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* 3- 3aKoH [. MeHgena npu aun- v
NONUrMbpMaOHOM CKpeLLMBaAHNN N OTKITOHEHUS
OT 3aKOHa

 B3anmogeuncreue annenbHbIX U HeannenbHbIX
reHOB B reHOTune

 [pynnbl cuenneHns

* [lonureHHoe HacnegoBaHWe NMPU3HAKOB.
[ToHaTne 06 MPb




HeannenbHble reHbl



HeannenbHble reHsbl -

* [ €eHbl, NOKaNM30BaHHbLIE B PA3HbIX Mapax
TOMOJ1I0TMYHHbIX XPOMOCOM

e AaBB
 Tunbl rameT: AB, AB, aB, aB

Pa3HooOpa3une TMnoB rameT, oopasyemMbIix

opraHu3mMmom, onpenensieTcs cteneHbio ero

reTepo3nroTHOCTU U BbipaxKaeTca hopmMmyrioun
2",

roe n — YMUCro NIOKyCcoB B reTepO3nNroTHOM

COCTOSAHUM.



° Yy AUreTepo3nroTHoro opraHuama (AaBb)
obpa3yeTcs 4 Tuna rameT B paBHbIX
KOJfinyecTBeHHbIX COOTHoLleHusax (AB — 25%,
Ab - 25%, aB — 25%, ab — 25%),

* Y FOMO3UroTHOM 0Ccobu (aabb) — oanH TN rameTt
ab, a NoaTomMy B NOTOMCTBE 0Dpa3syeTcs 4 TMna
doeHOTUNMNYECKUX KNACCOB B PaBHbIX
KONMM4YeCcTBEHHbIX COOTHOLLEHUSAX (Mo 25%
KaXOoro Knacca).
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He3aBucummoe HacnegoBaHue NpU3HaKoB
(uBeta ¥ PoOpPMbI rOPOLLUNH)

Fy .AH IiIL Bﬂ le x AH 'a Bﬂ |b!

emrue Frankue WHertue Cnagxue

Pacumennenue s Fp no oboum
npuakaxam 9:3:3:1
{KOMGMHKPOBAHHE BADKANTOB
RPUIHAKOP BO BCEX BOIMOIKHBIX
COueTAHHAX)

Pacmennenue 8 Fy

no usety 12 mesnruix:
4 3enenmx = 3:1

no gopume 12 raagxux:
4 MOpIHHHCTRIX = J:1

B XpoMocoMa, Hecyiian AaBIYy
" IOMHHAHTHRA anNenb rena \

XpoMOcOMa, HeCY1lan

peMecCHBHMA a/viend rena _
A Aanens Xenroro UBeTa ropoilinH gmmﬁ N;MK::HW
a Asmens 3eseroro UBera ropoulkH @M}Kme uopuy e
B Annens rnaaxoit dopunt ropowun eHble raanKue
O 3enenne MODIGHMHCTHIE

b Aasens mopmunucToit HOPMAl IOPOmKR



P AaBs X AaBs
PeweTtKka [leHHeTa

I'ameTnl AB AB aB aB
AB AABB AABB AaBB AaBB
AB AABB AABB AaBB AaBB
aB AaBB AaBs aaBB aaBB
aB AaBB AaBB aaBB aaBB

Mo reHoTUny: 4:2:2:2:2:1:1:1:1 (9 KNaccosB)
Mo ¢peHoTUNY: 9:3:3:1 (4 KNacca)



 LInTonormnyeckne ocHoBblI HE3aBUCMMOTIO
HacrnegoBaHMsS MOHOMEHHbIX MPU3HAKOB —
crlydYanHoe u He3aBUCUMoOe
pacxoXxaeHne roMosiIorMyHbIX XpOMOCOM
K nontocam KrneTku B aHadasel menosa.

INTERPHASE MEIOSIS I: Separates homologous chromosomes

PROPHASE | METAPHASE | ANAPHASE |

Centrosomes Centromere Sister chromatids
(with ¢gntriole pairs) (with kinetochore) remaip attached

Sister

Nuclear E=
envelope Tetrad

Chromatin chromosomes
separate

Chromosomes duplicate kinetochorg, 2 ds line up

attached to




OmKI/TIOHeHUs1 om 3aKOHa:

* 1) ecnu annernbHble reHbl B3aMMOOENCTBYIOT
MeXxay cobon no TMnam — KOQOMUHNPOBAHUSA U
HenonHoOro 4OMUHUPOBAaHUS,

* 2) ecnu HeannernbHblE reHbl (MX NPOAYKThI)
BCTyNaloT Mexay coboun B Kakoe-nmbo
B3aMMOOENCTBME — KOMMNJIEMEHTapPHOCTD,
anucTas, nonumepuio, moanduuunpyrowlee
BNusiHne, 3apPeKkT NoNoXeHUs reHa,

* 3) ecnu reHbl Nokann3oBaHbl B 04HOU Nape

TOMOJ1IOr'MYHBIX XPOMOCOM N HacneaAyrTCA
cuensyieHHo.



