikipedia.org/wiki/%D0%9A%D0%BB%D0%B5%D1%82%D0%BE%D1%87%D0%BD%D1%8B%D0%B9_%D1%86%D0%B8%D0%BA%D0%BB
http://ru.wikipedia.org/wiki/%D0%9A%D0%BB%D0%B5%D1%82%D0%BE%D1%87%D0%BD%D1%8B%D0%B9_%D1%86%D0%B8%D0%BA%D0%BB
http://ru.wikipedia.org/wiki/%D0%A6%D0%B5%D0%BD%D1%82%D1%80%D0%BE%D0%BC%D0%B5%D1%80%D0%B0

npodaza

Aacpmuan membpava  Aapwiwxo  Xpomocoma Xpomocoma Xpomocoma J

! - \
BT i

Meradasza PaunnAn awaduie No3awan avahaza Parivan Tenodasa

Pucynok 2.2 — CxemaTuueckoe n300paxxeHue CTaJuii MUTO3a

« B mpodaze npoucxoaut KOH/ICHCAIIUs TOMOJIOTHYHBIX
(mapHBIX) XpOMOCOM M HauuMHaeTcsi (OpMHUpPOBAHUE BepeTeHa JejeHus. B kineTkax
YKUBOTHBIX HAYMHAETCS PACXOXKACHUE TIAphl LICHTPHUOJICH (TTOTI0COB BEPETEHA).

o Ilpomeradasza HaunHaeTcss C€  pa3pylIeHUs  SIEPHOM  OOOJIOYKH.
XpOMOCOMBI HAYMHAIOT JBUTAThCSI M HX [EHTPOMEPHI BCTYMAIOT B KOHTAaKT C
MUKpOTpYyOOUKaMH BepeTeHa JIeJICHHs, a MOI0ca IPOJA0JIKAIOT PACX0XKIEHUE APYT
ot apyra. K xonity npometadassl popmMupyercs BEpeTeHO eTICHUS.

« B Mmeradase nBuxeHHs XpoOMOCOM TOYTHM MOJIHOCTHIO — 3aMMpAIOT,
Y KHHETOXOPBI XpPOMOCOM pacIojiaratroTcsi Ha «3KBaTope» (Ha paBHOM pacCTOSIHUU
OT «IOJIFOCOBY» S7Jpa) B OJTHOM IIOCKOCTH, 00pa3ys Tak Ha3bIBaeMylo MeTa(aszHyro
IUIACTUHKY. Ba)kHO OTMETUTH, YTO OHU OCTAIOTCS B TAKOM IOJIOXKEHUU B TEUEHUE
JIOBOJIBHO JITUTENIBHOTO BpeMeHH. B 3TOo BpeMss B KJIETKE MPOUCXOJIAT
CYIIECTBCHHBIE  TEPECTPOMKH,  KOTOpBIE  «pa3pemiaroT»  MOCIeAyIolIee
pacxoxjaeHue xpomocoMm. OOBIYHO B CBsi3M € 3TUM MeTadasza — Haubosee
yIoOHOE BpeMsl /sl TOACUeTa XPOMOCOMHBIX YHCEI.

« B anadaze xpoMmocomsr TEIATCS (coenuHeHME B
paiioHe IIEHTPOMEPHI pa3pymIaeTcsi) ¢ pacXoliITcs K TMOJI0caM  JICTICHHS.
[TapannensHO MONIFOCAa BEpETeHA TaK)Ke PacXOATCs APYT OT Apyra.

« B Tenodaze npoucxonut paspyuieHre BepeTeHa JeeHns U 00pa3oBaHue

AJIEPHBIX 000JI09eK BOKPYT JIBYX rpyII XpPOMOCOM,
KOTOPBIE JICKOHJICHCUPYIOTCS U 00pa3yIoT I0YEPHUE sIpa.
Meiio3 (Wn peTyKIHOHHOE JI€JICHUE KJIETKHU) — JICJICHUE

Aapa BYKapHOTquCKOﬁ KJICTKK ¢ YMCHBIOCHUCM HYHCJIa XpPOMOCOM B JIBa pa3a.
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http://ru.wikipedia.org/wiki/%D0%A5%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%B0
http://ru.wikipedia.org/wiki/%D0%92%D0%B5%D1%80%D0%B5%D1%82%D0%B5%D0%BD%D0%BE_%D0%B4%D0%B5%D0%BB%D0%B5%D0%BD%D0%B8%D1%8F
http://ru.wikipedia.org/wiki/%D0%9C%D0%B5%D1%82%D0%B0%D1%84%D0%B0%D0%B7%D0%BD%D0%B0%D1%8F_%D0%BF%D0%BB%D0%B0%D1%81%D1%82%D0%B8%D0%BD%D0%BA%D0%B0
http://ru.wikipedia.org/wiki/%D0%9C%D0%B5%D1%82%D0%B0%D1%84%D0%B0%D0%B7%D0%BD%D0%B0%D1%8F_%D0%BF%D0%BB%D0%B0%D1%81%D1%82%D0%B8%D0%BD%D0%BA%D0%B0
http://ru.wikipedia.org/w/index.php?title=%D0%A5%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%BD%D0%BE%D0%B5_%D1%87%D0%B8%D1%81%D0%BB%D0%BE&action=edit&redlink=1
http://ru.wikipedia.org/wiki/%D0%92%D0%B5%D1%80%D0%B5%D1%82%D0%B5%D0%BD%D0%BE_%D0%B4%D0%B5%D0%BB%D0%B5%D0%BD%D0%B8%D1%8F
http://ru.wikipedia.org/wiki/%D0%94%D0%B5%D0%BB%D0%B5%D0%BD%D0%B8%D0%B5_%D1%8F%D0%B4%D1%80%D0%B0
http://ru.wikipedia.org/wiki/%D0%94%D0%B5%D0%BB%D0%B5%D0%BD%D0%B8%D0%B5_%D1%8F%D0%B4%D1%80%D0%B0
http://ru.wikipedia.org/wiki/%D0%AD%D1%83%D0%BA%D0%B0%D1%80%D0%B8%D0%BE%D1%82%D1%8B
http://ru.wikipedia.org/wiki/%D0%9A%D0%BB%D0%B5%D1%82%D0%BA%D0%B0
http://ru.wikipedia.org/wiki/%D0%A5%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%B0

[Ipoucxomutr B 1Ba 3Tana: peAyKUHOHHBIA U DKBAIMOHHBIM. Meno3 He ciemyer
CMEIIMBATh C raMeTOre€He30M — OOPa30BAHMEM CHELMAIU3UPOBAHHBIX MTOJIOBBIX
KJIETOK, UJIM TaMeT, U3 HeauphepeHIIMPOBAHHBIX CTBOJIOBBIX.

C ymeHpIIEHHMEM YHCIIa XPOMOCOM B pPE3yJIbTaTe MeH03a B )KU3HEHHOM
LIUKJIE IIPOUCXOIUT nepexon oT JUIUIOUTHOM (a3bl K rarmionIHOM.
BoccTranoBneHue muonIHOCTH (IEpexo], OT TalIouAHON  (a3bl K AUIIIOUTHON)
IIPOUCXOJNT B PE3YNbTATE MOJOBOIO MPOLECCA.

B cBm3u ¢ Tem, uto B mpodasze NEepBOro, peAyKIHOHHOTO, HTama
IIPOUCXOINT IMOMAPHOE CIUSHHE (KOHBIOTAITUS) TOMOJIOTUYHBIX XPOMOCOM,
IIPAaBWJIBHOE MPOTEKAaHNE MEN03a BO3MOXKHO TOJIBKO B JUIUIOWIHBIX KIIETKaX WM B
YETHBIX NOJIMILIONIAX (TETpa-, FeKCAIUIOUAHBIX U T. . KJIETKax). Meho3 Moxer
OPOUCXOJUTh M B  HEYETHBIX MOJUIUIOUIAX (TPHU-, MEHTAIUIOUAHBIX U T. II
KJIETKax), HO B HHX, HU3-32 HEBO3MOXXHOCTH OOECHEYMTbH IOMAPHOE CIUSHUE
xpomocoM B mpodaze I, pacxoxaeHne XpoMOCOM MPOUCXOAUT C HAPYIICHUSMHU,
KOTOpPBIE CTABSAT MOJ YIPO3y KU3HECIIOCOOHOCTh KJIETKH WIJIM Pa3BUBAIOLIETOCS U3
He€ MHOTOKJIETOYHOTI'0 TaIUIOUIHOIO OpraHu3Ma.

DTOT K€ MEXaHHU3M JIEKUT B OCHOBE CTEPUIIBHOCTH MEXXBUA0BBIX THOPHUIOB.
[TockonbKy y MEXBUJOBBIX TMOPUAOB B SJIp€ KIETOK COYETAIOTCS XPOMOCOMBI
poIuTeNel, OTHOCSIIMUXCS K Pa3iMuHbIM BHAAM, XpOMOCOMBI OOBIYHO HE MOTYT
BCTYIIUTh B KOHBIOTALMIO. OTO NPHUBOJUAT K HApPYLIECHUSM B PaCXOXKICHUHU
XpPOMOCOM MpHU M€i03€ U, B KOHEYHOM CHUETE, K HEXU3HECIIOCOOHOCTU MOJOBBIX
KJIETOK, WK ramer. OnpeneneHHble OTPpaHUYCHHs] Ha KOHBIOTAMI0 XPOMOCOM
HAKJIaJbIBAIOT W XPOMOCOMHBIE MYTallUH (MacIUTaOHbIE A€M, JTYIUIMKALNUH,
WHBEPCUH WM TPAHCIOKAIUH).

Meito3 CcOCTOMT W3 [JBYX MOCJIEAOBATEIbHBIX MAECIEHUM C KOPOTKOH
untepdazoit Mmexxay Humu (puc. 2.3).
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Pucynok 2.3 — Cxemartudeckoe M300paK€HHE MOCIEAOBATEIbHBIX CTaaul
Meio3a

o IIpodaza I — npodaza nepBoro naejaeHus oYeHb CI0XKHAs U COCTOUT U3 5
CTaJIhM:

o @aza JICNTOTECHBI WM JCNTOHEMbI — KOHJCHCAIIUA JIHK C
o0pa30BaHUEM XPOMOCOM B BUJIE TOHKHUX HUTEH.

o 3UroTeHa WJIM 3UrOHEMa — KOHBIOTAIMA (COSIMHEHUE) TOMOJIOTHYHBIX
XpOMOCOM C OOpa3oBaHMEM CTPYKTYp, COCTOSIIIMX W3 JABYX COEAMHEHHBIX
XPOMOCOM, Ha3bIBAEMBIX TETPAJIaMU UM OMBAJICHTAMH.

o IlaxuTeHa unu naxuHema — KpOCCHUHTOBEp (NEPEKpecT) oOMeH
y4aCTKaMU MEX]Iy TOMOJIOTMYHBIMH XPOMOCOMAaMH; TOMOJIOTUUHBIE XPOMOCOMBI
OCTaIOTCSI COCIMHEHHBIMU MEXKy COOOM.

o JlumyoreHa uiu aUIIOHEMA — MIPOUCXOJIUT
JacTUYHAas JICKOHICHCAIMS XPOMOCOM, TIPH 3TOM 4YacTh I'€HOMa MOXET padoTaTh,
MPOUCXOSIT mpouecchl Tpanckpuniuu (oopazoBanue PHK), Tpancnauuu (cunres
0eJKa); TOMOJIOTMYHBIE XPOMOCOMBI OCTAIOTCSl COEAMHEHHBIMU MEXKTY COOOM.

o Jlmakunes — JAHK CHOBa MaKCHUMAaJIbHO KOHJEHCUpYyETCH,
CUHTETUYECKHE TIPOIIECCHl MPEKPAIIAtOTCs, PACTBOPACTCS siepHas 000J0UKa,;
TOMOJIOTUYHBIE XPOMOCOMBI OCTAIOTCS COSAMHEHHBIMHU MEXKTY COOOI.

o Meradaza |— OuBamEHTHBIC XPOMOCOMBI ~ BBICTPAMBAIOTCS  BJIOJIb
HKBATOPA KJIETKH.

o Amnadaza | — MUKpPOTpYOOUKH COKpAIIAIOTCs, OMBAJCHTHI NEIATCA H
XPOMOCOMBI PacXoATCsl K TMoJjirocaM. BaxkHO OTMETHUTh, UTO, U3-3a KOHBIOTALUU
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http://ru.wikipedia.org/wiki/%D0%9A%D1%80%D0%BE%D1%81%D1%81%D0%B8%D0%BD%D0%B3%D0%BE%D0%B2%D0%B5%D1%80

XPOMOCOM B 3UTOTEHE, K MOJIFOCAM PACXOJATCS LIEJIbIE XPOMOCOMBI, COCTOSIIINE U3
JBYX XpOMAaTHJI KaX/aasi, a HE OT/IEJIbHbIE XPOMAaTUbl, KAK B MUTO3€.

o Tenodaza [ — XxpoMocOMBI AeCTUPATUZYIOTCS U TOSIBISIETCS  SiZICpHAS
o0oJI0YKa.

Bropoe penenue wmeio3a cieayeT HENOCPEICTBEHHO 3a IMEpBbIM, 0e€3
BBIPDOKEHHOU HHTEep(da3bl: S-Mepuoji OTCYTCTBYET, IMOCKOJIbKY IMepei] BTOPbIM
JeneHrueM He npoucxoauT perumkannu JJHK.

o Ilpodaza II— mnpoucxoaur KOHIAEHCAIHMSI XPOMOCOM, KJIETOYHBIHI
LEHTp JETUTCS U TMPOAYKTBl €ro JEeJI€HUs pacxomdarcsd K IoJIIocaMm  sjpa,
paszpyiaercs saepHas 0007104Ka, 00pa3yeTcsi BEpETEHO JICJICHHE.

o Meradaza Il — yHuUBaIEHTHBIC XPOMOCOMBI  (COCTOSIIIUE U3  JBYX
XpOMaThJ KaXk/Jas) paclojararoTcsi Ha «3KBaToOpe» (Ha paBHOM pACCTOSHUU OT
«TIOJIIOCOB» Si7Jpa) B OJIHOM IIOCKOCTH, 00pa3ys Tak Ha3blBAEMYI0 MeTa(a3HyIo
MJIACTHUHKY.

o Amnadaza Il — yHUBaNEHTH AENATCS M XPOMATUIBI PACXOAITCS K
IIOJIFOCAM.

o Tenogaza Il — XpoMOCOMBI JeCIUPATUIYIOTCS U TOSBISETCS siAepHas
o0oJI0uKa.

B pe3yibTrare u3 OJIHOW TUIUIOUIHOMN KJIETKU o0Opa3zyercs
YeThIpe ralIONAHBIX KIETKH. B Tex ciy4asx, Koraa MeEHo3 COIPSKEH
C raMETOreHE30M (HaIpuMep, y MHOTOKJIETOYHBIX YKUBOTHBIX), pu

Pa3BUTHH AUIEKIIETOK MIEPBOE U BTOPOE AEIEHUSA MEHWO03a PE3KO HEPABHOMEPHEI. B
pesyapTare (opMUpyeTCs OJHA TrarioujaHas — SHIeKIeTKa W JBa  TakK
Ha3bIBAEMBIX PEIYKIIMOHHBIX TeJblla (A0OPTUBHBIE JEPUBATHI MEPBOTO U BTOPOTO
JIeTICHHIN ).

Kapuotun

HaGop xpomMocom comMaTH4eCKO# KIIETKH, CBOMCTBEHHBIN TOMY WM WHOMY
BHUJly JKMBOTHBIX WJIM PACTECHHI, Ha3bIBAIOT KapuoTUNOM. OH BKIIIOYAET BCE
O0COOEHHOCTH XPOMOCOMHOTO KOMIUIEKCA: YUCJIO XPOMOCOM, X (HopMy, Hau4Hue
BUJUMBIX I10J] CBETOBBIM MUKPOCKOIIOM JI€TAJIEN CTPOEHUS OTIEIIBHBIX XPOMOCOM

Kapuotunm — 3TO COBOKYNHOCTH NPU3HAKOB, IO KOTOPBIM MOKHO
UJACHTUGUIIMPOBATh JaHHBIM XPOMOCOMHBIM HA0Op: 4YHCIO XPOMOCOM, WX
dbopma, onpenensieMas Mpexae BCEro  PaCHOJIOKEHHEM IIEHTpOMEp, HaIUIue

BTOPHUYHBIX MEPETSHKEK, CIIyTHHUKOB, YyepeI0BaHuEe 3yXPOMATUHOBBIX U
reTepOXpOMATUHOBBIX PAaOHOB U T. A. TakuM 00pa3zom, KAPUOTUIT — ATO NACHOPT
Buna. Kapuotunm moxeT ObITh M300pakeH B BHUJE MAMOTPAMMBI — CXEMBbI, Ha

KOTOPOM XpOMOCOMBI paclojiaratoT B psJ MO0 Mepe yObIBaHUS WX JJIUHBIL.
Ha unuorpamme npuHsITO M300paxaTh MO OJHOW M3 KaXJAOW Mapbl TOMOJIOTHYHBIX
xpomocoM (puc. 2.4).
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Pucynok 2.4 — Unuorpamma

Haumenbiee YUCIIO XPOMOCOM CpeJId SYKapUoT UMEET
nemaroma Ascaris megalocephala univalent (2n = 2). HaubombIue qyuciaa
XPOMOCOM BCTPEYAIOTCSl y MPOCTEHIIUX W MAanOpOTHUKOB, ISl KOTOPBIX Xa-
paKTEpHBI BHICOKUE YPOBHH TMOJMUIUIOUIUM. Y HHUX YUCIO XPOMOCOM JOCTUTaeT
HECKOJIbKUX COT. OOBIYHBI JUILIOUIHBIE HAOOPBI, COJEpXkaIlue OT JEeCSITKa 0
HECKOJIBKUX JECATKOB XPOMOCOM.

Y MHOrHX pacTeHWii, a TaKXke >KUBOTHBIX HApsAy C TOCTOSHHBIMU
KOMIIOHEHTaMH KapUOTHUIIa — TaK Ha3bIBAEMbIMU A-XpOMOCOMaMH — B sipax
HEKOTOPBIX OCOOEH JaHHOTO BHIIA COJEpP)KATCAd JOMOJIHUTENbHbIC, WU B-
XpOMOCOMBI. HacTO OHM MOYTH LIEJIMKOM COCTOSIT U3 FETEPOXpOMATHHA. YHUCIIO UX
BapbUpyeT OT OJHOTO  JI0  HECKOJbKHX  JIECSITKOB Yy  HEKOTOPBIX
sugoB Hymenocallis (pacrenne). [IpuunHbl UX MOSABICHUS M BBIIOJHIEMBIC MU
GYHKIIUA IO CUX TIOp HE SICHBI.

Cpenu Bcex XpOMOCOM KapHOTHUIIA Pa3InyaloT mapbl ayTOCOM, OJIMHAKOBHIC
T MYXKCKUX M JKEHCKMX o0co0ed, M OJHY mapy TMOJOBBIX XPOMOCOM,
Pa3IMYAIOIIUXCS Y MY>KCKUX B KEHCKUX ocoOei. [1oioBbie XpOMOCOMBI KEHCKHUX
0co0ell MJIEKOMUTAIIUX 0003Ha4Ya0T OykBaMu XX U MYKCKUX ocobeil — XV,
MOATOMY KEHCKHUH MOJI HAa3bIBAIOT TOMOTAMETHBIM, MY>KCKOM — T€TepOraMeTHBIM.
v MITULL u 0abouex, Ha000POT. KEHCKUI MOJI FETEPOraMETHBIH,
MY>KCKOW TOMOTaMETHBIM.
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MOJ'ICKy.H}IpHBIC OCHOBBI HACJICACTBCHHOCTH

MarepuaibHbIM  HOCHUTEJNEM  HACIEICTBEHHOCTH SIBJISIETCA  MOJIEKYJia
ne3okcupuoonykinennoBoit kuciotel (JAHK). Monekyna JIHK coctouT m3 aByx
HUTEH, 3aKPYyUEHHBIX JPYT OTHOCHUTENbHO Jpyra. Kaxnas u3 nenodek odpazoBaHa
OTIIEIBHBIMU OJIOKAaMU - HYKJICOTHJAMHU, B TOCIEIOBATEIBHOCTH KOTOPBIX
3aKo/IMpOBaHa reHeruyeckas uHopmanusa. Mudbopmarus cuutbiBaeTcs JHIIb C
OJTHOM HHWTH, BTOpas CHOCOOCTBYET O0Jee KOMMAKTHOM yHAaKOBKE OIPOMHOM
MOJIEKYJIbI B KJIETKE.

Knetka ob6nagaer cmocoOHocThio Ha ocHoBe JHK cTpouts Mmomekynbl
0esKoB. I'eHeTHYeCKHil KOl YHUBEPCAJIEH - Y BCEX OPraHU3MOB, OT MPOCTEHIINX
0  CaMbIX BBICOKO  OpPraHM30BAaHHBIX ONPEJEICHHAs  MOCIEIOBATEIbHOCTD
HYKJIEOTHUJIOB "BOILIOMIAETCA" B MAECHTUUHYIO CTPYKTYpy Oenka. OyHKIHMH OEJKOB
B OpraHu3Me HEOOBIKHOBEHHO pa3HOOOpa3Hbl, HMX cheuupuka OpsIMO HIH
OIIOCPEJOBAHHO BIMSIET Ha JII000E€ CBOWCTBO UHIMBUIYYMA.

JIHK npencraBiser co0oil MOJMMEPHYHO MOJEKYIY, B COCTaB KOTOPOU
BXOJST YEThIPE OCHOBAHUS: TNypuHOBble — ajieHuH (A), ryanndH (G) wu
nupumuarnHoBbie — TUMUH (T), nuro3un (C). Kaxaplii u3 HUX COEAMHEH C OJHOMN
MOJIEKYJION caxapa — JI€30KCHUpUO030i U ¢ OCTaTKOM (HOCHOpPHOM KHUCIOTHI B
BUJIE 1I€30KCUPUOOHYKIIEOTHIOB, KOTOPbIE M MPEACTaBISAIOT COOOM MOHOMEPHI,
Bxomsgmue B coctaB JHK wu oO6pa3syroniue noimae30KkcupruOOHYKIEOTHIBI,
iy noaunykineotupl. Kak nmokaszan B 1949—1951 rr. 3. Yapradd, konuuectso A
B moboi monekyne JIHK paBno xommyectBy T, a xommuectBo G paBHO KOJH-
gyectBy C (mpaBuio Yapradda).

