Munucmepcmao 30pasooxparneHus Poccuiickoit @edepauuu
dedepanvbHoe 2ocydapcmeeHHoe 0100 cemHoe oopazosamensvHoe
YyupedcoeHue 8blcuLez2o 00pa3oeaHus
«CesepHblil 20CcYy0apcmeeHHbIl MeOUYUHCKULU YHU8epcumem»

- HHAPBI
- IEKTOPHUH
- TPAHCAAIHH

YHUBEpCUTETCKUE
cy0O0O0TBhI

ApxaHzenvbCk
2018



MO>KHO JIX U3BMEHUTDH
HacJIeJICTBEHHOCTbH?

HaciiegcTBeHHOCTD U cpeia

XpomoBa AHHa BiaaanMupoBHa
JOoIeHT Kadeapbl MeTUITMHCKON OMOJIOTUN U TEHETUKU
KaHauaaT MEAUTNHCKHUX HAYK
JleKaH (QaKyabTeTa MeINKO-MIPOPUIAKTUIECKOTO JIejia
1 MEIUIIUMHCKOU OMOXUMUU



HacieacTBEeHHOCTH U cpe/ia
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NSMEHYNBOCTD

HEHACJIEACTBCHHAA HAC/I€ACTBCHHAA

KOMOMHATUBHASA



Moanduxkamunm
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2 OHTOreHermuyeckue IIPU3HAKHU B IIpejesax
B JKOJOTHYECKHUe HOPMBI PEAKINHU
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ITpusHak — 3a npeaeJIaMu

HOPMBbI pE€akKIInmn



IluToMerajioBupycHasa
NH@EeKIUA




JlenicTBHE BUpYyca KPAaCHYXHU

s Tpuazga I'pera (kaTapakra, IiyxoTa, HIOPOK
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KoMOMHaATUBHASA

N3IMCHUYNBOCTD

MEXAHNWN3MDbI
= Kpoccunrosep

s CiayuanmHoOe pacxo:KAeHre XpOMOCOM U
XpOMATH/A B MENO3€E

s CiaygyariHOe coueTaHMe raMeT nmpu
OILIOJOTBOPEHUU

IlepexoMmOMHAIA T€HOB



MyTranimoOHHAA U3MEHYHUBOCTD

YPOBHM MYTAIITMOHHOTI'O IIpoOIlecca:

. MoJieKkyJIapHO-TeHeTUYEeCKUU — reHHbIe 1
IIUTOIIa3MaTUYEeCKUEe MyTaIluU

s KiieTouHBINM — TeHOMHBIE U XPOMOCOMHBIE MyTallU
s TxaHeBOM — coMaTUUeCKUe 1 TeHepaTUBHbIE MyTalllU

. OHTOreHeTnuyeckuu — MOpQdOJIOTUUECKHE,
dbuszunosornueckre, OMOXUMHUYECKHE MyTaIlU

n IlomyaanmmoOHHO - BUOBON — HEUTPAJIbHbBIE, II0JIE3HEIE,
BpeAHbIe (JIeTaIbHbIE U IIOIyJIeTaJIbHbIE) MyTal[UU
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- oOHnoJIOTHYecKUue
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MoHOreHHsbIe 00JIe3HUN

OTHOJIOTHSA - TeHHbIE MyTaluu (M3MeHEeHIE
CTPYKTYPHI 1 TeHa)

OO0111ee YnCiIo - 4500
[TomynAammoHHad yacrtora - 3%
HaciiegoBanue nmnogumHsieTcsa 3akoHaM MeHaesis



MoHOreHHbIe 00OJIe3HUN

DaAKTOPBI PUCKA POKACHUA PEOEHKA C
MOHOTEHHBIM 3a00AEBAHUEM:

.  BO3pacT OTHa crapiie 45 AeT

2.  OAH3KOPOACTBEHHEBIE OPAKH

Kaaccuduimupyrorca 1o Tumny HaCA€AOBAHUA:

AYTOCOMHO-IOMUHAHTHO AYTOCOMHO-PEIECCUBHO
X-CIEeIIeHO-IOMIHAHTHO X-CIIEeIIEHO-PEIECUBHO

Y - cuenjieHo



I'eHHubIe 00JIE€3HU

Mexannsm dbepMEHTONATHI:

E, E, B
|-v-mse

9

KOHEYHBIN

IIPOMEK. IIPOMEK.
cyocTpat IIPOAYKT IIPOAYKT IIPOAYKT
ITo6ounbI

IIPOAYKT



DOEeHWIKETOHYPU A
((I)eJIJII/IHI‘, 1934)

Hakoruienue
(beHMIAIaHUHA

e~

PeHnJdaAJIaHUH

ye
1

(peHHAaAaHHHrHAPOKCHAasa

TUPO3UH
EZ
TI/IpOSI/IHZLSa (I)HB
' DMK
MeJIAaHUH

OYK

I[ToObouHbIe
IIPOJYKTEI




XPOMOCOMHbBbIE CUH/IPOMbBI

ITHUOJIOTHUSA - TeHOMHBbIe MyTaluu (M3MeHeHUe
yrcjaa XpoMocoM) i abeppanuu (HapylieHUs
CTPYKTYPbI XPOMOCOM)

OO0111ee Ymuejio - 100
[TomyiaiioOHHAA YacToTra - 1%



XPOMOCOMHbBbIE€ CUH/IPOMbBI

dakTOp  pHUCKAa  pOXKIEHUsT  pebeHKa C
XPOMOCOMHBIM CHHZPOMOM - BO3pacT MaTepu
CTapIlIe 35 JIET

XPOMOCOMHBIE CHHAPOMbI HE UMEIOT PACOBOU 1
STHAUYECKOU IIPUBA3aHHOCTH

XPOMOCOMHBIE CUHAPOMBI — OJTHA 13 OCHOBHBIX
IIPUYUH MEPTBOPOKAEHUN U CLIOHTAHHBIX
abopTOB



Cunapom /layna

Kapuorunel: 47, XX, + 21; 47, XY, +21

OO0IIEenONy/IAIUOHHBIN PHUCK IIOBTOPHOT'O
pOKAeHNs pebeHKa ¢ cuHaApoMoMm JlayHa,
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Cunapom /layna




Cunapom /layna




Cunapom IllepenieBCKOro -
TepHepa

Kapuotun 45, X

Husxumn pocr,

KOPOTKAas IIes C
KPbLIOBUHBIMU
CKJIagKaMMH,

oeciioaue,

IMO0JI0OBOU UH@MAHTUIN3M,
aAedopManua JOKTEBbBIX
CyCTaBOB




Cunapom Kinanudgeasrepa

Kapuorun 47, XX¥Y

BbICOKHH POCT
EBHYyXOMI1U3M
I'maexomacrusa
becmiioaue
I'mnmoronaau3m




boJie3HU C HAaCJIeACTBEHHOU
NMpeAPaACIOJI0:KEHHOCTDHIO

1. 9koreHeTudeckue 001e3HU (peaKInumn)

2. MynbpTudakropuaaibHble 3a00/1eBaHUA
(M®3)



boJie3HH, CBA3aHHbIE C HECOBMECTHMOTHIO
nmo rpynnaMm kposu u Rh - paxropy

Monadaa & KpPOogomor ﬂﬂﬂaﬂ, 3AWUMHLE dRMUmMena Mamepu amakyiom 3pUmpolUurms nnoda

3pumpouums Noo0a paspyLames

W3 paspylienibix 3pumpouumos Yaenuyusaiomca Paseusaemcs anemun
suidenaemcs sellecmao - GunupybuH 8 paamepax ceneseHxa (manoxposue) y naoda

U neyeHs nnoda,
8 ymunuzayuu

EUﬂUﬂ}"ﬁUH QRAIGIBOET MOKLUYECK0E PazpyLUeHHBIX

KucnopodHoe
2onodanue nnoda

dedicmaue Ha Op2aMel U MKaHU nnodda, Ipumpoyumos
OCOBEHHO HA £20 HEPEHYIO CUCMEMY

femonumuyeckan Bonesne nnoda




Cnnacmn0o 3a BauuMmanue!

IlocrynmaurTe K HAaM yYUThCs!