Bunnl BzaumonencTBusg HeaJIeIbHBIX T'€HOB:

* 1. Moancduumnpyrowiee BnussHue
e 2. KOMnnemMeHTapHOCTb

3. ANUcTas

*4. AP dEKT NOSIOXKEHUA reHa

5. Monumepus



Moaoudvuupyrowiee BNusaHue —

° BUO B3aMOAEeNUCTBUA HeannenbHbIX
reHoOB, Korga npoayKT o4HOU Napbl reHoB
moaundunumnpyet (M3ameHsAeT)
deHoTUNNYECKUUN 3chheKT Apyrou napbi

reHoB.

Hanuuue A, B unu H-aHTUreHoB B CIoHe (U Apyrux
ceKpeTax) 3aBUCUT OT CeKPeTOPHOro reHa Se
(pacnonoxeH B 19 xpo-me).

CekpeTopbl: SeSe, Sese.

HeceKkpeTopbl: sese.

Hanpumep:

ABSeSe, ABSese — B CITlOHEe OOHapy>XMBarOTCA aHTUIeHbl A U
B.

ABsese — B criloHe He OOHapyXXuBarTCA aHTUreHo! A u B.

nnl‘--- S A R B O B BN ‘f N A B W A B A Al B A U BN i AN 0 4 B O A BN A W Ll




KomMmnneMeHTapHOCTb —

* BUO B3aUuMOAEeUCTBUA HeannenbHbIX
AOMMHAHTHbLIX FreHOB, B pe3yrbraTte
KoToporo chopmMupyeTcst HOBbIN
KOHEeYHbIN NPU3HaK.

A n B —-koMnnemeHTapHble reHbl, 00OyCcrioBNMBaroT
pa3BuUTUE HOPMaribHOrro cryxa.

P AaBsB X AaBB

HOpM.cn HopM.chn
F AB . AB aB aB
9 : 3 : I3 : 1

HOpPM.C/l. TJIYyXOHeMoOTa



dnucras -

° BUA B3aMMoOencTBUA HeannersnbHbIX
reHoB, Korga annesnb U3 ogHou napbl
reHOB nopgaenseT (ycunuBaerT)
deHoTUNNYeCKUUN 3chheKT Apyroun napbli
reHoB.



Jdnucras - nposiBrfieHne oaHoro reHa noNnHOCTbIO NoAaaBIIA€TCA APYITMM reHOM

PeueccuBHbIN 3NUcTa3s

‘pynna kpoBu bombeun

( cpeou nHpgycoB YacToTa 1:13000).
leHoTUnbl: AAhh, AOhh, BBhh, BOhh,

ABhh - 1(0) rpynna KpoBu
(rpynna kpoBu bomben).

HeT H-npepwecTtBeHHMUKa aHTUreHoB A

u B.

[pynnbl Kposu cuctembl ABO(H)

H-aHTUreH — npeAaLwecCTBEHHUK aHTUreHoB A

u B.
I'en B9 I'en B 19 AHTUTCHBI
XPOMOCOME | XpOMOCOME
A H A
B H B
@) H H

Bombeunckuun
doeHOMeEH

A ..
‘ H "
‘ hhIA8

I(0) rpynna

\ 7\
< B HhiA
' v ‘ IV rpynna



S heKT NoNoXKeHUs reHa:

e beHOTUNNYECKUN 3P EKT reHa 3aBUCUT
OT coceaHUX reHoB.

* Ecnn reH B peaynsraTte nepekoMmonHaumnm
EHOB OKaXXETCS B 30HE reTEPOXPOMAaTUHA,
ero akTMBHOCTb DydeT CHUXEHa.



CnyvyanHble KOMOMHaUMM reHOB poauTerneny

nNOTOMCTBA
P matb AOrhrh X oteu, BORhRh
11,Rh - 111,Rh+ EeCCrCI)quIVeI]eeCTI/IMOCTI/I
G Arh Orh BRh  ORh MATEp 1 NNona
F ABRhrh, AORhrh, OAHOBPEMEHHO MO
1Y,Rh+ 11,Rh+ cucteme ABO (H) n pesyc
pe3yc-KOHPNUKT pe3yc- dhakTopy pesyc-KOHMMMKT
KOH(PINUKT He pa3BMBaeTCH, T.K.
He pa3BuBaeTcCH pa3BuBaeTcdCNaBLne B OpraHnsm
(ABOMHAA HECOBMECTUMOCTb) MaTepu SpUTPOLINTE!
259 259 nrnoga oyayT
paspyLiaTtbcs ee
BORhrh, OORhrh. aHTUTenamm (NpoTme A u
111,Rh+ 1,Rh+ B aHTUreHoB) 1 He cMoryT
pe3yc-|(o|.|cbny||(1' pesyc- Bbl3BaTb 0Opa3oBaHue
KOchnVIKT aHTU-Rh-aHTUTEN
He pa3BMBaeTCH
pa3BuBaeTcs

(ABOMHAsA HECOBMECTUMOCTbD)
25% 25%



e CuenfieHHOe HacneaoBaHue
reHoB, KPOCCUHIroBep



CuenneHHoe HacnegoBaHue.

