R - |
SNUTEHETUKA.

[oueHT Kadeapbl buonormu
dIre0y BO OplMY MwuH3apasa Poccunu
K.M.H. KaHyHUKoBa EneHa AneKkcaHApoOBHa

B nekunmn ncnonb3yotcsa matepuans ¢ Kypcos [1K
«CoBpeMeHHblIe OOCTMXKEHUS MEeOULIMHCKOWN reHeTukmny, 2013r.

BOY A0 «Poccuinckaa megnumnHckas akagemMmsi nocneannioMHoro obpasoBaHus
MwuHucTepcTBa 3apaBooxpaHeHunst Poccuimnckon degepauuny», r.Mocksa.



Tpu Knacca NCKNOYEeHUN U3 MeHaeneBCKUxX
3aKOHOMepHOCTeN Hacneao0BaHUA

T~

[OHOCOMHOe HacrneaoBaHue:
« X-cuenyfieHHoe HacnegoBaHue
* ronlaHapuyveckoe

B ocHoge OaHHbIX OMKITIOHEHUU Jiexxam
passiuyusi 8 2eHemMuU4YeCKOM 8Kriade pooumerneu
8 2eHoOmMur MOMomMcmaea

FTEHOMHbLIX UMNPUHTUHT




Acmopus eonpoca



« OpgHon N3 KNYeBbIX NPObNeM COBpPEMEHHOU DUOSOrnm
ABnseTca npobnema MHAMBMAYanbLHOro pasBUTUS.

100 TpuisinoHoB
KJIETOK

«Kak ns ogHou KneTKkn-aurorhbl
pa3BUBaeTCA OpPraHnU3m,

BKIIOYaloLW M orpoMHoe 200 pasHbIX
KONM4ecTBO Theaten
pa3|.|oo6pa3|.| blX, B renome oxo,10 3 MJIpa map
HYKJICOTH/I0B

y3KO cneuuanm3npoBaHHbIX
KINeTOK?»

30.000 — 40.000 renon

HepsHaa HelpansHeli
TpyBra rpebess
JTogepma  Mezogepna

BHTOOERMA HelpansHeli

rpededs - ——



* B KoHue XIX B. B.Py u A.BercmaH npeanoxkmnm runortesy:

B Pa3HbI€ K/IETKU Pa3BuBaroweroca opraHnu3ma nonagaet pasHas
reHeTu4YecKaa nidbopmaums.

* P.Tonbawmuar npeanoXuna Teoputo:

B ocHoBe anddepeHUMPOBKU KNETOK NeXKaT pa3Hble CKOpoCcTU
6MoXMMMUECKUX peaKuuii, onpegensaemblie pasHbIMU reHaMM.

P
* BakHeuwmnm stanom cTana KoHuyenyus Q‘j-‘--“-
3apoobiwiesozo pazsumus K.YoaAUHITOHA o
Ha OCHOBE U3MEHEHUA IKCNPECCUn reHos. =

B 194 2
Ans onncaHus N3MEeHEeHUN SKCMPECCUN TEHOB  syepuonorom
B X04€e pa3BuUTuUS [T 240
. ' YoaaMHITOH
OH BBOJIHT TEPMHH ''IMMUTeHEeTH KA C. Waddington

(«Haa reHeTHYEeCKUN») (1905-1975)



I'eHOM comepKUT HH(POPMAIHMIO IBYX BH/I0B

—

I'EHETHYECKASA
uHpopManus

PYKOBOJICTBO I10
CO3/IaHUIO KUBOTO
OpraHuszMa

I'EH

LMananaﬂ PHK
( IHoaunenTua

IHpusuax

\>

QIIUT'EHETUYECKASA
uHpopManUs
Kak, I'1€ u KOrJga

JIOJKHA OBITH peaJIn30BaHA
reHeTh4YecKasi HHGOopMalus



B 2006 roay amepukaHCcKue yyYeHble
JHapro Pavep n Kpeur Menno
nonyymnnn Hobenesckyo npemmio
B obnactu pusnonormm n MmeauuuHBbl
3a «oTKpbITe PHK-uHtTepdepeHuun
- achheKkTa raieHnsa akTMBHOCTHU ornpenerieHHbIX reHOBY,
onybnukosaHHble B 1998 roay.

IT0 ObLLIH
IlepBbie INUTeHETUKHA

Kpeur Menno,

Snapio Paiiep 1960 r.p.
1959 r.p.



B y3KOM CMbICIE CITOBO «3MUreHeTuka» o3HavaeT
MoaudmKkaLuuo reHHOM 3KCNpecCcuMm.

JKCnpeccua reHoB

— 3TO MPOLECC PEATN3AIAU
T€HETUYECKOM MH(pOpMaILUU B DeJI0K

(buocurnmes benka: MpaHCKpUnyus, mpaHciayus).