JIx. Yorcon u @. Kpuk, onupasch Ha 3TO MPaBUIO, OOOOIIMIN JaHHBIE
PEHTIEHOCTPYKTYPHOTO aHalin3a, MoJIydeHHbIe B jaboparopusix M. Yunkuuca u P.
@®paHKIUH, U TocTponian MoJiekyisspHyro Mmoaens JIHK. JIx. Yorcon nu @. Kpuk
TaK OIMKMCAJIN OCHOBHBIC YEPTHI ATOM Mojienu (puc. 2.5):
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Pucynok 2.5 — Ctpoenne JJHK

1Ywucno moMMHYKICOTHAHBIX IIETIEH paBHO JBYM.

2. 1lenn oOpa3yloT nmpaBo3akpydeHHbIE ciupainy Mo 10 oCHOBaHMI B KaXIOM
BUTKE.

3. Llernu 3akpy4eHbI OJJHA BOKPYT APYTOM U BOKPYT OOIIIEH OCH.

4. TlocienoBaTebHOCTh aTOMOB (o OTHOUIECHUIO K
KOJIbIlY J€30KCUPUO03bI) OJTHON 1I€NMH MPOTUBOMOJIONKHA TAKOBOW B JPYToO 1MW,
T. €. HENU aHTUNAPAJIIETIbHBI.

5. ®ocdarHble TPYNIUPOBKU HAXOAATCS CHApYX U CIUpayeid, a OCHOBAHMS
— BHYTPHU M pacrosiokeHbl ¢ uHTepBajioM 0,34 MMK MOJ OPSIMBIM YIJIOM K OCH
MOJIEKYJIBI.

6.llenn  ymepXWBalOTCS  BMECT€  BOJOPOAHBIMH  CBS3SIMU  MEXKIY
OCHOBaHHUSIMU.

/Ilaps1, obpazyembie ocHOBaHUAMU A — T u G — C, B BbICIIEH CTENEHU
cnenuduyunbl. TakuM 00pa3oM, MOTMHYKJICOTUIHBIEC IIETTH KOMIUIEMEHTAPHBI APYT
ApYTY.

Ha ocnoBanum srori mogenu [Ix. Yorcon u ®@. Kpuk nmpeanonoxuiau, 4ro

TeHbl OTJIMYAIOTCS JpYr OT Jipyra 4epeloBaHUEM TMap HYKJIEOTUIOB, U
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HaCJICaACTBCHHAA I/IHq)OpMaI_[I/IH 3aKOApPOBaHA B BHAC IIOCICAOBATCIBHOCTH

HYKJICOTU/IOB.
BocnpousBenenne  reHoB  3amoxeHo B cTpykrype JHK @ —
B KOMIUIEMEHTAPHOCTH €€ OCHOBaHHM u 3aKJII0YaeTCs B

pa3beAMHEHNN KOMIUIEMEHTAPHBIX OJIMHYKJICOTUIHBIX ILENEd W TMOCIEAYIOLIEH
JOCTPOMKE HOBBIX, KOMIZIEMEHTAPHBIX LEMEN U3 HYKICOTUIOB KIETKH.

Hosro cuutanock, yto JJHK MoxeT ObITh TOJIBKO B BHJI€ MPABO3AKPYUEHHOM
cnupan, ogHako B 1979 r. amepukanckuil ydyeHbii A. Puy nokasan, uro JJHK
CYIIECTBYET W B BHJE JIEBO3aKpydeHHOU crimpanu. Ita ¢dopma — Z-JIHK —
BCTpPEYACTCS Ha y4acTKax, odorameHHbIX napamu G—C u, mo-BUANMOMY, UTPAET
CYILLECTBEHHYIO POJIb B MPOLECCAX PEKOMOMHALIUN U PETYIISILIUU IEUCTBUS T€HOB.

JlanpHENIINKA TTPOTPECC B MMOHUMAHUU MEXAHW3MOB PEIUIMKALMU F€HOB, UX
(GYHKUMOHUPOBaHUS M TNEPEKOMOMHALIMM  BCELENO CBSI3aH C  yCHEXaMH
MOJEKYJISIpHON reHeTukd. Ha oOCHOBe 3THX MCCIEAOBAaHUWA pPOJUIACh HOBAs
OTpaciib HAyKH — TE€HHas WHKEHEPHs, KOTOpas MO3BOJISIET MAaHUITYJIUPOBATH
WHIUBUyaJIbHBIMA T€HAaMH, I[OJIy4aTh B TPOOUPKE HUX HOBBIE COYETAHUS,
MOJIy4aTh MYTalUM IO KEJIAHUIO 3KCIEPUMEHTATOpPA, MEPEHOCUTh T'€Hbl OJIHHUX
OpraHU3MOB B KJIETKU JAPYTHX U TaKUM 00pPa3oM KOHCTPYHPOBATH OMOJIOTHYECKUE
CUCTEMBI, KOTOPBIX HUKOT]Ia HE OBLJIO B MPUPO/IE.

A3oBa, M.M. I'eHeTHKa YyeT0BEKAa C OCHOBAMU MEIUIIUHCKOW T€HETUKU CTP.
16-44

Bonpockl kK NpaKTHYeCKOMY 3aHATHIO

1. MopdodyHKIIMOHAIbHAS XapaKTEPUCTUKA KJIETKH: OOIIHME MOHATHUS O
KJIETKE U €€ (PYHKUUAX, XMMHUYECKas OpraHu3alusi KJIETKH; I[JIa3MOJIeMMa,
LUTOIIa3Ma U €€ KOMIIOHEHTbI, OPTaHEeIJIbl U BKIIOYEHHUSI.

2. Knerounoe siapo: GyHKIMH, KOMITOHCHTHI.

3. MopdodyHkimonanbHple  0COOEHHOCTH  KOMIIOHEHTOB  slpa B
pa3IUYHbIC TIEPUOJIBI KJIETOYHOTO ITUKJIA.

4, Crpoenue 1 PyHKITUM XPOMOCOM YEJIOBEKA.

5. Kapuotun uenoseka.

6. OCHOBHBIE TUIIBI ICTICHUS YYKAPUOTHUYECKUX KIIETOK.

7. KieTouHbIi LUK U €ro NEPUOBI.

8. buonornyeckas pojgb MUTO3a U aMUTO3a. POJIb aTUMMYECKUX MUTO30B
B TTATOJIOTHH YEJIOBEKA.

Q. buonornueckoe 3HaUeHUE MENHO03A.

10. Pa3BuTHe criepMaTO30UI0B U SHIEKJIETOK YeJIOBEKA.
11. Xwumuueckoe CTpOEHHE U TEHETHYEeCKas pojib HYKJICHMHOBBIX
kucnot: JIHK u PHK.
12. Coxpanenue HHPOPMALIMK OT MOKOJIEHUS K MOKOJIEHUIO.
13. Tensnl u ux cTpykrypa. Peanuzainus reHeTHuecKoi HHPOpMAIUH.
14. T'eHernueckuii KOJ U €r0o CBOMCTBA
3ajaHus K NPAKTUYECKOMY 3aHATHIO
1. Pemmire 3amaun Ha OnocunTes Oeka
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—  OgHa u3 nenouek mosnekynsl JJIHK nMeer Takyro nocieoBaTenbHOCTb
HyKIeOTHIOBA ' TA U UT ATA I TUT ATTTALIT ...... Kakyto
MOCJIEA0BATENBHOCTh HYKJICOTU0B UMEET BTOPAs LIEMIOYKA TOM 7K€ MOJIEKYJIbI?

— Kakoe ctpoenune Oynmer umers Mosekyina PHK, ecniu mnopsmok
HYKJICOTUJOB B ILIETIOYKE COOTBETCTBYIOIIETO TE€HAa, Ha KOTOPOM OHa
CUHTE3HupyeTcs, umeet cienyromryo mnociaenopartenbHocTh:l T TA AT A I
OIrATALOTITA?

—  Omnpenenute NOPSIOK CIEIOBAHUS APYT 3a APYroM aMHHOKHUCIOT B
y4acTKe MOJIEKYJ bl Oenka, €clIdM M3BECTHO, YTO OH KOJUPYeTCd TaKou
nocnenoBarenbHoCThi0 HyKJIeoTHAoB JHK: T T' A TT U T' TTT A TT I T

—  bonbmas U3 AByx uenel Oeika MHCYNIHMHA (Tak Ha3biBaemas 1enb B)
HAYMHACTCS CO CICAYIONNX aMHUHOKHUCIIOT: (DeHWIaJJaHUH — BAJIMH — aclaparud —
TIyTaMUHOBAs KUCJIOTa — TUCTHAWH — JICHWIIMH. HamummTe mocaeaoBaTeIbHOCTh
HYKJIEOTHI0B yuacTka moJiekyisl JIHK, xpansmero napopmanmio o0 3Tom Oemke.

— B monekyne JIHK Ha 107110 HUTO3MHOBBIX HYKJIEOTHUIOB MPUXOIUTCS
18%. Onpenenute NpOLEHTHOE COOTHOIICHUE JPYTUX HYKJICOTUIOB, BXOASAIINX B
monekyny JHK.

IIpakTuyeckoe 3ansitue Ne 3. 3aKOHOMEPHOCTH HACJEA0BAHUS
NPU3HAKOB
Teopernueckasi 4acTb

HacnepgoBanue — mpouecc nepeiadyd TEHETHYECKOW HWH(oOpManuu uepes
rameTbl (Mop(doJornyecKkux, OWOXMMHYECKMX U (U3MOJOTHYECKHX U JIp.
MPU3HAKOB) OT POJUTENEH K MOTOMCTBY. HaciiencTBEHHOCTh — CBOMCTBO >KMBBIX
OpraHU3MOB IMEPEA0BATH U3 TTOKOJICHHS B MOKOJEHUE TeHETHUECKUE PU3HAKH.

I'omonoruunsie mapel. B comaTnueckux KieTKax ecThb JBa Habopa
XpOMOCOM, T.K. OT KaXJ0r0 U3 pOJIUTENEH B KIETKY MOMNaJaeT 1o 0AHOMY Habopy
xpoMocoM. Kaxgas XpomocoMa COCTaBiIsI€T Hapy € XpPOMOCOMOW W3 JPYyroro
Habopa. [lapHble XpOMOCOMBI UACHTUYHBI U HECYT T€ k€ caMble I'eHbl. B KkileTkax
YeJI0BEKa HAaXOJATCS 23 mapbl TOMOJIOTUYHBIX XPOMOCOM.

['oMosiornyHble XPOMOCOMBI — XPOMOCOMBI OJIMHAKOBbIE IO (opme u
pa3MepaM, IMapHbIE, COJEpIKAIHE OJMHAKOBBIE T'€HBI, KOTOPHIE PACIIOJIOKEHBI B
UJEHTUYHBIX y4acTKaX M OTBEYAOT 33 OJMH M TOT K€ MpU3HaK. [ OMOJIOrHYHbIE
XPOMOCOMBI 00pa3yIoTCsl B 3UTOTE MOCIE CIUSHUS TAINIOUIHBIX siep SHIEKIETKA
u criepmaro3onaa. OaHa U3 roMOJIOTMYHBIX XPOMOCOM — MaTEPUHCKAsA, a BTOpas —
OTIIOBCKasl.

AyTOCOMBI U TIOJOBBIE XPOMOCOMBI. AYTOCOMBI — BCE XPOMOCOMBI, KPOME
MOJIOBBIX. B comMaTHuecknx KeTKax Kak/as ayTocoMa MpecTaBieHa qBaxkiabl. Mx
BCero 22 mapsl. AyTocOMaMu OHM Ha3bIBAKOTCA 3a BHENIHEE CXOACTBO. llonoBbie
XPOMOCOMBI, 23-5 mapa, ONPEAEISIOT MOJ YeJIOBEKa.

AnuenbHbBIE T€HBI — T€HbI, KOTOPBIE PACIOJIOKEHBI B UACHTHYHBIX y4acTKax
TOMOJIOTHYHBIX XPOMOCOM. AJuielibHble TeHbl —A M a; BUB, AUA; BuBu . 1. -
oOpasytoT ayuiennomopHbIe naphl. Paznuunsbie bopmbl reHa
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Ha3bIBAIOTCS auiensiMu. HacneayroTcs qBe ajienu Kaxaoro reHa: oJlHa OT MaTepu
U BTOpasi — OT OTIA.

I'en — ¢dyskumonaneHbii yuactok Mosekynsl JIHK, copepkammii kon
(HECKOJIBKO ThICAY Tap HYKJIEOTHIOB), OMPECISIONUNA CUHTE3 OAHON M3 BUIIOB
PHK, nocnenoBaTenbHOCTh aMUHOKHMCIOT B Tmonurentuae (Oenke), KOTOpbId
obOecrnieunBaeT Kakou-I1u00 MpHu3HaK.

PaznuuaroT TOMUHAHTHBIE U PELIECCUBHBIC TE€HbI. PeliecCUBHBIA T'€H — TeH,
MPOSIBIIEHHE KOTOPOTO MOJABISAETCSA APYTUMH AJJIESIMU JTAHHOTO T'eHa.

['eHOTHIT — COBOKYIHOCTH SIIEPHBIX T'€HOB OpPraHHW3Ma, WA COBOKYIHOCTH
TE€HOB [UIsl JTAHHOTO MNpu3HaKa. DeHOTUI — COBOKYIHOCTh BCEX IPU3HAKOB W
CBOMCTB OpraHu3Ma, Wi BbIPAKEHUE aJlIeIed TeHOB.

['omo3uroTa — opraHu3M, rOMOJOTHYHBIE XPOMOCOMBI KOTOPOrO B JTAHHBIX
JIOKycaxX HECYT OJMHAKOBbIE ajulesibHble TeHbl (ayienu). OHa GopMUpYyeT OJMH
THUII ramer. Hanpumep romo3urota AA dhopmupyet raMeThl A,
A; romosurora BB dopmupyet raMeThbl OJIHOTO
tuna B, B; romo3urora aa popmupyer rameTsi a, a ¥ T. 1.

I'eTepo3urora — opranusm, rOMOJIOTUYHBIE XPOMOCOMBI KOTOPOT'O B JAHHBIX
JIOKycaxX HECYT pa3Hble alljiesibHble TeHbl (ayenu). OHa GopMuUpyeT JBa THUIIA
ramer. Hanpuwmep, retepo3urota Aa popMupyer raMeThl IBYX
TUTIOB A U a; rerepo3urora Bs — ramets! B u B.

['emu3urora — QUIIOUAHBIN OpraHU3M, B KOTOPOM IMPUCYTCTBYET OJMH I'€H
U3 aJUIeIbHOM TMapel, W, OpU 3TOM, NOpH3HAK MposBiserca. Hampumep, y
TEMU3UTOTHI

X% remer d u D OTCYTCTBYIKOT B Y-XpOMOCOME, HO, HECMOTpPSI Ha 3TO,
npu3Hak (3a0oJjeBaHue JATbTOHU3M) TPOSIBUTCSL.

Jurerepo3urora — oObeIUHEHUE ABYX FE€TEPO3UTOT B OAMH opraHu3M. OHa
dbopmupyeT detbipe Tuma ramer. Hampumep, nurereposurota AaBb dopmupyet
rameTsl: AB, Ab, aB, ab.

3ajga4u ¥ METOIbl TEHETUYECKOTO UCCIIEA0BAHUS

OCHOBHBIMM 33Jja4aMU T€HETUKHU SIBIAIOTCA: 1) M3ydeHHME MEXaHHU3MOB U
3aKOHOMEPHOCTE HaCJeIOBaHMUs TEeHETHYeCKoW uHoOpMaluu; 2) HU3yYCHHE
MEXaHU3MOB M 3aKOHOMEPHOCTEH HW3MEHYMBOCTH OPraHU3MOB; 3) BBISBICHUE
CIIOCOOOB MCTPABJICHUSI TIOBPEXKACHUI T'€HETUYECKOTO arnapara u Jip.

OCHOBHBIMU METOJIAMHM T'€HETHUYECKOI0 MCCIIEIOBAHUS SBISIIOTCA: 1) MeToA
CKpeluBaHui (TUOPUI0JIOTHYECKOTO aHalu3a), paspadoranubii I'. Menpaenem,
CyTb ~ KOTOPOTO  3aKJIOYaeTcsi B  aHallM3€  HACJEAOBAHMS  OTACJIbHBIX
aTbTEPHATUBHBIX MPU3HAKOB B Psy TOKOJCHUH, B KOJUYECTBEHHOM YyUETe
NOTOMKOB C pPa3IM4YHOM KOMOMHAIMEW NPU3HAKOB; 2) HIUTOIC€HETHUYECKUI —
U3ydeHue KapuoTumna (Habopa XpoOMOCOM) B KIETKax pa3iu4HbIX TPyHn
OPTraHU3MOB C I[IE€NBI0 BBISBICHUS MYyTanuil; 3) OMOXUMUYECKUN — H3y4YEHUE
XUMHUYECKOTO COCTaBa KJIETOK W aKTUBHOCTH (DEPMEHTOB, KOTOpasi OMpeaemseTcs
HACJIEJICTBEHHOCThI0; 4) Fr€HEAIOrMYECKU METO/I, HCIOJIb3YyEMbIi B TE€HETHKE
YeJI0BEKa U CEJICKIIUH )KUBOTHBIX, ITO3BOJIAIONINN U3Y4aTh UX POJOCIOBHBIE U .

3aKOHOMEPHOCTHU HACIEOBaHUS IPU3HAKOB
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Hawanom nnsi oOBSICHEHMS 3aKOHOMEPHOCTEH HACJIEIOBAaHUS NPHU3HAKOB
MOCIYKWJIM MHOTOJIETHUE OIBbIThl Yemickoro ywyeHoro [I. Menaens 1o
CKpCIIMBAHUIO HECKOJIBKUX cOpTOB ropoxa (1856— 1863 rr.). B 1865 roay Beiiia
ero pabora «OnbITHl HaJ PACTUTEIbHBIMU THOPUAAMI», B KOTOPOU OH M3JIOKHUI
3aKOHOMEpPHOCTH Hacle[oBaHusl mpu3HakoB. . Menzaens pa3paboTan reHHyIo
TEOPUIO HACJEACTBEHHOCTH. B CBOMX HCCIEIOBAHMSIX OH HCIOJIb30BaI METO]
rUOpUIONOTUYECKOTO  aHaim3a (MeToa  cKpenmBaHuil). ['uOpuausanus —
MOJIydeHUE  THOPUIHBIX  OPTaHWU3MOB  OT  CKPCIIMBAHUS  T€HETUYCCKU
Pa3IMYAIOIINXCSl OPTaHU3MOB.

['ubpua — opranusm, IOJYYCHHBIN B pe3yIbTaTe CKPEITUBAHUS IBYX (GOPM C
QIBTEPHATUBHBIMUA (KOHTPACTHBIMH) mpu3Hakamu. J[ns ombeitoB . MeHnnenb
WCIIOJB30BAJl  PACTEHUE-CAMOONBUIATENs —  AYIIWCTBIA  ropomek. [lpm
CaMOOTIBUICHHH OBLI TMOJYy4YeH TeHETWYECKH YHCTBHIA MaTepuall (YHUCThIE JIUHUH,
YT TOMO3HUTOTHI).

I Menaens BbACIMI 2 THIA CKPEIIMBAHUS — MOHOTHOPHIHOE U
JTUTHOPHUIHOE.
MoHorubpuiHoe —  CKpeIlllMBaHWE [0  OJIHOW  Iape aJbTepHATUBHBIX

NpU3HaKoB. JIOMUHAHTHBIN aJIeNbHBIA TeH A ONpeienseT pa3BUTHE KEITOU
OKpacKH CEMSH, a PELECCUBHBINA aJUICNIbHBIM T'€H d — 3€JIEHOM OKpackh. Takum
o0pa3oM, pa3BUTHE TMpPU3HAKA OKPACKU CEMSH OOYCJIOBJICHO OJHOW Mapoit
aJIJICTBHBIX TCHOB, A 1 a.

JIurnOpuHOE — CKpEIIMBAHUE 110 JIBYM MapaM aJbTEPHATUBHBIX MTPU3HAKOB.
AnnenbHble TeHbl A U @ ONIPEACISIIOT Pa3BUTUE, COOTBETCTBEHHO, JKEITOM U
3€JICHOM OKpacKW CEeMsH, a ajulelbHble TeHbl B u b — merepmunmpyror passutne
(GbOopMBI CeMsIH, COOTBETCTBEHHO, TeH B — riajkoit u red b — mopmuaucToi. Takum
o0pa3oM, pa3BUTHUE MPU3HAKOB OOYCJIOBJICHO JBYMsS TapaMu ajUIeJIbHBIX T'€HOB
(A u a—rensl okpacku; B u b — renst popmab).

I'. Mennens BBeI CleAyIONIyl0 OyKBEHHYIO CUMBOJIUKY: P — ponutenu; A —
JOMUHAHTHBIA  (MOJABISIONINIM) allieib TeHa OKPAcKW; a — PEeleCCUBHBIN
(moaBIsieMblil) ajuieNb T€Ha OKPACKHU; X — CKpenuBanue; Fi, — rTuOpusl mepBoro
U BTOPOTO TMOKOJEHHM; AA — JOMHHAHTHasT TOMO3WUI0Ta; aa — PEUECCUBHAs
roMo3urora; Aa — reTepo3urora.

3aKOHOMEPHOCTH HaClIeJOBAHUS TP MOHOTHOPUTHOM CKPEIIUBAaHUU

MoHorubpuHoe CKpeBaHue BKIIFOYAET J1Ba JTara.

IlepBBIii  9Tam  — CKpeIIMBAHUE TOMO3UIOTHBIX  JIOMUHAHTHBIX U
TOMO3HUI'OTHBIX PELIECCUBHBIX OCOOEH.

P QAA x & aa (AA — 0cobH ¢ KEeNTHIMU CEMEHAMM; ad — OCOOH C 3€JIEHBIMU
CEMEHaMH)

GA a

F1 Aa (moysiHOE JOMUHHUPOBAHUE, — T. K. BCE OCOOU C KEJITHIMU CEMEHAMU )

[TonmHoe JOMUHMpPOBAHHME — JOMHHAHTHBIA TE€H TMOJHOCTHIO TMOAABISET
JIEICTBUE PELIECCUBHOTO T€Ha, W IMO3TOMY BCE OCOOM HMMEIOT CeMeHa >KENTou
OKpPacKH.
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[TepBorit 3akon I. Menaens —3akoH eIMHOOOpa3Wsi THOPHUIIOB TIEPBOTO
MOKOJICHUSI — TPU CKPEIIMBAHUM TOMO3HUTOTHBIX OCOOEH, paziuyaroluxcs Io
OJIHOM mape aJbTEepPHATHUBHBIX MPU3HAKOB, HAOIIO/IaeTCs equHOOOpa3ue ruopuIoB
MEPBOTO MOKOJICHHUS, KaK MO0 T€HOTHUITY, TaK U MO0 (EHOTHITY.