[1pn cuenneHHOM HacnegoBaHUU
HeannenbHble reHbl PacnoSfIOXKEHbI B
o4HOW Nape roMosiorMYHbIX XPOMOCOM.

flBneHue cuenneHus reHoB ObINO YCTaHOBJIEHO
T. MopraHom.




* [eHbl, pacnonoXeHHble B
o4HOM nape
FrOMOJIOMMYHbIX XPOMOCOM
N HacnepyoLwmecs Lenoun
rpynnoun, oopasyroTt
rpynny cuenrieHus.

e CoBMecCTHoOe
HacnegoBaHMe reHoB,
orpaHuyuBaroLlee
cB0oOOAHOE UX
KOMOUHMpoOBaHue,

Ha3biBarwoT CLIENJIeHUnem




 Kaxxgasa xpomocoma npeacraBrnsieT cooou rpynny
cuenneHus (I'.C.) reHoB.

e Yucno I'.C. y aunnonaHoro opraHuama paBHO
ranfiongHoMy Habopy XpomMoCoOM

o (yXeHwwuH -23T.C., y My>XX4uH — 24).




KpoccuHroeep (K.)

e K.y XEeHLMH NponucxXoauT vyaLle, YeM y MYXKUUH.

e MpuunHa HapyweHus cuenneHusi — K. — obmeH
TOMOJIOrMYHbIX XPOMOCOM NOMOJIOT'MYHbIMUA

panoHaMu, nponcxoauT B npodase | Meno3a. Yactora
HapyLweHua cuensieHUs NOCTOAHHA ANA KaXa0u napbl

cuer ITPODASA I MEHMO3A
KPOCCHHIOEep
4 A 3
o Chromosomes pal ———ps Synaplopenadl ——————peChiasmata B
mple
JlenTtoTeHa 3uroreHa Maxurena AnnnoreHa AuvakunHes
complexes of tetrad
ARty oy 31
|1"!. ,;'y’vr"-{"_;““, \\M;ﬂf"—' \ / - B A(' ¥
vV B Ay i ()
o, &L S
N ~FC 3 -

*~ Xnasmbl

Kpoccunroeep - o0MeH YacTsaMI MELY TOMOIOTHYHBIMH XPOMOCOMAMH
(OTLIOBCKHMMM M MATEPHHCKHMI) IIPOMCXOAHUT B ripodaze I melioza.



B otcyTcTBUM KpOCCcUHroBepa

y aureteposurotHon ocodm (AaBb) obpasyeTca TonbKo 2 Tuna ramet
N, COOTBETCTBEHHO, 2 PEHOTUNMNYECKNX KNacca B PaBHbIX
KONMMYECTBEHHbIX COOTHOLLEHMNAX (Mo 50%).

7.6a. be3 nepekpecTa BCe raMeTbl poAUTesNIbCKOro Tuna

(a) No crossing over

Homologous chromosomes
pair in prophase |.

\

If no crossing
over occurs,..

EYEERP [ tmy) | [o===] B 1) ...all resulting ch»roAmosomec, in
AR ) A =] BE) gametes have original allele

xa-h’ > ) ) D combinations and are nonrecombinants.
— =

(b) Crossing over

A Crossover may occur In this case, half of the resulting gametes will have
in prophase | unchanged chromosomes {nonrecombinants)...

4 @SR NG Nonrecombinant gy g half will have
15D G » P Recombinant recombinant chromosomes,
xa h® @ INEP Recombinant

AR H B G N > Nonrecombinant

1.6 Crossing over produces half nonrecombinant gametes and
half recombinant gametes.

7.66. B pe3ynbTaTe OAMHOYHOIO NMepeKpecTa NonoBUHa rameT
peKkoMOUHaHTHasA, NONOBUHA — HepeKOMOUHaHTHaA,



* T. MopraH npegnonoXxwurn, 4to
YacToTa KpoccuHroeepa
NoKa3blBaeT OTHOCUTENbHOE
pacCToaHUE MeXxay reHamm:

* yeM Yalle ocyLlecTBsieTCS
KpOoCCUHroBep, Tem ganee
OTCTOAT reHbl Apyr oT Apyra B
XpomMocome,

* YyeM pexe KpOCCUHroBep, TeM
OHW DnvKe Opyr K Apyry.




