I eHeTHKA YeJI0BEKA




I eHeTHKA YeJI0BEKA

* OCoOBIM pa3aeil FTEHETUKH, KOTOPbIN
M3y4acT 0COOCHHOCTH HACJICIOBAHMUS
IIPU3HAKOB y YEJIOBEKA,
HaCJIeACTBEHHEIC 3a00JICBaHUS
(MeIUMIIMHCKAs TEHETHUKA ),
TCHETUYSCKYIO CTPYKTYPY MOITYJISIINI
YyeJIOBEKa




* HeBO3MOXKHOCTH MPUMEHEHUA
AKCIIEPUMEHTAJIBHBIX METOJIOB N'€HETUKH

* [lo3gHee mosoBoEe co3peBaHUE
* MaJIOYUCIEHHOCTh ITOTOMCTBA

* CJI0’KHBIM KapUOTHII, OOJIBIIIOE YMCIIO TPYIII
CLCTIJICHUA



MeToabl n3yyeHu s
FreHeTUKHU YeJI0BEKA

* llutoreneTnuyeckuu




* MUKPOCKOITMYECKOE UCCIEAOBAHUE CTPYKTYPHI
XPOMOCOM M MX KOJIMYECTBA Y 300POBBIX U
OOJILHBIX JIFOJIECH

* [1o3BOoJIsIET OOHAPYKUTH XPOMOCOMHBIE
MYyTaIiu

* Ucnosib3yr0T KyJIbTYypPy JIEHKOLMTOB KPOBH , B
UX SJIpax COACPKUTCS MOJTHBIM HA0O0P
XPOMOCOM Y€eJIOBEKA



PKUJIBIX POJUTEICH POIUIICS
. IbId peOCHOK, Y KOTOPOTO IJIOCKOE
@  KWil CKOLICHHBIA 1100, KOCOM pa3pes
~*  DKCHHBIM AIMKAHT, UMCIOTCS CBETJIbIC
[SITHA HA PaJIyIKKe, TOJICTBIHN SI36IK, BHICYHYTHIH H30
pTa, HEIOPA3BUTHIE HU3KO PACIIOI0KEHHbBIC YIIIHBIC
PAKOBHMHBI, HEIPAaBUJIbHBIN POCT 3y0O0B,
HE3apaleHue MeXIPEACEPAHOU TIEPETOPOIKH,
nornepeyHas 0opo3a Ha JaJoHM, HAOII0AaeTCs
3HAYUTEJILHOE OTCTABAaHUE B YMCTBECHHOM
pPa3BUTHH.
O xaxom 3a00nesanuu uoem peus ?
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* Tpucomus no 21-i
mape XpoMOCOM




Cunapom I'enotun CHUMITTOMBI Yacrora
BCTPCHACMOCTH B
%
Knatindgensrepa 44+ XXV=47 | MyX4uHbI, >KEHONOIOOHBIN 0,02
BH/JI, YMCTBEHHAs OTCTaJIOCTh
, becrionue
[IIepenieBcKoro- 44+X0=45 | )KeHIIUHBI, HU3KUH POCT, 0,03
TepHepa MU POKas TPyaAHas KICTKa,
O€CILTOIHBI
Tpucomust mo 44+ XXX=4"7 | JKeHITUHEI: TNIOJOBUTOCTb, 0,12
IOJIOBBIM cnaboe yMCTBEHHOE pa3BUTHE
XpOMOCOMaM 44+XVYVY=47 | MyX4uHBI: BBICOKUH POCT, 0,1
MOBBIIIICHHAS arPECCUBHOCTD
«Bomubs macTe» 47 (B 15 mape | Hezapacranue TBepAOro 0,0002

TPUCOMMSI )

He0a, ypoCTBa Ha JIUIIE,
MOHM>XEHHASA
JKHU3HECIIOCOOHOCTD




* CocraBiIcHHE POAOCIIOBHOM YEJIOBEKA U
M3YUYCHME XapaKTepa HACJIeOOBaHNs IPU3HAKa