Bropoif srtam— ckpemuBaHue THOPHUIOB TMEPBOTO IOKOJICHUS, T. €.
reTepO3UTOTHBIX 0COOEH MeX 1y COOO0M.

P QAax d Aa

GAaAa

F, AA; Aa; Aa; aa (pacmeruienue o genotuiry — 3:1).

Bropoyi 3akon I'. MeHnens — 3aKOH pacIUEIUICHHs — IPU CKPEIIWBAHUU
TeTePO3UTOTHBIX OCO0EH, OTIMYAIOUIMXCA MO OJHOM TMape ambTepPHATUBHBIX
MIPU3HAKOB, HAOIOAETCS PACIICTUICHHE B COOTHONICHHH 3:1 — 1o ¢eHoTumy u
1:2:1 — mo reHoTHMY.

I. Mennens TaKKe UCCJIEI0BAJl HENIOJIHOE JOMUHHUPOBAHKE
(mpomexyToyHOE HacienoBaHue). HemomHoe JOMUHHpPOBaHHE BCTPEYAETCS B TOM
cilly4ae, KOIZJa JIOMHHAaHTHBII T€H HE IIOJIHOCTBIO IIOJABIIAET JIEUCTBUE
PELECCUBHOIO I'€HAa W MPOSBISAETCS IMPOMEXKYTOUHBIM XapakTEp HacJICTOBaHUS.
[Ipn ckpemMBaHUM TOMO3UTOTHBIX PACTEHHU HOYHOW KpacaBUIIbl C KPACHBIMU
(AA) u Oemamu (aa) 1BETKAMH B TIEPBOM IMOKOJCHUM HAOIJIOMAETCS
IPOMEXYTOUHBIM XapakTep HAcJIelI0BaHUs, T. K. MOSBISIIOTCS OCOOM C PO30BBIMU
1BeTkamu (Aa).

P Q@ AA x & aa (AA—pacTeHus ¢ KPaCHBIMU LIBETKAMMU; aa — PACTEHUS C

G A, a OenpIMH IIBETKaAMU)

F1 Aa (pacTeHus ¢ po30BbIMU IIBETKAMM )

[Ipu ckpemmBaHUU T€TEPO3UTOTHBIX 0COOEH C PO3OBBIMU LIBETKAMU MEXKAY
co0oi1 HaboaeTcs pacuierieHre B COOTHOIIEeHnH 1:2:1, kak 1o ¢peHoTuny, Tak u
110 TEHOTHILY.

PQ Aaxd Aa

GAa A a

F, AA; Aa; Aa; aa

[Ipy HEMOTHOM TOMHUHHMPOBAHUU MOJYYE€HO: 1 4acTh pacTeHUil ¢ KPaCHBIMU
nBetkamu (AA), 2 yactu pacTeHuid ¢ po30BbIMU IBeTKaMu (Aa) u 1 "acth — ¢
OenbIMU IIBETKaMH (aa).

['uniore3a 4UCTOTHI ramMeT NMPENIOKEHA AHTJIMUCKAM YYEHbIM Y. baTcoHOM:
napbl aqbTEPHATUBHBIX MPU3HAKOB (T€HBI) MEXKIY COOOM HE CMEIIMBAIOTCA IMPHU
00pa30BaHUU T'aMET, OCTAIOTCS B UHUCTOM aJUIEJIbBHOM COCTOSIHUH, U B XOJIe Meio3a
B KaXIYH raMmery IONajacT TOJIbKO OJIMH T€H M3 ajulelbHOM mapbl. ['umoresa
YUCTOTHl TaMeT TOSICHSET, YTO 3aKOHOMEPHOCTH HAcCJelIOBaHUSI MPU3HAKOB —
pe3ynbTaT CIy4aiiHOro COYeTaHUs TaMeT, XPOMOCOM U FE€HOB.

MonorubpunHoe aHaau3upyooliee ckpemuBanue. Ecaum npu  momHOM
JOMUHHUPOBAHUU HE U3BECTEH M€HOTHUIT OCOOM C IOMUHAHTHBIM MPU3HAKOM, TO JIJIS
ero oIpeaeNieHUs] UCTOIb3YIOT MOHOTHOPHUIHOE aHAIM3UpYIollee CKpelBanue. B
TOM CJy4yae BO3MOXHBI B BapWaHTa CKpellUBaHUM: 1) CKpeliuBaHue

19



JIOMUHAHTHOM TOMO3UTOThHI C PELIECCUBHONW TOMO3WUTOTOW MO JTAHHOW aJljienu, 2)
CKpEILMBAHUE TETEPOIUTOTHI C PELECCUBHON TOMO3UTOTOM.

)P QAAx daa2)P QAax § aa

GAaGAa,a

F,AaF; Aa; aa

B mepBom cnyudae B pesynbTaTe CcKpemmuBaHus B FiHeT pacuierieHus,
MO3TOMY aHalu3upyemass ocobb — romos3urora (AA). Bo BTopom ciydae B
F1HaOmrogaeTcss pacuieryieHue B COOTHOIIEHWH 1:1, mostomy aHanmu3upyemas
0co0b — reTepo3uroTa (Aa).

A3oBa, M.M. I'eHeTHKa Yyen0BEKAa C OCHOBAMY MEIULIMHCKOW T'€HETHKU CTP.
81-121

BOHpOCbI K IPAKTUICCKOMY 3aHATHIO

1. CymHOCTh 3aKOHOB HACJIEIOBAaHUS MPU3HAKOB Y YEIOBEKA.

2. Tunel HacnegOBaHUS MEHACIUPYIONINX MPU3HAKOB Y YEIOBEKA.

3. ['enorun u dhenoTur.

4, B3auMopeiicTBue aiieNbHBIX M HEAUIETbHBIX TE€HOB: IIOJHOE H

HCIIOJIHOC AOMHMHHUPOBAHHNC, KOAOMHUHHUPOBAHHC, IJIIMCTA3, KOMIIICMCHTAPHOCTD,
IMOJIMMCPHUS, CKPCIINBAHUC.

S. B3aumopencTBre Mex 1y TeHaMH.

6 [TeHeTpaHTHOCTh U IKCIIPECCUBHOCTH T€HOB.
7 [InenioTpomnus.

8. XpomocomHas teopus T. Moprana.

9 CueruieHHbIE TeHbI, KPOCCUHTOBED.

10. Kaptbl XxpoMOCOM YenoBeKa.

11. MexanusM HacienoBaHus Tpynn KpoBu cucreMbl ABO u pesyc
CUCTEMBL.

12. TlpuumHBl W  MEXaHU3M BO3HHUKHOBEHHUS  OCIOXKHEHHH  TpHU
reMoTpaHc(y3un, CBSI3aHHBIX C HEMIPABUIBLHO MOJ00PAaHHOM IOHOPCKOW KPOBBIO.

13. IlpuumHBl U MEXaHW3M BO3HUKHOBEHUS PE3yCc KOH(JIMKTA MaTepu U
10/1a.

3ajaHus K NPAKTUYECKOMY 3aHATHIO

1. PaccMmorpure u 3anumure oOmuye TpeOOBaHHSA K  PEIICHUIO
CUTYaIIMOHHBIX 33/1a4 MO0 T€HETHKE.

—  bykBammu gnatuHCKoro andaBuTa 0003HAYAIOT AJUIEIbHBIE IE€HBI,
KOTOpPBIE OTBEYAIOT 3a AJIbTEPHATUBHBIC MMPU3HAKH.

—  Jlnsg obGo3HaueHus poauTesield MCNoiab3yroT OykBy P (jiat. parentes —
POAUTENHN).

—  JKeHcknii TeHOTHN 3alUCBIBAETCS Ha NEPBOM MECT€ U HMEET
cuMBOJ § (3epKajio OOTMHHM KpacoThl BeHephl), mepen MYKCKUM TeHOTHIIOM
OTHOCHUTCS CUMBOJI ¢ (IIUT ¥ KOIbe Oora BoiHbI Mapca).

—  CkpeurBaHHs CKa3bIBaCTCS 3HAKOM YMHOXKCHHS (X).

—  ITloTtomcTBO, TOJIydeHHOE OT  CKpEIIMBaHHS, OOBEIUHACTCS
oyksoii F (mart. filii - netu) ¢ mubpoBBIM UHIEKCOM, KOTOPBIA OTBEYAET HOMEPY
nokonenue (F; — neru, F; — BHyKU U T.1I1.).
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— B 3ammcu cxembl CKpenMBaHus COXPAHITh YCTAHOBIEHHBIN MOPSIOK:

a) nucatb Jutepy P, nanpiie sKeHCKUNA, TOTOM — MY>KCKOM T€HOTHIIBL;

0) B BTOPOIl CTpOKE 3amucarb raMeTbl, COOTBETCTBEHHO, MOJ KEHCKUM U
MY>KCKUM T'€HOTUIIAMH;

B) B TpETbeWl cTpoke mocie OykBbl F 3amucaTh reHOTHIBI THOPUIOB uepes
TOYKY C 3aIISITOM.

2.03HaKOMBTECH C IpUMEpPaMu peIIeHUS 3ama4y Ha
HACJIeIOBaHNE MEHACIUPYIOMINX TTPHU3HAKOB.

1. CKONBKO THWIOB raMeT U KaKie IMEHHO OOpa30BBIBAIOT OCOOM C TaKMMHU
reHotunamu: Aa, Aabb, AaBsCc, XxeePpHH?

Pewenue

a) C TCHOTUIIOM Aa; 2'=2: A a;

0) ¢ renotunom Aabb; 21=2: Ab, ab:

B) ¢ renoturiom AaBbCc; 2° = 8; ABC, Ab, Abc, Abc, aBC, aBc, ab, abc;

r) ¢ rerorurom XxeePpHH; 2°=4; XePH, XepH, xePH, xepH.

2.Y 4JenoBeka Kapue IJa3a — JIOMUHAHTHBIM TMPU3HAK, TONyOble —
penieccuBHbBIN. ['01y0oria3piii My>K4rMHa, POJAUTENN KOTOPOTO UMENIU Kapue Tiiasa,
BCTYIWJI B Opak C Kaperiia3oi >KEHITMHOM, y 0TIIa KOTOPO# ria3za Obln rojryosie, a
B Matepu — kapue. Kakue riaza MoryT ObITh y ux nerei? Ornpenenure reHOTHUIIbI
BCEX YIOMSIHYTBIX JIHII.

Pewenue:
A — TeH Kapux P: Q Aax J aa
ria3 I'ameThl: A, a a
a— I'CH F, Aa; aa
rofryObIX ria3
& —aa
Q — Aa
P-?7F -7

OrtBer. [lockonpky poauTenn MyKUMHBI HMMEJIM Kapue r11aza, oba
ObLIIM reTepo3uroraMu Aa. ['eHOTUI MaTepu >KEHIIUMHBI MOXET ObITh AA niu Aa.
B sTtom Opake ¢ paBHOW BeposiTHOCTHIO (10 50 %) MOTryT POAMTBCA JETHU U C
kapumu (Aa), U ¢ roayObIMU (aa) ria3amu.

3. Pemure cuTyalmoOHHBIC 337a4d M0 MEAMIIMHCKON T€HETHKE HA MOHO- U
JTUTHOPUTHOE CKPEIIMBaHUSI.

— Kak  omnpegenuTth, €cTb JM  OpraHW3M  T'OMO3WUTOTHBIM IO
JIOMUHAHTHOMY ITPU3HAKY?

— YV denoBeka  TreH OpaxuJakTWinU (YKOPOUYCHHBIC — TalbIbl)  —
ayTOCOMHBIN JIOMUHAHTHBIN ITpU3HaK. [[pU3HaK mposBISIETCST B TE€TEPO3UTOTHOM
COCTOSIHUU, a B TOMO3UTOT 3TOT TE€H BBI3bIBACT THMOENIb 3apOJBIINICH Ha pPaHHUX
CTaJUsIX PA3BUTHSL:

a) Or Opaka JKEHUMHbl C HOPMAJIbHBIMM TMaJdbllAMU W  MYXYUHBI
Cc OpaxuakTUIMe poawicss peOEHOK ¢ HOPMaIbHBIM CTPOSHHMEM KucTu. Ornpenenure
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TEHOTHITHl YTIOMSIHYTBIX JIMIT W BO3MOXKHOCTh POXKACHHS pEOCHKA C YKa3aHHOM
aHOMaJIHE?

0) OmnpenenuTe BEPOSATHOCTh POXKICHUS OOJIBHBIX U 3I0POBBIX JIETel B Opake, rie
o0a pojuTenelt ¢ OpaxuIaKkTHIHEH.

— YV denoBeka OJIM30PYKOCTh IOMUHUPYET HaJ HOPMAJIbHBIM 3PEHHEM,
YMEHHUS JIy4llIe BJIaJIETh TPaBOM PyKOW IOMUHUPYET HAJl YMEHUEM JIydIlle BIAJETh
JIEBOM PYKOM.

a) Y OIM30pYKHX POAUTENCH, KOTOPBIEC SBISIOTCS MPABIIAMH POAMIICS CHIH
JIeBIlIa C HOPMAJIbHBIM 3pEHUEM. Y CTAHOBUTE T€HOTHUIIBI POJAUTENCH U peOCHKA.

6) MyxuuHa C HOpPMaJIbHBIM 3pEHHMEM, IMpaBIlla, MaTh KOTOPOro ObLia
JICBIIOHN, BCTYNHJI B Opak ¢ OJIM30pYKOH >KEHIIMHOM JeBIIoi. [1epBriii pebeHOoK OT
3TOr0o Opaka — OJU3OPYKHUH MpaBliia, BTOPON — MpaBila ¢ HOPMAJIbHBIM 3PEHUEM.
Y CcTaHOBUTE T'€HOTHUIIBI POAUTEIIEH U AETEH.

IIpakTuueckoe 3ansaTue Ne 4. MeToabl M3ydeHHUsI HACJIEICTBEHHOCTH U
U3MEHYMBOCTH YeJI0BeKA B HOPMe U NATOJIOTHH
Teopernueckasi 4acThb

N3ydeHne TEHETUKH YEJIOBEKAa CBS3aHO C OOJBIIUMHU TPYIHOCTIMMU:
CJIOKHBIA KapUOTUII — MHOTO XPOMOCOM U TPYIIN CIETUICHUS; MO3IHEE MOJOBOE
CO3pEBAaHME U peliKas CMEHa TOKOJICHUH; Majoe KOJIMYECTBO IOTOMKOB,;
HEBO3MOXHOCTh IKCIEPUMEHTUPOBAHUS HEBO3MOXHOCTH CO3JaHUS OJMHAKOBBIX
ycioBul ku3Hu. HecMoTpsi Ha mepedyrciieHHble TPYAHOCTH, T€HETHKA YeJIOBEKa
M3yuye€Ha Ha CEroAHsl JIydllle, 4YeM TEHETHUKAa MHOTHUX JIPyTHMX OpPraHu3MOB
(HanpuMep, MIJIEKOMMUTAIOLIMX) Onarogaps MOTPEOHOCTSAM  MEIUUUHBI U
pa3zHOOOpa3HBIM COBPEMEHHBIM METOJIaM UCCJICIOBAHUS.

1 I'eneanocuuweckuti memoo. Memoouxka cocmagieHus poOOCIO8HbIX U UX
aHanu3.

['eneanorust — 3TO y4eHUE O POAOCIOBHBIX. POIOCIOBHBIE MPEACTABISIOT
coboli rpaduyeckoe U300paKeHUe POJCTBEHHBIX CBS3CH MEXKTY WICHAMHU OJIHOM
CEMbM B HECKOJBKMX TIOKOJICHHUAX. AHANW3 pacupeneieHuss Kakux-amdo
MPU3HAKOB WUJIK 3a00JI€BaHUIN CpeaU MpeCTaBUTENICH OJTHONW CEeMbH MPE/ICTABISET
co0Ol CYIIHOCTh T'€HEaJIornueckoro Metoja. KIMHUKO-TeHealornyecKuili MeTo
SIBJISIETCS JICIEBBIM U JIOCTYITHBIM TSI JITIOOOTO METyUpEe:KICHUS.

3ajaun MeETO/a: YCTAHOBJICHHE HACJIEACTBEHHOTO XapakTepa NpHU3HaKa,
OMpeNeJICHUEe THUIA HACJIeIOBaHWsS TMpU3HAKa WM 3a00JieBaHUs, OICHKa
MEHETPAHTHOCTH T'€HAa, aHaJu3 CLEIUICHUS TeHOB M KapTHUPOBaHUE XPOMOCOM,
M3yYE€HHE WHTEHCUBHOCTH MYTAIIMOHHOTO TIpoliecca, pacuiu@poBka MeXaHH3Ma
JIEUCTBUS TEHOB, PacUeT POXKIACHUSI OOTHLHOTOPEOCHKA MPU MEANKO-TEHETHUYECKOM
KOHCYJbTUPOBAaHUHU. MeTOJ YCIOBHO BKJIOUaeT 2 3tama: | — cocTaBieHue
POIOCIOBHOM, 2 — reHeaJoTMYEeCKUi aHaJIN3.

[Ipennoxena B 1865 rogy ®p.l'ansTonom, B 1931 r. FOcT BBen cucremy
o6o3nauenuit (boukos H.I1. MenunuHckas renetuka, ctp. 56). ToT, OTHOCHUTENBHO
KOTO CTPOMTCS POJOCIIOBHas — TmpoOaHa. Pomnpie Opatr m cectpa — CHOCHI,
MoycuOChl — JBOIOPOJHBIE OpaThsi M CECTPhl WJIM HMEIOT OJHOTO OOIIEero
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pomutens. Jlns  rpaduueckoro U300pAKEHUS]  POJIOCIOBHBIX  HCIIOIB3YIOT
CTaH/JapTHbIE CHUMBOJIBI M TpueMbl. ['paduyeckoe H300pak€eHUE POJOCIOBHOM
COMPOBOK/IAETCS JIETEHIOM POJIOCIOBHOM.

Turnel HacaeaOBaHUS PU3HAKOB.

Ileppass 3agaua 1@pW  aHaIu3€  POJOCIOBHOM —  YCTaHOBJIEHUE
HACIIECTBEHHOTO XxapakTepa mnpu3Haka. T.e. Eciam mnpusHak BcTpeyaercs
HECKOJIBKO Pa3, MOYKHO TOBOPUTh O €ro HACJEACTBEHHOW NPHUPOAE, NMPU ITOM
CIIeyeT HCKIIOYUTh (PEHOKONMUU — 3a00JIeBaHUsA, MPOTEKAIOLIUE CXOJHO C
HACJICACTBEHHBIM, HO WX NPUYMHOW SBISIIOTCA (akTopel cpeanl. Hampumep
POJICTBEHHHKH pa0OTald MPU OJWHAKOBOM BO3JEHCTBUM BHENTHUX (DaKTOPOB U
POAWINCH IETU CO CXOJIHBIMU aHOMAJIUSIMH.

[Tocne ycraHoBIIeHUSI HACIEACTBEHHOIO XapakKTepa YCTAHABIMBACTCS THII
HACJICOBaHUS:

- JIOMMHAHTHBIA ayTOCOMHBIN

BceTrpedaeTcss ¢ OAMHAKOBOW BEPOSITHOCTBIO Y MYXYUH W IKEHILIUH, Y
OOJBLHOTO WJIM HOCUTENS XOTAOBI 1 W3 poauTenel o0iagan 3TUM MPU3HAKOM, Y
3I0POBBIX POJUTENIEH — TOJBKO 3JIOPOBBIE JE€TH, B TEX CEMbSIX rAe 1 poauTesb
OoneH, a pyroit 310poB 50% neTeit HacIeIyIOT JaHHBIN MPU3HAK.

- PeiecCMBHBIN ayTOCOMHBIN

Ecmu BcTpeuaercss ¢ OJMHAKOBOM BEPOSITHOCTBIO Y M M XK, Y 30POBBIX
POAUTENCH MOXET MOSIBUTHCS OOJIBHON pPEeOCHOK, TaKoe ke 3a00JIeBaHHWE YacTo
BCTPEUACTCS y NAIBHUX WM OJIM3KUX POJCTBEHHUKOB, B CEMbsX Ie | poauTens
3I0pOB OOJIbHBIC JIETH POXKIAIOTCA C BEPOATHOCTHIO MeHee 50%.

- JIOMMHAHTHBIN, CHEIVICHHBIH ¢ X-XPOMOCOMO

VY KEHIWH NPOSBISIETCS 3HAUUTEIIHLHO Yallle YeM y MY>KUHMH (B 2 pa3a), B TeX
CEeMbsiX, IJie O0JIEH OTel] — BCE JEBOYKHU OOJIbHBI, BCE MaJbUMKU 3J0POBBI, Y
310POBBIX POAUTEIIEH TOJIBKO 310POBBIE JIETH.

- PeniecCMBHBIN, CLHEIVICHHBIN ¢ X-XpOMOCOMOM

Bcerpeuaercs y M yanie 4eM y kK, y 340POBBIX POAUTEIICH MOMKET MOSIBUTHCS
OoJIbHOM peOeHOK, ecli MaTh OOJIbHA a OTEIl 3JI0POB, TO BCE MAIIBYMKHA — OOJIBHBI,
BCE JICBOYKH 3/I0POBHI.

2. brivzHenoBsiil MeTo . Ponb HACIEACTBEHHOCTH U Cpeibl B (POPMUPOBAHUU
MIPU3HAKOB.

ABTop @p.l'anbToH. IlpumeHnsercs s HW3y4eHHs BKJIaJa TE€HOTHNA U
yCJIOBUH cpefibl B (POPMUPOBAHUM PA3IMYHBIX MPU3HAKOB y YesioBeka. OCHOBaH Ha
3x mosoxkeHusx: | oaHOsIEBbIe OJM3HEIBI HWMEIOT OJIMHAKOBHIE TE€HOTHIIHI,
pa3HosilIeBbIe — pa3HbIe, 2 cpella, B KOTOPOUM pa3BUBAIOTCS OJIM3HEIBI MOXKET
OBITh KaK OJMHAKOBOM, TaK W pa3HOM, 3 BCe MPU3HAKU U CBOMCTBA OpraHU3MoOa
OTPENICIIAIOT B3aUMOJICHCTBUEM 2X (PAKTOPOB: T€HOTHUIIA U CPEIbI.

