4yeJ10BeKa



[eHeTUKa YyenoBekKa

Kaxabi KPYNHbIM 3Tan pa3BUTUA FTEHETUKM Obla CBSA3AH C
MCNONb30BaHMEM ONnpeaeneHHbIX 06beKkToB A4
reHeTUYeCKUX NccneaoBaHUN.

OcHOBHble 3aKOHOMEPHOCTU Hacnea0BaHUA _
NnpPU3HaKoB

XpomocomHas Teopua HacneaCcTBeHHOCTU

MoneKynspHas reHeTMKa >

B HacToswwee BpeMsi 0O bEKTOM aKTUBHbIX

reHeTMYeCKUX UCCreaoBaHui cTan Yenosek _—



TpyAHOCTU N3yyeHUAa 3aKOHOMepHocCTein
HacneacTBeHHOCTU Y YesioBeKa

NnAa reHeTUUECKUX UccneaoBaHUN YeNoBeK ABNAETCA Heya06HbIM 06beKTOM, TaK KakK:

MmasiovumncieHHoe noTomcTteso

6onbLLOEe Yncno XPOMOCOM

No3AHO HACTynaeT Nos1oBaA 3PENOCTb
mMmasioe YHNCNO0 NOTOMKOB B KaH(,D,OVI cembe

6onbLias NPOAONHKUTENbHOCTb KU3HU

Mea/IeHHAA CMeHa NMOKO/IEHUA
HEBO3MOKHOCTb 3KCMEPUMEHTA/IbHOTO CKPELLMBAHUA N NPOBEAEHUA SKCMEPUMEHTOB

BbICOKaA cTeneHb GeHOTUNMYECKOro NonmopPurama, CBA3aHHOIO C BANAHNEM
BHeLIHeW cpeapl



MeToAabl reHeTUKHU

HecmoTpa Ha TpyAHOCTH, reHETUKA YeN1I0BEeKa A0CTAaTOYHO XOPOLUO U3yyeHa. 3To CTano
BO3MOXHbIM 61arogapa Ucnosib3oBaHUIO Pa3HOOOpPa3HbIX METOA0B UCCNeA0BaAHUA:

VII.

VIII.

[eHeanornyeckum

LlMToreHeTU4eCKMi: KapMOTUNUPOBAHME, KAPTUPOBAHUA, SKCMPECC-MeToAbl
onpeaeneHna X n Y xpomocom

BAn3HeuoBbIN
Buoxnmmunyeckum
AHTPOMNO/IOTMYECKUN: PEHOTUNMYECKUIN aHAIN3 N AepMaTorndurKa

MeToabl NpeHaTaNbHOM ANATHOCTUKU: HEMHBA3UBHbIE (onpeaeneHmne
CbIBOPOTOYHbIX MapKepoB 1 Y3U) n nHeasmBHble (xopnoHbuoncus,
aMHMOLLEHTE3, KOPAOLLEHTE3)

MeToabl JHK gnarHocTnKu
MeToabl mogenmpoBaHumA
MonynAULMOHHO-CTAaTUCTUYECKME MeTOoAbl.



[eHeanornyecknim mertopn

CyTb meToaa - cocTaB/ieHUe poaoc/ioBHON. MeToa OCHOBAH Ha NMPOCNAEKUBAHNM
KaKoro-1nmbo npusHaka B pAAy NOKONEHUN C YKa3aHUEM POACTBEHHbIX CBA3EN. bbin
BeBeaeH ®. lanbtoHom B 1865 .

3HauyeHue u BO3MOXXHOCTU MeToaa:

* YCTaHOBJIEHWE HAaCNeACTBEHHOrO XapaKTepa NpmM3HaKa

* onpeaeneHuve TMNAa Hac/iea0BaHUA

e onpeaeneHne 3sUroTHOCTM NpobaHaa U POACTBEHHMKOB

* MEeHEeTPaHTHOCTb U 3KCMNPECCUBHOCTb NMPM3HaKa

* onpeaeneHne MexaHM3aMoB B3aUMOAENCTBUA FTEHOB, rpynn cLuenaeHmns
*  MNPOrHo3MpoBaHWe 340POBOro NOTOMCTBA

e 000CHOBaHMeE Bpeaa poACTBEHHbIX OpaKoB

*  IeXUT B OCHOBE MEAMKO-FEHETUYECKOTrO KOHCY/IbTUPOBAHUA

*  MO3BOJIAET U3YYNTb MYTaLMOHHbIN NpoLecc



[eHeanornyeckuu mertoan
O Kenuguna O-_ ?:;f‘f’pouum:

[Mpu cocTaBNeHUU POAOC/IOBHON B reHETUKe onrue
MCNO/Nb3yeTcs onpeaeneHHaa cuctema ob6o3HaYeHn M [] mocuuma mc"é“’

(C MMBOO B) . gj;:;t:ga.:nwme
fpobard
NpobaHa — "nuo, ANA KOTOPOro CoCTaBNAETCA 9;‘ G ﬁj dk)
pPOA0CNOBHaA ( YKa3blBaeTcA CTPEKOM) o ——
Cnbcebl —6paTba n cectpbl NpobaHaa O el

x Brikuduiw
. OJ:D becnacdHell Epax
YciaoBHEIE 0003HAYEHHA l

Meduyurcxuii abopm

O — JKeHIIHHa

d) ‘ D — MyKYMHA ‘ Mepmeopoxcderrsil Q g becnnodue
~ opax bonbrsie
-~ JeTH OJHOI'0

Gpaxa lemepozuzomusie
. . — MPOABICHHE EFO Kpoexopodcmeerssils Hocumenu

HacJenyemoro 6pax
ooy @

D_O_D AnOpOawe HOCHTEN
floemopubiii 6pax  TATRACTRCELIT MEwa

Puc. 1. Cumeaonsl, ucnonssyemsie npu cocmaeneHuu podocnosnol.




