KA®EOPA BUOJNOIMun

nmeHu akagemuka E.H.lMaBnoBckoro

BOEHHO-MEOQMLUHCKOWU AKAQEMUU



B jgeknumn paccMaTpuBaIOTCA CJIEAYIOINE BOIIPOCHI=

1. XapakrepucTuka HacJeICTBEHHBIX 00JIe3Hell Ye/IoBeKa
2. XpoMocoOMHBbIe 00JIe3HIE FeHeTHYECKHE OCHOBBI HX

TAATHOCTHKH
3. I'ennbie, "MosIeKyIIpHBIE" 00/1€3HH, KJIACCH(PUKAIHUS

4. IlonsnTHe 0 3200/1€BAHUAX C HACIEIACTBEHHOI
Npeapacno0KeHHOCThIO




KJIACCUD®UKALINS
HACJIEJCTBEHHBIX BOJIE3HEN YEJIOBEKA

1. Xpomocomubie 00J1e3HI
IIpyynHa — U3MEHEeHHEe KOJIMYeCTBA UM CTPYKTYPbl XPOMOCOM
2. I'eHHbIe 5 « MOJIEKYJISIDHBIE 00JIE3HH »
a) MOHOT€eHHbIE
0) moJIMreHHbIe
IIpuynHa= usMeHeHust CTPYKTYpPbI MoJieKkyJabl IHK «rennbie
MYTalUUu»
3. bojie3Hn ¢ HACJIEACTBEHHOH MPEIPACOJI0KEHHOCTHIO
a) MOHOT€HHbIE NMATOJOTHYECKHE PeaKIuu Ha jJeilicTBHe
(bakTOpOB OKpY:XKAOLIEH CPEAbI

0) moJIMreHHbIe WJIH MYJbTH()PAKTOPHAIbHBIE 5001€3HI



MyabTudakTopragbHble 00J1€3HU ONPeAeJaII0TCA
MOJIUTeHAMM , IATOJIOTHYECKUE MPOABJICHUA KOTOPbIX
OCYIECTBJIAOTCH BO B3aUMOJACHCTBUM C (hakTOpaMu
oKpy:xawien cpeabl. Ilpu 3T0M, 0CHOBHASA POJIb B MX
BO3HUKHOBECHHUH MPUHAIJIEKUT HEOJIArONPUATHOMY
BO3/1eUCTBHIO (PaKTOPOB BHEIIHEH CPeabl




LleHTpOoMepa - KOMIIAKTHBIN Y4aCTOK
XPOMOCOMBbI, K KOTOPOMY NPH JAeJeHUU
KJIETKHU NPUKPEIJISIOTCH BOJOKHA
BepeTeHAa JIeJICHU .

Tesomepa - KOHIEBOU YYACTOK
JIMHEMHOM XPOMOCOMBI, HE00X0AUMBbIH
JJISI €€ PeIIMKALUU U CTA0UJIbHOCTH.
KopoTtkoe mie4o (p) - MeHbIIUHA 110
pa3sMepy y4acTOK XPOMOCOMbBI OT
LEHTPOMEPHI 10 TeJI0MePhbl.

JIanHHOE 1171e40 - 00J1ee JJIMHHBIN
Y4aCTOK XPOMOCOMbBI OT LIEHTPOMeEPbI
10 TeJIOMepPbl.




KIIACCUDPUKAIIUA XPOMOCOM 11O PASMEPY N
HOJIO’KEHNTIO HEHTPOMEPDI

NeNe xpomocom XapakTepHUCTHKA

6OJIbHIHC, MCTAUCHTPHYCCKHUE

Oonpiime, CcyOMeTalleHTPUYECKHE
CpeaHue, MeTa- U CyOMETaLEHTPUYECKHE
CpEHUE, AaKPOLEHTPHUUECKUE C CaTeILIMTAMU

MaJible MeTaneHTpuyeckue (16) u cyome-
taueHTpuueckue (17 u 18)

MaJIbIC, Cy6MCTaHCHTpH‘{€CKHC

Majible, akpoueHTpuyeckue, 21 u 22 ume-
FOT CaTEJUIUTBI
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XPpOMOCOMHBIN HA0Op MY>KUHHBI



AHEYIUIOMIMH BO3HUKAIOT BCJIEICTBHE HAPYICHU S
pacnpe/iejieHdsi XpOMOCOM 110 JOYEPHHUM KJIeTKaM B Mel03e UJIU B
MepBbIX APOOJEHUNAX 3UT0ThI. B mocjeaHem ciyyae pa3sBuBaercs
MO3aM4YHbIN OpraHu3M. TeTpacoMuu U ApPyrue moJucCOMUH MOTYT
BO3HUKATh, €CJIM HEPACXO0KIEHHUE XPOMOCOM MPOUCXOAUT B JABYX
WM 0oJiee MmoCJaea0BaATebHbIX AeJIeHHUsIX.