Yactora poxaeHusi 6iusHenoB B EBpormelickoit yactu P® cocraBnser 1
crydaii Ha 80 pomoB. Hambonee dacto OnmsHeInsl poxaeroTcs a Adpuke,
HanMeHblIee KoanuecTBO — Ha JanbHeM BocTtoke.B cpegnem wactora poxaeHus
Onu3HeoB y Jojed cocrtaBiaser 1% or Bcex poxiaeHud. Camoe O0bloe
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KOJIMYECTBO TIJIOJIOB BO BpeMs OMHOU OepeMeHHoCTH 3adukcrupoBaHo B 1998 r —
8 nereii.

Cy1miecTByeT HECKOJIBKO PA3HOBHIHOCTEHN OJIM3HEIIOBOTO METO/IA!

8. CpaBHEHUE OJTHOSHIIEBBIX OJIM3HELIOB MEXIY COOOM

9. SKCIepUMEHTAIbHOE CpPABHEHUE OJHOSIMIEBBIX OJIM3HEINOB (OJAUH —
KOHTPOJIbHBIN, BTOPOW — OIBITHBIN)

10. cpaBHEeHUE OJTHOSHIIEBBIX OJIM3HELIOB C PA3HOSHIIEBEIMU

11. cpaBHEHUE OIU3HELIOB C APYTUMU OPAThSIMHU U CECTPaMU

12. cpaBHEHHWE OJHOSMIIEBBIX OJIM3HEIIOB BBIPOCHIMX pa3feibHO, C
OJIHOSIMLIEBBIMH BBIPOCIIIUMH BMECTE.

3 buoxumunuyecknii  Metron.  KadecTBEHHBIE  TECThI, IMO3BOJSIOIIHE
ONpeNeNATh HApYyLIEHUs] OOMEHa BEIIECTB.

OuennBaetcst GEHOTUIT OpTraHU3Ma Ha MOJIEKYJISIPHOM YpOBHE (MPOSIBICHUE
HacJeICTBEHHOU 0oyie3HN — ¢deHoTun). CII0KHOCTh METOJIa 3aKIII0UYaeTCS B TOM,
YTO MHOTHE HAacCJIe/ICTBEHHbIE OO0JIE3HH 10 HEKOTOPHIM OHOXUMHYECKUM
MoKa3zaTelisiM MOYM WM KPOBH MOTYT OBITh CXOJIHBIMHU. Vcmombs3yrorcs
KJIACCUYECKUEe  OWMOXMMHYEKHE  METONbl:  3yekTpodope3, XpomaTtorpadus,
CIIEKTPOCKOMHSI U COBPEMEHHBIE METOJIbI: KUAKOCTHAs Xpomarorpadus, macc-
CHEKTPOMETPUS, MPT U T. 1. OOBEKTaMH OMOXUMUYECKON JUATHOCTUKU SIBIISIOTCS:
MOYa, MOT, IJIa3Ma U CBIBOPOTKA KPOBH.

Briaenstor 2 tuma: MaccoBbI€ M CEIEKTUBHBIE. MacCCOBBIE UCTIONB3YIOT IS
BBISIBJICHUS CPEIU HOBOPOKICHHBIX (DEHWIKETOHYPUH, TUIIOTUPEO3a, TUIIEPILIa3un
HA/IMOYCYHUKOB, MYKOBUCLIH/I03a U T. . KpoBb HOBOPOKJIECHHBIX MOCHUIAIOT B
naboparoputo 1 aHanu3a. [I[puMeHsieTcss He TOJIBKO I HOBOPOXKJICHHBIX, HO TaK
)K€ JJIs BBIABJICHUS OOJIE3HEW, pPaCIpPOCTPAHEHHBIX B KaKUX-JIMOO Tpymmnax
Hacenenud. Hampumep B CIIIA cpenn eBpeeB-almikeHa3uw BBICOKAs YacToTa
3a0oneBanusi Tei-Cakca, B CBSI3W C OTUM OpraHU30BaHa IMPOCEUBAIOIIAS
nporpamMma il Takux cemeil. CelleKTUBHbBIC MPEyCMAaTPUBAIOT  MPOBEPKY
OMOXUMHUYECKUX aHOMaINii oOMeHa (MoYa, KpOBb) y TMAIMEHTOB, C MOJ03PECHUEM
Ha HACIEJCTBEHHYIO 00je3Hb. VCHONMb3yl0TCsl MPOCThie KAa4€CTBEHHBIE PEAKIIUU
(HampuMep TeCT C XJIOPUIOM Keje3a IS BBISBICHHS (DEHWIKETOHYPHUH) WIH
0oJee TOYHBIE METOIbI (HATPUMEDP TOHKOCIIOWHASI XpoMaTorpadusi).

B coBpeMeHHBIX yCIIOBUSIX MHOTHE ATanbl OMOXMMHYECKOW JIUATHOCTUKH
OCYILECTBIISIIOTCS aBTOMAaTUUECKUMHU MpUOopamMu

[Tokazanus nJig MPUMEHEHUS OMOXUMHUYECKUX METOJO0B Y HOBOPOIXKIECHHBIX:
CyJIOpOTH, PBOTa, XeATyxa, crenuduyueckuid 3amax MOYM M IO0Ta, OCTAHOBKA
pocrTa.

4 [luToreneTnyeckuu METO/I. OcHOBHEIE [MOKa3aHUs TS
IUTOTCHETUYECKOTO  HcchenoBaHud. KapuotunupoBaHue —  ONpPEACIICHUE
KOJINYECTBA M KAYECTBA XPOMOCOM.

OcHOBaH Ha aHaJIW3€ KAPHUOTUIIA W BBIABICHUU B3aUMOCBSI3U MEXKIY
AaHOMAJIUSIMU W HACIEJACTBEHHBIMH 3a0o0jeBaHUsMU. VI3ydaroT TEHOMHBIC W
XpoMocoMHbIe 3a0oJieBanusl. CyTh 3aKIIOYAETCS B MUKPOCKOMHUYECKOM aHAJIU3e
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XpPOMOCOM, TIO3BOJISIIOIIIEM BBISIBUTh YHUCJIOBBIE W CTPYKTYPHbIE HM3MEHEHUS
kapuotuna. OObEKTOM SABIISIFOTCS XPOMOCOMBI B CTaIuU MeTada3bl MUTO3A.

MeTtoapl IUTOT€HETHYECKOTO HCCIIEOBAHMS YCIIOBHO JENAT HA MPSIMBIE U
HernpsaMbie. [IpsiMble — 3TO METOBI MOIMYUYEHHUS MPENAPATOB ACHAIMXCS KIETOK
0e3 KynbTuBUpOBaHMs. [IpUMEHSAIOTCS N7 M3YYEHHsS KIETOK OIMYyXOJIeW WM
KOCTHOr0 Mo3ra. HempsiMple — IMOJy4Y€HHE MPENapaToB XPOMOCOM H3 KIETOK,
KYJbTUBUPOBAaHHBIX B MCKYCTBEHHBIX MUTATEIbHBIX cpenax. Hanmpumep nzyueHue
IUMGOLUTOB Neprdepruueckoil KPOBH.

BakHbIM MOMEHTOM SIBJISIETCS OKpAIlIMBAHUE XPOMOCOM: PYTHHHAS OKpacKa
u nuddepeHmanbHOe OKpalIiBaHHe.

5 Meroa nepMaTOriauQpuKH.

Hepmarormuduka - pasaen TEHETHKH, H3YYAONINi HAaCIeACTBEHHBIC
o0ycCoBJIEHHBIE penbedbl KOXKK Ha MalbliaX, JIAJOHAX U mojomB crorn. Ha stux
4acTsIX Tella UMEIOTCS AIUJEPMalIbHbIE BBICTYMBI - TPEOHH, KOTOPBIE O0pa3yroT
CIIOXKHBIE Y30pbl. PHCYHKHM KOXHBIX Y30pOB CTPOTrO HWHIWBUAYAJIbHBI H
reHeTudecku oOycioBieHbl. [Iporecc o00pa3oBaHUs KanWUIIPHOTO penbeda
MPOUCXOAUT B TeueHue 3-6 MecsleB BHYTPUYTPOOHOTO pa3BUTHA. MexaHHU3M
oOpa3zoBaHust TpeOHEN CBsi3aH ¢ MOPGOTCHETUYECKHUMH B3aMMOOTHOIICHUSIMHU
MEXKy STUAECPMUCOM U HUKEIIEKAIUMH TKAaHIMHU.

['ensl, obecnieunBaronye GopMUPOBAHKE Y30POB Ha MOJYIICUKAX MaJbIEB,
YY4aCTBYIOT B PEryJsllMM HACBIIMICHUS >KUJKOCTBIO OJIUJECPMUCA U JICPMBI.
BriensioT Tpu OCHOBHBIX THIAa Y30pOB Ha IMOJyIIeUKkax mMaibleB. YacTtora
BCTPEYACMOCTH Y30pOB: nyru - y 6%, mernm - okoio 60%, 3aButkum - 34%.
KonuuecTBeHHBIM TIOKa3aTeaeM JepMaTOTIU(PUKKU sIBIsSiETCS TpeOHEBOW CyeT
(4MCiI0 ManuJUISIPHBIX JIMHUN MEXAY JACJIBTON U IIEHTPOM y30pa; ACibTa - MyHKTHI
COJIMKEHUS MaNWUISIPHBIX TMHUN, 00pa3ylomuX GUrypy B BUJI€ IPEYECKON OYKBBI
nenpTa A).

JlagouHbIi penbed (manbmMockonusi) 6oee CI0KHbIN. B HEM BBISBIAIOT Psij
MOJIEM TOAYWIEYEK U JIAJOHHBIX JHUHHAW. KOXHBIE y30pbl HACIEICTBEHHO
oOycioBieHbl. ['peOHEBOM penbed KoK HACIeAYeTCs TIOJIUTSHHO.

Ha ¢opmupoBanne nepmarornmuduyueckux y30pOB MOTYT OKa3bIBaTh
HEKOTOpbIE TMOBpeXAaroniie (akToppl HA paHHUX CTaAUsIX H>MOpUOTEHE3a
(Hanmpumep, BHYTPUYTPOOHOE NEHWCTBHE BUpYyCa KPACHYXU JaeT OTKJIOHEHUE B
y30pax CXoJHbIe ¢ 00Jie3HbI0 JayHa).

Meton aepmaToriudUKA HCMOJIB3YETCS B KIMHUYECKOW TEHETUKE B
Ka4ueCTBE JIOMOJTHUTEIBLHOTO MOITBEPKICHUS TUarHO3a XPOMOCOMHBIX CHHJIPOMOB
C UBMEHEHHEM KapuOTHIIA.

6 MeToJbl TEeHETUKM COMATHYECKUX KIIETOK (IIPOCTOE KYJIHTUBUPOBAHMUE,
rudpuan3aIus, KIOHUPOBaHUE, CEJICKIIHS).

3agaun: U3y4eHUE YCTOMYMBOCTU KIETOK K MyTareHaM, SIJIOBUTHIM
BEILIECTBAM, BUpycCaM, IMPOBEPKa JICKAPCTBEHHBIX MTPENapaToB.

7 lonmynanMoOHHO-CTaTUCTHYECKUI MeTo 1. 3akoH Xapau-BaitnOepra.

OcHOBaH Ha M3Yy4YEHUU YaCTOThl BCTPEUYAEMOCTH ajUieJied B Pa3IMYHbBIX
nonyJsiuax. B ero ocnoBe nexut 3akon Xapnau-BaitnOepra. C moMoInisio 3Toro
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METOJ]a OLICHMBAETCS CTENEeHb TOMO- W TE€TEPO3UTOTHOCTU B MOMYJISIHUAX.
HccnenoBanre 4acTOThl pPACHpPECNICHUS T€HOB HMMEET Ba)KHOE 3HA4YCHUe s
aHaJu3a paclpoCTpaHEHHUs HACJEJICTBEHHBIX OoJie3HeH uenoBeka. M3BecTHO, 4TO
MOJABJISIOIICE YHUCIO PEIECCHBHBIX allJieJed MPEACTaBICHO B T€TEPO3UTOTHOM
cocTostHuMU. 3akoH Xapnau-BaliHOepra mo3BoJiI€T BBIIBUTh 4aCTOTY HOCHUTEIIbCTBA
MaTOJOTHYECKOTo TeHa.

8 MeTopl MpeHaTaIbHOM TMAarHOCTUKHU

DTO J0pOJOBOE  OMNPEACIICHUE BPOXKIECHHOW WM  HACIEICTBEHHOM
narojorun y miona. [lokazaHusi s OpoBEACHUS: HAJUYUE B CEMbE TOYHO
YCTAaHOBJICHHOTO HACJIEJCTBEHHOIr0 3a00JIeBaHUsI, BO3pacT Marepu crapiie 35 et
u oTHa crapuie 45 Jner, Haauuue y maTrepu X-CUEIUIEHHOrO PEeLEeCCUBHOIO
MaTaJlOrM4YeCKOro reHa, 0epeMEHHbIC UMEIOIINE B aHAMHE3€ CIIOHTaHHBIE a0OPTHI
U MEPTBOPOXKICHHUSI, HATMYUE CTPYKTYPHBIX MEPECTPOCK XPOMOCOM y OJHOTO W3
poautene, reTrepo3uroTHOCT 00OUX POAUTENCH MPHU ayTOCOMHO-PEIECCUBHBIX
3a00JIeBaHUSX.

Hcnonb3yroTcs HEMHBAa3UBHbIE U MHBA3WBHBIE METONbl. HenHBa3uBHbIE —
V3U (amarHocTMka TOPOKOB pa3BUTUS KOHEYHOCTEH, Ie(heKThl HEBpaIbHON
TpyOKH, TIepeIHe OPIONTHOM CTEHKH, MUKpoIedanus, MOPOKU Cep/ilia, aHOMAITUU
MOYeK), ornpeaesieHre (peTornpoTenHa (SIBISIOTCS MTPOCEUBAIONTUMU JUISI BBISIBJICHUS
BPOXKJICHHBIX TIOPOKOB pa3ButusA). MHBazuBHbIE — AMHUOIEHTE3 (TOJTydYEHUE
AMHUOTUYECKON J>KUJIKOCTH TYTeM MYHKIMM aMHUOTHYECKOTO MEIIKa 4Yepes
MEePEIHIO OPIONIHYI0 CTEHKY WJIM Biaranuiie. KieTku miojga KyJIbTUBUPYIOTCS
JJIS TIOCHEAYIONIEH JUAarHOCTUKH), XOPHOHOHMOICHUs (aHalIu3 KJIECTOK BOPCHH
xopuoHa), Kopgomenres (B3dThe€ KpOBM U3 TYNOYHOW BEHBI IJIoAa C
MOCJEAYIOIIUM KYJIbTUBUPOBAHUEM ).

A3oBa, M.M. I'eHeTnka yenoBeKka ¢ OCHOBAMU MEIULIUHCKOW TEHETUKU CTP.
143-156

Bonpocsl kK NpakTH4YeCcKOMY 3aHATHIO

1. OcoOCHHOCTH  M3YYCHHMS  HACIEJICTBEHHOCTH  4YEJIOBEKAa  Kak
crenupuIecKoro 00beKTa TCHETHISCKOTO aHaIN3a.

2. I'eneaniornueckuit MeTOI.

3. Metoauka cocTaBiICHUS POJAOCIOBHBIX U UX aHAJIH3.

4, OCOOEHHOCTH  POJIOCIOBHBIX ~ TMPH  ayTOCOMHO-IOMHHAHTHOM,
ayTOCOMHO-PEIECCUBHOM U CIICTUICHHBIM C TI0JIOM HAaCJICIOBAHUM.

5. bnusnenoBbli  Meron. Ponb  HACIEACTBEHHOCTH W Cpelbl B
dhopMUpPOBAHUM MPU3HAKOB.

6. buoxumnueckuiit MeTO/I.

7. KadecTBeHHBIC TECThI, TIO3BOJIAIOIIME OMNPEACISITh HAPYIICHUS
oOMeHa BEIIECTB.

8. [uTOreHETUYECKUIM METO/I.

Q. OcCHOBHBIC ITOKa3aHMS ISl IIATOTCHETHYCCKOTO MCCIICIOBAHUS.

10. KapuorumupoBaHue —oOmpeIelicHHe KOJWYecTBa W KadyecTBa
XPOMOCOM.

11. Metoabl 3KCHpecC-IUArHOCTUKHY onpeAesieHuss X U Y XpoMaTHHA.
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12.  Meron nepmaToraudukH.

13.  Metoasl T€HETHUKHU COMaTHUYECKHUX KJIETOK (mpocroe
KyJIbTUBUPOBAHUE, THOPUIM3AINS, KIOHUPOBAHHUE, CEICKIINS).

14, TlonyasHOHHO-CTATHCTHYECKHH METO/I.

15. 3akon Xapnu-Baitn6epra.

16. HMMyHOT€HETHYECKHI METOI.

17. Metonpl npeHaTanbHOM nuarHoctuku (Y3U, amHUOIEHTE3, OHOTICHS
XOpHOHA, OTlpeiesieHne (PeTornpoTenHa).

3alaHus K IPAKTHYECKOMY 3aHSATHIO

1. Pemre Tecr:

1) Kak Ha3bIBaeTCsi METOJI, CYIIIHOCTh KOTOPOT'O COCTABJISIET CKPEIIMBAHUE
POAUTENBCKUX (POPM, pa3IUUAIOIIMXCS IO PSTY NIPU3HAKOB, aHATU3 UX
MPOSIBIICHUS B PsiI€ TOKOJIECHUI?

A) THOPUAOTOTUYECKUM
b) uurorenernueckum
B) 6nu3HEIoBeIM
') OuoxuMHUYECKUM

2) C noMOIIbI0 KAaKOTO METO/1a BBISBIISETCS BIUSIHUE T€HOTHUIIA U CPEJIbI HA
pa3BuTHe pedeHka?

A) reHeasoruuecKkoro
b) 6au3HenoBoro
B) mutoreneTn4eckoro
') rubpugo10ruuecKoro

3) XpoMocoMHBIE HAOOPHI 3I0POBBIX U OOJIBHBIX JIFOJICH U3y4aloT,
UCIIOJIb3YS METO/T
A) reHeanoruyecKui
b) nurorenerndeckuit
B) 6nu3HEnoBbIi
') rubpuonoruyeckmii

4) XpomMocoOMHbIE HAOOPHI 3I0POBBIX M OOJIBHBIX JIFOJICH U3YUaloT,
UCTIONB3YSI METOJ
A) TeHeanornyeckuit
b) uutorenernueckuit
B) Gnu3HenoBsIit
') rubpugonornyeckuii

5) Kakast "3MEHUMBOCTH 00YCTIOBIMBAET pa3inure (HEHOTUTIOB
OJTHOSTATIEBBIX OJIM3HEIIOB

A) reHHas
b) renomHas
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B) Mmogudukanmonnas
') myTanuronHas

6) OHOSIIIIOBBIE OJIM3HEIBI B OTIUYHE OT PA3HOSHIIOBBIX
A) MOT'YT OBITH Pa3HOIO MOJIa

b) Bcerna ognoro nosna

B) umerot oguHakoBbIi Bec

[') *MerOT 0TMHAKOBEIE pa3MePhI

7) C 1oMoI1IbI0 Te€HEaTOTHYECKOr0 METO/1a, MOKHO BBISICHUTD
A) Xxapaktep U3BMEHEHHS T€HOB
b) BusiHUE BOCTIMTAHUS HA Pa3BUTHE MICUXWYECKUX OCOOEHHOCTEH YeoBeKa
B) 3axkoHOMEpHOCTH HaCJIeIOBaHUS MMPU3HAKOB Y YEITOBEKA
') xapakTep U3MEHEHHUsT XpPOMOCOM
8) MeTo1 u3y4eHus: HaCJIeICTBEHHOCTH YEJIOBEKa, B OCHOBE KOTOPOTO
JICKUT U3yUYCHUE YUCIIa XPOMOCOM, OCOOCHHOCTEN UX CTPOCHHUS, HA3bIBAIOT
A) reHeanorn4ecKum
b) 6:1u3HEII0BBIM
B) rubpunonornueckum
') nuToreneTHYECKUM

IpakTueckoe 3ansaTue Ne S. Buabl H”3MEHUYMBOCTH U BUABLI MYTALUH Yy
yesioBeKa. ®aKTOpbl MyTareHesa.
Teopernueckasi 4acTb

HacneacTBeHHOCTB - 3TO CIOCOOHOCTh OpraHU3Ma COXPAaHATh U Mepe/laBaTh
CBOM TPU3HAKM M OCOOEHHOCTHM NOTOMCTBY. SIBJI€HHMS HACJIEACTBEHHOCTH H
W3MEHYHMBOCTH JIEXKAT B OCHOBE BCEX JKM3HEHHBIX ITPOsiBIeHUI. HaciiecTBeHHOCTh
o0ecreunBaeT CXOJACTBO MOPQOJIOTUYECKUX  XAPAKTEPUCTUK, MEXaHU3MOB
pa3BUTHUS U KUZHEJCATEIbHOCTH, @ CTPYKTYPHO-(DYHKLIMOHAILHOE pa3HoOoOpa3ue
ocobeii J1I000r0o BHJIAa 3aBUCUT OT JAPYroro (hyHAaMEeHTaIbHOIO CBOWMCTBA >KHUBBIX
OpPraHW3MOB — HW3MEHUYUBOCTH. I3MEHUMBOCTH —3TO CHOCOOHOCTH OpPraHU3MOB
OTJIMYAThCA OT CBOMX POJUTENEeH W MpUOOpeTaTh HOBbIE NMPU3HAKM U CBOMCTBA.
[Ipoueccsl, onpenensromue U3MEHYNBOCTh, HEOAHOPOAHBI. OMHU U3 HUX MOTYT
MPOSIBJISITBCS TOJIBKO B BUJE Bapuallid NPHU3HAKOB, T. €. TOJbKO KAaK M3MEHEHHE
MpU3HAaKa; JIpyrue 3aTparuBaroT reHetndeckuil ammapaT. COOTBETCTBEHHO 3TOMY
BBIACISIIOT ~ (DEHOTUNHMYECKYI0  (HEHACJIEICTBEHHYI0) W  TE€HOTHIIMYECKYIO
(HaclIeICTBEHHYI0) U3BMEHYUBOCTb.

| Henacnencrsennas (peHorunuueckasi). M3MeHUMBOCTb, TpPU KOTOPOM
TEeHOTUIl HE M3MEHSETCS W MO HacleICTBY oHa He mnepenaercs. OHM KacaroTcs
TOJIKO MIPU3HAKOB MHAMBH/IA U TIPOUCXOAAT MO JEHCTBUEM (PaKTOPOB BHEIIHEN U
BHyTpeHHel cpeapbl. [1oj00HbIe M3MEHEHUsT HE MEepEeAaroTCsl 0 HACIEACTBY, Jlaxe
eclii OHU 00YCIJIOBJIEHBI TOCTOSIHHBIM BO3CHCTBHEM Ha MPOTSHKEHUH UCTOPUUYECKU
JUIMTEJIBHOTO BpemMeHu. Hampumep, y HEKOTOPBIX HAapOJIOB M3BECTHBI PUTYAJIbI,
CBSI3aHHbBIE C HAHECEHUEM CIeUU(DUUECKUX MOBPEKIACHUM: MPOThIKAHHE HOCOBOM
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NEPEropoIKK WK Try0, yaajneHue 3yOOB (KJIBIKOB), YpOJOBaHHE CTYIHEH WM
Kocteil uepena. [lonoOHbIe H3MEHEHNS HE HACIEYIOTCSL.