CoctaBneHune poaocnoBHOMU

[Mpwu cocTtaBneHnmn pO,CI,OCﬂOBHOVI UCXOOHbIM ABNAETCA YesioBeK, PpoaoC/N10BHYHO
KOTOPOIro n3yyator - np06aHp,, MMEHHO C HEro Ha4nMHaeTCA CoOCTaB/1EHUNE pO,EI,OCﬂOBHOlZ.
|_|F)O6E:\H,CII -3TO N eCTb 6OﬂbHOI\/JI, NN HOCUTENTb NPU3HAKa, Hac/le40oBaHUE KOTOPOro
HeO6XO,£I,MMO U3y4nTb. POOAOCNOBHAA MOXKeT CO6MpaTbCﬂ no oagHOMY UTN HECKOJIbKNM

NPU3HAKaM. dTanbl meToaa:
1. C6op cBegeHUM O cembe.
2. CocrtasneHue poaoC/0OBHOM.
3. AHanu3 poaoCcNOBHOMA.

Heobxoanmbl cBegeHmna He meHee Yyem o 3-4 A§> l L] GA‘* OTFLLI Aaé

eHearo2uveckuil Memod
UsydeHue poaomoBHoa

NoKoneHmnAx ceMbm npobaHaa. CoctaBiieHMe POAOCI0BHOM C5 i\fé A
o a
CONPOBOKAAETCA KPATKOM 3aMNCbIO O KaXKA0M YNeHeE (5 * IJ_-I (5 lf]
POAOCNIOBHOM C TOYHOW XapaKTEPUCTUKOM ero poacTea no / aa
OTHOLLEHUIo K NpobaHAay (nereHaa poaocOBHOMN). Crpoband. odpamunca 3a KoncyAowauued)

Heobxoanmo Takke oTMeyaTb 06cneaoBaHHbIX U He
0b6cnenoBaHHbIX HAa HaIMYME UcCneayemoro NpusHaka.

Mocne cbopa AaHHbIX NPUCTYNAOT K rpaduyeckomy
N306parKeHNo PoAOCNOBHOW, AN YETO UCNONb3YIOT
CTaHAapPTHbIE CUMBO/bI.



CoctaBneHune poaocnoBHOMU

YUUTbIBAIOTCA Caeayiolmne MOMEHTbI:
|

1. PogocnoBHaa HaumMHaeTca ¢ npobaHpa. Ecnm |
B CEMbEe HeCKO/bKO AeTell, To cubebl (6paTba U cecTpbl "
npobaHAa) pacnonaratoTca B NOPAAKE POXKAEHUA CeBa

HanpaBo, Ha4YMHasA Co CTapLLero. " 1 -2 3 -
2. KaXkgoe npegluecTteytoLlee noKoseHue ‘ &] (5 ﬁ ﬁ i ‘ [1__] ,

n3obpakaetca Bbilwe NMHUM NpobaHAa, a v@1 L1203« ls Ac@7L1ls |

nocneaytowme Hmxe. Py 2.4, Panocnossen Cewe o ammouon |

3. Bce yneHbl poa0C/IOBHOM PacnoaratoTca CTPOro no noKoJieHnAM B OAUH pAaa,

4. NokoneHnsa 0603HavyatoTCA CBEePXY BHU3 PUMCKMMM undpamu, KOTopble
CTaBATCA c/1eBa OT POAOC/IOBHOM.

5. Apabcknmu undppamm 0603Ha4aOTCA NOTOMCTBO O4HOr0O NOKOJ/IEHUA C/1IEBA
Hanpaso.

6. JInuHO 0bcnenoBaHHbIE YneHbl POAOCAOBHOM 0603HAYatOTCA 3HAKOM « I»,



[eHeanormnyeckmnit meropn

Bnaropaps reHeanorMyeckomy metoay 6b110 YCTaHOBJIEHO, YTO Y YeNOBEKA
HaboaatoTCA BCe TUMbl HAac/e0BaHNA MPU3HAKOB, M3BECTHbIE ANA APYrMX OpraHU3MOB.
OnpeaeneHbl TUMbl HAc/IeA0BAHUA HEKOTOPbIX KOHKPETHbIX MPU3HAKOB.

Tunbl HacnepoBaHUA:
AyTOCOMHO-4OMUHAHTHOE
AyTOCOMHO-peLecCUBHOE

[TpomexxyToyHoe
CuenneHHoe ¢ X-XpoOMOCOMOWU
CuensieHHoe € Y-XpoMOCOMOW (ronaHgpuyeckoe)



AyTOCOMHO-AOMMWHAHTHbIN TUN HaclieA0BaHUA

NPU3HaK NPOABASAETCA B TOMO- U FreTEPO3UrOTHOM COCTOAHUN;

- NPW3HAK NPOABAAETCA B KaXKA0M NOKONEHUY;

- X0TA 6bl OAWNH U3 poauTenemn A0MKEH UMETb 3TOT NPU3HAK;

- He 3aBMCUT OT Nona, 6ONET U MYKUYMHbBI U KEHLMHbI, NepeaatoT U A0YEPSM N CbIHOBbAM;
- MMHWUMANbHAA BEPOATHOCTb POXKAEHUA pebeHKa C AOMUHAHTHbIM Npu3Hakom 50%.

Mo ayToCOMHO-AOMMUHAHTHOMY TUNY HacneayHoTCA:

- NoNuAAKTUAMNA (yBENMYEHHOE KONMYECTBO NanbLeB) D__‘ I .