® PeMOD,eJ'IJ'II/IHF (Moandumkaums) XpOMaTMHa:
2emepo- U 3yxpomMamuH

AAepHan Tpancnauua
« TpaHckpunumn memBpana
e [loCcTTpaHCKpPUNLUMOHHLIX NPOLIECCOB MNnasmaTuyeckan
membpaHa
«  TpaHcnauum \L
* [locTTpaHCNALUMOHHBLIX MPOLECCOB =

SyKapuoThl



JNUIreHeTHYEeCKas peryasiuus

-  HACe0CMBECHHbIE U HEHAC/1E0CMBCHHbIE

USMEHECHUA 6 IKCnpeccuu 2ena

0e3 CcmpyKmypHblX UIMEHEHUI

8 €20 HYKJIeOMUOHOU ROC1E008AMETbHOCHIU.



IlposiBiieHue
IMUTCHETUYECKOU Peryjasiiuuu
y 4eJI0BeKa

1. acppekTa monoKEeHUS TEHOB

a) Paracentric inversion

(does not include centromere) (includes centromere)
™ M)

a A A ‘ A

I; a a B B

¢ Dd—d E

D 4 4 Ii

E E E

= a

H F B

G G .

H H

\J \J

b) Pericentric inversion

Terminal
inversion

Paracentric
intercalary
inversion

Pericentric
intercalary
inversion

XpOMOCOMHbIE

WHBEpPCUM




2. PemopennuHr XxpoMaruHa:
reTepo- U 3yXpOMaTHH

R LAY

3. MaakTuBanus X-XpOMOCOMBI

paHHUA 2
TIOITYJISILIUM KIIETOK
SMOpHOreHe3 JeTICHHE
Y B3pOCIIOr0 JKUBOTHOI'O
KJIETOK M
cIryJaiHas
HHaKTUBAIA ///:‘ \\ opaRKeBas
X XpOMOCOM | axrimnas X /cumeam) oxpacka
X XpoMocoMa neaxtmeran X | @D /')

g TR
7 X
neakTHBHas X [ / o )
PbLKei OKpacKu axrisas X \ [y

auIeNh KOPHYHEBOI Y ./
OKPacKH

KOPHYHEBasA
OKpacKa




4. e HOMHBIM HMIIPUHTHHT

Tepmun npennoxun X. Kpoyz nna onvucanus

JIUMHAHAIIAA OTHOBCKHX XPOMOCOM Y HACCKOMBIX.

Impint — omneuamok, memka

l'eHoMHBLIM WMMIOPUMHTHUHI - DIUTNEHETUYECKUN MEXaHU3M
PETYIISIUA JKCIIPECCUA TOMOJIOTUYHBIX TE€HOB B IIPOIIECCE
pPa3BUTUA OpPraHM3Ma B 3aBHCHUMOCTH OT POAUTEIbCKOIO
(MaTepHHCKoro UJIN OTI_IOBCKOFO) IIPOUCXOKACHHUNA I'CHA, XPOMOCOMBEI
WUJIA TE€HOMA.

P: Q 44A XX X & 44A XY

F: 44A XX 44A XY
¥ o)



Peaqu3zanusa 1BOMHOH 10351 T€HOB

= |

mpEHﬂHPﬂTL{HF MPanCcKpUnuyluA

5' 51 J

Kan ¥ Kan o

.v .\./
mpan EEHL:HF mpaHCcALUS

J

N | B




B HEKOTOpbIX y4acTKax reHoma,
KCnpeccupyeTcsa

TO/ZIbKO OAUH anneib
(omyosckuli unu mamepuHckul),

T.€. HabnopaeTcs
MOHOa/N/1e/ibHaA IKcnpeccus
UMMNPUHTUPOBAHHDbIX TEHOB .

COBOKYITHOCTh MOAU(UKAINM,
KOTOPHIC MO-PA3HOMY
«MAPKHUPYIOT» POAUTEIbCKHUE
aJIJ1eJIM - Ha3bIBACTCS

AMMUTeHOTUI (MMIIPUHT)

M3BECTHO OKOJIO 100 MIMIIPUHTUPOBAHHBIX TEHOB



Bropoii ajuienb, BCJAEACTBHE HAJIUYMSA HAa HeM HEKOIO

«OTIHEYATKA)», *MIPHUHTHPOBAH (T.. BHIKIIOUEH WIU MOAABICH) M

HE IKCIIPECCCUPYVECTCH.