* PO10CII0OBHAS — ATO CXCMa4d, OTpAKaroiasi CBA3U
MCXKAY YICHAMHN CCMbH

* BriepBbI€ ATOT MeTOA, OBLI IIPEIJIOKECH
®. I'ansToHOM B 1865 rony



* [lo3BosIAET OIIpENEIUTH TUII HACIEAOBAHUS —
TOMMWHAHTHBIN WA PELECCUBHBIM, CLEIIIICHHBIN
C IOJIOM WJIA ayTOCOMHBIN, TOMO3UTOTHOCTD
WA T€TEPO3UTOTHOCTh, BEPOATHOCTD
HACJICAOBAHUS B IIOKOJICHUIX

* I3yueHne HaYnHAETCS ¢ OOHAPYKECHUSA
HOCHUTEJIS IIPU3HAaKa - 1podaH/ia




* [Ipu cocTaBiieHUHU POTOCIOBHOU UCIOIb3YETCS
OIIpEICTICHHAsA CUMBOJIMKA:

O — KCHIIUHA
— MY>K4YHMHA

B — o0jajxaresb U3y4aeMoro nNpru3HaKa
O--0— Opak
Cf% — MOHO3UTOTHBIE OJIM3HELB]

— JTA3UTOTHBIE OJIU3HEIIBI




AyTOCOMHO-JOMHUHAHTHBIUN
THUII HAaC/IeJOBaHUS

°B Hacrosiee Bpems onrcano okoiao 3000
ayTOCOMHO-JIOMUHAHTHBIX ITPU3HAKOB:
MOJIUIAKTUIINS, OpaXuJaKTHINS, CUHIAKTHINS,
paHHee 00JIBICEHUE, BECHYIIIKH, OCIbINA JIOKOH,
CIIOCOOHOCTB CBEPTHIBATh SI3bIK B TPYOOUKY U JIp.



* [Ipu3Hak nposBiIsIeTCA B KAXI0OM OKOJICHUU —
BEPTUKAJIBLHBIN TUII

* [Ipu3Hak B paBHOU CTEIICHU MPOSBISAETCS Y
MY>KYMH U )KCHILIUH

* BepoATHOCTH NPOSABIICHUSA MTPU3HAKA
coctapisgeT 50%, 75%, 100%



* [1o pomoCIOBHON YEIOBEKA YCTAHOBUTE
XapakTep HACICAOBaHUA IPU3HAKA «U30THYTHIN
MH3HUHEL», BBIJICJICHHOTO I[IBETOM
(IOMUHAHTHBIN WK PELIECCUBHBIN, CLEIICH UJIM
HE CIIENJICH C MojaoM). PonuTtens, nMeronui
ITAHHBIM IPU3HAK, TETEPO3UTOTEH. OIPENCIINTE
T€HOTHUIIBI BCEX TOTOMKOB B IIEPBOM IMOKOJIECHUH



AyTOCOMHO-IOMUHAHTHBIU

THUII HACJIEAOBAHUSA

B0
]

OO

* Hacienyembin Ipru3HaK JOMUHAHTHBIU, HE
CLICIUIEH C IOJIOM
* ['enoTunel moTOMKOB 1,3,5,6 — Aa;

2,4 — aa




AyTOCOMHO-penecCUBHbIA
THII HACJEI0BAHUS

* [Io ayTOCOMHO-PELIECCUBHOMY THUITY HACIEAYIOTCS
IJIyX0Ta, HEMOTA, albOMHU3M, Kapuec 3y00B,
caxapHbIil TMA0ET, PbIKHUE BOJIOCHI, IEBOPYKOCTD,