- BOSMOXHOCTb CBEPTbIBATb A3bIK B pr6quy I ) 2

| ‘@,‘ g s

N
w
N

1 A L8

Puc. IX.6. PonocnoBHasi ¢ ayTOCOMHO-JAOMHUHAHTHBIM THIIOM HaCJICIOBaHHA
jabosieBaHus (cuHapoM Mapdana)




AyTOCOMHO-peLecCUBHbIN TUN Hacnea0BaHUA

NPU3HaK NPOABAAETCA TO/IbKO B FTOMO3UIOTHOM COCTOAHUN;
- NPU3HaK NpoABAAETCA Yepe3 NOKOJIEHUE;

- poAMTENN HE MMEIOT 3TOro NPM3HaKa, HO 06a AONXKHbI ObITb FETEPO3UTOTHLIMU MO AAHHOMY TEHY;

- C paBHOM BEPOSATHOCTbIO U Y MYXKUYMH, U Y XKEHLLNH;

- BEpPOATHOCTb POXKAEHUA pebeHKa C peLeccUBHbIM NPU3HAKOM Y poauTenen, He umerwmm ero -25%.

. ' @
Mo ayTocOMHO-peueccuBHOMY TUNY HacNeAyIoTCA: , 2
- anbbuHU3IM

- pbi*Xne BoGJ10CbI " t]
- nogBepeHKHOCTb NOJTMOMUENUTY

- caxapHbi gnabet

3 4
- BpoOXAeHHaA MyxoTa 1 gp. IJ:]&& H]é&
]
_ 5 6 7 8 9 10 11
Y Y%=D”

/‘1234

PopgocnoBHasa ¢ ayTOCOMHO-PeLEeCcCUBHbIM TUMOM
HacnegoBaHuA 6bonesHu (cnHgpom Tes-Cakca)




CuenseHHbIN C N0OI0OM TUN HacNea0BaHUA
CuenineHHbItU ¢ X-XpOMOCOMOU peueccusHbll

- HOCUTENU PELLECCMBHOIO FeHa XKEeHLUHbI, @ NPU3HAK NPOABAAETCA Y MY*KUYMH (60/1€10T B OCHOBHOM

MY>KYMHbI);

- MY}KUYMHbI, Y KOTOPbIX HET PEHOTUNMYECKOTO NPOABAEHUA JAaHHOTO NPU3HAKa, He NepeaaayT ero
CBOUM OeTaAM;

- BCE AEBOYKM, Y KOTOPbIX HET GPEHOTUNMMYECKOro NPOoABAEHMA MNPU3HAKa, POXKAEHHbIE OT OTUa, Y
KOTOPOro Npu3HaK NposiBASETCA, ABNAKTCA HOCUTENAMMU;

- MY)KUYMHA, MMeLWNit GeHOTMNNYECKOe NPOoSABAEHME NPU3HAKA, HE NepeaaeT 3TOT NPU3HaK CBoeMy
CbIHY. .

1

N

Mo aaHHOMY TUNY HacneAayloTCA:
remodunna

OANBbTOHU3M

MblleYHana guctpodus
cmHapom Kabyku u ap.

PorocnonHas ¢ peueccuBHBIM X-CLIEMIEHHBIM THIIOM
HacnenopaHus s3abonesaHus (remMmodunusa A)



CuenseHHbIN C N0OI0OM TUN HacNea0BaHUA
CuenneHHbIl ¢ X-XpoMocomMol OOMUHaHMHbIU

- MPU3HAK NPOABAAETCA Y MYXKUYMH U Y KEHLLNH;

- MY)KUYMHA, MMEIOLWNIM AaHHbIN NPU3HAK, NepeaaeT ero BCeEM CBOMM A0YEPSIM U He nepenaeT ero
CbIHOBbAM;

- B CPeAHEM, Y XKeHLWNH AaHHbIN NPU3HAK NPOABAAETCA MEHEE BbIPAXKEHO, YEM Y MYMKUMH.

E
7 8

:
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Mo gaHHOMY TUNY HacneayloTCA: [
- BUTAaMWH [1-yCTOMYUBbLIN PaXUT;
- rMnonsasua amanu (peskoe UCTOHYEHUE IMaN,
N3MeHeHue LuBeTa 3yboB); 1
- NUIMEeHTHbIN gepmaTos u ap. =

6

6
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PogocnoBHas ¢ X-cuenneHHbIM AOMUHAHTHbIM TUNOM HaceAoBaHUA 3aboieBaHmA
(BUTAMUH-[1-PE3UCTEHTHbIN PaXUT)



Mo paHHOMY TUNY HacneayloTcA:
rmnepTpmnxo3 (M36bITOYHbIN POCT BOJIOC, HE 1
CBOWNCTBEHHbIM AaHHOMY Y4aCTKY KOXKMW);

agoocnepmums (MaToNOorMYecKkoe CoCToAHME, NPU

OoTO
UXTHU

O
6
upesMepHOe LeNyLIeHNe KOXM).
e S—— f O -O‘ G

CuenneHHbIN C N02I0M TUN Hacnea0BaHUA

CuerinieHHbIU ¢ Y-xpoMocomMmou (2ornaHopudeckul mur HacriedogaHUs)

60/1bHblEe BO BCEX NMOKOJIEHUAX,
601etoT To/IbKO MYXXYUHDbI,
Yy 60nbHOIO oTua 60/1bHbI BCE €ero CblIHOBbA,

BepPOATHOCTb HacnenoBaHMA 100% y manbymKos

I .—-—O
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Puc. I1X.16. PonocnoBHasi ¢ Y-cUerUuieHHbIM (TOJIaHAPUYECKUM) TUITOM

NnajblEB)