Hanpumep,
eciu UMRPUHMUPOBAH (bIK/IIOUEH) MAMEPUHCKUIL 2€H,
mo IKkcnpeccupyemcs (padbomaem) omyo6CKuil aiesnb

~

MPaHCKPUNULS

P?‘ AAx@@“«

mpaHCITAUUA

F\ Ps& m!g



Takou cnoco6 perynauum padoTbl reHOB
CBUAOETENbCTBYET

* 0 HOKBUBAJICHTHOM
BKJIAJ€ POAUTEIIEU B TEHOM IIOTOMKOB

* DEHOTUIIMYECKHUE MPU3HAKH, KOHTPOJIUPYEMBIC
UMIIPUHTUPOBAHHBIMHU JIOKYCAMH, MOTYT MPOSABIIATHCSI HE
TOJbKO B Pe3YJbTATe MYTAIIMU F'€HOB, HO M
HAPVIICHUS JMUTCHETHYCCKOU PEryJasiiMu UX
OKCIPECCHUM.




" .f“xy ><$"XX
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YcTaHOB/IEHME MY}KCKOrO U/IM YKEHCKOTro 3NMreHoTUuna u
BbIK/IIOMEHUE annenem npm MOHOANNENbHON SKCNpeccum

NMPOUCXOAOUT Ha 3Talax o6pasoBaHm| rameT

¢

YcTtaHoBneHue
MY>KCKOro
anureHoTuna

nponcxoguT Ha
cTagun
cnepmartouuTta |
nopsaaka

00 HacTynreHus
(Mnn BO BpeMs)
npodpasbl | Menosa

MUTO3

l\o o

Cnepmarosomnas! \

hopMHpPOBaHUS

CnepmaroreHes Mepuopb! QOorexes
Cnepmaromuuu QoroHuu
Nepwonb! /
pasMHONehiR
c& cﬂo e oRo
|
wi WPMGIVWI L LAl A L) Vyml\ﬂ
Mepuon pocra HET AeNieHUA
— 2n4c
Cnenmarouurhi |l nonanka Oonur Il nananka\ \
/ LI e Hanpasutenshoe T
WK PeAyKUMOHHOe
a) 1-e oTgenexue rensue
X) n2c d
CnepmaTiast / 6) 2-¢ omenenme I \
b Meno3a
2000 nc
000 ¢
00O _Mepuon_

hzf

Hanpaamenbuue J
WK PeAYKUMOHHbIe
Tenbua
fAnuekneTka

3urora obpasylowancs
nocne ONNOAOTBOPEHUS

B oBoreHese
yCTaHOBNeHne
HOBOIroO MMIMpPUHTA
NponcxoguT Ha
cTaguu pocTa
oouwmTa |
nopsaaka



+ B ocHoBe
IMMUTCHETHYCCKON P
X YV XX

«MAPKHPOBKMW» ___ JIe)KaT

CHGHI/I(I)I/I‘IGCKI/IG Cl’}’lp_VKlepHO'
@VHKMMOHCZJZbele N3MCHCHU S
OTACJIBHBIX yqaCTKOB
i Kenckuu

XPOMOCOM, KOTOPLBIC ITPUBOJAT  My:kckon HMIIPHHT

K CTOMKUM (DYHKIMOHAJIBHBLIM P
Pa3IMYUAM JDKCIIPECCHU
XY

I'OMOJIOI'MYHBIX I'CHOB Y
I[IOTOMCTBA.

B pesyabTare 3TUX MPOIECCOB MPOUCXOAUT
«CTHPaHHE» 0THEYATKOB POIUTEIEH

N YCTAHOBJICHUC «HOBBIX)» OTIICYATKOB
(B 3peIIbIX MOJIOBBIX KIIETKaX)



JDKCNpPecCH TOJABKO ¢ MATEPUHCKON XPOMOCOMBI,
T.€. HA OTHOBCKOM reHe «KHMIPHUHT» - U TeH He pabdoTaeT

A0 A% A0 A #
| ﬁ "
¢ <)
4 X

Famertsbl
4R X Z| ¥ A
v A
Hopma flatonorus NMatonorua

Hopma
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yCTﬂ HOBJICHHUC «HOBLBIX» OTIICHATKOB
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OCHOBHYIO POJIb B 3TOM TIpoIiecce MeTunupoBaHue
UTPAIOT cIENUPUUIECKHE TS 0CO0EH OHK

PAa3HOIO I10JIa PEAKITNA
veruiuposanus  JIHK | kKotopoe
YCTaHABJIUBACTCA B XOJ€ TaMETOT€HE3a | A

M BBIKITIOUACT TPAHCKPHUIIIHIO TCHOB. s o
» CH i CH
0 SN N 0 7 N T ~
|
Mopeau cMeHbI ANIUITeHOTHUIIA H H
XpPOMOCOM B raMeToOreHese LiuTosun 5-MeTUN-UUTOSUH

1. IlepeknrodueHne FMUTEHOTHUIIA TOJIBKO B

0 ST 3
TOH XPOMOCOME, KOTOpasl yHAcJIeI0BaHa r nor n
OT POJMTEIISI IPOTUBOMOI0KHOIO I0JIa; R
S-aeHO3HArOMOLMCTEHH
2. «CTHPaHHE» JMUTeHOTHIIA HA 00enX — — :
141 / r
POAMTEIbCKUX XPOMOCOMAX C r n
_ - .