CuenrneHne MOXeT ObITb:

INOJIHOE, HEIOJIHOE u CUHTEHHOE



llos1IHOe — KPpOCCMHIoBEpP He NPONCXOaUT.
CuenreHHble reHbl BCcerga HacrneayrTcs BMECTE.
[Tpumepbl: reHbl pPPHK o1 40 Ao 50 Konun B Kaxaou
A0pPbILLKOODpa3yoLEeEN XpOMOCOME.

* PU MOSTHOM CLUENSIEHNN B pe3ynbraTe
aHanM3npyoLLEeEro CKpeLwmnBaHmsa B NOTOMCTBE
obpasyeTcs ABe eHOTUNNYECKNE rpynnbl No
50%:

+ P Q AB x J'as
. aB aB

* rTaMeThbl AB,aB aB
* F AB, aB

. aB aB

. 50% 50%



HenosiHoe cuensieHUe 2eHoe8

— KPOCCUHIOBEP NPOUCXOANT, YacToTa
KPOCCUHroBepa 3aBUCUT OT PaCCTOSIHUS
MeXay CUeneHHbIMN reHaMMU:

TecHoe cuensieHuUe — KPOCCUHIoBep
NPOUCXOAUT PeaKo.

'eHbl Yallle HacrnenyTCcHa BMecCTe.
lpMmepbl:
"eHbl Rh-komnnekca (CAE) B 1 xpomocome.

"eHbl HLA-komnnekca (ABC/l) B 6
XPOMOCOME.




NPU HENOJIHOM cLenJieHNn reHoB B pe3yribTaTe
aHaNM3npYyroLLEero CKpeLiMBaHnsi B NOToOMCTBe obpa3yeTcs
YyeTbipe heHOTUNUYECKUe rpynnbl B HepaBHOM

COOTHOLWUEeHU M.

P Q AB x J'as

ase

aae

2amemeal AB, ag as

HEKPOCCOBEPHbIE

As aB

KPOCCOBEPHbIE

F AB, as
ae ae

HEPEKOMOUHAHTbI
PEKOMOUHAHTbI

As, aB
aB as

Bonblue 6yaet ocoben ¢ Toun
K€ KOMOMHaUnen
NPU3HAaKOB, YTO N Y
poauTeneu
(HepekoMbuHaHTbl). Ocobewn
C MHON KOMOMHaLUMen
NPU3HAKOB (PEKOMBUHAHTHI)
bygeT MeHbLle



[Npn HenonHOM cuenfieHnn y AureTepo3nroTbl oopasyercs 4
TUna rameT n 4 heHOTUNNYECKUX Kracca B NOTOMCTBe B
HepaBHbIX KONINYECTBEHHbIX OTHOLUEHUSAX (NMpuyem
KPpOCCOBEPHbIX 0CO0EeN-peKOMOUHAHT BCcerga MeHblLue).

A B A B A B

—  X_ - I
a B a B a B
[aMeThbl:

AB 1©n aB

HekpoccoBepHble, X obpasyeTcs DorbLLE.
AB 1n aB

KpoccoBepHble, nx 0bpasyeTcst MEHbLLE.



CuHmeHHoOe cuenseHue

— KPOCCUHIOBEP NMPOMUCXOQUT HacTo Mexay
reHamMmu, ganeko pacrnofioXXeHHbIMU gpyr OT
apyra B 00nbLION XpOMOCOME (CUHTEHHbIE
reHbl).

CWHTEHHbIE IreHbl HaClriegyrTCAd NPpakTn4eCckn
HE3AaBNCNMO.



* MPU He3aBMCMMOM HacrieqoBaHUU B pe3yrbTraTte
aHanu3supyoLwiero ckpewmBaHusa B NOTOMCTBE
obpa3syeTcs YeTbipe heHOTUNNYECKUNe rpynnbl B paBHOM
COOTHOLUEeHUU (No 25%):

¢ P O AaBs x J aass
* 2amemanl AB Aes aB as ae
e F AaBB; AaBB; aaBB; aaBB

. 25% 25% 25% 25%



da3bl cuenieHnda reHoB

Linc-cdasa A B
[aMeTbl: AB 1 aB
a B 50% 50%

TpaHc-dasa A B
[ameTbl: AB 1 aB
a—b8— 50% 50%




« Cnna cuenneHns mexay reHamm obpartHo
nponopunoHanbHa PpacCToOAHUIO MeXay
HUMW. 3a eOUHNLLYY PACCTOAHUA MeXAay
reHaMu NpUHATa ycnoBHaga eauHumLa —
MopraHuaa.

* 1 MOpraHuaa cooTBeTCTBYeT
pPacCTOAHUIO B XPOMOCOMeE, Ha KOTOPOM
KpocCcUHroBsep npoucxoauT B 1% ramMer.