Crenenp BapnaOeNbHOCTH TPHU3HAKA MOJ BIUSHUEM (AKTOPOB BHEIIHEH
Cpelbl XapakTepusyercs HopMoil peakuuu. OHa 00O3HAYaeT B KAaKUX Ipeaenax
MOJKET M3MEHSThCS MPU3HAK MOJ BO3JEHCTBUEM BHEIIHEH cpenpl. Bee npusnaku
YCIIOBHO JEJIST Ha 2 TPYMIbL:

1. ¢ mupoko#t (B CUIBHOM CTENEHU MEHSIIOTCS NP YCIOBUAX OKPY’KaOLIEH
Cpebl)

2. ¢ y3KOil HOPMOU peaklny (B MAJION CTEIIEHH 3aBUCAT OT YCIOBHIA).

Ecnm  wu3MmeHeHns npu3Haka — SBIAIOTCA  peaknUMed Ha — JIEUCTBUE
OTpeeNIEeHHOTO (PaKTopa M MO BBIPAXEHHOCTH HE BBIXOJIAT 3a IMpenebl HOPMBI
peaklny, TO TAKUE U3MEHEHHs Ha3bIBalOT MOAU(pUKALMOHHBIMU. Hanbonee yeTko
MOAM(PUKALIMOHHAS HM3MEHYMBOCTh MPOSBISIETCS KaK peakuus OpraHu3sMa Ha
U3MEHEHUs1 (aKTOPOB Cpeibl: HanmpuMmep, reorpauyeckux yciaoBUil MPOKUBaHUS,
WHTEHCUBHOCTM  COJIHEYHOM  pajuMalMM, Xapakrepa INUTaHUA H  T.0.
Moau¢ukanonHas HW3MEHUYMBOCTb HMEET aJalTHBHOE (MPUCHIOCOOUTEIHHOE)
3HAYCHUE.

B HEKOTOpBIX Cilydasx cpella TaK BO3JECHCTBYET Ha OPTaHU3M YEJIOBEKA, YTO
NPOSIBISIETCSL  ICMCTBUE TI€HA, KOTOPOrO HET B TIEHOTHUIE. Takoe COCTOSHUE
NOJIyYMJI0 Ha3zBaHHE «peHokonus». TepMuH «PpeHokonus» ObUl MPEeANIOKEH AJis
0003HaYeHUs1 MPU3HAKOB, OOJIE3HEH WIIM MOPOKOB pPa3BUTHUS, BO3HUKAIOLIUX IOJ
BO3JICCTBUEM ONPEIEIECHHBIX YCIOBUM Cpe/bl, HO (DEHOTUNMYECKU (KIMHUYECKH)
MOXO0XUX Ha TAaKUE K€ COCTOSIHUS, OOYCIIOBJIEHHbIE T€HETHUECKUMU (haKTOpamMu
MyTalusMu. Takum 00pa3oM, (PEHOKOMMUS — 3TO MPU3HAK, PA3BUBAIOIIMICS MO
JNEHUCTBUEM CpPENOBbIX (PAKTOPOB, HO JIMIIb KONUPYIOIIUNA HACJIEICTBEHHO
oOyClIOBNIEHHbI  mpu3Hak. Hanpumep, 3aropenble, HO  HACIEICTBEHHO
CBETJIOKOX)KME WHIUBHUIBI MPEACTABIAIOT COOOM Kak Obl «KOMUHU» T'€HETUYECKH
TEMHOKOXUX Jojed. Crenora, o0ycaoBlI€HHas IOMYTHEHUEM XpyCTaJldKa Ijaza
(kaTapakTa), MOXET OBbITh BbI3BaHA MEXAHUYECKUMHU MOBPEKACHUAMH, WIH
JEHCTBUEM HOHM3UPYIOIIETO HW3IY4YEHUS, WIM B PE3yJIbTaTe€ BHYTPUYTPOOHOIO
NOpaKEHUsI BHUPYCOM KpacHyxu. Ho pa3BuTHE KaTapakTbl MOKET BbBI3BaTh
crenupuIecKuii TeH 0€3 KaKoro-iudo JOMOJHUTEIHFHOTO BHEITHETO BO3CHCTBUS
Ha opranu3M. Craboymue MOKeT ObITh 00YCIOBICHO CHEIU(PUUESCKUM T€HOTUIIOM
(HanpuMep, TE€HHOM WM TEHOMHOW MyTalMeil), HO MOMKET pa3BUTbCA NpH
OTCYTCTBUM HOJa B palMoHE peOCHKa WM B pe3yjbTaTe MOBPEXIAIOUIETO
BO3JICUCTBUSl LIMTOMETAJIOBUPYCHOM MH(PEKIMM Ha MO3r IUIoJa BO BpeMs
BHYTPUYTPOOHOT'O Pa3BUTHUS.

Il HacnencTBenHas (reHOTUNMYECKas) MMEET OTHOIICHHE K M3MEHEHHUSIM B
reHOTUIIe, TakKas WM3MEHYMBOCTh IEpelaeTcs Mo HacleAcTBY. HacnencrBeHHyIo
U3MEHYUBOCTD MOJIPA3ACISAIOT HA MyTallMOHHYIO U KOMOMHATUBHYIO.

1. KombunatuBHasg. CaMu T€Hbl HE MEHSIOTCSA, HO y MOTOMKAa BO3HUKAIOT
HOBBIE COYETaHMsI T€HOB, IMOJIYYEHHBIX OT ponuTeneid. ObecrneynBaeTcs MyTeM
CIIy4ailHOCTBIO CIUsiHUSA siiekneTku u cnepmarozouga (100 000 oouuros u 120
MJIH CIEPMAaTO30UJI0B), HE3aBUCUMBIM PACXOKIECHUEM XPOMOCOM B TaMETHI MPHU
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Mmeno3e (M3BecTHO, 4TO B reHoMe; yesoBeka coaepxkutcs npumepHo 30-40 Toic.
reHoB. OKOJIO TPETH BCEX I'€HOB UMEIOT OoJiee YeM OAMH alljieNb, T. €. SBISIOTCS
nosiuMopdHbIMU, OJTHAKO AaKe MPU HAJTUYHUH JTUIIH HEOOJIBIIOTO YHCIIa JIOKYCOB,
cCoJlepKallluX MO HECKOJIbKY ajuieNied, TONbKO MpU peKoMOWHauuu (BCIEICTBHE
NepeMENIMBaHUsl TE€HHBIX KOMILUIEKCOB) BO3HHUKAET KOJOCCAIBHOE MHOMXECTBO
YHUKaJIbHBIX TeHOTUNOB. Tak, Tonbko npu 10 renax, coaepxamux no 4 amiens
KQXIbli, TEOPETUUECKOE YUCIIO YHUKAIBHBIX JUIUIOUIHBIX T€HOTUIIOB COCTABIISET
10 muwmmapaoB! IlockoiabKy OKOJIO OZHOW TPETH I€HOB B T'€HOME YEJIOBEKa
SBIAIOTCA TMOMMMOP(PHBIMUA, TO TOJBKO 3a CUET PEKOMOWHAIMU CO3[aeTCs
HEHCYEPIIAEMOE TEHETUUYECKOE Pa3HOOOpa3re YeI0BEKA) U KPOCCHHTOBEPOM.

2. MyranonHas. BHe3anHble CKauykoOOpa3Hble W3MEHEHHUS T€HOB WIIH
XPOMOCOM, KOTOPBIE MPUBOJAT K MOSIBICHUIO HOBOT'O NPHU3HAKA, NIEPEAAOIIETOCS
10 HacjeACTBY. MyTallMOHHAsh U3MEHYMBOCTh O0YyCIIOBJIEHA MyTalUsiMU (OT JiaT.
mutatio — u3MeHeHue, epeMeHa).

MyranuuoHnHasi Teopus 3apoawiack B Hadaie 20-ro Beka B pabotax I'. nme
@puza (1901-1903). Cyrtp MyrtauumoHHoi Tteopuu nAe Dpuza CBOOUTCS K
CJIEAYIOIIUM ITOJIOKEHUAM:

1 MyTanuu BO3HHKAIOT BHE3AITHO

2 MyTanuu Kak IpaBUJIO TPEACTABIAIOT COOON KaueCTBEHHbIE U3MEHEHUS U
HE 00pa3yloT HENPEPHIBHBIX BapUALMOHHBIX PSI0B

3 MyTtauuu MOTYT UATH B Pa3JIMYHBIX HAMPABIECHUAX, TIO3TOMY OBIBAIOT KaK
NOJIE3HBIE U HEUTpasbHble, Tak U Bpeansie (1 k 1000)

4 MyTauuu BO3HUKAIOT C HHU3KOM YacCTOTOM, a IOATOMY BEpPOATHOCTH
OOHapyXeHUsI MyTaIlUU 3aBUCUT OT YKCJIa UCCIIEIOBAaHHBIX 0CO0EH

5 CxoHbIE MyTallUk MOTYT BO3HUKATh IIOBTOPHO

MyrtareHnnble (akTOpbI JEIATCSA HA 3 TPYIIIIbL:

-@uznyeckue (Bce BUIBI pajuallid, PEHTTCHOBCKoe M Y@ wusmydeHwue,
yJIbTPa3ByK) MPOBOLIMPYET MYTALIUU U B TIOJIOBBIX U B COMaTHYECKUX KJIETKaX.

- XMMHUYECKHUE (mudTUncynedar, HUTPO303TUIIMOYEBUHA,
HUTPO30METUJIMOUEBHHA, AJIKOTOJb, HApPKOTHUKH, KO(EWH, MUIIEBbIE J00aBKH,
IPOTUBOOITYXO0JIEBBIE JIEKAPCTBA)

- buonoruueckue (BUPYChI, CTPECCHI, CTAPEHUE, TOPMOHBI)

N3BecTHO MHOTO MPUHIMIOB Kiaccupukanuu myrtanuii. dakTtudyecku Bce
aBTOPbl OTMEYAIOT, YTO OYEHb TPYIHO CO3JaTh XOPOUIYIO KJACCU(]PHUKALMIO
MYyTalHi, ¥ 4TO BCE CYUIECTBYIOUIUE KIACCU(DUKAIIMU OUYE€Hb CXEMATUYHBI.

ITo xapakTepy BO3I€CTBUS HA T€HOTHII:

- ['ennvie mymayuu i TodeudHble. lIpoMCXOOUT HU3MEHEHHE NOpsAIKa
HYKJI€0TU10B. Bo3HukaroT Haubosee yacto. Hanpumep cBUT paMKU CUMTHIBAHUS,
TPaH3ULMsA, TPAHCBEPCHS.

- Xpomocommuvie nepecmpotiku. CBSi3aHBI C W3MEHEHUEM CTPYKTYpPBI
xpoMocoMm. Hamnpumep geneumsi, IyIUIMKauusi, WHBEPCUM, TPAHCIOKALUH,
Tpancno3uuu. (TumonsiHoBa ctp. 171)

- ['enomnvie mymayuu. XapakTepU3yIOTCS W3MEHEHHEM YHCIIA XPOMOCOM.
Hanpumep nonumionaus, aHeyIUIOUANS, TallJIOnIns.
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B 3aBucuMOCTH OT JIOKaIU3alNH:

- 'enepamugnvle, T.€. WHAYUUMPOBaHHbIE B TIOJIOBBIX KieTKax. T.e.
[lepenatoTcss mo HacnenctBy. ['eHepaThBHash MyTalusi MOXKET BO3HUKHYTh Ha
J1000M 3Tare pa3BUTHS MOJOBBIX KJIETOK. Eciam Takas myTanusi BO3HUKAET Ha
paHHUX CTAJUAX PAa3BUTHUS KIETOK 3apOJBIIIEBOTO MYTH, OHA Pa3MHOXKHUTCS BO
MHOTHX KJIETKaX, YHMCIO KOTOPBIX OYJET MPOMOPIMOHAIBLHO YUCTY KIETOYHBIX
JIeJICHU Tocjie BO3HUKHOBEHMsSI MyTaluu. B pe3ynbrare 3Ta MyTranus Oyner
MPECTaBICHA MHOTUMHU KOIMHSIMHU, KOTOPbI€ B COBOKYITHOCTH HA3bIBAIOT MyYKOM
MyTanuii. MyTaluu, BO3HUKIIME Ha TMOCIEIHUX JTanax pPa3BUTHUS MOJIOBBIX
KJIIETOK, B CIEPMATO30MJaX U SMUIEKJIETKaX, TOJBKO B OTUX KJIETKaxX U
MpECTaBIICHBI.

- Comamuueckue,  VHAYIUPOBAHHBIE B  COMATUYECKUX  KJIETKaX.
Hacnenytorcst Tosibko mpu OecrnojioM pa3MHOKeHUH. [IposiBieHre MyTaHTHOTO
dbeHoTuna COMaTUYECKUX MYTAIMM TaK)Ke CUIILHO 3aBUCUT OT CTaIMM, HA KOTOPOM
mpousonia Mytanus. YeM paHbliie MyTalusi BO3HHKAET, TeM OoJbiiuii 3ddexT
OHa BbI3bIBacT. He MCKIIOUEHO, YTO COMAaTHUYECKUE MyTallud UMEIOT OTHOIIEHUE K
MPOIIECCAM CTAPEHHSI YEJIIOBEUYECKOIO0 OpraHu3Ma, T.K. C BO3PACTOM MOMKET
MIPOUCXO/IUTh HAKOTIIEHHUE (DU3UOJIOTUUECKUX MyTaIuH.

OnHuM W3 MEXAaHU3MOB, MPUBOIAIIMX K Pa3BUTHUIO 3JI0KAYECTBEHHBIX
3a00JIeBaHUI YeJIOBEKa SIBISIOTCA MYTAllMM OHKOT€HOB. OHKOT€HBl — 3TO T'EHBI,
YYaCTBYIOIIUE B IPOIECCE OMYXOJIEBOO MEPEPONKICHUS KIETOK. MyTaluu 3THX
TE€HOB MPUBOJAT K TpaHC(OpMaLMK KIETOK B OIYyXOJIEBBIE, KOTOPHIE CIIOCOOHBI K
HEOIPAHUYEHHOMY JICJICHHUIO.

A3oBa, M.M. I'eHeTHKa yen0BEKAa C OCHOBAMYU MEIULIUHCKOW TEHETUKU CTP.
161-176

Bonpocsl k npakTHyecKkoMy 3aHATHIO
Ponp reHoTHNA ¥ BHELIHEN Cpelibl B TPOSIBIICHUH MPU3HAKOB.
OcCHOBHBIE BUIbl U3MEHUYNBOCTH.
[IpuyuHBI ¥ CYIIHOCTh MYTAIIMOHHOW NU3MEHUYHBOCTH.
Bunbr myTtanmii (reHHbIE, XpOMOCOMHBIE, TCHOMHBIE).
DHJIO -U DK30MYTAareHsbl.
Myrtarenes, ero BUabl.
DEHOKONNH U TEHOKOIHH.
3a1aHus K NIPAKTHYECKOMY 3aHSATHIO

1. 3aKOHYMTE MPEITOKECHHUS:

— Hayka, wu3ydyaromass 3aKOHOMEPHOCTH  HACJEJACTBEHHOCTH U
W3MEHYHBOCTH-

—  COBOKYIHOCTb F'€HOB, KOTOPYIO OPraHU3M MOJIYYaeT OT pOAUTEICH-

—  Ilpenensl, B KOTOPBIX BO3MOXXHO M3MEHEHHE IMPU3HAKA y JAHHOTO
reHOTHIA-

—  @®eHoTumnuueckas, MoauGUKAIMOHHAS, ONPEACICHHAas U3MEHYUBOCTD
WHa4ye Ha3bIBACTCA ...

—  HacnencTtBeHHbIE N3BMEHEHUS T€HETHYECKOTO MaTepralia —

—  IIpouecc BO3HUKHOBEHHUS] MyTallUi —

NogakowdE
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—  TepmuH MyTanus BBEIEH. ..
—  COBOKYNHOCTh TE€HOB, XapaKTEpHbIX [UIsl TalUIOMAHOIO Habopa
XPOMOCOM JTAaHHOTO BUJA —

—  CBOHCTBO opraHu3ma NpuoOpeTaTh HOBbIE NMPU3HAKKM M CBOICTBA B
TE€YEHUE )KU3HU —

—  @axkTOophbl, BBI3BIBAIOIIUE IIPOSIBJICHUE MYyTallMA —
—  Bupa uaMeHuMBOCTH, B pe3ysbTaTe KOTOPOl 00pa3yeTcsi yHUKaJIbHBIN

TEHOTHII —
—  Merog, ucnonap3yeMblil 111 0OHApYKEHUS] TEHHBIX MYTallUi -
—  Merog, ucnonabs3yeMslil 17151 0OHAPYKEHHUSI XPOMOCOMHBIX MyTalui —
2. YcTaHOBUTE COOTBETCTBUE MEXAY (OpMaMU H3MEHYMBOCTU M HX
XapaKTEPUCTUKAMU:
1. MonudukanronHas A. MI3MeHeHue coueTaHns reHOB
2.MyrannonHas B. HensMeHHOCTH r€HOB
3.KomOuHatuBHas C. ConpoBoxaercst usaMeHeHneM MoJiekysisl JITHK

D. ConpoBoK1aeTcsi UBMEHEHUEM CTPYKTYPbhI XPOMOC

E. COHpOBO)KIIaGTCH N3MCHCHHUCM YHCJId XpPOMOCOM

F. HenacniencTBeHHBIN XapakTep

(. HacnencTBeHHBIN XapakTep

H. I'pynmoBoii xapaxkrep

IIpakTudeckoe 3ansaTue Ne 6. HacjieicCTBEHHOCTb M NATOJIOTHSI
Teopernueckasi 4acTb

Jlns  HacnencTBEHHBIX  (OpM  TATONOTMKM  TPUHSATHI  ONpeeseHus,
MePEUYUCIICHHBIE HUXKE.

* HacnencrBeHHnsie - 00JI€3HU, NPUYMHOW KOTOPBIX SBJISIETCS TEHHAasd,
XpPOMOCOMHAsi WJIM TeHOMHas MmyTtainusa. OHM, Kak mnpaBwio (HO HE BCerja)
MEPEIAOTCS OT POJIUTENICH TOTOMKAM.

* T'eHHbIe - 00JIE3HU, BBI3bIBAEMbIEC TCHHBIMU MYyTaI[USIMHU.

* XpOMOCOMHBIE - 00JIE3HU, BO3HUKAIOIINE BCIEICTBHE XPOMOCOMHBIX

Y TEHOMHBIX MYTallHil.

* bone3nu ¢ HacneACTBEHHOM MPEPaCON0KEHHOCTHIO (MYIbTU(AKTOPH-

anbHbIe, MHOTO(AKTOpHBIE) - OOJE3HM, Pa3BUBAIOIIMECS B PE3yJIbTATE
B3aMMOJICUCTBUS OTNPENEAEHHBIX KOMOWHAIMIA ayielel pa3HbIX JIOKYCOB U
BO3JICUCTBHM (PaKTOPOB OKPYIKAIOIICH CPEIIbI.

* ['eHeTnueckue 00JIE3HU COMATUUECKUX KIIETOK: 3JI0Ka4€CTBEHHbBIE HOBO-

oOpa3oBaHusi (M3MEHEHHSI B TE€HETHMUYECKOM Marepuajie  SBISIOTCS
ATUOJIOTUYECKUMHU JUISl 3JIOKAYECTBEHHOT'O0 POCTa) W BPOXKJIAEHHBIE TOPOKH,
pa3BUBIIMECS BCIIEICTBUE MyTaIUH.

» CemMeiiHbie - 00JI€3HU, HAOIIOIAIONIUECS Y IBYX U 00Jiee YICHOB CEMbU B
OJIHOM WJIM HECKOJBKHX MOKOJCHUSAX. TepMHUH MPUMEHSIOT JJII HO30JOTHUUECKUX
€JUHUII, KOTJIa C BRICOKOM CTEMEeHbI0 BEPOATHOCTH MOI03PEBAIOT UX HACIETYEMYIO
PUPOY, HO HATUYUE TEHETHUECKOTO Te(PeKTa HE YCTaHOBIIEHO.
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* Bpoxxaéunsie - 0051e3HH, TPOSBUBILINECS IPU POXKACHUN (OHU MOTYT

OBITh HACIEACTBEHHBIMHU M HEHACIICICTBEHHBIMHU ).

* BpoxnéHHbIM MOPOK pa3BUTHA - Mopdoioruueckuii jaedeKkT oprasa,
YacTH ero Wid OOJbIIONW 00JacTH Teja, BO3HUKIIUNA B pe3yibTaTe HAPYIIEHHOTO
opraHoreHesa. BpoxkaéHHble TOPOKK Pa3BUTHUSL MOTYT OBbITh HACJIEJACTBEHHBIMHU U
nprUoOpeTEHHBIMHU (IO IEHCTBUEM TEPATOT€HOB BO BHYTPUYTPOOHOM MEPUOJIE).