MocJjeayrinen yCTAaHOBKOU HOBOI'O
UMIIPUHTA, COOTBETCTBYIOIIEIO
TAHHOMY I10J1Y.



M3ydeHne reHOMHOTO UMIIPUHTHHIA Y MJIEKOIMMUTAIIINX
Hadyajioch B Hayasie 80-x roqoB X XB.

ITOCJIC OIIBITOB HA MbIIIIAX, ITPOBCACHHBIX

Jx.MakI'parom, [.Coanrepom u M.Cypanu.

PazButue HOBOrO OpraHu3Ma HAYMHACTCI C
OIIOA0OTBOPCHUA HﬁHCKHCTKH CIICPMATO30HU JIO0OM.

[IpoucxoauT BOCCTAHOBJIEHHE TUILJIOHIHOIO
Ha0opa xpomocoM (2n)

3a CYET CINUAHNA K MYXKCKOro» U «XKeHCKOro»
NPOHYKIEeyCcoB

My>CKOW N XXEHCKNW NPOHYKIeyChbl
CUNTAOTCA reHEeTUYECKU 3KBMBANEHTHbIMU




HO wnccnenooBaHUA nokasanu,
4YTO MexXxAay 3aTUMMU
NPOHYKIieycamMmm MMeroTcs
pyHKLUMOHaNbHbLIE
pasnuyus.

JKcriepuMeHmMbl Ha Mblluax rno3eosiusu
co30amsb U rpocsiedums passumue
3apoobiweli ¢ 08yYMS 20MOSTI02UYHbIMU
XPOMOCOMHbIMU Habopamu om 00OHO20
pooumeris.




BnacTtouucTa

T])O(])oﬁ.uacq Hypoblast Epiblast

O6pasoBaHuMe XOpnoHa

BaacTonean

OMOpuosHIACT
[Mno6nacrt - nubnact
- 3apoAblleBble FIMCTKN
obpasoBaHNe . pyesapogpllleBble
XKENTOYHOro 0B60OMOUKN’
3apoabIil MaTepHHCKaA TKaHb MeLLKa. = aMHUOH,
e =annaHTonc
XOpPHOH
L0, AMHHOTHYECKAA
'HDJ‘IQCT‘L 3APOObILL
AMHIOH +

BHe3apoabiweBble 0005I04KHN
AnnmaHToOHC —

4 Kenrounsiii HopmansHoe passutue




Ilepecaoka

.

ST

v
Co)
ST T

~ nnaueHTa

<'

HOPMa/IbHbIN
QX

rTMHOreHeTUYeCKMnn

l 23

I'mHOreHeTMYeCKMe 3UTOThI -
HOpPMAaJIbHOE Pa3BUTHC
SMOPUOHATIBHBIX CTPYKTYP U TJI0XOE -
3apOJIBIIIEBRIX MEMOpPaH U IJIAIICHTHI.

NPOHYKIEYCO8

y Mmbluieu

X TN S cameny
™~
%)

<

O
O

aHApPOreHeTUYeCcKuit “
‘ %X

AHIpOreHeTHYEeCKHE 3UTOThI -
HOPMAJILHOE Pa3BUTHUE 3aPOIBIIICBBIX
MeMOpaH U IIAICHTHI, IPAKTUICCKU HET
Pa3BUTHS SMOPHUOHAIIBHBIX CTPYKTYD.

)



Ypoenu npoaenenusn
INUZEHEMUYECKOU RAMOJI02UU
y uenoeeKa

1. €eHOMHbIU ypOBeHb - UMMPUHTUHIa LLenoro
reHoma

2. XpOMOCOMHbIU ypo8eHb (OpraHU3MEHHbLIN)
ogHopoautenbckue auccomuun (OP)

3. eHHbIU ypoB8eHb - HapyLleHne PyHKLUN
NMMNPUHTUPOBAHHbIX FEHOB
- OOrne3Hn UMNPUHTUHTrA.



Inuzenemuueckana namonozusn y ueioeexa (1)

UMNpUHTUHra Lenoro reHoma

& —
1. Teparoma 2. UcTUHHBIN
(3MOpHOHAIBHAS OITYXOJIb) Hy3I)IpHI)II71 3AHOC

Hcxoa ruHoreHeTu4e CKOU 3UTOThI .
Hcxon aHaApOreHETUYECKON 3UTOThI

* XOpOIIO Pa3BUT SMOPHUOH (Bce
TPU SMOPUOHAIBHBIX CJI0$1)

* XOPOIIIO pa3BUBACTCS IIAICHTA
. (u3-3a OypHOTO pa3pacTaHus
* U OTCYTCTBHC ILIALICHTAPHOU Tpo(b()ﬁ]]ac'ra)’

