3aKOHbl HacneaoBaHUS

[lcuxoreHeTuka
Jlekumnsa 3




JkcnepumeHTbl MeHpens

lcrnonb3oBaHbl YNCTbIE NTUHUW, Pa3fnnyaroLLnecs
No OOHOMY KOHTPACTHOMY MpPuU3HaKy (OKpaLleHHblEe
LIBETKM 1N bernble, pacTeHUA BbICOKME — HU3KNE).

[TponssoauTcAa MeXNMHENHOE CKpeLlBaHMe.

Y notomMcTBa onpepgendercda Korim4eCrtBeHHoe
COOTHOWEHNE KOHTPACTHbIX NMPU3HAKOB.

OnbIThl npoaoJKarTCA B Clie4YyHLUX NOKOJ1IEHUAX.



Ynctble nuHun: egnHoobpasHoe NOTOMCTBO

Bbicoxue
pacTreHus

Huskue
pacTreHus

CamoonbliieHue

CamoonbliieHue

Parentes —
poaMTe N

Filialis —
CbIHOBHUI, TOUYEPHUH

BI)ICOKI’/ie
pacTreHus

Huskue
pacTreHus



P1

F1

CKpellmBaHMe YNCTbIX NIMHUW

Paziauune no
OTHOMY IPU3HAKY
(BBICOTA)

Bce moromMku
BbICOKHME:ITOT
NPU3HAK
OOMUHUDYEm




MoHornbpnaHoe cKkpeLinBaHme

Brbicokue pacreHus
UMEKOT CKPBITHIN
+ NMPU3HAK
KAapPJIUKOBBIX
pacTeHuu

Monoruopuasi F 1

IHoToOMKM Pacmengenue

MOHOTHMOPH/I0B NMPU3HAKOB B
COOTHOINEHUMH

3:1

IlepBbin 3axk0H MeHaeis



PeweTka [NleHHeTa ana AByX TUNOB raMeT

OTuoBckasi raMmera

A a
MarepuHckas AA Aa 3:1
ramera

a Aa aa

JIromu roMo3uroTHsl npuMepHo o 80% reHeTuYeCKHUX JIOKYCOB
U rerepo3uroTHbl mo 20% JjoKycoB.



OurmbpungHoe paclienneHne: YeTblpe TMna ramMet

Al | a BQBO

AB AB aB aB

AB | AB aB AB
AB | AB AB | aB

AB AB aB aB
AB AB AB AB

aB AB AB aB aB

AB | AB aB AB
aB aB aB B

AB

AB

aB

AB(9):AB(3):aB3):aB(1)=9:3:3:1



[lepBbin 3akoH MeHaens

[1pn ckpelmBaHNM rOMO3UTOT, OTNINYAKOLLMXCA MO OfHOU
nape anbTepHaTUBHbIX NPU3HAKOB, HAbNaaeTcs
eanHoobpasne rmbpruaoB NEPBOro NOKOMNEHMS Kak Mo
doeHoTUNy, TaK U NO reHoTUuny.

P1 AA + aa

F 1 Aa Aa

Y notomcTtBa B 100% npossnaeTca 4OMUHUPYIOLLMA
NPU3HaK



PacLuenneHne rubpnaoB BTOPOro NoKONEHUs

F 1

F 2

BTopoun 3akoH MeHaens

Aa + Aa

AA, Aa, aA, aa




TpeTtnn 3akoH MeHpgens

o« 3aKOH He3aBUCMMOIro KOMOMHUPOBAHMUS
reHoB:

e [EeHbl Pa3JIMYHbIX aJiJi€libHbIX Map
onpepgerndemMmblie M NMPpmM3Haku KOM6I/IHI/IpyI-OTCFI
HE3AaBUCMO AOPYT OT ApYyra, TaK KakK OHU
JTOKalin3oBaHbl B PAa3liMyHbIX Mapax
TOMOJ1IOIN'NMYHbIX XPOMOCOM.

e 3AKOH He npmMeHnmMm Ongd cuensjfieHHbIX reHoB.