I'EHHBIE BOJIE3HU

Tuner  HacimemoBaHud. Jns  mr000r0  MOHOTGHHOTO  3a00JICBaHUS
CYIIECTBEHHOW XapaKTEPUCTUKOM SABIAETCS THUI HACJIEAOBAHUA: AyTOCOMHO-
JIOMUHAHT- HbII,ayTOCOMHO-PELIECCUBHBIN, CUCIUICHHBIK €  XPOMOCOMOU
X (IOMUHaHTHBII " PELECCUBHBIN), TOAHIPUUYECKUH (CLETUICHHBIN c
XpOMOCOMOM Y) ¥ MUTOXOHAPHUAIIbHBII.

¢ [Ipu 3a0oJsieBaHMSIX C PEIECCUBHBIM THUIIOM HAacle0oBaHUs (PEHOTHUI
reTePO3UTrOThl MOKET HE OTJIMYAThCS OT HOPMBI (T.€. UMETh cliabble MPOsBICHUS
3a00JI€BaHUs U HE UMETH UX).

¢ [Ipu 3aboneBaHUAX C JOMHUHAHTHBIM THUIIOM HACIEJOBaHHUS MAIMEHTHI B
rE€TEPO3UTOTHOM COCTOSIHUM UMEIOT MPAKTUYECKHU Ty K€ KIMHUYECKYIO KApTHUHY,
YTO U B TOMO3UTOTHOM COCTOSIHMM, HO TMPOSIBIEHUS OOJE3HU y TOMO3UTOT
TSKEIIEE.

AyTOCOMHO-JIOMUHAHTHBIN TUII HACIEAOBAHUS

[Ipumepsl: cunapom Mapdana, remoriioonHo3 M, xopess XaHTHHITOHA,
MOJIMIO3 TOJICTOM KHUIIIKHU, CEeMEiHas TurepxoliecTepuHemMusi, HelpodudpomMaros,
NOJIMJAaKTHIINA. PoOCIOBHAsS ¢ ayTOCOMHO-JOMHHAHTHBIM THUIIOM HAclIeJOBaHUs
(CI/IHI[I)OI\A/I Mapdana B 5 HOKOJIGHI/ISD_() npeacTaBiieHa Ha puc. 3-1A.
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« Puc.3-1. PogocnoBHbIe ¢ pasHBIMU
TUMAMU HacleIoBaHUsl 3a0o0jieBaHU. A - ayTOCOMHO-AOMHUHAHTHbIH; b -

ayTOCOMHO-PELIECCUBHBIN; B - MOMMHaHTHBIM X-CLEIUICHHBINA; |’ - perecCuBHbIN
X-cuernneHHsid. Pumckue nudpsr - mokonenus. Kpyok - 1Mo ;keHCKu#, KBaapar -
MOJI MYXCKOW, TEMHBIH KpPYKOK WIM KBajapaT - OOJBHOW, HAUCKOCh
NepPeUECPKHYTHIN TEMHBIA KPYKOK WM KBajpaT - yMmepinuii 6oiapHOM. CTpenkoin
yKa3zaH npoOaH/1 - 00JBHOM WIIM HOCUTENh U3y4aeMOTo MTPU3HaKa.

OcoOCHHOCTH HACIICIOBAHUS: %* OJIMH W3 POJWTENICH IMallMeHTa, Kak
npaBuio, OOJEH; % BBIPAKEHHOCTh M KOJUYECTBO MPOSIBICHUN 3aBUCAT OT
nercTBUS (PAKTOPOB CPeNbl; %* YacTOTa MATOJIOTHH Y JIMI MYXCKOTO U KEHCKOTO
moja OJMHAKOBA, *%* B KaXIOM IIOKOJCHHHM HMMEIOTCS OOJIbHBIE (TaK
HA3bIBAEMBIN BEPTUKAIIBHBIN XapaKTep pacmpeneiieHus 00JIe3HH); % BEPOSITHOCTD
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poxaenuss OonpHOTO peb€Hka paBHa 50% (He3aBuCMMO OT moja pebEHKa u
KOJIMYECTBA POJOB); *%* HEMOPaKEHHBIC YJEHBI CEMbH, KaK IMPABWIO, HMEIOT
3IOPOBBIX TOTOMKOB (ITIOCKOJIbKY HE HIMEIOT MyTaHTHOT'O T'€HA).

AyTOCOMHO-PELIECCUBHBIN TUIT HACJIEJOBAHUS

[Ipumepsl: PEeHUTKETOHYPHUS, AJPEHOTEHUTANbHBI  CHHIPOM, KOXHO-
TJIa3HOW ambOMHM3M, TajJaKkTO3eMUs, TJIMKOT€HO3bl, THIEPIUIONPOTEHHEMUH,
MYyKOBUCLIUI03. Poji0ciioBHAs ¢ ayTOCOMHO-PEIECCUBHBIM TUIIOM HACIEIOBaHUS
(MykoBUCIIUZ03 B 4 TMOKOJIEHUsX) mpeactaBieHa Ha puc. 3-1b. OcobenHoctu
HACJICJIOBAHMS: %* pOAUTEIN OOJILHOTO, Kak IpaBWJIO, 370POBBI; 3a00JieBaHUE
MOKET OOHApY>KMBAThCA Yy APYTHX POJCTBEHHUKOB (HAIpPHUMEpP, Y JBOIOPOJIHBIX
WJIM TPOIOPOJIHBIX OpaTheB/cecTép 6OIBHOTO);

% ogHoOOpa3Hble  TpOsIBICHUsS Ooje3HW (B CBA3M C  BBICOKOHU
NICHETPAHTHOCTHIO); *%* CUMITOMBI O0JIE3HU OOBIYHO BBISBIISIOTCS YK€ B JIETCKOM

7

BO3pacTe; ** 4acTOTa MATOJIOTHH Y JIUIl MYKCKOTO W KEHCKOTO T0JIa paBHAs, ** B
POJIOCIIOBHOM TAaTOJIOTHSI TPOSIBIISICTCS IO TOPH30HTAIN, YaCTO Yy CHOCOB; %*
3a00JiIeBaHUE OTCYTCTBYET y €IMHOKPOBHBIX (J€TH OJHOrO0 OTIAa OT pa3HbIX
Martepeil) U eAMHOYTPOOHBIX (JIETH OJHOM MaTepu OT Pa3HbIX OTIIOB) OpaTheB U
cecTép; % MOSBICHHE ayTOCOMHO-PEIIECCUBHON MATOJOTHU 0oJiee BEPOSTHO MPHU
KPOBHOPOJCTBEHHBIX Opakax 3a cu€r OoJblIeld BEPOSITHOCTH BCTPEUU JIBYX
CYyNpYroB, F€TEPO3UTOTHBIX IO OJHOMY M TOMY K€ MaTOJIOTHUYECKOMY aJUIelio,
MOJIy4eHHOMY OT UX OOILIEro MmpeaKa.

CueruieHHOe ¢ XpoMOCOMOM X IOMMHAHTHOE HACJIEIOBAHUE

[Ipumepsl: ogHa u3 ¢popm runodocharemunt - BUTAMUH D-pe3ucTeHT- HbIM
paxur, Oosiesnb Illapko-Mapu-Tyra X-crierieHHass JOMHUHAHTHAs, POTO-JIHIIE-
najnpleBor cuHApoMm Ttuna [. PopgocnoBHas ¢ JOMMHAHTHBIM X-CLEIJICHHBIM
TUTIOM HACJIEIOBAHUSI BUTAMUH D-pE3UCTEHTHOIO paxuTa B YETHIPEX MOKOJECHHSIX
npeacraBieHa Ha puc. 3-1B.OcoOCHHOCTH HACIEIOBAaHUS: %* TIOPAKCHHUE JIUIL
MYKCKOT'O Y )KEHCKOTO MO0JIa;

¢ y My)X4HuH OoJiee TsDKEIOE TeueHue 3a00IeBaHus; % Tiepenada 00TbHBIM
MY>KYMHOM MaTOJIOTUYECKOTO aJIJIeNsl TOJBKO I0YEPSIM, HO HE CBIHOBBSIM (CHIHOBBS
MOJIY4alOT OT OTHa XpomMocoMy Y); % mepenada OONBHOM IKEHIIMHOU
3a00JIeBaHUS U CBIHOBBSIM, M JIOUEPSM C PAaBHON BEPOSITHOCTHIO.

CuerieHHoe ¢ XpoMOoCcoMO# X pelieCCHUBHOE HACJICI0BAHUE

[Ipumepsbr 3a0oneBanuii: remopuauss A, remodunus B, HaJIbTOHU3M,
MbltegHast quctpodus romenna-bekkepa, 6o1e3up XanTepa (MyKomo-

mucaxapuno3 tuna Il), runorammarioOynuHeMusi OpYTOHOBCKOIO THIIA.
PonocnoBHast ¢ periecCUBHBIM X-CIETUICHHBIM THUIIOM HaclieloBaHus (TeMouius
A B 4 moxonenmsix) mpesnctaBieHa Ha puc. 3-1I". Ilpusnaku 3a0oneBaHus: %
OOnbHBIE POXKIAIOTCA B Opake (DEHOTUIIMYECKH 3I0POBBIX POJIUTETICH; %
3a0osieBaHre HAOIIOJAETCS UCKIIOYUTEIHHO Y JIMII MYKCKOTO TIOJia; ** Marepu
OONBHBIX - OOJIMTaTHBIE HOCUTEILHUIIBI MATOJIOTHYECKOTO TeHa; *%* ChIH HUKOTIA
HE HacJIeayeT 3a00JIeBaHNE OT OTIIA,
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¢ Y HOCHUTEIIBHHUIIBI MYTaHTHOTO T'€HAa BEPOATHOCTH POXKIACHUS OOIHHOTO
pebenka paBHa 25% (50% poauBIINXCS MAIBUUKOB - OOJIBHBIE).

["omangpuyeckuil, WK CLHENJIEHHBIN C XpPOMOCOMOM Y, TUIl HACTIEAOBAHUS

[TpuMepsbl: TUIIEPTPUXO03 YIIHBIX PAKOBUH, HU30BITOYHBIA POCT BOJOC Ha
cpenHux ¢ajaHTrax manableB KUCTECH, a300CTIEPMHUSI.

OcoOeHHOCTH HacCJIeIOBaHUS: ** Tiepelada Mpu3HaKa OT OTIa BCEM
CBIHOBBSM (TOJBKO CHIHOBBSIM, JJOUEPU HUKOT]Ia HE HACIIEIYIOT MPU3HAK OT OTLA);

¢ «BEPTHKAJBHBII» XapaKTep HACJICOBaHHs TPHU3HAKA, % BEPOATHOCTH
HACJICIOBAHUS JJIs1 I MY>KCKOTo mnoJia paBHa 100%;

MuToxoHapHrallbHOE HACIIeI0BAHKE

[Ipumepbr  3aboseBaHul («KMUTOXOHJIpUATIbHBIE  OOJIE3HW»):  aTpodus
3putenbHOTO  HepBa  Jlebepa, cuHapombl  Jles  (MUTOXOHIpHAThHAS
muosHuedanonatusi), MERRF (Muokimonuyeckas snuiiencus), KapAuOMUONATHUs
IUIaTalMOHHAs ceMeHas.

Oco0eHHOCTH HACJICIOBAHMSI: ** HAJMYHE MTATOJIOTHHU Y BCEX JIeTel O0IbHOMN
MaTepH; ** POXKICHHUE 3J0POBBIX JeTel y OONBHOrO OTIa W 3J0POBOM Marepu
(0OBsicHsIETCA TEM, YTO MUTOXOHPUATILHBIE TeHbI HACIEIYIOTCA OT MaTEpH).

XPOMOCOMHBIE BOJIE3HA

XpoMOCOMHBIE 0O0JIE3HH BBISBIAIOTCS Y HOBOPOXKIAEHHBIX C YACTOTON OKOJIO
6:1000. MHnmanpHOE 3BE€HO MATOTEHE3a - TEHOMHAs UM XPOMOCOMHAsl MyTallusl.
TskecTh HapylIeHU OOBIYHO MPSAMO KOPPEIUPYET CO CTEIEHbI0 XPOMOCOMHOTO
nucOananca: 4eMm OOJbIle XpOMOCOMHOIO MaTepHalia BOBJIEUEHO B abeppariuio,
TEM paHbIlle MPOSBISAETCS XPOMOCOMHBIM JucOalaHC B OHTOTEHE3e U TEM
3HAUYMUTENIbHEE HAPYIICHUST (PU3NUECKOTO U TICUXUYECKOTO Pa3BUTHS UHIUBUIA.

OcobGenHoctu: % OOJNBIIMHCTBO TE€HOMHBIX MyTanui (MOJUILIONINH,
TPUCOMHH TIO KPYMHBIM XpoMocoMmMaM [pHucC. 3-2], MOHOCOMHUHU TIO AyTOCOMAam)
JICTANBHBI;, % MyTalMd B TaMeTaX NPHUBOIAT K PA3BUTHIO TaK HAa3bIBAEMBIX
MOJIHBIX  ()OPM  XPOMOCOMHBIX OOJIe3HEH, KOrjJa W3MEHEHHS KapuoTHuIla
BBISIBIITFOTCS BO BCEX KJIETKAaX OpraHWU3Ma; % MyTallid B COMAaTHYECKHX KIJIETKaxX
Ha paHHUX ATarax ’MOPUOreHe3a MPUBOJIAT K Pa3BUTHIO MO3au-

N Tpucomus 13: cunapom Maray (1:15000)
3 HOMO DBIBNTIAR,

R RX 7',' Minpodransaus
" Z‘S 7f Ncemuax s

'\___1/ MNopou CORAUA M ADYTHK Opramos
e =~ Nynowsss pase

Tpucomun 18: cunapom 3asapaca (1:8000)
3anepa YNCTDEHHOND PAsGUTHR

MODOEPIRAIOUIMECH NN

BRI BHMLS CARTENILI 1A6ONEEEHA
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N Tpucomun 21: csgpom flaywa (1:700)
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Puc. 3-2.  Xapakrepucrtuka
HanOoJIee YaCThIX ayTOCOMHBIX TPUCOMUM [110 4].
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[M3Ma: 4acTh KJIETOK OPraHM3Ma MUMEET HOPMAJIbHbIA KapUOTHUII, a Apyras
4acTh - aHOMaJIbHBIM.

AHOManIMM TOJIOBBIX XpoMocoM. HapyiieHue pacxoxAeHUs MOJIOBBIX
XpPOMOCOM TPUBOJUT K 0OpPa30BaHUIO aHOMAJIbHBIX raMeT: Yy >keHIIMH - XX u 0 (B
MOCJIETHEM CITy4ae raMeTa He COACPKUT MOJIOBBIX XPOMOCOM); Y MYKUUH - XY U
0. Ilpu cnausHUM TOJOBBIX KJIETOK B MOAOOHBIX CiIy4yasX BO3HHUKAIOT
KOJIMYECTBEHHBIC HAPYILEHHUS MOJIOBBIX XpoMocoM. [Ipu OoJie3HsIX, BBI3BAaHHBIX
ne(UIUTOM WM H30BITKOM X XPOMOCOM, HEPEIKO HAOIIOTACTCSI MO3AUITU3M.

* Cunapom Kusiiadenrepa: % Yacrora: 2-2,5 Ha 1000 HOBOPOXAEHHBIX

ManbuukoB. % Kapuotum: pazHooOpa3Hble  IIUTOTCHETHUYECKHE  BapHaHTHI
(47,XXY; 48,XXXY; 49, XXXXY u ap.), Ho yaiie BcTpeuaercs BapuanT 47, XXY.
¢ IIposiBieHus: BEICOKHII POCT, HEMPONOPLHUOHAIBHO JJIMHHBIE KOHEYHOCTH,
OTJIO)KEHHE KUpA MO KEHCKOMY THIly, €BHYXOHMJIHOE TEJOCIIOKEHUE, CKYJIHOE
OBOJIOCEHHE, THMHEKOMACTHsI, THUIIOTCHUTANU3M, Oeciionue (B pe3yibTaTe
HapyLIEHUs1 CIIEpMATOreHe3a, CHUKEHUSI TPOAYKIUU TECTOCTEPOHA U YBEIUYCHHS
MPOIYKINHU KEHCKUX MOJIOBBIX TOPMOHOB), CH)KEHHUE UHTEIIEKTa (4eM OOoJblle B
KapUOTHUIIE 100aBOYHBIX XPOMOCOM, TEM oonee BBIPAKEHO).
% JledeHre My>KCKUMH TIOJIOBBIMH TOPMOHAaMH HAMpaBJICHO Ha KOPPEKIHUIO
BTOPHYHBIX IMOJIOBBIX IPU3HAKOB, HO MW TOCIE Tepanuu OOJIbHBIE OCTAIOTCS
O€ECILIOTHBIMH.

* Tpucomuss X - HauOoisiee YaCThIi CHHIPOM W3 TPYIIBI MNOJUCOMUN X;
yactota 1:1000 HOBOpOXKAEHHBIX IeBOUEK, kKapuoTun 47,XXX; o -

KEHCKUH, (PEHOTUIl JKEHCKMUH; KaK NpPaBUIIO, (PU3NYECKOE M NCUXUYECKOE
Pa3BUTHE Y )KECHILMH C 3TUM CUHAPOMOM HE UMEET OTKJIOHEHUH OT HOPMBI.

* Cunapom IllepemeBckoro-Téprepa. % Yacrora cunaapoma: 1:3000 HO-
BOPOXKAEHHBIX JAeBouek ** Kapuotum: 45,X0, HO BCTpedarTcss © Jpyrue
BapuaHThl. % [IpOsIBICHUSA:HU3KUN POCT, KOPOTKas Iiesi ¢ M30BITKOM KOXH WU
KPBUIOBUIHOM CKJIQJIKOM, IIHMpOKasi, 4yacTo AepOpMUpPOBaHHAs TpyAHas KIIETKa,
nedopManusi JIOKTEBBIX CYCTaBOB, HEAOpa3BUTUE TEPBUYHBIX W BTOPUYHBIX
MOJIOBBIX TPHU3HAKOB, Oecmyionue. % PanHee reueHue )KEHCKUMH TOJIOBBIMU
TOPMOHAMHU MOKET 0Ka3aThCsl 3((HEKTUBHBIM.

BOJIE3HU C HACJIEACTBEHHBIM ITPEIPACIIOJIOJKEHMEM

bone3Hn ¢ HaclIEACTBEHHBIM NPEIPACHOJIOKEHUEM HAa3bIBAKOT TaKXKe
MHOTO(aKTOPHBIMH  (MYyJIbTU(AKTOPUATIbHBIMU), TaK KaK HMX BO3HUKHOBEHHUE
OTpENENseTCs] B3aMMOJCUCTBUEM HACJEICTBEHHBIX (aKTOpOB M  (PaKTOPOB
BHelHeN cpenbl. K 00Jie3HSIM ¢ HACIeICTBEHHBIM MPEAPACIIONO0KEHUEM OTHOCSITCS
umemudeckas 6one3nb cepaua (MbC), runepronnyeckas 00Jyie3Hb, OpOHXUATbHAS
acTMma, rncuxudeckue 3aboisieBanus, CJl, peBmaTuueckue OO0J€3HU, SI3BEHHAS
00JIe3Hb XKeNMyJKa, BpoXIEHHbIE mopoku pa3Butus (BIIP) u MHorue npyrue.
bone3Hn ¢ HacleICTBEHHBIM TNPEIPACHONIOKEHUEM KIAaCCUPUUUPYIOT - B
3aBUCUMOCTH OT 4YHCJIa TE€HOB, OMNPEACISIIONIMX MPeIpacinoyioKeHHOCTh, - Ha
MOHOTEHHBIE U MTOJIUTCHHBIE.
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* MoHoreHnble  0OOJI€3HM C  HACJEACTBEHHBIM  MPEAPACIIONIOKEHUEM
JETEPMUHHUPYIOTCS OJHUM MYTAaHTHBIM T€HOM MW BO3HHUKAIOT IIPU JI€VCTBUU
KOHKPETHOTO M  00s3aTenbHOTO  (paktopa BHemHed cpenbl. [lpumep -
HEMEePEHOCUMOCTD JIAKTO3bl: TIPU MyTaHTHOM opMe reHa JlaKTa3bl yrnoTpeOaeHue
MOJIOKA MPUBOJUT K PA3BUTHUIO KUIIEYHOTO TUCKOMQOpPTa U MOHOCA.

* [Tonurennsie 6one3nu. [IpeapacnonokeHHOCTh K Pa3BUTHIO MOJUTEHHBIX
OoJe3Hel JIETEPMUHUPYETCS] B3aUMOJCUCTBUEM HOPMAIbHBIX U H3MEHEH- HBIX
(MyTHpPOBABIIIMX) T€HOB, XOTS KaXJbld U3 HUX MO OTIAEILHOCTH HE MPUBOJUT K
pa3BuTHIO 3a0oJieBaHusA. MIHaUMBHA ¢ TakOM KOMOHWHAIIMEl T'€HOB MOJ JEHCTBUEM
onpenenéHHoro  ¢GakTopa  OKpyXarolieil  cpeAabl  JIOCTUTaeT  «Imopora
BO3HUKHOBEHUs» 00JIE3HM 1 3a0071€BaET.

XapakTepucTuka MHOTO(AKTOPHBIX OOJIC3HEH: %  HaclelnoBaHUE HE

OTBEYAET MEHJCIEBCKUM 3aKOHOMEPHOCTSIM; %* [aTOr€He3 3aBUCUT OT
«yIEJNBHOTO BKJIAJIa» TEHETUYECKUX U CPENOBBIX (PAKTOPOB; 3Ta 3aBUCUMOCTh
pasnuYyHa Kak IS pa3HBIX 3a00eBaHWM, TaK W JJIA KaXIOTO YEIOBEKa; %*

XapaKkTepHO Hajauyue OOJIBIIOro YKcia KIMHUYECKUX BapUAHTOB; *%* HaOMI0IaeTCs
0oJee BbICOKasi KOHKOPAAHTHOCTH 110 3a00JIEBAaHUIO Y MOHO3UTOTHBIX OJIM3HEIIOB B
CPABHEHUU C TU3UTOTHBIMHU.

BpoxnéHHble TOPOKH Pa3BUTHUS

AHoMmanmuu pa3BUTHA (B TOM uMcie BpoxAEHHble mopoku - BIIP) u ux
IpUYKHBl n3yvyaerreparoiorusd. Pacnpoctpanénnocts BIIP cocrasiser 2-3% ot
OO0IIero KOJMYECTBA POJUBIINXCS KUBBIMU JETEH.