[eHeanornyeckum mertop,

3Ha4yeHne 3TOro MeToAa He orpaHMUYNBAETCA TOIbKO YCTaHOBAEHUEM TUMa Hacnea0BaHUA NPU3HAKOB.
Mcnonb3oBaHWe reHeanorMyeckoro MeToAa NoKkasano, YTo NPU POACTBEHHOM Bpake, No CPaBHEHMIO C
HepOoACTBEHHbIM, 3HaUMTE/IbHO BO3pacTaeT BEPOATHOCTb NPOABAEHUA YPOACTB, MEPTBOPOXKAEHWUI, paHHEel
CMEepPTHOCTU B NOTOMCTBE. B poacTBeHHbIX BpaKax peL,eccnBHbIe reHbl Yalle nepexoaaT B rOMO3UroTHOe
COCTOSIHWE, B pe3y/bTaTe pa3BMBAIOTCA T€ UAN UHble aHOMaNUU. APKMM NPUMEPOM 3TOro ABASAETCA Hacneao0BaHue

remodpununm B LLApcKux gomax Eesponbi.
PacnpocTpaHenue remounuu B KOponeBCcKux

femodunma, nan «uapckas 6onesHb», — TAXKeN0e NPOABAEHNE FreHETUYECKON S&Qﬂkﬂx EBponbl

naTonorMm, nopasmellee Kopoaesckne goma Esponel B XIX — XX Bekax. (xoponesa BanvobpuTaminm)

Bnarogaps gMHactMyeckum Gpakam aTa 60s1e3Hb pacnpoCTpaHUaach U Ha e,,"o:ﬁ“"‘vﬂmm ; — s,o,pm
Poccuto. 3aboneBaHume NposBAAETCA B CHUMKEHUN CBEPTbIBAEMOCTM KPOBH, g) [5 ] &] (B &]

noatomy y 60/1bHbIX Nt060e, farKe HE3HAUYUTENbHOE, KPOBOTEUEHME ( 7“

OCTAQHOBWUTb MPAKTUYECKN HEBO3MOXKHO. B pyCcCKyto LLapCKyto cembto e | Py E";L?: i
remoduana nonana ot aHIMUIUCKON Koponesbl Buktopum (1819-1901). Ee I I I l

BHYYKa (404b ee goyepun Anuchbl) cTana XKeHoi umnepaTtopa Hukonas i, (B CB [—l-] ‘ CB [-_]-] [5 ‘
pycckoi umnepaTpuueit AnekcaHgpon PepoposHoi. OT Hee 6os1e3Hb Himonod 11 Mopuc
nepeganach ee CbiHy, BEIMKOMY KHA3I0 ANleKceto, KOTOPbIN C paHHEero AeTcTBa (Pyoco s Mgrw('m g:pn::u)
CTPagan TAXKENbIMU KPOBOTEHYEHUAMM. * [5 ‘ 68} (l) 8) ‘ (J) ‘ E:I ‘ [58) (5 [5 ‘
LlecapeBuy 3Han, YTO MOXKET yMepeTb B Nt06014 (nwmp (;-;szm &::i:i‘. Pynepr  fomcano (‘pmpu N)

MOMEHT OT 60/1€3HM, HO NPUHAN APYTYHO CMEPTb:
HEeMHOro He AOXMB 4,0 CBOEro YeTblpHaALaTUAETHS,
OH bbl/1 paccTpensH BMecTe Co BCeW CeEMbeW

B MnaTbesckom fome EkatepuHbypra. Hukonaii Il c HacheaHMKom Anekceem

HMNOPOTOP) MMnepaTop)

“Hocurens rexa remotunnn . EBonsson remocunnen



LiuToreHeTMyeCcKun meton

3HaYeHne meToaa: U3yYeHUe Ymcaa n CTPYKTYPbl XPOMOCOMHOro Habopa
(kapuoTuna). Boigenatot cneayrolime LMTOreHeTUYeCKkMe MeTobl:

* KapuoTunupoBaHUe =) b\lf'.t\
DTy % Ne
= ><:n 1 ve
£ 4
%c 97‘31‘*";’?’(
x d; s X Tensye Bappa P
= JKcnpecc-meTop, B Fo
s )
onpeaeneHua X-XxpomaTuHa 4‘;{

(renbua bappa)

= JKCnpecc-meTon,
onpeaeneHnUA Y-XpoMOCOMb| ==}




KapuotunuposaHue

Bo3moKHOCTU meToAa:

- BbIABNEHUE U3MEHEHUWN YMCA N CTPYKTYPbl XPOMOCOM;
- onpeaeneHue 3aboneBaHMI, BbI3BAHHbIX FEHOMHbIMU U XPOMOCOMHbBIMU MYTaLUAMMU;

- onpepaeneHue nona nioaa.

[lna npoBeAeHMA KapuoTUNUPOBaHUS bepyT KNeTKKU, obnagatowme BbiICOKOM
MUTOTUYECKOM aKTUBHOCTbIO: KNE€TKM KOCTHOTO MO3ra, TKaHb CEMEHHMKOB 1 Ap., HO Yalle

BCero — ammoountbl nepudpepmnieckom KpoBu.

METOAMKa KapuotmnnposaHua.

1. 3a60p KposwH

2. KynbtnsmpoBaHune 1MmepoLmnToB Ha
cpeae ¢ putoremartoTUHUHOM (MUTOreH) —
NoNy4YeHne AeNALMXCA KIETOK.

3. OcTaHOBKa AesieHnA C NOMOLLbIO
KONXUUMHA (LMTOCTATUK).

4. MpurotoBaeHne MmmMKponpenaparTa.

5. HaxoxaeHune metadasHbIX NAACTUHOK,
nx ¢potorpadupoBaHue .

6. AHaM3 KapnoTuna ¢ NOMOLLbIO
KOMMNbIOTEPHbIX MPOrpPamMmm.
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KapuotunuposaHue
NO3BOJIAET ANArHOCTMPOBATb HAacNeACTBEHHbIe 3ab0neBaHMA, Bbi3BaHHbIE FTEHOMHbIMU U
XPOMOCOMHbIMU MyTauuamm: c. [1aTay, c. d4BapAca, ¢. [JayHa, c. «Kowaybero Kpukay, C.
KnanHdbenbtepa, c. Llepewesckoro-TepHepa, €. TOPMCOMUKU NO NOJIOBOM X-XpOMOCOME.
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LiuToreHeTnyeckuun merton
OnpeodeneHue Nosa08020 XpOMAMUHA

Y HOPManbHOrO MyXumHbl  * [lonoBon xpomaTuH — Hebonbluoe
ofHa X-xpomocoma-> Tenew, bappa B AVNCKOBMAHOE, NHTEHCUMBHO OKpallMBatoLLeeca
KneTKax HeT (puc.6). Tenbue noa 060s104KoM Aapa

Y HOpManbHOM KeHlwmHbl — *  [TPeACTaBAAeT cobor cnupann3oBaHHyio
MHAKTUBMPOBAHHYIO X-XpOMOCOMY

* B KneTKke Bceraa «paboTtaeT» ogHa X-
X x y X XPOMOCOMa, OCTa/iIbHblE HAaXOAATCA B
N @ 1 D @ CNMPANN30BAHHOM COCTOAHUU
\ / < \ / BnepBble Non0BOM XpOMATUH Obl OOHapYKeH

oaHo Tenbue bappa (puc.a).