[
MeHgenupyroLwine npusHakm YernoBseka

o MeHoenupyoLwme npusHaku, T.e. Hacrnegyembie no
3akoHamMm MeHpgens, onpeaensatoTcs OQHUM reHOM,
T.€. MOHOreHHO, Korga npossneHne npusHaka
obycnosrneHo B3anmMoaencTesnem ansesibHbIX
reHoB, OOVH N3 KOTOPLIX NogaBndeT apyroun
(QOMUHAHTHbIN N PeLEeCCUBHLIN FEHbI).
Pasnunyalor:

e 1. AYTOCOMHO-AOMMHAHTHbIA TUN HaCNeaoBaHUA.
e 2. AYTOCOMHO-PELIECCUBHbIN TUM HAcNeaoBaHUS.




MeHgenupyoLwine npusHakm YenoBseka

AyTOCOMHO-
AOMUWHAHTHbIEe

Benbin NOKOH Haa Noom

XXecTKkue, npsimble
BOJIOCbI

LLlepcTUcCTbIE BONOCHI
Toncrtasa Koxa

CnocobHOCTb CBEPHYTH
A3bIK B TPYOOUKYy

[[abcOyprckas HMXKHAA
ryoa

e AYTOCOMHO-
peLecCcuBHbIE

o« Msarkue Bonocsol

o [NpsAAMble Bonochbl
o TOHKaf Koxa

o pynna kposu O ()
o pynna kpoBu Rh-

e« HecnocobOHOCTbL
CBEpPHYTb A3bIK B
TPYOOUKY

« HecnocoOHoOCTL
pa3fnunyaTtb rOPbKUN BKYC
cdeHnnkapbammoa



HacnenoBaHue npusHaka (bonesHmn) no aytTocomMHo-
OOMWUHAHTHOMY TUNY
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HekoTopble bonesHn, Hacnegyembie No ayTOCOMHO-
OOMWUHAHTHOMY TUNY

e CnHopom MapdraHa (oedekTHbIN reH 15 xp.),
1:25000

o Xoped [eHTuHrroHa (4 xp.), 1:20000

o HecoBeplleHHbIN No3gHnn octeoreHes (7 Xp.)

o bornesHb BunnebpaHpa

o MwuoToHnueckasa guctpodusa (19 xp.), 1:10000

o Henpodwmbpomartos | tTuna, 1:3000

o CemenHaga runepxonecrtepmHemms (19 xp.), 1:500
o HacnencrteeHHbIM cepoumnTo3



deHoTMNnYeckne NposaBneHns
cuHgpoma MapdaHa

Abb. 5.9. a Phanotyp eines Patienten;
b Spinnenfingrigkeit bei Marfan-Syndrom
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CuHgpom MapdaHa y oTua u geTen




HacnenoBaHue npuaHaka (bonesHn)
Mo ayTOCOMHO-PELIECCUBHOMY TUIMY

GESUND
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KRANK GESUND GESUND GESUND



HekoTtopble bone3Hu, Hacneayemoie
NO ayTOCOMHO-peLecCCMBHOMY TUMNY

[[anakto3zemus (9 xp.), 1:50000

PeHunnketoHypua (12 xp.), 1:5000-10000
CepnioBmnaHo-knetodHas aHemms (11 xp.)
Tanaccemua (11 xp.)

KnctosHbi donbpos (Mykosucumaos), 7 xp., 1:2000
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[MPUYNHBbI UCKNKOYEHNA U3 3aKOHOB MeHaens| eee

No o

(X J
B HaCneaoBaHUU NMPU3HAKOB Y HYeJiOBEKa bt
HacnepoBaHue, cuenneHHoe € NOnom (C NoNoBbIMU
XpoMoOcOMaMMn).

XpomocoMHble abeppauun (npumep - cuHapom [layHa,
Tpucomus-21)

[aMeTHbIN UMNPUHTUHT. (NpuMep - cuHapoma MNpagepa-Bunnu -
MyTaHTHas 15 xpomocoma goctaetcst pebeHKy ot otua (bynumms,
HecOepXXaHHbIN TeMNepPaMEHT, NoAaBNeHHble COCTOAHUA, Aenpeccus,
HU3KUN POCT N OXMUpeHUe). Ecnn mytaHTHasa xpomocoma 15
noctaetca pebeHKy oT maTtepu, TO Yy HEro HabngaeTcs CUHAPOM
AHrenbmaHa (YMCTBEHHAda OTCTaNoCTb, HeageKBaTHbIW CMEX,
HeyKItoXas noxoaka).