TKAHHU

* HET SMOPUOHAIBHBIX CTPYKTYP

My3bIpHbIA 3aHOC

\ 4




Tpunnouousn

AHapous I'mHOM
[Ipyauna: 2n - oTen + N - MaTh [Ipuuunna: 2N - MaTh + N - OTell
* OQoJsblllasi KUCTO3HAs IJIALICHTA, *  Hemopa3BHTAs IUIALICHTA,

* Yy IUIOJA:
» OounbIliasg rojaoBa,
» MaJICHBKOE BEPETECHOOOPa3HOE

TEJIO,
> CHUHIAKTHUINS, C

» OTCTaBaHHUE B POCTE U (

Pa3BUTUH. ) @ @
Ecnu muion poxaaercs, ' "'

* SMOpPHOH M ILIOJ HE
pa3BUBACTCH.

TO, KaK IIPaBHJIO,
CCTh MO3aHIINU3M.



MexaHun3mbl dopMmupoBaHus
Tpunnonguu

» OuncriepmMHoe
onnogoTteopeHne 50-65%

» ChnusiHUe OMnnouaHon u
rannongHoun ramet 20-35%

» JHOopennuKaumns ogHoro m3
POANTENLCKNX FEHOMOB B
ANNIouaHOn 3UroTe

OcCHOBHblIe KAIMHN4YecKue npoAas/ieH
* HebonbLIOW BEC
*  LWMPOKNU 3agHNN POOHNYOK C
HeOopPa3BUTLIMM 3aTbINTOYHBIMU U
TEMEHHbIMW KOCTAMU Yepena
* pacliennHa Heba
HosopoXaeHHble ¢ KapuoTunamu e CUHAAKTUNUSA 3n4 nanbLeB pyK
69,XXX (BepxHuii pag) n 69,XXY (HMKHUIA pag)

Uctounmk: Schinzel A. Catalogue of unbalanced chromosome aberrations in man: Second o nopo KN ce pﬂ Ll‘a
revised and expanded edition. — Walter de Gruyter: Berlin — New York. 2001. — 966 p.




MexaHun3mbl popmupoBaHus
TeTpannounauu

* HApYyLIEHME LUTOKMHE3A MPU
apobneHun bracToMmepos

* ClindHune AByx guUnJiongHblx rameTt

* OMNNOOOTBOPEHUSA ANLEKITETKU
TpemMs rannongHbIMu
cnepmMarosougamu

OCHOBHbIEe KJIMHUYeCcKue npoAasaeHuA

* BHYTPUYTPODOHas 3agepxka pasBuTm

* TMNOTOHUA

* NMUEeBble aHOManuu (BbiCTynaroLunm oo,
MUKpOTanbMnA, HA3KO NOCAXEHHbIE YL,
pacLuennHa Heba)

* NMOPOKM cepaua

* HapyLWeHUsI NCUXOMOTOPHOIO Pa3BUTUS




‘ Inuzenemuueckaa namono2us y yeiosexa (2)

OpraHn3amMeHHbIN (XPOMOCMHbIWN) YPOBEHb UMIMPUHTUHTA:
oaHopoautenbcKkaa anccomus (OPL)

OPJI - HacienoBaHrue 00CHX KOMMUM 11€JI0H XpOMOCOMBI MJIM €€ YacTHU
OT OJHOIO0 poauTedas (IpH OTCYTCTBUM  COOTBETCTBYIOIIECIO
F€HETHUYECKOI0 MaTepHajia OT APyroro poJuTes).

DTO KA4eCTBEHHBIM, a HE€ KOJIMYCCTBCHHBIM XPOMOCOMHBIM

nTrcOaanC
>
FeTep oaAuCOMUM KOppeKHI/IH
Koppexkius MOHOCOMHMH 10 TUCOMHUH,

TPUCOMMH JIO0 JUCOMMUH,
IIPU HE PACXOXKJICHHUE

[IpoucxonAmas u3-3a xpoMocoMm Bo || merioTuueckoM
HE PacXOXKJICHUE XPOMOCOM NeJIeHUN
B | MeiioTHYEeCKOM JIeIICHNU . [IpUBOANT K TOMO3HTOTH3ALIUH
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3urora
MOHOCOMHMSI

Pennukanus
— opx.

\

!

N3onucomus



KomMmnnemenTanus ramet

A
Gl

I

reTEePOAUCOMMUS



MurtoTnideckue oImnoOKu

MHTOTHYECKHE
HOPMA OIIHBKH

TAMETBI .@

3JHI'OTA

JucoMHAdA 3HIOTA ,.IH(‘D.\IHEH ARTOTR

| AN

HEMPABH.IBHOE IreHHan
COMATHYECKHE PACKXOETIEHHE KOHBEPCHH
. €KOMOHHATHOHHE
TKAHH aynaukagaa P opLATA

yacTtH4yHasa OP/J



Pa3Hble XpOMOCOMBI BHOCAT Pa3JIMYHbIA BKJIA B
HOPMAJILHOE pPa3BUTHE IJIOAA.