Cnepmaroumt
nepsoro nopsaka

HepacxoxaeHue os

FameTbl

OnnopoTBopeHue

3uroTol

CunHpopom
Knanndenbrtepa

Oouut
nepBoro nopsaka

paspeneHve
XPOMOCOM

CunHpgpom
TepHepa




Oouut
nepsoro nopsaka

HepacxoxaneHue

OnnopoteopeHue |

3urotol XXX

«HopmasnbHas» XeHwmHa CuHppoM
KnaHpenbTtepa

CnepmarouuT
nepBoro nopsaka

MNpasunbHoe
pasaenexHve
XPOMOCOM

He xun3HecnocobeH
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I'eHOMHBIM MyTalMSAM CBOMCTBEHHBI CJCAYIOIIME 0COOCHHOCTH:
HE0CTATOK NeHETUYEeCKOI0 MaTepuaJsia CoNpoBokKIaeTcs 0oJiee cCepbe3HbIMHU
HAPYLICHUSMM, YeM ero u30bIToK. [103T0OMy MOHOCOMUU MEPEHOCATCH
THKeJee, YeM TPUCOMMM, a JUCOAJIAHC 0 KPYIIHBIM XPOMOCOMAaM Cpeau
HOBOPOK/ICHHBIX BCTPEYAEeTCHd pexe, YeM M0 MeJIKHM.

N3 MoHOCOMUIT Y Yes10BEeKAa HAauOOoJIee pacpocTPaHeHa HexBaTKa X
XPOMOCOMbI. AYyTOCOMHbIC MOHOCOMMH Y KUBOPOKICHHBIX 04eHb peaAKku. OHu
3aTPAruBalT UCKIKYUTEIbHO MAJIble XpOMOCOMBI 21 1 22 1 BCTpeuarTcs
JIMIIb B YACTH KJIETOK OPraHu3Ma (MO3aulu3Mm).

IloJiHBbIE TPHUCOMMM ONMMUCAHBI M0 3HAYUTEJIHHO 00JIbIIEMY YHCJTY
xpomocom: 8,9,13,14,18,21,22 u X.




XpoOMOCOMHBIC MYTAllMHU CBA3AHHbIE CO CTPYKTYPHBIMHU MEPeCTPOMKAMM
XpOMOCOM MOAPA3AEJISAIT HA ABe I'PYIIbIs

a) MyTalluU, KOTOPbIE¢ MPUBOAAT K HEJOCTATKY YACTH MATEPHUAJIA 10 TAHHOU
XpoMocoMme (yacTuuHast MOHocomus). Hanipumep, K 4acCTUYIHOW MOHOCOMUM

NPUBOIAT JeJIelNH, NeUIIeHCH, 2 TAKKE TPAHCJIOKAIIMMH.

0) MyTalum, KOTOpble MPUBOASAT K U30bITKY YaCTH MATEPHUAJIA 10 JAHHOM
XpoMocoMe (YacTHYHaA Tpucomus). YacTuyHasi TPUCOMHUS BO3HUKAET B
pe3yJbrare TyIIHKAIMH, JTH00 HeCOAJTAHCUPOBAHHON TPAHCKJIOKAIIMH.




Jletn ¢ cuaapoMmomM JlayHa.

A. EBporreonsi. b.Herp. B. IIpencraBurens a3narckon pachla

IIpu3naku cunapoma /layHna 0oJiee 3aMeTHBI , YeM PACOBBIE PA3JIHYMSL.



JleTH pa3HOro BO3pacTa ¢ XapaKTepHbLIMHM 4YepTamMu cuHaApoMa Jlaynas

Kpyrioe, 1yHo00Opa3Hoe JIUIO , MAKPOIVIOCCUS U OTKPBITHIU
POT, SNIMKAHT, HIMPOKAA MEPEHOCHIIA, KOCOTIJIA3Ue U JP.