* Tunel BIIP. B 3aBHCHMOCTH OT BpEMEHM BO3IAEHUCTBHUS IMOBPEKIAIOIINX
(aKTOpOB BBIIETSIOT raMETONAaTHH, 0J1aCTOMAaTUH, SMOPHUOTIATUN U (heTOTIATHH.

¢ ['ameTonaTuu - pe3yibTaT BO3ICHCTBHUS Ha MOJOBBIE KIETKH (B OCHOBE
JIekKAT MyTallMH B TIOJIOBBIX KJIETKAX).

¢ bracronaruu - ciencTBUe MOpPaXEHUsl OJACTOLMCTHI - 3apOJIbIIIA MEPBHIX
15 cyt mocne omiogoTBOpeHust (10 3aBepuieHUs (POPMUPOBAHMS 3aPOBIIIEBBIX
JUCTKOB). Pe3ynpraroM  OnacrtomaTtuii  SIBIASIIOTCS  JIBOMHUKOBBIE  MOPOKHU
(cpocmmiecss Onu3HELbl), UUKIONUSA (HAIMYME OJHOTO WM JBYX CIHUBLIUXCS
IJIa3HBIX SI0JIOK B €IMHCTBEHHOUW OpOUTE MO CPEIUHHOMN JIMHUHU JIUIIA).

¢ OMOpHonaTuy - pe3yJabTaT BO3JAEHCTBUA TEPaTOT€HHOTo (akTopa Ha
AMOpUOH B mepuoa ¢ 16-ro maus no 8 Hemenu OepemeHHoctu. K 3TOM Tpymnme
OTHOCSITCSI ~ TaIMJOMHJHbIE, JUa0EeTUYEeCKHe, aJKOroJIbHbIE W  HEKOTOpbIE
MEIMKaMEHTO3HbIe AMOpuonatuu, a Takke BIIP, pasBuBmMecs mopa BiusHUEM
BHpYyCa KPaCHyXH.

¢ deronaTuy - cIeACTBUE MOBPEKIAEHUS U0 OT 9-i1 HeJenu 10 MOMEHTa
poxaenus. K ¢eromatusiMm OTHOCATCS, HampuMep, KPUITOPXU3M, OTKPBITHIN
00TaJIJIOB MPOTOK WJIM MpEeHaTalbHAas TUIIOIUIAa3HsI KaKOro-I1ub0 opraHa Wid 1ioa
B LIEJIOM.

» Kareropuu BIIP:

4 areHe3us - MOoJHOE OTCYTCTBHE OpraHa (Hampumep, TuMyca, oYKH, TJias);
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¢ aruia3vsl M TUIOIUIA3Us - OTCYTCTBHE WJIM 3HAYUTEIBHOE HEIOPA3BUTHE
opraHa MmpH HaJU4YHUU €ro COCYIUCTON HOXKKU U HEPBOB (HApUMeEp, OJHOU MOYKH,
Cele3¢HKH, JETKOT0, KUIIICUHUKA);

¢ arpe3us - TOJIHOE OTCYTCTBHE KaHalla WJIM E€CTECTBEHHOTO OTBEpCTHUS
(HampuMep, aTpe3usi HapyKHOTO CIIyXOBOTO MPOXO0/a, MUILEBOA, aHyCa);

4 reTepoTONus - IEPEMEICHUE KIETOK, TKaHEH UM YacTH opraHa B JIPYTyIO
TKaHb (HAMpUMeEp, KJIETOK IOJHKEIYA0YHON 3Kene3bl B AUBEPTUKYNIT Mekkers,
xpoMaGUHHBIX KJIETOK B TKaHb JIETKHX);

4 [IEPCUCTUPOBAHHE - COXPAaHEHHE AYMOPHUOHAIBHBIX CTPYKTYP, UCUE3AIOIINX
B HOPME K OIPEACIIEHHOMY 3Tally pa3BUTHUS (HaIpUMEP, OTKPBITBIA apTepHAIbHBII
MPOTOK y TOAO0BAJIOr0 peOEHKA, KPUIITOPXU3M);

4 CTCHO3 - CYXEHUE TMpPOCBETa OTBEPCTUS WM KaHaja (Hampumep,
KJIAITAaHHOTO OTBEPCTHSI Cep/Ilia, MPUBPATHUKA JKEITy/IKa, (parMeHTa KUIICUHUKA);

¢ yiBoeHUE (YTPOEHHUE) - YBEIMYEHUE YHCIAa OPraHOB WJIM €ro YacTH
(HampuMep, YIBOEHHE MAaTKH, MOYETOYHUKOB);

4 SKTONUS - HEOOBIYHOE PACIIOJIOKEHHUE OpraHa (Hampumep, OYKU B MajioM
Tazy, CepAla - BHE TPYJHOU KIIETKH).

* Vpoxactsa (kak mnpaBuiio, AedekTsl MopdoreHesa) - Haubosiee TKENTbIS
nposiBiienus BIIP.

* Jucnnazuu (Manbhopmauu, nedopmaruu, TU3PYTILIN) -
MOP(OJOTUYECKHE  BPOXIEHHBIE HM3MEHEHHUS, BBIXOAAIIME 3a  MPEAeIIbl
OOLIEIPUHATOW HOPMBI.

* Manpie aHOMalIMM Pa3BUTHS (CTUTMbI JU33MOpPHOreHe3a: CHUHIAKTHIINA,
SMOYKH Ha IIEeKaX, aHOMAJIMK YIIHBIX PAKOBHH, UCKPUBIIEHWE MU3MHIIA U Ap.) -
BpOXKACHHBIE JeeKThl, He TpeOyrlue KOCMETHUYECKOM WM MEAULHUHCKON
KOPPEKLUH.

* KnuHruuecku 3HAYMMBbIE TOPOKM pa3BUTHS - BPOXKAEHHBIE AHOMAIIWU,
TpeOyromue TeX MIM  HUHBIX  (OpM  MEIMULMHCKOIO  BMELIATENbCTBA
(kBamu(UIIMPOBAHHON  JTMATHOCTUKH, MEIUIUHCKOM Koppekiuu). CTeneHb
TSKECTU BPOXKIEHHOTO TOPOKAa MOXKET OBbITh Pa3IMYHOM: OT MajlbIX aHOMAJIUH
(HanpuMep, TOJUIAKTWINSA) 1O OYEHb TSKEIBIX CUCTEMHBIX MOpPAXKEHUN
(rugpouedanus, 6one3ns JlayHa).

A3oBa, M.M. I'eHeTHKa yen0BEKAa C OCHOBAMY MEIVULUHCKOW TEHETHUKU CTP.
180-246
Bonpockl kK NpakTHYeCKOMY 3aHATHIO

1. HacnencrBennblie 60€3HM U UX KiIacCHPUKaIIHS.

2. XpoMOCOMHBIE OOJIE3HHU.

3. KonuvecTBeHHBIE W CTPYKTYpHBIE aHOMAJIMH ayTOCOM: CHHAPOM
Hayna, cungpom DaBapjca, cuaapom Ilaray.

4, Knuanueckne CUHAPOMBI TIPU aHOMAIIMAX IOJOBBIX XPOMOCOM:

cunapom [llepemesckoro-Tepuepa, cunapomKaitHbenbTepa, CHHAPOM TPUCOMHH
X, CHHAPOM JUCOMHUH TI0 Y -XpOMOCOME.
S. CTpyKTypHBIE aHOMAIUU XPOMOCOM.
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6 [TprunHBI reHHBIX 3200JI€BaHUA.

7 AyTOCOMHO-JIOMUHAHTHbIE 3a00JIEBaHUSI.

8. AyTOCOMHO-PEIIECCUBHBIE 3a00JICBAHMUS.

Q. X -ClEIJICHHbIE PEIECCUBHBIE U JIOMUHAHTHBIE 3200JIEBAHMUS.

10. Y-cuemieHHble 3a00JIEBaHUA.

11.  OcobenHocTu 60J€3HEH C HACIEICTBEHHOUMPEIPACIIOI0KEHHOCTBIO.

12, MoHoreHHbie 00JIE3HU C HACIIEICTBEHHOMN MPEIPaCcIoi0OKEHHOCTHIO.

13.  Tlomurenusie 00E€3HU C HACIECICTBEHHON MTPEAPACIIONOKEHHOCTHIO.

14.  Buasl MynbTH(AKTOpUATBHBIX TPU3HAKOB.

15.  M3onaupoBaHHBIE BPOKICHHBIE IOPOKU PA3BUTHSL.

16. T'unepronuueckas 0OJE3Hb.

17. PeBmaTOMIHBIN apTpUT.

18. SI3BenHast 00JIe3Hb.

19. bponxwuanbHas acTMa u Jp.

20. OcoOeHHOCTH HACJEIOBAHMS TMPEPHIBUCTHIX MYIbTHU(HAKTOPUATBHBIX
3a00JIeBaHU.

21. Meroabl u3ydeHus: MyJIbTU(PAKTOPUAIBHBIX 3a00JI€BaHUA.

22. IlpuHuumb KIIMHUYECKON JTMArHOCTUKH HACJIEICTBEHHBIX
3a00JIeBaHUM.

23. JlaGopatopHble TpodUIAKTHKA W JICUCHHE  HACIEACTBEHHBIX
3a00J1eBaHUM.

24. Meauko-TeHETHYECKOE KOHCYIHTHPOBAHHE.

25. Mertonasl IINArHOCTUKH HaCJIEICTBEHHBIX 0oJIe3HE:
IIUTOTCHETUYECKHE, ONOXUMHUECKHE, MOJICKYISIPHO-TEHETHICCKHE.

26.  IIpuHUMIIBI TIEUYCHUS HACIEICTBEHHBIX OOJe3HEH

27. Buapl npoUIaKTHKA HACIEICTBEHHBIX OOJIE3HEH.

3ajaHusl K NPAKTHYECKOMY 3aHATHIO

1. 3anoytHUTE TaOJIHITY

—  HacnencrBennsle 00Jie3HA

—  T'eHHnle

—  MoHoreHHbIE

—  AyTocoMmHBIE

—  JIoMUHaHTHBIC

—  PenecuBHble

—  CueneHHbBIEC TIOJIOM

X-clIenjaeHHbIe

V-cueniaeHHbIC

—  Tlonurennple  (MynbTH(AKTOPHATBHBIC,O. C  HACJeICTBCHHOMU
PEIPACIONI0KEHHOCTBIO)

—  XpOMOCOMHBIE

—  bone3nu, o0ycCloBIEHHBIE U3BMEHEHUSIMH CTPYKTYPhI XpOMOCOM

—  bonesnu, 00ycnoBiIeHHbIC U3MEHEHUSIMU YUCIIA XPOMOCOM
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2. B 1986 r. B 3amagnom bepaune coctosuics MexayHapoaHbIN
KOHIpecc reHeTukoB. [lo Matepuanam KoHrpecca Obuta n3gaHa kuura «I'eHeTuka B
uckycctBe». B Hee Bouum doTorpaduu U penpoayKUUU CKYJIbNTYP U KapTHH, B
KOTOPBIX HAIIM OTPAKCHUE PA3IMYHBIE HACIIEICTBEHHBIE NATOJOruu. Moaensmu
I 3TUX TPOU3BEACHUN CIIYXKWIW JIIOAW, CTPAJAOIINE HACIEICTBEHHBIMU
3a0oneBaHussMU. CO3/1aHbl 3TU TPOU3BEIACHUS B PA3JINYHbIE UCTOPUUECKHUE DIIOXH,
Hanpumep:Padasns Cantu «Cukcrtunckas manonHa» (XVI B.);[uero Benackec
«Menunsy u «lloprper Cebacthsina Moppo» (VII B.),Muxaun BpyOGens
«IToptper cbHay (XIX B.).

Bam mnpennaraercs u3y4uTh BCE WLIIOCTPAIIMM KAPTUH C TOYKU 3PEHUS
JTMar’o3a:

—  Kakue HacnenctBeHHbIe 3a001€BaHUs BbI MOYKETE HA3BATh?

— O 4eM CBUIETENIbCTBYIOT 3TH KAPTHUHBI?

—  MoskHO 11 IpeaynpeXaaTh U JICUUTh HACJICACTBEHHbBIC 3a001eBaHus ?

Padasnas Cantu «CuxctuHckas MajgonHa» (XVI B.)

-
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Junero Benackec « MeHUHBI
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«IToptper Cebactbsina Moppo» (VII B.), IIyThl HCITAHCKOTO BOpa

Muxaun Bpy6ens «I[loptpet ceiray (XIX B.)
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Canpgpo boruuennu «Iloptper FOHOIINMY
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IIpakTuueckoe 3ansaTue Ne 7. Meauko-reHeTH4YeCcKoe
KOHCYJIbLTHPOBaHHE
Teopernueckasi 4acTb

[lenbr0 MEIMKO-TEHETUYECKOTO KOHCYJILTUPOBAHUS B OOILETIONYJISIIIUOHHOM
3HAQYCHUU SIBISETCS WMMEHHO CHIDKCHHME JaBJICHMS Ha TOMYJAIMU YellOBeKa
MaTOJIOTUYECKON HACJIEACTBEHHOCTU. Llenb OTHENpbHO B3STOM KOHCYJIBTALMU
COCTOUT B OKa3aHWHU MOMOIIM CEMbE B MPUHATUUA BEPHOTO PEIICHUS MO Ipodieme
MJIAHUPOBAHMUS CEMBH. B oO01em CMBICTIE MEJIUKO-TEHETUYECKOE
KOHCYJIbTUPOBAHHE — ATO MPOIIECC BBIUUCICHHS BEPOATHOCTU POXKIECHUS AETEH C
OTKJIOHEHUSIMH B 37IOPOBbE M Pa3BUTHH, HA OCHOBAaHWU aHAMHE3a U 0COOCHHOCTEHN
T€HOTHUIA TOTEHIUAJIbHBIX MAaTEPHU U OTIIA.

Menuko-TeHeTHUeCKOe KOHCYJIBTUPOBAaHUE OCOOEHHO S((PEKTUBHO B TEX
CJIy4asix, KOTJla OHO OCYIIECTBJISIETCSI KaK MPOCHEKTUBHOE KOHCYJIbTUpOBaHue. B
JJAHHOM ClTydae PUCK (BEPOSITHOCTH) POXKJEHUSI OOJBHOTO pedeHKa MOXKET ObITh
YCTAHOBJICH JI0 HACTYIUICHUS OEPEMEHHOCTH B XOJI€ €€ IUIAaHUPOBAHUS, WM, €CIIU
OEpEeMEHHOCTh YK€ HACTyIluja, B paHHHUE €€ CPOKU. MeauKo-reHeTHYECKUe
KOHCYJIbTAllMM TIPOBOJISIT B CIIydae OTSATOLICHHOW HACJIEICTBEHHOCTH OJHOTO WJIU
000UX CyINpyroB, KPOBHOT'O POJICTBA CYNPYroB, BO3JECHCTBUU BO3MOXHBIX JIMOO
YCTAaHOBJICHHBIX TEpPaTOreHOB ((PakTopoB Cpeapl — U3IYyUYCHHH, XUMHYECKUX
BEII[ECTB, KOTOPHIE MOTYT MPUBOJANTH K BHYTPUYTPOOHBIM YpPOJICTBAM) B TIEPBBIC
Tpu Mecsina OepeMeHHOCTH. Takke TOBOJOM K TPOBEICHUIO MEIUKO-
TCHETHYECKOW KOHCYJIBTAIIMH MOXET CIYXKUTh HEOJaromojayyHoe MPOTEKAHUE
OEpeMEHHOCTH, CTIOHTAaHHbBIE A0OPTHI.

44



CyliecTByeT TakKe€ M PETPOCIEKTUBHOE KOHCYJIBTUPOBAHME — OHO
MIPOBOJIUTCS B ClIy4ae, €ClId Yy Maphl yxKe poJusics 00JIbHOM pebeHOK (Hampumep,
UMEIOIINIA BPOXKJICHHBIE TOPOKU PA3BUTHUA, 3aJIEPKKY Pa3BUTHUS, YMCTBEHHYIO
OTCTAJIOCTh U JIp.) OTHOCUTEIBHO 3JJ0POBbS MOCIEAYIOIUX IETEH.

[Ipu BHEOPEHUH MEXaHU3MOB MEIMKO-TE€HETUYECKOT0 KOHCYIbTUPOBAHUS B
COLIMYM  BO3MOXHO  JIOCTH)KEHHE  HEKOTOPOTO  YMEHBIIEHUS  YacTOTHI
HaCJICJICTBEHHBIX 00JIE3HEH U CMEPTHOCTH (0OCOOCHHO, IETCKOM ).

[Ipouecc MeAMKO-T€HETUYECKOIO KOHCYJIBTUPOBAHMS BKIIIOUYAaEeT B ce0d
HECKOJIBKO ATAroB JUArHOCTHUKY, MPOTHO3UPOBAHUE U 3aKIIIOUCHHE.

BOHpOCbI K IPAKTUICCKOMY 3aHATHIO

1. Menuko-TeHeTHYeCKoe  KOHCYJIBTUPOBAHHE KaK  Mpo(HUIaKTHKA
HacJIeICTBEHHBIX 3a00JI€BAaHUN.

2. [IepcrieKTUBHOE U PETPOCIIEKTUBHOE KOHCYJIbTUPOBAHUE.

3. [Toka3aHus K MEITUKO-TEHETUYECKOMY KOHCYJIbTUPOBAHHUIO.

4, MaccoBble, CKPUHHPYIOIIME METOJbl BBISBICHUS HACIEICTBEHHBIX
3a00JIeBaHUM.

S. [IpenatanpHasi AWMArHoCTMKA (HEMHBa3UBHbIE U HWHBA3UBHbBIC
METO/IbI).

6. HeonaranbHblil CKpUHUHT.

7. Odopmienue aNropuT™Ma Oecenbl MEIUKO-TEHETUYECKOTO
KOHCYJIbTUPOBAHHS.

3agaHus K NPAKTUYECKOMY 3aHATHIO

1. Pelenue cuTyalimoHHbIX 3a7a4

bpurana nenurcs Ha MUHU-TPYIIIBI IO 3 YEJIOBEKa.

Pacnipenenenue poueii:

- MeJICECTpa MEANKO-TEHETUYECKON KOHCYJIBTALNM;

- MeJicecTpa OMOXMMHUYECKOI JIabopaTopuu;

- MEeJICeCTpa IIUTOreHETUYECKOM 1TabopaTopuu.

O3HaKOMIIEHHE C CUTYalUEN.

Hcnons3ys UCXOJIHYIO CUTYALIMIO MEIUKO-TEHETHYECKOTO
KOHCYJIbTUPOBAHUSA, B KOTOPOH MPUBEICHBI JaHHBIE O MPOOaH/Ie, €r0 POIUTENSIX U
POJCTBEHHHMKAX, COCTaBbTE€ NIEPBUYHBIA JAMArHo3, JalTe peKoOMEeHIaluu
POAUTENSAM, COTJIACHO aITOPUTMY JI€UCTBUM:

- 3yunTh reneanorudeckyro nHpopmaruio (JiereHay);

- CoCTaBUTH POJIOCTOBHYIO;

- [IpoBecTn aHANM3 POJOCIOBHON C LEJIbIO BBISBIICHUS TUIIA HACJIEAOBAHUS
Y BBISIBJICHUS HACJIEACTBEHHOM MPUPOJIbI 3a00JI€BaHNUS;

- W3yuenue ¢eHoTuna OOJBHOTO C IEJIbI0 BBISIBICHUS XapaKTEepPHBIX
MPU3HAKOB 00JIe3HU (MPOJAEMOHCTPUPOBATH (PoTorpaduio OOJBLHOTO C JTAHHOMN
MaTOJIOTUEN);

- O06ocHOBaTh HEOOXOIUMOCTh MPOBEACHUS TOTOJHUTEIBHBIX METOOB
ucciaenoBaHus (IIUTOTEHETUYECKUX, OMOXUMUYECKUX U T.J.) JJIA YTOYHEHUS
JINarHo3a;

45



- Cnenatp 3anuch KapUOTHIIA JAHHON HACJICICTBEHHON MATOJIOTHH.

- OnpenenuTh NPUHLMIBL OLIEHKH T€HETUYECKOTro pucka (MCIOJIb30BAaHUE
OMIIUPUYECKUX JIAHHBIX WM TEOPETHYECKUX pacy€ToB, OCHOBAaHHBIX Ha
IeHETHYECKUX 3aKOHOMEPHOCTSIX );

- laTh pexomMeHaaIu ceMbe Ipodania;

- YcTaHOBUTH BO3MOXKHOCTH MPOBENCHHUS METOJOB NpPEHATAIbHON
JTIMAarHOCTUKH.

3ananue Nel

Menuko-TeHeTHIeCKOe KOHCYIbTHpOBaHue. VicxomHas cutyarusi.

B Memuko-reHeTHYeCKyr0 KOHCYJBTAIIMI0O 00paTHIach MOJOMAs KEHIMHA
25 net, y e€ peOEHKa-MalbyuKa, 3JI0POBOTO OT POXKACHHS, B Bo3pacte | rona
MPOSIBUIIOCH CUJILHOE OTCTABAHUE B IICUXUYECKOM U (PU3HMUECKOM Pa3BUTHH.

OcMoTp O0BHOrO peOEHKa BBIABWII XapaKTEPHbIA (DEHOTHUI: OTCTaBaHUE
YMCTBEHHOTO pa3BuTusi — osuroppeHus. I[loBbilieHHas BO30yJIUMOCTh U
CyIopoXxHBI cuuApoM. Crnabasi nmurMeHnTanus (OJIOHAWH C ToJyObIMU TIa3aMH U
cBeTyoi Koxkeil). KoxkHble 3K3eMbl (BOCTAJIEHHE MOBEPXHOCTHBIX CIIOEB KOXKH),
3ya. B cembe, KoTOpyro oOCIeAylOT — Tpoe JEeTeH, IBO€ U3 HUX — MallbYUKU
(Manp4MK 6 JIET U JAeBOYKa 4 T0J1a) — CUHOCHI, IPOOaH/1a — 3I0POBBI. €TI0 POJIUTEIIH,
POJICTBEHHUKU MYyXka (MaTh C OTIIOM, OpaT U 3aMY>KHSsI CECTpa C IByMs JIETbMH), a
TaK)Xe POJICTBEHHUKH KEHBI (MAaTh C OTIIOM) 3/IOPOBBHI.