Hanpumep, y mbiinen
» Jlucommnmio 1, 3,4, 8,9, 10,13, 15, 16, 18 u 19
He BBI3bIBAJIM OTKJIOHEHUH OT HOPMAJIBHOIO PA3BUTHSA

MBIIIIMHBIX SMOPHUOHOB,

» amno?2,6,7,11, 17 conpoBo:KaaaINCh OTKJIOHEHUSIMH OT
HOPMAaJIbHOT'O PA3BUTHS U THOEIIBIO IJI0AA



‘ Inuzenemuueckana namonozusn y ueioeexa (3)

bonesHn MMNPUHTUHIA
- 3TO 3ab60/1€BaHMA B OCHOBE KOTOPbIX NeXaT HapyLUeHUs
OYHKUMN MMNPUHTUPOBAHHbIX Y4aCTKOB reHOMa

~qiydwe usyyeHol HaA mbiwax.

* Ho wu3secmHa 2omosocus no 700 aokKycam mexcoy
XpOMOCOMaMU 4YesnoseKa u moeiwlel.

* MMNPUHTUPOBAHHbIE TEeHbl W WX TPAHCKPUNTbHI
ObHapy»KeHbl HA MHOTUX XPOMOCOMax 4YeN0BeKa —

1,5,6,7,11, 13, 15, 19, 20 u X.

N3BecTHO yxe bonee 30 Takux bonesHeun




Tadonuua 6.1. Ilpeanosaraemoie «50/1€3HH HMIPHHTHHIA» ¥ YeJOBeKa

XpomocoMma ‘

3aGoneraxue [poucxoxneHue
Cunapom Amamca—-Qnusepa . i MartepuHcKoe
bonesHp AnbUreiMepa , OTLOBCKOE
CuHapoM DHXeTbMEHa | 15 MaTepuHCKOE
ATonusa | i1 To xe
HepebemapHas aTakcHs | OTUOBCKOE
Pacienuya rybbl To xe
BpoxneHHbIM MoOpok cepaua Martepuhnckoe
CeMeliHble ONMYXOAH KJIYDOUKOB 11 OTuoOBCKOE
CuHapOM NOMKOI XxpoMocoMbl X X MartepuHckoe
CunapoM lNonbaesxapa To xe
Xoped 'eHTHHITOHA (1OBEeHW/bHAA 4 OtuoBckoe
popma)
M avonaTHYeCcKUil rUIepTpodHye- . To Xe
CKHH CyDaopTalbHbIH CTEHO3
310KayecTBEHHANA THIIEpTEPMHS 19 MatepuHCKOE
MuoTtonuyeckasa IMcTpodus 19 To xe
(BpoXaeHHasA)
Hapkonencus 6 » »
HedekTbl HEBPATbHOW TPYOKH OTuoBckoOEe
Heiipopubpomaros | 17 MaTepuHckoOe
Helpopubpomaros 11 22 To xe




H OT-

[lonuxucro3d moyex (aBa n0Kyca) 16u? MaTepuHckoe
LIOBCKOE
[MonukKUcTO3 AUYHUKOB MaTepuHckoe
CunnpoM [lpazepa—Buinu 15 OTtuoBckoe
[Tcopuas To xe
[IceBaonceBaOrMnNoONapaTupeos 20 MarepuHckoe
CnuHouepebennapHas atakcus OtuoBckoe
TyGepo3Hbiii CKIepO3 " Matepunckoe
CunapoMm BunemaHa—bexsura 11 To xe
bunatepanbHad  criopaauyeckas 13 » »
peTHHOobnacToOMa
AreHe3Ms ToueK, aHOMAaNWK 1Mua 16 » »
CHHIPOM JNHLUEBBIX aHOMAaNuH, 14 OTuoBckoe
MUKDPOKPaHHUH, aHOMAaNHH pecrnu-
PaTOPHOro TPAKTa, FernaToMeraluu
Cunapom CunbvBepa—Paccena 7 MartepuHckoe
CHHIDOM YMCTBEHHOH OTCTaNoOC- 14 To xe

T, HHU3KOro pocTa, MpexaeBpe-
MEHHOI0 MOJIOBOIO CO3pPEBAHMUSA




CuHpgpom
NMpagepa -
Bunnn

[TaTonorus
OTLIOBCKOU
XPOMOCOMBI

15q26.2

15925.1
15923

15q22.2

15921.1

15914

15912

e 15p12
Coo-15p13

15 q11-q13

Cunapom
AHreJIbMaHa
(IH:KeTbMEHA )

[laTtonorug
MaTepPUHCKON
XPOMOCOMBI



. AKTUBHbIN reH CA O HeakTtuBHbIN reH CA (MMNPUHT)

. AKTUBHBbIA reH CTB O HeakTusHbI reH CMB (MMNpUHT)

B HOpMe y 310pOBOTO YEI0OBEKA
HAOJIIOAETCI MOHOAJLICJIbHAS
ykcnpeccus reHoB CA u CIIB B

CJICACTBHEC HACICAYEMOIro reHOMHOI'O eH
UMIIPUHTHHIA (SIUTCHETUYECKas CA
HACJIEJICTBEHHOCTD).