JleBoukasi ¢ cuHapomMoM JlayHa B Bo3pacTe
1 roma u 7 ner



3anep:kka pocra IITupokoe miIocKkoe JuLo

YMcTBeHHASA Packochble ri1a3a

O0TCTAJIOCTH
DNMUKAHT

ILi1ocKui 3aTBLJIOK .
Koporkuii HoC

MHoro nmerejipb Ha
KOHYMKAX MaJbLIEB

BoJuabnion ckiaagyarbii A3bIK

Koporkue mupoxkue KucTu
OxHOCTOPpOHHEEe WJIH

JABYCTOPOHHEE
OTCYTCTBHE pedpa

Bpo:kaeHHbIil NOPOK cepana

MerakoJoHn

CTeHo3 KullIeYHH KA
IHIupoko
OTCTABJIEHHbIE
00JIbIIINE MAJbIbI

OcHOBHBIC KIUHHYeCcKue cuMmiTombl 6one3nu Jlayna (47,XY +21)



Yacrtora

Bospact marepu, rogpi

3aBHCHMMOCTD YACTOTHI POKIACHUS JeTeil ¢ cuHapoMoM JlayHa
0T BO3pacTa MaTrepu




3aBHCHUMOCTDH YaCTOThI POKIACHUSA aeTen ¢ XPpOMOCOMHBIMH 00J1E3HAIMHA OT
BO3pacra MarTepu

Yacrora poxaeHus aereu

Bo3pacrt marepu,

¢ 0oJ1e3HbI0 /layHa C JII000M
roJbl

XPOMOCOMHOU
00J1€3HBIO

1:500
1:500
1:400
1:200
1:70
1:20
1:8




OcHOBHbBIE KJIHHAYECKHEe cuMnTomMbl Tpucomuu o 18 nmape xpomocom.
Cunapom Insapiaca (47, XY +18)
OTKpLITHIE HIBLI Yepena, MbIIIEYHbIi THIEePTOHYC, IOPOKH Cepala,
BbICOKHME HAJOPOBHbIE 1YT'H



OCHOBHBIC KIMHUYCCKHE CHMITOMBI Tpricomun mo 13 mape
xpomocoM. Cunapom Ilaray (47, XY +13)

Mukpogranbm, y3KHe IJIa3HbIE HIeJIH, HU3KO PACIIOJI0KEeHHbIE U
ne(opMUpPOBaAHHBbIEC YHIHbIE PAKOBUHBI , (DJIEKCOPHOE MOJI0KEHHE KUCTel



Cunaapowm Ilaray (47, XY +13



CuJIpoM KOIIaYbhero KprKa. Jlenemuss KOpOTKOro Iieda 9=i

xpomocomsl (Del (5)( P)

XapakTepeH 11a4 pedeHKa , HAIIOMUHAKINUN KOIaYbe MAYKAHbE ,
NMPUYHUHON KOTOPOI0 CJAYKUT HeAOPa3BUTHE TOPTAHU



OCHOBHbBIE KIUHUYECKHE CUMIITOMbBI
cunapoma KusiiiHgeabrepas
BbICOKHI POCT

OTCYTCTBHE 3AJIbICMH HA JI0OY

IJIOXOH PoCT 00pPOoabI

’KEHCKHUI THII OBOJIOCEHUS JIOOKA
TMHEKOMACTH A

0CTEoNopo3

aTpodus TECTUKY.JI




Cunapom Illepemenckoro=Tepuepa ( 45, XO)

IleiiHble KPLIJIOBUIAHBIE CKIAIKU, IIUPOKO PACIHOJIOKEHHBIE U
HEA0PA3BUTHIC COCKU MOJIOYHBIX KeJie3 , OTCYTCTBUE FOHA/I



Hapyumienusiy cBsi3aHHbIE ¢ PA3JIMYHBIMUA THIIAMHA

XPpoOMOCOMBI

Y€J10BECKa

Cunapom

AHCYIIJIOUIUHA Y

YacrTorTa

AyTOCOMBI:

Tpucomusa 21
Tpucomuna 13
Tpucomua 18

ayna
IMaray
JaBapjaca

1/700
1/5000
1/10000

ITos10BBIE XPOMOCOMBI

("KeHIMHDbI)
Monocomus XO
Tpucomusa XXX
Terpacomusa XXXX
Heuracomusa XXXXX

IlepemeBckoro -TepHepa

IToHuKeHHAS MJIOOBUTOCTH
IToHuKeHHAS MJIOOBUTOCTH
IToHuKeHHAS MJIOOBUTOCTH

1/5000
1/700

ITos10BBIE XPOMOCOMBI
(MyKYHUHBI)