JKcnaHcua (MHcepuus) NOBTOPAIOLWMUXCA HYKNEOTUAHbIX
nocrnepoBaTtenbHOCTEN (MPUMEP — MbllledHas guctpodumsa [ioweHa,
SABNAETCA ayTOCOMHO-AOMUHAHTHBLIM 3aboneBaHMeM, Yalle BCero
100-1000 nosTOpOB ANMMHHOM nriedye 19 XxpoMocomel, fierkaa popma -
50-150 nosTOpOB, BpoxaeHHaa dopma — 6onee 2000)

HenonHoe goMuHUpoOBaHMe n KOOOMUHUPOBaHNe

NonureHHoe HacrnepgoBaHMe NMPU3HAKOB

MyTauuu




HacnegoBaHue nocpencTBoM X-XPOMOCOMbI MaTepu




HacnegoBaHue nocpencTBoM X-XpPOMOCOMbI OTUa

Q 0




PeLieccuBHble bone3Hu, Hacneagyemble yepess®
X-xpomocomy

AnbOuHn3Mm (rnasHasa gopma), 1:55000
[emocpunua A, 1:10000

[emocpunua b, 1: 25000

MbiweyHaa guctpodpua doweHHa, 1:3000
|BeToBaga cnenora, 1:500-2000
TectukynapHaa pemmHusaumda, 1:2000-20000




[emaTOMa y pebeHKa-remodunmka




TecTukynsapHaa demmHusauusa, kapumotun 46, XY
HapyuweHue B X-xpomMmocome npuBoaUT K Hea(hppeKTUBHOMY
AEeNCTBUIO TECTOCTEepPOHA Ha peuenTopbl KIeTokK




2. XpoMOCOMHbIe abeppauunmn

[MpoucxoxpeHne XpoMoCcoOMHbIX aHomanuu (%)

Tvn aHOManmu OT MaTepu OT oTuUa
Tpucomms 13 85 15
Tpucomunsa 18 95 5
Tpucomuga 21 95 5

45, XO 20 80

47, XXX 95 5

47, XXY 45 55

47, XYY 0 100




Cunapom Klinefelter (XXY), yactora 1:1¢8d: -




CuHppom LUepeweBckoro-TepHe

e (Turner) 45X0,
-2/10000.
BonbHasa 23 ner,
pocT 136 cm




Tpucomua-X (XXX), 1/1000. s3e2.

onbHas 32 netT. nocT 139 c™m 2o




Tpucomusa 21, cuigpom [layHa, 1/700, | sss.

K 20 rogam ymupart 50% coe

Kpuc bypk, amep. aktep







Tpucomua 18, cuHgpom daBapaca, 1/300882k
KOHUY 2 mecaua ymuparot 50% | 3¢




Tpucomua 13, cuHgpom lletay, 1/5000;
KOHUY NepBOro Mmecsila XXU3Hu ymuparo

43




3. l[aMeTHbIN UMNPUHTUHT:
Cunppom lNpapepa-Bunnu




3. l[aMeTHbIN UMNPUHTUHT:
CuHAapom AHrernibmaHa

A

A g




4. dKkcnaHcusa (MHcepuns) NOBTOPAIOLLMUXCA
HYKINeoTUAHbIX NnocrnenoBaTesibHOCTEMN:
MbllleYyHaa anctpodpuna OroweHa




CuenneHHble reHbl

o HesaBucmmoe HacrnegosaHne U KOMOMHMPOBaHME
npuaHakoB (nNo MeHaento) NnpoaBnAeTca TONbKO
TOrga, Korga onpenenarowmne ux reHbl HaXoOAaTCcA B
pa3HbIX XpOMOCOMaX.

e [€eHbl, NOKann3oBaHHble B O4HOUN XPOMOCOME
NMMHENHO 0Opas3yroT rpynnbl CUENNEHNS U
nepenatoTca NOTOMCTBY COBMECTHO.



5. HenonHoe goMUHMpPoOBaHUeE:

y reTepo3uroT nNosABNAKTCSA
NPOMEXYTOUYHbIe MeXay poaAuTenbCKUMH
cbeHOTUNNYECKME NPU3HAKU

Hanpumep:

AA — Kyp4yaBble BOJOCHI
aa — npsmMble BONOCHI
Aa — BONMHUCTbIE BOSMOCHI



5. KogomunHupoBaHue:

annenu A u B He LOMUHMUPYIOT NO

OTHOLUEHUIO APYT K Apyry

Hacaeaxosanue rpynn KpoBu cucremsl ABO

['oMO3UTOTEHI ['eTepo3urorsl
I eqoTun 00 AA BB AO BO AB
['pynna
KPOBH o) | AdD | Bam | AdD) | B[ AB(V)




Yen pebeHok?