I'en CA — aKTHBEH M SKCOPECCUPYETCS

Ha MaTEPUHCKOM XpOMOCOME leH
ClriB

I'en CIIB — akTuBeH u

AKCIPECCUPYETCA HA OTIIOBCKOM

XPOMOCOME




Heeposioau4yeckKkue nposiesieHUs.

CuHppoMm AHrenbmaHa
Bnepsble onncaH B 1965 1. noA
HasBaHMEM cuHapoma
«CYACTIIMBOMN KYKNbl».

NMpu3Haku An3amopuoreHesa

TSKenas 3agepka YMCTBEHHOIO U
MOTOPHOIO Pa3BUTUS,

ATa KCMﬂ (6eCI'IOp$I}J,OLIHOG OBWXEeHne; HapylleHune

COrnacoBaHHOCTY ABMXEHUIN Pa3NNYHbIX MbILLL, NPU YCNOBUM OTCYTCTBUS
MbiLevyHon cnabocTn),

rMMOTOHUS,

CYyOOpPOXHas roTOBHOCTb,
runeppedrekcmnsa n runepknHesns,
NPUCTYMNbl HEKOHTPOINPYEMOrO CMEXA,
XJiornaHbe B nagoLumw.




MMIIPHUHT (AJ1J1e]b «BBIKIIOUYEH)) le/lql/lﬂbl, IMPUBOAAIIHNC

- K CA.
AKTUBHBIH (3KCMpeccupyeTcs)
P M P M P P P M P M
15q1 é x
& O & O & @ - & O
Normal Maternal Paternal UBE3A Imprinting
deletion UPD Mutation Defects
(65-75%) (3-7%) (5-11%) (3%)
NHTEepCTULManbLHas oPA MyTaumm MyTaunu
neneums .. (T eEEy) 5 renax. LeHTPa
15q11-913 Ha Het KaHanaaTax UMMPUHTUHTA
MaTepPUHCKOW AR (M.6. [0 (He npowina
XPOMOCOME. SLSSIRS 20%) «nepe
annens MapKupoeKa»)

dopmupyeTcsl GyHKIMOHAIbHAS HYJJIMCOMMUS



MyTauum B reHax-KaHauaaTax

P, Jeneuuit u OPI] He 00HApYKEHO,
HO UMEIOTCA (DeHOTUIINYECKUE P PEKTHI JaHHBIX 3a001€BaHUI

B Takux cempbsx BCTPCUYAKOTCA ITOBTOPHBIC CJIYHAHW TAKHUX OOJIBHBIX

9

B pesynbsrare uccinenoBaHum
Fen-kamuuar CIIB - 15-0i1 XpoOMOCOMBI OBLIIM OOHAPY>KEHBI
SNRPN (6musko pacnonoxkennsie) FTEHbI-KAHAUAAThI

Ienbi-kanauaar CA — UBE 3A, ATP1 C, GABRB3

[ eHBI-KaHIMIATEI BOBJIEUEHBI B ITIATOTEHE3 TAHHBIX OOJIE3HEN U
ITO3TOMY B CJy4YasiX MYTAllUi IT'€HOB-KAHAN/IATOB HA0II01aeTC s
KJauHUYeckasa kapTuHa oo CIIB, mudo CA




MyTauum LeHTpa UMNPUHTUHIA

P M
HEHTPOM UMIIPUHTHUHIA (I1C, II1N)
o0ecreunBacT
«CTUPAHUE» 0TNeYATKOB POAUTEIIEN
U TIEp€ MApKUPOBKY
"/
‘ Imprinting
Defects
(326)

Mytauus «L{/» npuBOAUT K OIIMOKAM UMIIPUHTHHIA
— HE IPOUCXOIUT «CTUPAHUE» OTIECUYATKOB IPEIIECTBYFOIIUX
IOKOJICHUH, YTO HAPYIIAECT HOPMAJIBHYI0 SKCIIPECCHUIO TEHOB JTAHHOU
oOJracTu.