B HEMPOHAX KowKu B 1949r. bappom u
< 2 BepTtpamom. MMosTomy NONOBOM XPOMATHH
$ Ha3bIBalOT Tenibuem bappa. ...

~




Onpep,eneHMe NnoN10BOIro XpomMaTuHa

[Mon10BOM XPOMATUH MOXHO

0BHaPYKUTb B NtOBbIX TKAHAX, Yalle Teasne Bappa
MCNONb3YETCA INUTE/IUM LLLEKU YeNoBeKa. r | — ’
dTanbl meToAa onpeaeneHna tTenbua bappa: ‘

1. Cockob anutenna Wekwu.
2. [lpurotoBneHne muKponpenapaTa u ero

OKpalLUMBaHME aLETOPCENHOM.
3. [lpocmoTp Noa MUKPOCKOMNOM.

From N. Ason/Detaan, Figure 9.9, Bioiogical Workd, 1673

Teabne Bappa npeacraBaeno mnakTupuposanuoi X
XPOMOCOMON H HAXOAUTCA Yy JKCHIIHH B
— = ?f*r#“ TS e
B F
R

COMATHUYECCKHX KACTKAX

Tenbue bappa, a1 Non0BOU XPOMATUH (YKa3aHO CTPEeNKoMn):
A - KNeTKN }eHLWwm Hbl XX umeroT ogHo Tenbue bappa;
b - B KneTKax my»kunHbl (XY) Tenbue bappa oTcyTCcTBYET.



OnpepeneHve NO0NOBOro XpomaTtuHa

NMpumeHeHne metoga:
[narHoctmka 6onesHen, BbiI3aBaHHbIX USMEHEHMEM Yncna X-Xxpomocom:
45, XO — cuHapom LLepewesckoro -TepHepa — HeT Teney, bappa;
47, XXX — cuHgpom Tpucomumn X — ABa Tenbua bappa;
47, XXY — cuHapom KnanHdenbrepa — oaHo Tenbue bappa.

['1e10km monoBoro X-xpomatuHa (resibia bappa)
B S/Ipax COMaTHYeCKMX KJIeTOK YeI0BeKa

Hopmambheiit Myxunsa (XY) wim KeHIIMHA ¢ CUHIPOMOM
[Hlepemesckoro-Tepuepa (XO)

Hopmanbras xenmmsa (XX) wim MyXdnHa ¢ CMHIPOMOM
Knanudensrepa (XXY)

S @

Kenmna ¢ pucomment X (XXX) win
MyxkunHa ¢ cuHipoMoM Kitantdersrepa (XXXY)

=

Kenmna ¢ nomcommeit X (XXXX) wim MyxumHa ¢ CuHI-
pomom Krartdensrepa (XXXXY)

@
A »r




LiuToreHeTnyeckumn merop,
OnpedeneHue Y - Xxpomocomsl

Y My}KYMH B HOpMme BbiaBaseTcA Y-N0N0BOM XpomMmaTuH (OH npeacTtasnsaet
AJVIHHOE NJ1eYo Y-XPOMOCOMbI), KOTOPbIN 0OHaPYKMBAETCA C MOMOLLbIO
NIOMUHUCLEHTHOU MUKPOCKONUMU U BbITNAANT B BUAE APKOro nATHa gnameTtpom 0,3-1
MKM. Y-XpOMaTMH BbIABIAETCA NPU OKpPAcKe agpa ¢aoopoxpomamm (aKpUXUH,
aKPUXUHUMPUT) U UCCnefoBaHUM B yNbTpaproaeToBOM CBETE.

OnpepenerHne Y-NONOBOro XpomaTMHA UCMNO/Ib3YETCA KaK IKCNpecc-meToa npu

NpeHaTaNbHOM W NOCTHAaTa/bHOM onpeaeneHnu nona pebeHKa n AUarHocTmKe
6onesHen, cuenneHHbIX C NOAOM. X/Y X/X

Y-nonoBon XpomMaTuH




Bau3sHeuwoBbIN meTop,

- [aeT BO3MOXHOCTb OUEHUTb CTeneHb
B/IMAHUNA HacnedCTBEHHOCTU U Cpedbl Ha
pasBuUTneE KaKoro-nnbo HOPMaAJIbHOIo WU
NaTo/10rM4eCKoro Npmnu3HakKa.

- OcHoBaH Ha o06cnefoBaHUMM MOHO- WU
AU3UTOTHbLIX O6/M3HEUoB M onpeaeneHun
KoapduumneHTa HacneacTseHHocTH (H).

- BBegeH aHMMUMCKMM aHTPOMNOJ/IOrOM
®paHcmncom ManbToHOM (3aHMManNcCH
BOMNPOCaMW HAaCNeACTBEHHOCTU, NepBbIM
Hayan UsyvyeHme oaHOSANLEBbIX
6113HeuoB).

DPSHENC IFa/iEToH




Buabl 6ansHeuoB

OO0Hosliyeebie (MOHO3u2o0mHble M3) —
pa3BUBAlOTCA U3 OAHOW ANLLEKNETKM,
oOn/1040TBOPEHHON O4HUM
cnepmarosongom n umetrot 100%
CX0ACTBO.