B xone cbopa aHamHe3a BBISBIISETCS, YTO POJIHAS CECTpa MaTepu MpoOaHaa
CTpajiana TsDKETOM YMCTBEHHOW OTCTAJIOCTBIO W yMepiia B paHHEM JIETCTBE, a Y
cecTphl 0aOyIIKKM MO JIMHUM OTIA OJIHa U3 OEpeMEHHOCTEH 3aKOHYMIIACH
BBEIKHJIBIIIIEM C MHOXXCCTBEHHBIMH IIOPOKAMH BHYTPUYTPOOHOTO Ppa3BUTHS.
ODHOBpEMEHHO ¢ OJTUM MaTh peOEHKA, KOTOpPOro oOOCIeayroT, uMena
MIPESKICBPEMEHHBIE POJIBI IaJIEKO OT MECTa CBOCTO MPOKMBAHUS M HE 00paIagach
K Bpauy ¢ LEJbI0 MPOBEACHUS aHAIN3a KPOBU Ha (eHUIIAIAHNH.

3aganus:

1. MencecTpe MEIMKO-T€HETUYECKON KOHCYIbTAIUU:

- COCTaBbTE POJIOCIOBHYIO TAHHOUN CEMbH;

- OIIpeIeNIuTe TUI HACJIeIOBAHUS JAHHOTO 3a00JIeBaHMS;

Kaxkyto HacieacTBEHHYO MaTOJIOTUIO MOKHO 3aI0I03PHUTh.

2. MencecTtpe OMOXUMHUYECKOW JTa00paTOPUH:

- ONpeNeauTe HEOOXOAUMOCTh B OHOXMMHYECKOM HWCCIACAOBAHUM JIJIS
YTOYHEHUS

nuarHo3a. OTBeT o0OCHYHTE.

3. MejncecTpe IMTOTeHETUYECKOM 1abopaTopu:

- ompeeNTuTe He0OX0IMMOCTh B IIMTOTCHETUYECKOM HCCIICIOBAHNH,

- HalauTe KapTOUYKy KapuOTHUMa C JAHHOW MAaToJIOrueil, 000CHYHTEe OTBET,
BBIOOP KapTOUKH;

- OOBSICHUTE TPUYMHY BO3HUKHOBEHHS JaHHOW TATOJOTUU COTJIACHO
POZIOCIIOBHOM.

- aiiTe pEeKOMEH/Iallu B OTHOIIIEHUW PUCKA TIOBTOPHOTO POXKIACHUS JETEH C
TaKou
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MaTOJIOTHUEH.

3aganue Ne2

Menuko-reHeTH4eCKOe KOHCYJIbTUpPOBaHUE. cxonHas cutyausi.

B Menuko-reHeTHUecKyr0 KOHCYJIbTalMi0 oOpaTuiach (PEHOTUIIHMYECKH
3I0pOBasi CyNpyXecKas mapa, KoTopas [JIMTEIbHOE BpEMs HE HMeNa JETEH.
Tonbko B Bo3pacTte 35 JET JKEHIIMHA POJAWJIA JIEBOYKY, Yy KOTOpOHl cpazy
MPOSIBUINCH BPOKIEHHBIE MTATOJIOTUH PAa3BUTHSL.

OcMmoTp 60aBHOTO PEeOEHKA BHISBUI XapaKTEPHBIA (PEHOTHI: TFIOCKOE JIHIIO,
MOHTOJIOMJTHBIN pa3pe3 I1a3, SMHUKAaHT (KOXKHAasl CKiIaaka B (opme moiymecsiia
BO3JIC BHYTPEHHErO yria TJia3a), KOPOTKMH HOC, IIHpPOKas TNEPEHOCHUIIa,
MOJIYOTKPBITBIN POT, TOJCTBIN SI3bIK, INIOCKUN 3aThUIOK. [Tanbipl Ha pykax u HOTrax
YKOPOUYEHBI, MU3HMHIIBI MCKPUBJICHBI. BbIpa)keHa yMCTBEHHas OTCTAJIOCThb, PEyb
pa3BuTa IUIOXO0.Y POJMUTENECH, KOTOPBIX OOCIEAyIOT, OOJbIIe JeTe HeT.
PoacTBeHHUKH MyXa COCTOSAT U3 pojautesieil u 0alyiiku, (EHOTUIT KOTOPHIX HE
3a()UKCUPOBAHO HUKAKUX CEPbE3HBIX OTKIOHEHUU. POJICTBEHHHKH >KEHBI (OTell,
MaTh, POJHOW OpaT C KEHOW W WX JIBO€ IU3UTOTHBIX OJM3HEIOB: MaJbUUK H
JIEBOYKA) — 3JI0POBBI, OJHAKO, Y WX POJHON CECTphl, KOTOpas IO3IHO BHIILIA
3aMyX U B Bo3pacte 40 JieT pemuniaa poauTh AeTei, ObI0 2 BBIKUBIIIA, a TPETHM
peOEHOK POAMIICS 3I0POBBIM.

3aganus:

1. MencecTpe MEIUKO-TEHETUYECKOW KOHCYIbTAINU:

- COCTaBbTE POJIOCTOBHYIO TAHHOU CEMbHU;

- aiiTe peKOMEHIAIlMU B OTHOILIEHUH PUCKA TOBTOPHOTO POKICHUS JETEH C
TaKOM K€ MaTOJIOTHEH, UCTIONIB3YS AMIIUPUUECKYIO TAOTHILY.

2. Mencectpe OMOXMMUYECKOH JIaDOpaTOPHH:

- omnpefenuTe HeoOXOAUMOCTh B OHOXMMHUYECKOM WCCJIEAOBAaHUU IS
yTouHeHus auartHos3a. OTBeT 000CHYMTE.

- Haiiaute GoTorpaduio ¢ TaHHOW HACIEACTBEHHOU MATOJIOTHEH, HA30BUTE
XapakTepHbIE TPU3HAKH, TOJTBEPKIAIOIINE Balll JUATHO3.

3. MencecTpe MUTOTeHETHYECKOM J1ab0paTOPHH:

- ompeieNTuTe He0OXOIUMOCTh B IIMTOT€HETUYECKOM MCCIICI0BAHNH;

- 00BSICHUTE POAUTEINISIM MPUYNHY BOSHUKHOBEHHUSI TAHHOMW MAaTOJOTUH;

- HaliIuTe KapTOUKYy KapUOTHUIIA C TaHHOW naTosiorueit. OTBET 00OCHYHTE.

IIpakTuyeckoe 3ansitue Ne 8,9. OCHOBHBIE 0TPAC/IH reHETUKHI
Teopernyeckas 4acTb

I'enetuka — pyHAaMEHT COBPEMEHHOM OUOJIOTUH

CtpykTypa COBPEMEHHOU IeHETUKHU

Bcs renetuka (kak u aro0asi Hayka) nojapaszzensercs Ha (GyHIaMeHTaIbHYO
U TIPUKJIAJIHYIO.

dyHaaMeHTalIbHAs r€HETUKA U3y4yaeT o0mue 3aKOHOMEPHOCTH
HACJICIOBAaHUSI TIPU3HAKOB Yy JIA0OPATOPHBIX, WM MOJEIBHBIX BHIOB: BHUPYCOB
(manpumep, T-u€THBIX (haroB), MpPOKApHOT (HAMPUMEP, KHUIICYHOW MATOYKH),
MJIECHEBBIX U APOAOKEBBIX TPUOOB, NP030( MBI, MBIIIECH U HEKOTOPHIX IPYTHUX.

K ¢yHmamMeHnTanbHOM reHeTUKE OTHOCSTCS CISAYIONINE Pa3/Iebl:
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— KJaccuyeckas (popmanbHasi) TeHETUKA,

— IUTOT€HETHUKA,

—  MOJIEKyJisipHass TeHeTMka (B T.4., TeHETUKa (EPMEHTOB H
UMMYHOTE€HETHKA),

— TeHeTHKa MyTareHesa (B T. 4., paJMallMOHHAs U XUMUYECKasi TEHETUKA),

— HBOJIIOLIMOHHAS TEHETHUKA,

— T€HOMUKA U SMIUT€HOMUKA,

— T€HETUKa UHAUBUIYaTbHOTO PA3BUTHS U STIUTCHETHKA,

— TE€HETHKAa TTOBEJCHUS,

— FEHETUKA NOMYJISILAMN,

— DKOJIOTUYECKasl FT€HETHKA (B T.4., FEHETUYECKasi TOKCUKOJIOTHSA ),

— MaTeMaTU4ecKasi TCHETHKA.

[IpuknanHasi reHeTHKa pa3padaThbIBACT PEKOMEHIAMHU JJIsl NPUMEHEHUS
F€HETUYECKUX 3HAHUW B CEJIEKIMU, T€HHOW WHXXEHEpUHU M JPYTux pasjenax
OMOTEXHOJIOTUH, B JIeJie OXpaHbl NMpuUpoabl. Maen u MeToabl TeHETUKUA HaXOJST
NPUMEHEHUE BO BCEX OOJACTAX YEIIOBEYECKOM JEATETbHOCTH, CBS3aHHOM C
KUBBIMU Oopranu3zMaMu. OHM UMEIOT BaXXHOE 3HAUCHUE I pelIeHUs mpoodiieM
METUITUHBI, CETHCKOT0 X031UCTBa, MUKPOOUOJIOTHUECKON MPOMBIIIICHHOCTH.

['enetnueckas (reHHast) MHXKEHEPUS — 9TO pa3Jie]l MOJEKYJSIPHON T€HETUKH,
CBS3aHHBIM C II€JICHANPABICHHBIM CO3JJaHUEM 1n Vitro HOBBIX KOMOHWHAIIMM
FEHETUYECKOTO MaTepuana, CIOCOOHOTO Pa3MHOXKAThCA B KIIETKE-XO3SIMHE H
CUHTE3UPOBATh KOHEUHbIC MPOAYKTHI OOMEHA.

I'ennas wHxeHepus Bo3HUKIa B 1972, xorma B maboparopum II. bepra
(Crandopackuit  yu-t, CHIA) Obula mnolydeHa TiepBas pPEKOMOMHAHTHAS
(rubpunnas) JJHK (pex/IHK), B koTopoii Obuin coequnens! gpparmentsl JJHK ¢ara
asMO/1a 1 kumieuHou nmaoyku ¢ kosbiieBor [JHK ob6e3bsabero Bupyca SV40.

B nmnpukiagHoil reHeTMKe B 3aBUCHUMOCTH OT OOBEKTa WCCIIEIOBAHUS
BBIJICTISIFOT CJIEIYIOIINE pa3Aesibl YACTHON T€HETUKH:

1. I'eHeTnka pacTeHUi: AUKOPACTYIIMX M KYJIbTYpPHBIX: (MIIEHUIA, POXKD,
SYMEHb, KYKYypy3a; 0JIOHU, TPYIIIH, CIUBbI, a0PUKOCKHI — Bcero okojio 150 BUIOB).

2. I'eHeTnka »KMBOTHBIX: TUKUX W JOMAIIHUX >KUBOTHBIX (KOPOB, JIOIIA/ICH,
CBHUHEH, OBEIl, Kyp — BCero 0koJjio 20 BUIOB)

3. 'eneTnka MUKpOOPraHU3MOB (BUPYCOB, MMPOKAPHOT, HUBIIUX DYKAPUOT —
JIECSTKU BUJIOB).

B 0coObiii paszgen 4acTHOM TEHETHMKHU BBIJEISETCS TEHETHKa 4YelOoBeKa
(cymecTByeT cnenuanbHbli UHCTUTYT Meauiuuckon renetuku AMH Poccun)

I'eneTnka dYenoBeka U3ydyaeT OCOOCHHOCTH HACJEAOBAaHUS TMPU3HAKOB Y
YeJI0BCKa, HaCJIEJICTBCHHEBIE 3a00J1eBaHUs (MeguIMHCKAas TeHEeTHKA),
TCHETUYECKYI0 CTPYKTYpY MOMYJSAIUNA 4YeloBeka. ['eHeTHKa 4elioBeKa SIBISETCS
TEOPETUYECKOM  OCHOBOM  COBPEMEHHOW  MEOULIMHBI W COBPEMEHHOTO
snpaooxpaneHus (CITN]I, YepHoObuib). M3BeCTHO HECKOIBKO THICSY COOCTBEHHO
reHeTH4ecKux 3abomneBanuii, koTtopble moutd Ha 100% 3aBHCAT OT TEHOTHUIA
ocoou. K mnambonee cTpamHbiM H3 HUX OTHOCSTCS: KHUCIOTHBIA (Hudpo3
MO/KETYIOYHON KeJie3bl, (DeHUIIKETOHYPHSI, TATAKTO3EMUs, Pa3IHIHbIE (HOPMBI
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KpeTWHH3Ma, TeMOorjoOWHOomaTuu, a Takke cuHapomel Jlayna, Teprepa,
Knsitndenbrepa. Kpome Toro, cyiecTByroT 3a00j€BaHUsl, KOTOPbIE 3aBUCAT U OT
TeHOTHUIIA, U OT CPEJIbl: UIlleMUYecKasi 00JIe3Hb, CaXapHbIN TUA0ET, PEBMATOUIHbBIC
3a00yieBaHusl, SI3BEHHbIC OOJE3HU IKENyJKa UM JIBEHAAIATUIIEPCTHOM KHIIKH,
MHOTHE OHKOJIOTHYECKHE 3a0oJieBaHMs, MU30(QpEeHUs U Jpyrue 3a00JieBaHUS
TICUXUKHU.

3ajmauyn  MEOUIMHCKOW TEHETUKH 3aKII0YaloTCsi B CBOEBPEMEHHOM
BBISIBJICHUH HOCHUTEJEH 3TUX 3a00JI€BaHUI CpEH POIUTENCH, BEISIBICHUH OOJBHBIX
JneTedl MW BBIPA0OTKE PEKOMEHJAUMH MO0 HX JIeYeHUIo. boiblyro posib B
npo(UIaKTUKE TEHETUYECKH OOYCIOBIEHHBIX 3a00J€BaHUM HWIPalOT TEHETHUKO-
MEIUIMHCKHE KOHCYJbTALMU W MpEHATadbHasl JUATHOCTHKA (TO €CTh BBISIBJICHUE
3a00JIeBaHUI HA pPAaHHUX CTAJMSIX PAa3BUTHs OPraHU3Ma).

CymiecTByIOT cHelHalbHbIE pa3/iesibl MPUKIAJHOM TEHETHKU YeOBEKa
(9KOJIOTMYECKasi TEeHETHKa, (apMaKOI€HETHKa, TE€HETHYecKass TOKCUKOJIOTHS),
U3y4dallllue TEeHETUYECKUE OCHOBBI 3/paBooxpaHeHus. llpu pazpabotke
JIEKapCTBEHHBIX IPENapaToB, IPU U3YYEHUH PEaKLMM OpPraHW3Ma Ha BO3ZCHCTBUE
HEOJArONpUsTHBIX (PAKTOPOB HEOOXOJUMO YUHMTHIBaTh KaK WHAUBHUAYaJIbHbIC
O0COOEHHOCTH JIFOJIEH, TaK 1 OCOOCHHOCTH YEJIOBEYECKUX MOMYJISAIHIA.

Bonpocel K NpaKTHYeCKOMY 3aHATHIO
['eHeTnueckui ananus
OCHOBBI XPOMOCOMHOI TE€OPUH HACIIEICTBEHHOCTH
[{uToreneTnka
[{utonnasmaTuyeckas (BHEsIIEpHAasi) HACIEICTBEHHOCTD
MonekynsipHas reHeTuKa
['enetuka oHTtoreHesa (heHOreHeTHKa)
[TonynsunoHHass reHeTUKa (T€HEeTUYECKOE CTPOEHUE OIS,
POJIb TEHETUYECKUX (PAaKTOPOB B MUKPOIBOIIOLIUH )

NoabkowdE

8. OBOJIIONIMOHHAS TeHeTHKa (pojib TEeHETHYEeCKUuX (PaKkTOpoB B
BUI000pa30BaHUN U MAKPOIBOJIIOIUH )
Q. ['eHeTHUECKasi UHKEHEPUS

10. T'eneTnka cCOMaTHYECKUX KIETOK

11. HWmmyHOTEeHETHKA

12. YactHas reHeTMKa - TEHETUKA OaKTepuid, BUPYCOB, >KUBOTHBIX,
pacTeHUM, YETIOBEKA

13. MeaunmHckas reHeTHKA

14. Hogelimas oTpacib TeHETUKU -T€HOMHUKA

3agaHus K MPAKTHYECKOMY 3aHATHIO

1. BEITIOTHATE KOHCIIEKT M BBIYIHUTE €TO.

Amtenu (ayutenbHbIC TEHBI) — pa3Hbie (OPMBI OJHOTO T€HA, BO3HUKIINC B
pe3ysbTaTe MyTalMi M PACTIONOKEHHBIE B OJJTMHAKOBBIX TOUKaX (JIOKycax) MapHBIX
TOMOJIOTHYHBIX XPOMOCOM.

AnbTEepHATHBHBIE TIPU3HAKH — B3aMMOMCKIIIOYAIONINE, KOHTPACTHBIC
MIPU3HAKHU.

["ameTsl (OT Tped. «rameTecy — CyMmpyT) — MOJIOBask KJIETKa PAaCTUTEIHLHOTO
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WA KMUBOTHOIO OpraHW3Ma, Hecyllas OJIMH T'€H W3 aJuleIbHOM mapbl. ['amersl
BCErJa HECYT T'€Hbl B «YHCTOM» BHJE, T.K. 00pazyroTcs myTeM MeHOTUYECKOro
JIEJICHUS KJIETOK U COAEPKAT OOHY U3 Mapbl TOMOJOTUYHBIX XPOMOCOM.

I'en (ot rped. «reHoc» — poxaeHue) — ygactok Monekynsl JJHK, necymuit
MH(OPMAIUIO O IEPBUYHOM CTPYKTYPE OJJHOTO KOHKPETHOTO OerKa.

['eHpl aJutenbHBIE — TAPHBIE T€HBI, PACIIOJIOKEHHBIEC B HIICHTUYHBIX y4acTKaX
TOMOJIOTHYHBIX XPOMOCOM.

['eHOTHIT — COBOKYMHOCTH HACJIEACTBEHHBIX 33/1aTKOB (T€HOB) OpraHu3Ma.

I'eTepo3urora (OT rped. «reTepoc» — APYrou M 3urora) — 3urota, UMeEroas
JIBa pa3HbIX aJUIeIis 10 TaHHOMY TeHy (Aa, Bb).

['eTepo3UroTHEIMH HA3bIBAIOT OCOOCH, IOJYYHBIIHX OT POJUTEIBCKUX
oco0ell pa3Hble TeHbl. ['eTepo3uroTHas 0co0b B IOTOMCTBE JIAeT PACHICIUICHUE T10
JTAaHHOMY TPU3HAKY.

I'omo3urora (0T rped. «roMoc» — OJMHAKOBBIM W 3UT0OTa) — 3UIOTAa,
UMeEIoIas OJMHAKOBBIC allJieJ Il JaHHOTO TeHa (o0a JIOMHUHAHTHBIE WM 00a
pelLIeCCUBHEIC).

['OMO3UTrOTHBIMH HA3bIBAIOT 0COOECH, MOTYYUBIIUX OT POJUTEITBCKUX 0cO0eH
OJIMHAKOBBIC HACJIEACTBEHHbIC 3alaTKU (T€HBbI) MO KaKOMY-TO KOHKPETHOMY
npu3Haky. ['oMo3uroTHast 0coob B IOTOMCTBE HE JIA€T PACIICTICHUS.

['oMo0THYHBIE XPOMOCOMEBI (OT TPEU. «TOMOC» — OJWHAKOBBIN) — IMapHBIC
XpOMOCOMBI, OJIMHAKOBBIE MO (GopMme, pazMepaMm, Habopy reHoB. B mummomanoi
KJIETKE HaOOp XpOMOCOM BCErJa NapHbIA: OJHA XpOMOCOMa U3 Mapbl
MaTEPUHCKOTO IPOUCXOKICHHUS, BTOpPAs — OTIIOBCKAs.

['eTepo3uroTHHIMA HA3BIBAIOT OCOOCH, MOMYYUBIIUX OT POAMTEIBCKUX
ocobeil pa3Hble TreHbl. Takum 00pa3oM, MO TEHOTUIy OCOOM MOTYT OBITh
TOMO3HUTOTHBIMH (A A UK aa) WK TeTEPO3UTOTHHIMU (Aa).

JIOMUHAHTHBIA TpPU3HAK (T€H) — Mpeodsagalomni, TPOSBISIONINIACT —
o003HavaeTcs 3arjJaBHbBIMU OykBamu JatuHckoro andasuta: A, B, C u 1. 1.

PenieccuBHbIif Tpu3HaK (T€H) — MOMABISIEMBbI TpPH3HAK — 00O03HAYAETCS
COOTBETCTBYIOIIIEH CTPOUHOM OYKBOM JTATUHCKOTO andaBuTa: a, b C U T. 1

CkpeluBaHie aHATU3UPYIONIEEe — CKPEIIMBAHUE UCIIBITYEMOT0 OpraHu3Ma ¢
JIPYTUM, SIBJISIOIMMCS TI0 JTAaHHOMY TPHU3HAKY PEIEeCCUBHOW TOMO3HUTOTOW, YTO
MO3BOJISIET YCTAHOBUTH T€HOTHIT HCITBITYEMOTO.

CkpemnBanue ITUTHOPUIHOE — CKpEIIMBaHUE (HOPM, OTIUYAIOIIUXCS APYT
OT Jpyra 1Mo JBYM IapaM aJlbTepHATUBHBIXIIPU3HAKOB.

CkpemnBanie MOHOTHOPHIHOE — CKpeuuBaHue (opM, OTIMYAIOIINAXCS
JPyT OT JIpyTa MO OJHOM Mape aJbTePHATUBHBIX MPU3HAKOB.

YucThle TUHUW — OPTraHU3MbI, TOMO3UTOTHBIC 10 OJHOMY WJIU HECKOJbKHM
MpU3HAKaM M HE JIAIOIINUE B TIOTOMCTBE TIPOSBIICHUS AIbTEPHATUBHOTO TIPU3HAKA.

®eH — NpU3HAK.

@deHoTUT — COBOKYITHOCTh BCEX BHENIHUX NPU3HAKOB U CBOWCTB
OpraHu3Ma, JOCTYITHBIX HAOMIOACHUIO U aHATHU3Y.
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