* [1pn pacctoaHun mexagy reHamu B 50 n
bonee mopraHung npusHakn HacneayTCS
HE3aBUCUMO.

» HacTtoTa K. ucnonbayetca ons
KapTMpoBaHUA XPOMOCOM (onpeneneHuns
nopsaka pacrnonoXeHusa reHoB B
XPpOMOCOME N OTHOCUTENBLHOIO PaCcCTOSAHUSA
MeXay HUMN).

* bronormnyeckoe 3HaveHue K. —
yBENMYMBAET KOMOUHATUBHYIO



A dheKkT NnonoxeHnsa reHoB — U3aMeHeHue heHOTUNn4YecKoro
adheKkTa reHOB NpPU X TECHOM CLENJIeHNN
Rh-komnnekc (CDE, cde) — BbisiBnsAtoTcsA aHTUreHol: C, D, E,
C, d, e. AHTUreH-D cambIy CUIbHBLIWU, OH onpepensaeT

NonoXuTesnbHbIN pe3yc. Bce ocTtanbHble -
oTpuuaTenbHbIN.

[eHOTUNDI:
CDe——

cde , reHbl C u D cuenneHbl B uuc-case, Npu 3ToM
aKTUBHOCTb reHa D cHueHa reHom C 1 KpoBb faeT
cnabo NosnoXuTesnbHY peakuuto, T.K. Mano D-
aHTULeHA.

Cde

cDe , reHblC u D cuenneHbl B TpaHc- ¢pase. 'eH C He

OKa3bIBaeT BIINSIHUSI HA aKTUBHOCTb reHa D 1 KpoBb
B SRy MBS PRFAPNSHYINS b YOS 1 SRR Y0 HeRIM IR O TeKaeT nerve.



I
(A —
N T
! ..',.
s ‘ NS
''''' \\'SLEP
Y O
N S
==

19,7 Genetic maps are base

DIsiie

ecombination, Shown here Is 3 genetic ma f human
hromosome |

[eHeTUn4YecKas KapTa
XPOMOCOMbI — CXemMa
B3aUMHOIO
pacrnosioXXeHUusl reHoB,
HaxoasLWUXcHa B OOHOW
rpynne cuenrieHus.

PacctosaHne mexay reHamu Ha
reHETUYECKON KapTe XPOMOCOMbI
onpeaensarT rno YyacTtoTe
KPOCCUHIoBepa Mmexxay HAMM.



NMonureHHoe
HacrnegoBaHue,
noHssTue o MPbH




 MonureHHbIn TN HacnepoBaHus ([1TH)
— HacnegoBaHMe He no 3akoHaMm MeHaens.

 [lo [1TH HacneaytoTCA NONMUreHHbIe
(HemMeHaenupyroLime) npusHaku (nn).



* [N — 3TO B OCHOBHOM KONMM4YeCTBEHHbIe
HenpepbIBHbIE NPU3HAKU (TPaHNLbl MeXay
heHOTUNNYECKMMM KnaccaMn HEYETKME),

* B MONynaumnax (CEMbAX) — MHOXXeCTBO
hpeHOTUNNYECKUX KNaccoB.,

* B OpMUpPOBAHKE MN.N. NPUHUMAET y4acTue
MHOTIO reHOB (MONMUreHhbl),

* 30 EKTbl FEHOB CYMMUPYHIOTCH,

* cpefa Bcergaa moandunumnpyet addekT
€HOB,



XapaKrepuctuka nonmreHHbIX
NPU3HaKoB

« Cpena Bceraga okasblBaeT CyLLeCcTBEHHOE
BnnaHue Ha doopmuposaHue [1I1. INog
BITUAHUEM Ccpedbl MOXET NOSABUTLCS Aaxe
HOBbIN PEHOTUNNYECKNIN KNaccC.

 HacnegyemocTb (H) — >50%<100%.



OcobeHHocTn popmupoBaHms NI

e OCHOBHOM BUA B3aumogencTtBuda HeannenbHbIX
reHoB B npouecce dopmupoBaHus NI -
nonumepus: npusHak oopMmupyeTcs B pe3ynbraTe
cymmupoBaHus adpcpekToB AeUCTBUA MHOIMMX nap
HeannesnbHbIX FEHOB U3 CepuUU NONUreHoB.

DopmmpoBaHume HekoTopbIx I YyenoBeka ecTb pe3yneraTt

NpPoOCcTOou agAUTUBHOM NOSIUFEeHUMU, T.€. NPOCTOro CyMMMUPOBaAHUA
adhcpeKkTa nonureHoBs.

* PopmupoBaHue apyrux MM nponcxogut no TNy NOSIMFEHUMN C
NOpoOromM AemncTBUA.