B 1 - .
- . &
4 A N »
; ; > } il MoOHO3WroTHbIe 6An3HeLb!
3 » 4 A e . .
‘.\\:" %‘\ . § . .
] @ ,H\’H\
ey = J 4
) / \ AvznroTHele 6aM3HeUBI

MoHo3uroTHble 6113HeLbl Bceraa
oAHoOro nona

[eysaiiyesvie (OusuzomHvie [A3) -
pa3sBUBAlOTCA U3 ABYX AWLEKNETOK,
Ka)Xgaa U3 KOTOPbIX OMNI0A0TBOPEHA
oAHUM cnepmartosonaom u umerot 50%
CX0ACTBaA NO reHoTuny.

AN3UroTHble 6aM3HeLbl MOryT
6bITb 0A4HONONBIMU U
Pa3sHONO/bIMM



KOHKOpPAQHTHOCTb

KOHKOpAAHTHOCTb — Hannumne onpeaenEHHOro NpusHaka y obonx 6a13HeLos.

CpaBHeHWE KOHKOPAAHTHOCTU MO AAHHOMY NPU3HAKY Y MOHO3UTOTHbIX N AU3UTOTHbIX
6113HeL,0B Nnomoraet 6o0n1ee 06bEKTUBHO CYAUTb O POU reHoTUNa B POPMUPOBAHUM NMPU3HAKA
(peHoTHNa).

MOHO3UroTHble 6aM3HeLbl Pa3BUBAKOTCA U3 OAHOM ONNOAOTBOPEHHOM ANLIEKNETKU U UMELOT
MAEHTUYHbIN reHoTun. MoaTomy cpeaun Takux 6a1M3Hel,oB HabatoaaeTcAa BbICOKUU NMPOLEHT
KOHKOPAAHTHbIX Nap, B KOTOPbIX NPM3HaK pa3BmBaeTca y 06oumx 6m3HeuoB. CteneHb KOHKOPAAHTHOCTU Y
MOHO3UIOTHbIX 61M3HeLoB NpmubankaeTca K 100%. AN3UroTHble 6AK3HELbl UMEIOT B CpegHEeM NnLLb
50 % o6wunx reHoB . CTeneHb KOHKOPAAHTHOCTU Y AN3UTOTHbLIX 6/1M3HeU0B cocTaBasieT okono 50 - 70%.
[NosTomy:

- BbicOKasa KOHKOPAAHTHOCTb B MapaxX MOHO3UTOTHbIX 6/IM3HEL0B U cyLecTBeHHO bonee
HM3KaA KOHKOPAAHTHOCTb B Napax AU3UTrOTHbIX 6IM3HELL0B CBUAETENLCTBYIOT O pellatoem 3HayeHum
HacNeaCTBEHHOCTM B POPMUPOBAHMM NPU3HAKA.

- CxoACcTBO NOKa3aTeNsi KOHKOPAAHTHOCTM Y MOHO- U ANU3UTOTHbIX 61M3HEL0B 03HaYaeT, YTo
PO/Nb HAaCNeACTBEHHOCTM B POPMUPOBAHMM NPU3HAKA HE3HAUYUTEbHA.

- H13Kune nokasatenn KOHKOPAAHTHOCTM B 06eunx rpynnax 6, 1M3HeL0oB roBopAT o
npeobnaaatollem 3HaYEHNM OKPYKaKoLLLEN cpeabl B POPMUPOBAHNM JAaHHOTO NPU3HaKa.



3tanbl 6An3HeLLOBOro meroaa

Mopbop 6AM3HELOB C U3y4aeMbIM NMPU3HAKOM.

OnpepeneHue 3UroTHOCTU (MOHO3UTOTHbIE BCEraa OAHOrO Noa, BHELLIHE NOX0XMN,
MMEIOT OAMHAKOBYIO FPynny KPOBMK).

AHann3 No nsydaemomy nNpusHaky.

Ecnu npu3sHak npucymcmeyem y oboux 6su3Hey08, mo OHU Ha3bI8AHOMCA
KOHKOPOAHMHbIMU

Ecnu npu3Hak mossKo y 00H020, mo bsau3Heybl Ha3618a10MCA OUCKOPOAHMHbIMU

4. PacyeT KoadPpuumneHta HacneactseHHocTH (H)

-~ l
= % cxoacrea M36 - % cxoactea O36 o P -3

- g
st

AN g
100 - % cxoacrea 136 j N
H=1— NPpM3HakK onpegenaeTtca NoNHOCTbKO HAaCcneACTBEHHbIM KOMMNOHEHTOM,
H=0 — onpepgensatowwyto ponb urpaet Gpaktop cpeabl;
H=O,5 — CBUAETENBCTBYET O NpMMmepHO O AMHAKOBOM BJIMAHUUN HAaCneaCcTBEHHOCTU U CPEODI
Ha GOPMMPOBAHUN NPU3HAKA.




bansHeuoBbIN MmeTOA,

 C nomolLLbo 61M3HELLOBOro MeToAa BbIACHEHO, YTO TaKMe NPU3HAKM KaK rpynmna KposH,

pe3yc pakTop, LUBET rNas, y30pbl Ha NoAyLlleyKax naabLes NOJHOCTbIO onpeaensatoTca
reHOTUTMOM.

* bBnarogaps 6ansHeL0BOMY meToay Hblna BbIACHEHA HacneACcTBEeHHas
npeapacnonoXKeHHOCTb Ye/ioBeKa K paay 3aboneBaHuiit: WnsoppeHnun, snuaencum,
caxapHoro gnaberta, yMCTBEHHOM OTCTaN0CTU U Ap.

* HabniogeHna 3a ogHoANLEBbIMU BAM3HELaMN AatloT MaTepuan ANS BbIACHEHUA POAU
HacneaCcTBEHHOCTU U cpeabl B pa3BUTUKM NPU3HaAKOB. MNpuyuem, noa BHELWIHe cpeaom
MOHMMAIOT He TO/IbKO Ppu3nYecKmne paKTopbl cpedbl, HO U COLMaNbHbIE YCI0BUA.