BO(III)

AA(ID)




[ eHeTn4yeckoe pa3Hoobpasune
Csblwe 1/5 reHoB (crnegosaTenbHO, Oenkos)

y

Yr1IEHOB MONyNsALUUN CYLLIECTBYIOT B pa3HoOU doopMme.
ITO 0OBACHSAET MHOroobpasne oCobeEHHOCTEN

4yerioBevyeckoro opraHuama (pocT, CTpoeHue
KOCTEW, pa3BUTUE MbILLL, TEMMNEPAMEHT,
YMCTBEHHbLIE CMTOCOOHOCTU U T.4.).

OTO onpenenaeTr nHamenayanbHble 0COOEHHOCTU

B3aMMOAENCTBUA C OKpY>KaloLLen cpeaomn.
TepMUH: reHeTU4YeCKMN nonmmopdunsm.



6. MonureHHoe (MynbTU(PaKTOpHOE) HacneagoBaHue

o Ha nposasneHue 60MbLUMHCTBA NPU3HAKOB BAUAIOT
nse (unm donee) napbl HeannenbHLIX reHoB.

o« He meHee 1/3 BCcex reHHbIX NTOKYCOB COOAEPKNUT
nonuMopdHbIe annenu, pasnuyatoinecs y
pasHbIX Nogen (NPoayKTbl reHOB — pa3Hblie benkn).

o [locnenoBaTenbHOCTL rEeHOB (KOMOUHALMS) MOXET
KYMYNATUBHO B3aMMOOENCTBOBATb APYr C APYroMm.

e [O4YHOE 4YNCIIO reHOB, OTBETCTBEHHbLIX 3a
NnoJty4eHHble MNMpun3Hakn, Yalle BCero HeEN3BeCTHO.

o [lonuMreHHble NpM3HaKmM BapbUpPYyOT B 3aBUCUMOCTU
OT BO3OENUCTBUSA cpeabl.



MynbeTndgaktTopHOe HacnegoBaHue

MpusHaku: « BonesHu:

POCT 1 BEC  CaxapHblii gnabet
L|BeT Koxu o« VnepToHus
1110A0BMTOCTb « PasHble opmbl
KpoBsiHOE AaBreHue cnaboymus
TemnepameHT o LUnsodppenus
MHTennekT « MaHuakanbHo-
CKOpPOCTb peakunm OenpeccuBHbIN NCUXO03
[TamaTb o Ankoronusm
KOrHUTUBHbLIN CTUMb o JlekapcTBeHHas

3dBUCMOCTb



KonnyectBeHHas reHeTunKka (pacnpeneneHuve B
nonynaymn)

%

Sl sl - e i B

| I I |
150 160 170 180 190 cm 200




HapyLleHna yMCTBEHHOIo pa3BUTUSA

JIérkas ¢opma | Hacrora 2% npu nmopa;xkeHuu poauTesei, OpaTrbeB WK
1Q 50-70 cecTép
Ipupona I'eHeTHYeCKOE POUCXOkKIACHHUE, TPABMA WIH
00J1e3Hb MO3ra, IJIOXHE COLMAJIbHbIE YCJI0BUS B
HeTCTBE
Tsxénas Yacrora Y4% 1npu mopaxkeHuu poauTesen (4aie MaTepu),
dopma I1Q OpartbeB, cecTép
20-49 Ipupoaa XPpoMOCOMHbBIE AHOMAJIUHU WJIU pPeliecCUBHbIE

00MEeHHbIC HAPYIICHUS




HapyLweHnsa yMCTBEHHOIO pasBUTUSA: Nerkme popmel

ITpoueHTHI

123 HE18

12

Hbi€ MPpU4UHDI




MaBHbIe KPUTEpPUU NOSIUFEHHOr O o
HacneaoBaHUA

[IpU3HaK KONMYECTBEHHO U3MEHUMB Y NOAEN
Ero pacnpeneneHne cOOTBETCTBYET KpnBOWN [aycca