CEPIIOBUIHO-KJICTOYHASA AaHEMUSA U OPYTHUE
IIPU3HAKHU



* [Ipr3Hak HE B KaXKJIOM ITOKOJICHUH

* [Ipu3Hak y poauTesien OTCYTCTBYET, 4y AETEH
IIPOSABIISACTCS

* [Ipn3Hak B paBHOU CTEIICHU MPOSBISAECTCS Y
MY>KYHUH U XKECHILIUH

* BEeposaTHOCTh NPOABIICHUSA IIPU3HAKA

cocTtaByseT 25%, 50%, 100%



* [1o pomoCIOBHON YEIOBEKA YCTAHOBUTE
XapakTEep HACIEOOBAHUSA IIPU3HAKA «MAJICHBKHUE
I1a3a», BBIJCIICHHOTO IIBETOM (JJOMUHAHTHBIN
WJIA PELIECCUBHBIM, CLEIUIEH WU HE CLEIJIEH C

1ojioMm). OnpeaennuTe reHOTUIILI POAUTEIICH 1
nmotomkoB I, (1, 2, 3, 4, 5)



AyTOCOMHO-pelecCCUBHbIN

THUII HACJICAOBAHHUHA
OTU

@Ig O
o Shork?
YRR TTT

* [IpyU3HaK perecCuBHbBIN ,HE CLHEIUIEH C IOJIOM
* ['enotunel poaurteien: Aa u Aa

* ['eHoTuNBl NOTOMKOB: 1, 2 — Aa, 3 — AA unmu Aa, 4, 5 —
aa




HaciienoBaHue NpU3HAKOB
CIECILIEHHBIX C
X-XpOMOCOMOH

* [Ipn3Haku crerieHHbpIe ¢ X-XpOMOCOMOM:
reMOo( WIS, JAJIbTOHU3M, MAOIIHS, MBIIIICYHAS
AUCTPO(hUs, TUIOILIA3US SMAJIM, OTCYTCTBHUE
ITOTOBBIX XKEJIE3 U JIP.



* [Ipr3Hak HE B KaXKJIOM ITOKOJICHUH

* [Ipu3Hak y poauTesien OTCYTCTBYET, 4y AETEH
IIPOSABIISACTCS

* [Ipu3Hak B OOJNBIIEH CTEIICHU IIPOSBISIETCS Y
My>kdrH (50%), B MEHBIIIEH CTEIICHU — Y
keHIuH (25%)

* HacienoBaHue Mo CUCTEME«KPHUCC-KPOCC»



O O O

OmMM OO

* [1o pomOCIOBHON YEJIOBEKA YCTAHOBUTE
XapakTep HaclIeI0BaHUA IIPU3HAKA
(IOMUHAHTHBIN WX PELICCCUBHBIM, CLUEILICH HUJIH
HE CLICIUICH C ITOJIOM ), TCHOTHIIbI POAUTEIICH 1
neTeun F1 " F2




* [Ipu3HaK peneccCuBHbIN, CUECIIJIEH C IOJIOM,
JTOKAJIM30BaH B X-XpPOMOCOME

» Tenorumsl pogureneit:  XOX*, XY
» Tenotumnsl gereii F, : XéXa, XaY

* ['eHotunsl nereu I, XQXA i XAX3,

X¥; X%, X®



HaciienoBaHue NpU3HAKOB
CIEIJICHHBIX C
Y-xpomocomMon

* [Ipr3HaKH CLEMIEHHBIE C Y -XPOMOCOMOM:
TUIIEPTPUX03, UXTHUO3, TIEPETIOHKHA MEXK Y
ImajabllaMyd U APYTUE IIPU3HAKHU



* [Ipr3HakK B KAXXI0M ITIOKOJICHUU

* [Ipr3HaK OposBIISETCA TOJIBKO Y MY>KYHH,
TOJAHAPUYECKUN TUII HACIIEAOBAHMSA

* BeposATHOCTh HaACJIE€I0BaHUS IPU3HAKA Y
MajpuukoB 100%



bJIn3HenOBLIN

MCTOA

* I3ydyeHue (heHOTHIIa U T€HOTHUIIA OJIM3HEIOB
IJIs1 ONPEACIICHUS CTEIICHH BIUSHUA CPEJbl Ha
pPa3BUTHE PA3IUYHBIX IPHU3HAKOB




bJIn3HenOBLIN

MCTOA

AnuekneTka CnepmaTosoug
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IIpuMepbl KOHKOPAAHTHOCTH 110