}(\“\‘Hl‘\\"\\\‘.“kw



AkTpucbl Onbra 1 TaTbsAHa ApPHTroNbL, BpaTbs Topcyesbl B Guabme
«MpUKNIOYEHNA DNEKTPOHMKA"

My3blkaHTbl 6paTbA ApTucTbl AHApeit u Cepreit CadpoHOBbI Mesuubl TaTbaHa 1 EneHa 3anuesbl
Bypaaesbl («bpatba Mpum»)



Buoxmmuueckmu mertop,

- OcHoBbIBaeTCA Ha B3ATMM WU UCCNeA0BaHUMU Ha;g;*f:“e
6uonornyeckux XupgKkocrteir uyenoBeKka (KpoBb, MOYa, ‘ .
nvmda, cnroHa, cnepma u ap.) = 4 71_'“' ""i
- [lo3BonsieT BbIABUTb MHOTME HacnenCcTBEHHble ' ".b "
6onesHn u4enoseKa, BO3HMKawOwWMe B pe3ynbrate -~

reHHbIX MyTaLum U NpUBOAALLME K HapyWweHntio obmeHa = =% 33’:;“;0';':38"

BellecTs (yrneBoaHoOro, AMNuaHoro, 6enkosoro).

- WNcnonb3yetca gna ANMArHOCTUKM reHHbIX 6bonesHewn
(beHnnKeToHYpUA, ranaktolemuna, GpyKTO3ypmua U
MHOTUX APYrux).

o

- ObHapyxmBaetca NMb60 cam aHOMaNbHbIN 6enok,
NnnMbo aHomanbHble NPOAYKTbl 0bmeHa.

- MorKeT NPUMEHATLCA Ha Pa3HbIX 3Tanax *XU3HU.


http://www.uroflow.ru/files/img/121.jpg
http://old.unilab.su/images/tour/biohimicheskaya_lab/big02.jpg

HeoHaTanbHbIA CKPUHUHT

I

s

C uenbto paHHEN ANArHOCTUKU U
CBOEBPEMEHHOIO IeYeHUs NPOBOAUTCA
MaCCOBbI HEOHATa/IbHbIA CKPUHUHT (Ha 3-4
AeHb Nocne poXKAeHUs) BCex HOBOPOXKAEHHbIX
neter Ha 5 reHHbIx 3abo1eBaHUMN:

- @eHunKkemoHypusa

- [anakmosemus

- Mykosucyudo3s

- AdpeHoz2eHUMQanbHbIU CUHOPOM
- BpoxcdeHHsll cunomepuos

CeneKTUBHbLIN CKPUHUHT NPOBOANTCS
BbIDOPOYHO, AN15 TEX AL, Y KOFO MAaCCOBbIM
CKPUHUWHT Aan NONOXKMUTENbHbIN pe3ynbTar.




AHTpOnoreHeTU4YeCKue me

 deHOTUNMYECKNIA aHaNUn3

TOAbI

s T

e MeTtoa AepmaTornMbuKmn No3BOAAET U3YUUTD WY
NanUANSPHbIE IMHUM M Y30Pbl HA OCHOBE OTNEeYaTKOB =
y30POB N1aZlOHEN, NaNbLLEB, @ TaKKe CToN U W L
AMarHOCTUPOBaTh HEKOTOPbIE HAC/EACTBEHHbIE
3abonesaHus. A — nyra

L - netnga

v\ JaKTUNIOCKONUA — NanbLbl
v' ManbmocKonua — nafoHb
v' NNaHTOCKONWA — NOAOLWBa

Mcnonb3yeTcs Kak BCMOMOraTenbHbIN METOZ,
NPV AWArHOCTUKe HacneAcTBEHHbIX 3ab01eBaHUN.

Hanpumep, npu cuHapome JayHa — nonepeyHasn
NafloHHaA CKNaaKa.

W - 3aBUTOK

Triradius




MpeHaTanbHan (aopoaosan) AMarHOCTUKA

MeToabl NpeHaTaZIbHOW ANArHOCTUKU UCNOJb3YIOTCA ANA NpeaynpeXKaeHus
poXxaeHua pebeHKa ¢ natonoruen. Bblp,enmoT

HenHBa3sunBHble meToAbl |

1. VY3u

2. CKPWUHWUHT MAaTepPUHCKUX

CbIBOPOTOYHbIX pakTopoB (CMCD)

MHBa3uBHbIe meToAbl
1. XopuoHoueHTe3 — 3abop KEeTOK BOPCMHOK XOPUOHA
2. amHuoueHTe3 — 3abop OKONONIOAHOM KUAKOCTU

3. KopaoueHTe3 —3abop KPOBU M3 NYMNOBMUHbI

/ Wew ‘ c 8-12
7)) wenelm

Xopuonononcus




MeTtoa mogennpoBaHuA

TeopeTnyecKkom OCHOBOW ABNAETCA 3aKOH
romonornyeckmx pagos H.M. Basnnosa:

BAn3KopOACTBEHHbIE BUAbI XapaKTepm3yoTCcA
CXOAHbIMU PAAAMU HAaCNeACTBEHHOM
N3MEeHYMBOCTU. 3HaA paa Gopm y ogHOro
poAa, MOXHO NpeAcKasaTb Hannyme
aHaNorn4YHbix GopMm y Apyroro poaa.
Hanpumep, y BCeX 3/1aKOB €CTb OCTUCTbIE U
6e3ocTble popMbl, TBEPAbIE U MATKUE,

Hannune romonormyecknx paaos obbsacHAeTCA
CXOACTBOM reHOTMMNOB POACTBEHHbIX BUAOB
(BO3HMKAlOT CXOAHbIE MyTaLUN)
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MeTtoa mogennpoBaHuA

[omonornyeckue psagbl MOryT
BbIXOAUTb 3@ PaMKU POAOB N CEMEMNCTB.
Hanpumep, anbbuMHM3M BCTpeyaeTca BO
BCEX KNacCax MO3BOHOYHbIX }KUBOTHbIX.