XXy
XYY

Cunapom Knaitndeabrepa
Aucomust mo Y-xpomocome

1/500
1/1000




CTpyKTypa XpOMOCOMHBIX AHOMAJIMN

( Bce anomanuu npuasate 32 100 % )

Anomasnu Tpucomuu no HecoanancupoBannbie | COalaHCMPOBAHHBbIE

ayToCcoOMam XPOMOCOMHBIE XPOMOCOMHBIE
CTPYKTYPHbIE CTPYKTYPHbIE
nepecTponKu nepecTponKku

MOJIOBBIX
XpOMOCOM




PacnpenesieHye reHOB y4aCTBYIOIIIUX B OCHOBHBIX
npoueccax sKu3HeaeATeJbHOCTH KIeTKU ( B %):

~cuHTe3 0eikoB U PHK- 22;
-neJieHue KJeTku -12;
-KJIETOYHASI CUrHaJIn3anuda -12;
-MeTa00au3M -17;

S3alUMTA KJIeTKu-12

-npouune -25

35% reHoB OT 001IET0 UX YU CJIA KOTUPYIOT (pePMEHTHI.




Bpemsi nposiBjieHusi 00J1€3HM B OHTOreHe3e

Bo3pacT 00J1bHBIX J10J1s1 00JIBHBIX ¢ KJIMHAYECKOH
MaHUupecTauen

HoBopoxaéHubie 25
3 roga 70
Konen my0eprarHoro nepuoaa 90




| ol 1

bone3np Anblrenmepa

Anenbs TeHa anoJmmornporenHa E
['eHbl MpeCUHUIINHA

['enbr OeTa — amuionga 241 xpomocoMe.



YacrorTa HOBOPOKIACHHBIX ¢ TCHHBIMH 00J1e3HSIMH

(5 %)

AYTOCOMHO- AyTOCOMHO- X-nemieHuble | Y- cuervieHHbie | MUTOXOHAPH-
NTOMHUHAHTHBIEC peneccuBHbIC aJIbHbIC




B 3aBHMCHMMOCTH OT XapaKTepa MYTAUUM U MOJABEPKEHHOCTH €€ MOIMYJISIHOHHbIM
CABMIaM MOHOTE€HHbIe 00JIe3HU MOAPA3AEJSIOT HA ABE IPYIIIbI:

a) 3a00J1eBaHUS C AyTOCOMHO-IOMHHAHTHBIM U X-CHENJIeHHbIM
peuecCuBHbIM THIIAMM HACJIEIOBAHUS, IPH KOTOPHIX BO MHOTHX CJIYy4YasixX
PE3KO0 MOHMKAETCA HJIM BOOOIIE OTCYTCTBYET CIIOCOOHOCTH OCTABJIATH
noToMcTBoO. /151 Takux crnopagudeckux Gopm yacTora 00J1€3HH COBIAAET
¢ MHTEHCHBHOCTLIO MYyTauMii u cocrasjser 10

0) 3a00/1eBaHUsI C AYyTOCOMHO-PEeCCUBHBIM THUIIOM HACJIeI0BAHUS, IIPH
KOTOPbIX YaCTh MYTAaLIMii B TeTEPO3UTOTHOM COCTOSIHMHU ceOs1 He
NPOSIBJISIET U He MOoANajaeT Mo AecTBre 0Td0pa




|
&

Cunapom Mapdana
15921 ( ren PubdpumInHAa )

BbIcOKUH POCT, JJIMHHbIE TOHKHE « MAayYbH NAJbIbI , BLIBUX XPYCTAJUKA, OJIM30PYKOCTb,
HAPYLIEHUS CePAECYHO-COCYTUCTON CHCTEMBI



H. Ilarapuau

«MEpPTBEHHO=0JICTHOEy KaK Oy/ITO
BBUICIIJICHHOE M3 BOCKA JIUI[O,
IJTyOOKO 3allaBIIvE Ij1a3a,
Xyn00a, YIJIOBaThIC ABHKCHUS U,
caMo¢€ I1aBHOE, TOHKHE
CBEPXTHOKHE MaJIblibly KAKON=TO
HEBEPOATHOW IJIMHbBI, KaK OyaTO
BJIBOC JJIMHHEE, YE€M Yy OOBIYHBIX
JTFOJIEU- DTa YHUCTO
Mopdoaoruueckas 0COOCHHOCTD
M03BOJIsSlIa €My TBOPHUTH CO
CKPUIIKOM HACTOSIIYE YYIE€CaAad



AXOHIPOTUIA3US



Heiipopuopomaro3 1=ro Tumna,

17 q, ren=- 350000 n1.0.