HEKOTOPbLIM NPU3HAKAM Y OJIM3HEII0B B

%

[Ipu3naku Mono3urotueie | JIM3UroTHBIE
OJIM3HEIBI OJIM3HEIIBI
[IBeT 171a3, BOJIOC 99,5 28
[TanusisipHbIC JIMHUU 92 40
Caxapnblii 1uadeT 34 37
PeBmaru3m 47,3 23
[1In3odpenns 67 12,1
Onunencus 60,8 12,3
YMCTBEHHAsI OTCTAJIOCTh 97 37
BpoxxaeHHbIN BBIBUX Oeapa 41,4 2,8




* I3ydyeHune xapakrepa OMOXHMHYCCKHUX PEAKIIUM
1 0OMEHa BEIIECTB JIJIsl YCTaHOBJICHUS
HOCHUTEIILCTBA aHOMAJIBHOI'O I'e€Ha UJIH
yTOYHECHUS IHArHo3a

* 3a00JICBaHUS C HApYyIIEHHEM 0OMEHA BEIIECCTB
COCTAaBJIAIOT 3HAYUTEIILHYIO YaCTh TEHHOMN
HaCJIEJICTBEHHOU MMaTOJIOTUU



* O0ObEKTAMHU OMOXUMHUYECKOM TUATHOCTHUKH
MOT'YT OBITh MOYa, IIOT, CEIBOPOTKA U I1J1a3Ma
KpOBH, (DOPMEHHEIC AIEMEHThI KPOBU U T.JI.

» CaxapHbIi qua0eT, (PEHUIIKETOHYPUS
(HapyuieHne oOMeHa (heHMIaIaHMHA ),
rajakTo3eMus (HapylIeHUE YCBOCHHUS
MOJIOYHOI'O caxapa)



®enunkeronypus (PKY) — 3aboneBanue, CBI3aHHOE C
HapylieHneM oOMeHa BelecTB (B), U aIbOMHU3M (a)
HACJICIYIOTCS Y Y€I0BEKa KaK PEIeCCUBHBLIC ayTOCOMHEIC
HECLICIUICHHbIC MPU3HAaKU. B ceMbe oTel — aJJbOMHOC U
oonen ®KYVY, a Mmath JUreTepO3UTrOTHA MO STUM I'€HaM.
CocCTaBbTE CXEMY pelIeHUs 3aaadd. OnpeneanTe
T€HOTHIIBI pOAUTEINICH, (PEHOTUIIBI U T€HOTHIIBI
BO3MOKHOI'O IIOTOMCTBA U BEPOSITHOCTDb POXKJICHMS ICTCii-
aI1pbOMHOCOB, HE cTpagaromux OKY



A — HOpMA P: o AaBr X " aaBB
a — aIbOMHU3M G- ‘ ‘
B — nopMma | @ 6
B — OKY

P: ©AaBg

¢ aaBB I': AaBB: AABB: aaBB : aaBs

F _ 9 HOp. HOp.  HOp. ®KY  anw6.HOp. als0. OKY




1) T'enorunsl poauteneii: math — AaBB (rametsl AB, AB,
aB, aB), orel — aaBB (raMeThI aB)

2) IT'eHOTHIIBI BO3MOXKHOI'O HOTOMCTBA:
AaBB — HOpMa 1O IBYyM IpU3HAKAM
AaBB — HOpMa, DKY
aaBB — anp0MHN3M, HOpMa
aaBB — aibOMHN3M, OKY

3) AnpouHoCHI, He cTpagatomue OKY — aaBB

COCTaBJIISIOT 25 %