HOI[XOI[I)I K JICHCHHUIO. BGI[CTCH IMOUCK MCXAaHU3MOB «3allyCKa» «BBIKJIIOYCHHBIX)» I'CHOB



Tabnanuua 6.2. Koppeaauua reHoTHn—@eHOTHII NPH CHHAPpOME DHXKe-
AbMEHA

!
CHMITOM | 15011013 ,OPA aumhrgrf?-!lﬁfira»

(7% —15%)| @3 |G )
Taxenas yMcTBEeHHasA OTCTANOCThb + + +
OTcyTCcTBHUE pEYM + + +
ATakcus + + +
Cynopors + + +
[TapokcH3aMbl cMexa + + +
[MnepakTHBHOCTL , + + +
AHoManuu 930 I + + | +
XapakTepHOe JIMLO . + +
['MnonurMeHTauMs ! + | + | m

~—



Taonuua 6.3 Koppeasauua reHorun—d¢eHorun npu cuuapome Ipa-
aepa—Buaau

Del | MyTauun
CHMnTOM 15g11—ql3 {20_25 %) f«umanHera»
(70—75 %) C (3—4 %)
~ Mbllieysada runoTOHHUSA +- + +
OXHpeHue | | + + +
[Tonudarus + + +
— XapakTepHoe JULO + + +
YMCTBEHHAA OTCTAIOCTD + 1 +
['unoroHagu3sMm + + +
_ AKpOMUKpHS + + +
HU3Kuii BeC npU poXACHUH @ +
Hwu3kuii pocT npu poXIeHHH +
[MnonurMeHTaUH A + | +




CuHapowm lNMpagepa - Bunnu

"La Monsfnua" vesllida "La MonsfPuo" desnud

[lopTpeT
EBreHuun
MapTtuHec
Baneoxo.

[leBo4ke 6 ner,
Bec 54 Kr.

1680r
My3sen lNpago,
Magpua

CAP[\/EH(\' DE N”R"\NDA\, -Juon (]6]4-]685) Euq(?nio r\/iarffnez \/c]“ejo




Hacmoma cuHdpoma 8
nonynayuu 1:10-20 meic.

CuHppowm lNpapepa - Bunnu Hi

140

OxunpeHue,

MblLLUEeYHa4d

MMNOTOHWUA,

L
i

HMU3KUN POCT,
rMnoroHagusm
YMCTBEHHas
OTCTarioCTb
pasnnyHomn
cTerneHu
BblpaXXeHHOCTH
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Mpu3Hakun gn3amopuoreHesa:

e gonuxouedanus,
* TMNEPTENOPU3M,
* QJMMUKaHT,

* MUKpOrHaTums,

* BblCcOKOe HebO,

MWUHOANEBUOHbLIN pa3pes rnasHblX
Lenen,

OUCNIacTUYHbIE YIWHbIE PAKOBUHDbI,
aHoManuu gepmartornmgukn



ONPEAENEHUE MUKPOLENELIUIA XPOMOCOMbI 15q11.2 NPU
CUHOPOMAX NPALEPA-BUN/IN U AHTE/IbMAHA METOO0M FISH
(OHK-30H4 SNRPN).

Normal 15

del(15)




CBA3b reHOMHOIro UMNPUHTUHIA C APYrMMu
HacneacTBeHHbIMU 3a00neBaHNAMM

HpI/I xopee I enmunemona u cnuno-mo3zoiceuxoson amaxcuu | muna
3a00JIeBaHNEe BO3HUKAET paHbILIC U ITPOTCKACT TsKCJICC, CCJIN
YHACJICAOBAHHLIC I'CHBI UMCIOT OTHOBCKO€ IIPONUCXOXKIACHUC

Ipu netupogudbpomamose | u |l munos muomonuueckou
oucmpodghuu 3a0071€BaHNE UMEET 00JIe€ paHHEE Ha4YajIo0 U
TSKEJIO€ TEUCHUE MPU YHACICAOBAHUM MYTAaHTHBIX T€HOB OT
Marepu

3HaYe€HHWE T€HOMHOTO UMIIPUHTHUHIA BBISIBICHO U JJ151 9THOJIOTUHU
onyxonesoz2o pocma. T.K. HapyIlIae€TCs SKCIIPECCHUS TCHOB.



®eHOMeH reHOMHOro MMMNPUHTUHHTIA
n mynbtudakTopmanbHble 60nesHu

Hanpumep

* YEeTKO BbIPaXXEHHbIN OTLIOBCKUA WMMNPUHT OBOHapyXeH
Npyn aToNMYEeCKOM AepMmaTuTe,

* a MaTEPUHCKNN — NMpu BpoHXnansHOM acTtMe 1 atonuun y
neTeun.

* [lpn nHCynuH3aBnMcMMoM caxapHomMm anabete — bornee
BbICOKasi BEPOSATHOCTb OTLLOBCKOro MMMAPUHTA.

* Y geTen ¢ HeoHaTasribHbIM caxapHbIM AnabeTom
obHapyxeHa OP[] oTtuoBckoro npoucxoxaeHua (11p15)



Cnacubo 3a eHumaHue!