Tun HacnepnoBaHusd NN Ha3bIBaeTcsa nonureHHbIM. Kaxxgasa napa
reHoB U3 AaHHOW CepuMn NOSIMreHOB HacrneayeTcA Nno 3aKkoHaMm

MeHpens, Ho B uenom HacnepnoBaHue NI 3akoHaMm MeHaens He
noavYnHsIeTcs.



NMporHo3npoBaHne MOHOreHHbIX bonesHen u MO3

MonoreHnbie (reHHbIe) 00J1e3HI MyabrudakropuaabHblie 3200/1eBaHUA

1. Hacaenyercs mo 3akoHam MeHaenst
(M0 MOHOT€HHOMY THILY)

2. IIporHo3upoBaHue
Menpaeis

o 3aKOHaM

3. Puck 1Ji moToMCTBA HEe 3aBUCHUT OT
CTeNEeHU poacTBa c 00JILHBIM
POACTBEHHUKOM.

4. puck sl CJeayllero pedéeHkKa He
3aBHCHT OT KOJIM4YeCcTBA 00JbHBIX JAeTeH
B ceMbe

S. Ts:kects 00J1€3HM He 3aBHCHT OT
THKECTH 3a00/1eBaHUSA y
POACTBEHHHUKOB.

6. 3aBHCHUMOCTH OT M0OJIA — TOJLKO AJA
MPU3HAKOB, CHEIJICHHbIX C MOJIOM.

7. Cpena wiid He BJIMSIET HA NPOSIBJICHUE
NMPU3HAKA, WIH BJIMSIET Ha
IKCIPECCHBHOCTH I'eHA.

Hacaenyercss npeapacnosoxeHHocTb K M®P3 mo
MOJJUTeHHOMY TUIY (He 10 3aKoHaM MeHein)

IIporHo3upoBanne  JIMIMpPUYECKOe — MO
pe3yJbTaraM HaOJIONeHud MM ¢ y4eTOoM
4aCTOTHI BCTPEYAEMOCTH B MOMy.IsiuH - Vg’

Yem Bblle CTENEeHb POACTBA € 0O0JLHBIM, TeM
0oJiblIIe CTeNeHb PUCKA /IJIsl IOTOMKOB

YeMm 00JibIIIE€ POACTBEHHUKOB B CEMbE, TEM BBIIIIE
PHCK JJisl IOTOMKOB.

YeMm BbIlIE TAKECTH 00JI€3HH Yy POACTBEHHHKOB,
TeM BbIlIIe PUCK JJIf1 IOTOMKOB.

Eciau 00J1bHOM poauTe]b — PeaKo MOopakaeMbIl
oJi, PHUCK [IJA TNOTOMKOB 3HAYMTEJIbHO
BO3pacTaer.

Yem Oosbine cpenoBbiX (aKTOPOB PHCKA, TeM
BblllIe PUCK 32001eTb M®D3.



[Tpymepbl HOpMarbHbIX M.MN.:

* POCT, Macca Tena, cteneHb NUrMeHTauuu,
CTeNeHb MHTENNEKTa, NPOoOO0IKUTENBHOCTL
XU3HU, PEPTUNBHOCTb, ONMM3HELIOBOCTD,
oepmartornndonyeckmum puUcyHoK mn ap.

[TpumepbI NaTONOrM4YeCcKux n.n.:
npenpacnonoXXeHHOCTb (MoaBEepPXEeHHOCTD)

K MOB, mynstudpaktopmansHble opMbl
BpOXAeHHbIX NopokoB pa3sutua (BI1P).



HopmanbHoe
Pacnpepenetue BUHOMUHAarbLHOEe

noaBepPXeHHOCTU K achApeaeneHme
M®b B nonynsauuu P peA

(cembe) HOCUT
HOPManbHbIN
Xapakrtep
(npeobnaparoT
nvua co cpegHen
CTeneHbIo
noaBepPXXeHHOCTH).

7

KonnyecTtBo ocobe

min 3Ha4YeHne Npu3Haka max

doeHOoTUNNYECKNE Kracchbl



1Q PeHOTUNNYECKNI KNnacc
140 n > OpapeHHble

>120 no 140 OuyeHb cnocobHbIe
>110 no 120 CnocobHble

>90 oo 110 HopmarnbHble

>80 oo 90 HecrnocobHble

>70 po 80 [TorpaHn4HbIN Knacc
50-70 [Nebunsbl

25-50 Nmbeuunbl

0-25 NanoTobl

.

1401 >



M®b -

* DOSIE3HN, B OCHOBE 3THOMNaToreHe3a KoTopbIX
NEXUT B3anmMmoaeuncTeme

NoNnUreHHOo0YCroBNEHHOM

npeapacnonioXXeHHOCTU 1 MHOTMX doakTopoB
cpenbl.