Ncnonb3ys MyTaHTHbIE TIMHUA
KMBOTHbIX, MOXXHO CO34aBaTb MoAeNnu
HacneacTBeHHbIX 6one3Hel, KoTopble
MOTYT BbITb Y YXMBOTHbIX U Ye/lI0BeKa
(remodununsa, annnencus, caxapHblii
Anabet n Ap.), u3yuyatb mexaHU3Mbl MX
BO3HUKHOBEHMA, XapaKTep
Hacnea0BaHUA, METOAbl AUarHOCTUKMN.

AnbBUHU3M y YernoBeka N XUBOTHBbIX.



MeTtoa moaennpoBaHuA

MOoXHO npeaBnaeTb, YTO B Npeaesiax Knacca MIEKOMUTAOLWMX MOXKHO
0BOHapyXNTb MyTauun, CXoaHble N0 GEeHOTUNUYECKUM NPOABAEHUAM C
MYTaLMAMM YeNOBeKa.

Y XOMSIKOB U KpbIC 0bHapy*KeHbl remoduamns, caxapHbli AnabeT, mbllleyHas
anctpodus

Y mblwen — He3apauweHue rybbl u Heba
Y MOPCKMX CBUHOK — HAacneACTBEHHanA rnyxoTa

na moaennpoBaHUA HacneacTBEHHbIX 3aboneBaHUM YenoBeka noabupatoT
N U3YYaloT MYTAHTHbIE IMHUMN }KUBOTHbIX

3TO AAeT BO3MOKHOCTb YTOYHUTb MEXaHN3M Pa3BUTUA 3ab0n1eBaHMS,
pa3paboTaTb MeToAbl NeYEeHUA.



L 4

L)

L)

MeToa rmbpuamnsaumm comaTuuyeckux KNeTokK

Metop, rmbpuamnsayum comaTUUecKmnx KNeToK - KynbTUBUPYS B OA4HOWM
NUTATE/IbHOM Cpefie KNETKU Pa3/INYyHbIX BUAOB, MOXHO NOAYYUTb rTMbpunaHble
KNETKU M NCMONb30BaTb UX A/1A KAapTUPOBAHMUA XPOMOCOM.

KapTupoBaHue - 370 MeTo/, COCTaBAEHUA reHETUYECKMX KapT XPOMOCOM
(nccnepoBaTenb onpeaensieT B KaKo XPOMOCOME, B KAKOM IOKYCe HaxoaMUTCs
TOT UIM MHOWM FeH, COCTaBASIET FPYNMbl CUENNEHUA, ONpeaenaeT paccToAHme
MeXAay reHamu).

NMposogutca 8 HUN.




MeTtoa KapTUpOBaHUA

eHeTUUYeCKMe KapTbl XpOMoOCoOmMm —

3TO CXema B3aMMHOI0 PacnonoXeHUa N OTHOCUTENDb
HbIX PaCCTOAHUIM MeX Ay reHamMn onpeaeneHHbIX XPo
MOCOM, Haxo4ALWMXCA B OAHOW rpynne CuenieHus.
[eHeTMYeCKMe KapTbl Ye/I0BEKA UCMONb3YIOTCA B Mef,
MUWHE NPU AMarHOCTUKE pAda TAXKeblX HacneacTse
HHbIX 3ab0neBaHM YenoBeKa. B uccnegosaHuAx 3Bo
NIOLMOHHOrO Npouecca CPaBHMBAKOT reHeTUYECKue K
apTbl Pa3HbIX BUAOB *KMUBbIX OPraHN3MOB.
dusnyeckan Kapra -

rpadmyeckoe npeacTtaBaeHne NopAaaKa caegoBaHUA
dusnyeckmx mapkepos (pparmeHToB monekynbl AH
K), paccTtosiHMe mexay KOTOpbIMM onpeaensaeTca B n
apax HyKNneoTnaos.

PecTpuMKUMOHHAA KapTa —

BUA, $U3NYECKOM KapTbl, Ha KOTOPOM YKa3aH Nopaao
K CnefloBaHMA U PAaCCTOAHUA MeXAY CauTamMm pacLye
nneHna JHK pectpuKrazamum.

KapTbl XpOMOCOM YenoBeka
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MonynauMOHHO-CTaTUCTUYECKUN METOA

/

** OcCHOBaH Ha 3aKoHe Xapau-BanHbepra (6bin oTKpbIT B 1908 1. ABYMA yYeHbIMU,
HEe3aBMCUMO APYr OT Apyra: MaTemMaTuK Xapau v Bpay — BanHbepr).

/

s [lo3BonsieT onpeaennTb reHETUYECKYIO CTPYKTYPY NONyAauUM.

3aKoH: B naeanbHOM NonyasumMm U3 NoKoaeHUA B NOKOIEHNE NoaaeprKUBaETCA
OAMNHAKOBaA YacToTa AOMMUHAHTHbIX U PELECCUBHbIX aNl/IeNIel, a TaKKe romo- U
reTeposuror.

p? + 2pq +q*=1
YcnoBua AeucTBMA 3aKOHaA:

*  YunTbiBaeTCA 04Ha Napa ayTOCOMHbIX FeHOB, KOTOpPble HE CHUXAIOT
¥U3HecnocobHoCTH

* B NONYyAsiUMU CyLlecTBYeT NaHMeKcua (ceoboaHoe ckpelumBaHue)
*  nonynAaumnA MHOrOYUC/IEHHA U BCe 0CObM KM3HecnocobHbl

* B nonynauunnm He ,D,er/’ICTBYI-OT 93BOJ/ITOUMNOHHbIE (I)aKTOpr
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