N3MeH4YnBOCTb 06ycnioBneHa 60bWKUM NN MEHbLUUM
KO/IM4YEeCTBOM MEeHOB

Y poACTBEHHMKOB NEPBON CTEMNEHU NPU3HaK Hanbonee
BblpaXXeH

[posiBneHne npmusHaka obyc/10BNEHO B3aUMOAENCTBUEM
HaCNeACTBEHHOCTU U Cpeapbl

[ns nposiBneHns Nnpu3Haka Heob6xoamMo A0CTUXKEHUE
onpeaeneHHoro nopora



Popma HoCca 111

OCHOBHBIE KOCTH ¥ XPAUM HOCA

—— === HOCOBAAKOCTE = = == oo o =
o o = [lOGHUIR OTPOCTOR
BEPXHEW YENOCTH
_______ Bepxuit -
NATEPATISHEH YPFL

o s e v v e (DYEPOIHO-MMPOBAR THAHE

s T~ Hvwraznoxxa ~ 7 =
. _ HIKHETO NATEPATILHOFO XPALYA ,,’

BeyTPEHHRR HOWKA - 7
HUKHETO NATEPANEHOO XPALLA




[ eHbl, onpegensatowme npodunb Hoca

. PocT kocTten BoobLue

. Dopma KocTen Hoca

. CoegmnHeHmne HOCOBbIX KOCTEN C NOOHOM
. Obpa3oBaHuMe xpsLen Hoca

. Dopma XpsLLEBON NEPErOPOAKN

. DopmMmnpoBaHNE CMUHKU U KOHYMKA HOCa
. DopmunpoBaHue MbillL nda u Hoca

. ObpasoBaHne coeaNHUTENbHON TKaHU

O NO O b OWN -

JKcnpeccns reHoB 3aBUCUT OT DAaKTOPOB
OKpYyXXatoLlen cpeabl (B TOM yucne —
BHYTPUYTPOOHbIX)



LIBeT KOXK Yy YenoBeka

Onpenensaerca YeTbipbMS (U NATLIO?) reHamMmu, .
€. MMHMMYM BOCEMbIO annensamm + n -,

+annenu BHOCAT paBHbIA BKNad B CUHTES
MernaHuHa, -annenu B obpasoBaHUM MeNaHnMHa He
Yy4acTBYIOT.

B nonynauun Bo3amMoXxHbl 9 reHotunos: ot O go +8.
Y roMmOo3uroT, UMerLLKnX TONbKO +, YepHas Koxa.
Y roMo3unroT, UMetoLLInX TONbKO -, benas Koxa.

Y BCex retepo3nroT — NPOMeEXYTOYHbIN LIBET KOXW,
yem OorbLle +annenen, TeM oHa TEMHEE U
HaobOopOT.



YHacToTbl 3UTOT C pa3HbIM YMCIIOM +anneneun

YucJiio YacrorTa
+a.]1ﬂe.]1ei/i 3UTOT

1
8
28
56

70
56
28
8
1
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dopma ywieu

TAWHB PU3IND

A K
yemMm roeopuT

CDOPMA

Y XA

HAUTAaTh 4Y4eNnoBeKa NeEerKo




KoHCcTUTYyLUA




[TnenoTponHble reHbl

[TnenoTponHbiMN Ha3bIBaAIOT MrEHbI, KOTOPbLIE Ha
pa3HbIX CTaguax pasBuTus odycroBnmBaroT
pa3Hble 3PPEKTHI.

Hanpumep, MyTaHTHbIN reH, 0bycnoBnMBatoLLNA
pa3BuTme cnHapoma MapdaHa, npnuBoguT K
NOABMEHUIO:

1. «nayybnx» nanbLeBs
2. AHOManumn xpycranuka
3. [NopaxeHuto cepaua.



[TPNYNHBbI NCKNOYEeHUA 3aKOHOB | 22°
MeHpena B HacneaoBaHUU
NPU3HAKOB Yy YerioBeKa

o XpOMOCOMHbIE abeppaunm
o HacnepoBaHue, cuenfeHHoe ¢ Nonom
o [[AMETHBLIN MMMPUHTUHT

e JKCMNaHcUA (MHCEPLUUA) MNOBTOPAOLLNXCA
HYKNeoTUOHLIX NocnenoBaTeNlbHOCTEN

o MyTauum
o [lonureHHoe HacnegoBaHue NPU3HaKOB



Hopma (46,XX u 46,XY).
XXn3Hb npeKkpacHa?