» PacnpocTtpaHeHHoCTb B nonynaunax Mob
BbICOKas (LUM3oPpeHns — 1%, caxapHbIn

anaodet — 3-5%, UbC (nwemmnyeckaa bonesHb
cepaua) — 10%).



MynesTudakropmanbHblie 3aboneBaHus,
unu 6orne3Hu ¢ HacneacTBeHHbIM
npeAapacrnonoXxeHnem
° ncopuas,
e caxapHbIu gunaber,

° lLUN30ohpeHus

» 3a00neBaHNAM NPUCYLL CEMENHbLIN
XapakTtep, U ydacTue HacneacTBEHHbIX
dbakTOopOB B X BO3HUKHOBEHUN HE
Bbl3blIBAET COMHEHUN

 Cpefga okasblBa€eT CMIbHOE BO3OEUCTBUE HA
npoosaBeHune gaHHbIX NPN3HaAKOB



Moaenu nonureHHOro HacreagoBaHus

1. AQoAauTuUBHaA nonureHus 6e3 nopora
NEeUCTBUA.

« Kaxabiv reH us cepvu nosiMreHoB
BHOCUT CBOIO OO B

chopmupoBaHmne nprusHaka (bonesHn).
e Tak HacneayrwTCcA: POCT, Macca Tena,
UHTEHCUBHOCTb NMUIrMeHTaL NN KOXM,

UHTEeIJIeKT, NPpoAOJIXKUTEINIbHOCTDb
XKXUN3HMN.

A1B1C1 - kaxAabin N3 cepvu rnosIMreHoB
yBeriMdymBaeT pocT Ha 30 cm.

A2B2C2 -Ha 25 cm.

A1A1B1B1C1C1 - makcuManbHbIU POCT 181
CM (30x6)

A2A2B2B2C2C2 - MMHUManNbHbLIN pocT 150 8
CM (25X6)

A1A2B1B2C1C2 - cpeaHuu pocT 165 cMm.




P QAIAIBIBI X 0 A2A2B2B)

GAM

F A1A2B1B?2
mulatto




Moaenu nonureHHOro HacrnenoBaHusA

ApanTnBHas NOJIMFreHNA C NOPOrom
NeuncTBus

[Mpun3Hak (bone3Hb) NposBNAETCA B
TOM cry4yae, ecfnv B reHoTune
OKaXeTcA noporoBas BefIM4nHa reHoB.

Tak HacneaoyroTCA : rMNepPTOHMNYecKas
Oone3Hb, HOpManbHoOe pa3BUTHe
BepXHeu ryobi.



 [eHOTUN NoaBepPXXeHHOCTU (0OSIbHbIX) K
M®Pb Hen3BecTeH.

* [eHOB MHOrO, reHbl HopMaribHble, HO C
Y3KOW HOPMOW peakuuu.

* HacnegyemocTtb npy MOb <100% 1 >50%.
* Hanpumep, HacnegyemocTb

e caxapHoro gmabeta — 60%,

 NBC — 60-70%,

* LUN30dPpeHnn — 80%,

* pocTa — 80%,

* MHTEenneKkTa — 70%.




* bonbwnHcTBO MOb He BpoXaeHHbIE
(ncknroveHune BI'1P).

e OcobeHHOCTb KNUHUKN MOb:
XPOHUYECKOE TeYEHME C PEMUCCUAMM,

Hepenko obocTpeHne B onpeaereHHbIn
CE30H,

« MHOrMe M®b 3aBucaT oT nona,

* XapaKTepeH KNNHNYECKUN NONMMOPMPU3M.



e OCOB6EeHHOCTHN POAOCIIOBHbIX: HE MOX0OXW
HW Ha OQHY U3 CXEM MNP MOHOTEHHbIX
bone3HAax, B HUCXOOALLMX MOKONEHNAX
HabngaeTca «OMoSIoXKeHue» 6onesHu.

* MHorne M®b accounnpytoTt ¢ psaom
MOHOIeHHbIX NPU3HAKOB (Mapkepamu).

 Hanpumep, reHETUYECKMMUN MapKepamMu
NH3CLO asnaetca Al HLA, R3/0RA4,
rpynna kposu M, rantornoduH — |.

* M®b He HacnenyroTCA, HacneayeTcs

NULWLBb NpPeapacnonoXeHHOCTb K HUM No
MTH.



MapkepHble npusHaku npu MOb (dbakTopbl pucka) —
9TO MOHOreHHble NPU3HaKKn, KoTopble HePeako
accouununpyroT ¢ onpeageneHHbiMn MOb

M®Db MapkepHble MPU3HAKH
S3Bennas 0ose3nb 12- | 1(0), Hecekperop, Rh+, omymenue ®TM,
NEPCTHOU KUIIKH MY2KCKOH 110J1, Bo3pact 10 40 jer
NHcyIuH3aBUCHUMBIN I'p. Kposu M, HLA — j1ekouMTapHbie
caxapHbId quader anTurensl DR4, DR3. IlopaxkaemocTs —

75%




NenkoumnTapHble aHTUreHbl YenoBeKka (HLA)
XpoOMOCOMa6

Hepenko onpenenstoT npeapacrnonoXeHHOCTb K
HEKOTOpPbIM BONe3HAM

C HLAB-27 vauwe 6onetoT 6. bextepeBa

C HLAB-8 wyaule 60retoT: CHCTEMHOU KpacHOM
BONMYaHKOW; XPOHUYECKNM FETIAaTUTOM; CaxapHbIM
OnabeTom (HEMHCYITMH-3aBUCUMbIM)

C HLABW-17 ncopuasom



OcobeHHocmu (mpyoHocmu) dua2HOCMUKU

MPb5
* MHorne MOb nmeroT MOHOreHHbIE POPMBI,

a Takke eHOKomnmm, oCHOBHbIE CUMMTOMbI
pssaa MOb BxoaaT B CMMMITOMOKOMIMIEKC
HEKOTOPbIX F’EHHbLIX NN XPOMOCMOMHbIX
bone3Hen.

* Hanpuwmep,

e 25% BI'P — 9TO reHHble bones3Hu,
* 20% — XpOMOCOMHbIE,

* 50% — MOBb,

* 10% — doeHoKOMUW.




e luacHocmuka M®b eksrnro4yaem kKpome
06bIYHbIX KITUHUYECKUX
(napak/TuHuU4YecKux) Memooos u
2eHemu4yeckue Memoohbl:

* KITMHUKO-TeHeanorn4eckun,
* BbISIBIIEHNE MAPKEPOB,

* ccnegosaHue Kapuotuna (gn4
anddepeHUmanbHOU ANarHOCTUKU C
XPOMOCOMHOW DOSIE3HbLIO).



OcobeHHOCTH
nporHo3unpoBaHua c MOb



Puck npy M®b 3aBucuHr:
om cmerieHuU poocmaea — 0onm odLunx
reHoB npobaHaa ¢ 60fbHbIM
POACTBEHHUKOM (4YeM OrinKe cTeneHb
pOAOCTBA, TEM BblILLE PUCK);

om Kosiuyecmea 60JsIbHbIX
podcmeeHHUKo8 (YeM borbLle, TeM
BbiLLIE PUCK);

om msi>xecmu 6os1e3HU pOOCMBEeHHUKO8
(YeM Taxenee, TeM BblLLE PUCK);



CTeneHb poacTea 1 Oorns obLmnx
€EHOB Y POACTBEHHUKOB

CreneHsp Bua poacrsa Joas o01ux
poacTBa reHOB
1 Poaurenn-anern, cuocCobl, 1/2
AM3UTOTHbIE OJIM3HEbI
2 Jlen, 0a0Ka-BHYKM, IS/, 1/4
TeTA-IJIEMSIHHUKH,
MOJIyCHOCHI
3 JIBOIOpOAHBIE CHOCHI 1/8
4 Tporopoanbie cudCHI 1/32




yem OornblUe MapKepPHbIX NPU3HAKOB Y
npobaHaa, TEM BbILLE PUCK;

PUCK BbiLLE, ecrin 60nbHOW poanTESNb —
peaKko nopaxaembin Nors.

Pac4yeT pucka amnmpuyeckmm nnum no
roTOoBbIM Lindppam (Tabnuuam), Urnn KOpeHb
KBagdpaTHbIN N3 NoNynAuMOHHOWN YacTOThl.



CeMbW, OTAroLLEeHHbIE MO 93BEHHOW
bornesHu xenyaka

o —— @E—.

O O S
e /

CeMbs | Cemb4a |l

* BepodaTHOCTb 3aboneBaHus >y Mans4nKkoB

* BepodaTHOCTb 3aboneBaHus >y CbiHa | cemMby, rae
6onbHa MmaTb, T.K. Ang nposiBrieHns 6ore3Hn
XXEHLUNHE HY>XMa bonbLuas oosa
HebnaronpusTHbIX reHOB



IMNMpUYeCcKne nokasaTenum pmcka

npu M® pacLyenmHax

CreneHb poacrBa ¢ NpodaAHAOM Puck (%)
Jlern 3-4
PoaHbie cuOCHI 3-5
CuOchl, IPY HAJTUYUH OJHOIO 17

MOPAKEHHOT0 POAUTEJIA
JIBOIOpoOaHbIE CHOCHI 0,5
Cu0chl, NIpU HAJTUYHUHE ABYX 310POBbIX 10

poauTe/ien U IBYX MOPAKEHHBIX
cudcoB