Xopes XaHTUHITOHA

I'en pacnoJioxked B 4 xpomocome (IT-15 4p16.3) . boJsie3Hb cBsA3aHa C HAPaCTaAaHUEM

unciia noeropoB (CAG) (B Hopme 9-34, ipu 0osie3nu 36-100) Ilepenava rena mo
OTIOBCKOM JIMHUM NPUBOAUT K 00s1ee TAKEI0N popMe 3200/1€BaAHUSA, PAHHEMY
HA4YaJy U ObICTPOMY NMPOrPecCHPOBAHUIO




CunzipoM (paruibHON (JIOMKOH) X-XPOMOCOMBI XapaKTEPU3YETCS
YMCTBEHHOM OTCTAJIOCTHIO U PSAOM (DU3UUECCKUX TTOPOKOB
pa3BuUTHUSA (OONBIINE SUYKHU, OOIBIINE OTTONBIPEHHBIC YIIIHBIC
PAKOBUHBI, BHIMYKJIbIN JIOO Y BHICTYTIAIOIINAE YEITHOCTH).

C HumM cBs3ano ot 20% 1o 40% Bcex ciydyaeB yMCTBEHHOU
OTCTaJIOCTH MaJIFIMKOB, KOTOPHIM OHA IIepeIaBaiach OT MaTePH -
HOCUTEJIS MOBPEXKIACHHOU X-XpOMOCOMbI. MyTaHTHBIN I'€H
coepKUT 3HaUnTEIbHOE Yncio (10 1000 u Oosiee) HECTAOMIIBLHBIX
TPUHYKJICOTUIHBIX MOBTOPOB (CGG).



Iemopunusa A
10 q 186000 11.0. 26 >Kx30H0B, ren kogupyer VIl dpakrop cBeprhiBanus

KPOBHya

KpoBoreuenusi , reMmaprpo3bl



Muoauctpodus romeHHa

X=cuemneHnsbiit, Xp 2000000 m.o.ren kogupyer 6em0K IUCTPOdUH.
Jlimmaa mapryanoit 1HK 16000 mo



e

Muomuctpodus JlromeHHa
X=cruemieHnsiii, pX 2000000 11.0.



Cunapom Jlema —Haiixana —3a0oJ1eBaHue, ClIeNJIEHHOE ¢ X-
XPOMOCOMOHM.

Henocraro4HOCTh THNMOKCAHTHHIYAaHHMH(POCPHOpHO0O31II-
TpaHchepasbl M HAKOIUIEHHME MOYEBOU KUCJIOTHI.

Y 00JIbHBIX Pa3BUBAKOTCHA HEBPOJIOIrMYeCKHe HAPYIIIEHHUS,
XapaKTepPHU3YIIIHeCHa CAMOYBEUbsIMH, CIIACTHYECKHM
COCTOSIHMEM MBIIIII, & TAKKE 3aIePKKOH pocTa H
MCUXUYECKOI0 PA3BUTHSI.



Yacrora ayrocOMHO-peneccuBHbIX 3a00/1eBanuii ( Ha 10 ToIc.)

Ha3Banmue 00J1e3HU YacToTa
MyxkoBHCIIHT03 0,5
DeHNJIKETOHYPHSI 0,1
HejliporeHHple MblllledHbIE aTPOpUM 0,1
MyxkonoJucaxapumao3nl 0,02
CepnoBUIHOKJIETOYHAS AaHEMHUSA 0,03
CymmapHasi yacTora 1




[lopaxeHue jgerkux npu MyKOBOBHUCIIMI03€E

I'en pacnosiosxken B 7 xpomocome ( 7q31-32) , pasmep cocrasasier 250000 m.o
3penasa MPHK coctout 3 6500 ocHoBaHMIl , KOAMPYET MYKOBHUCHUIO03HbBIH
TPaHCMeMOpPaHHBIN 0eJI0K, cocTos Ui u3 1480 aMHUHOKHUCIOTHBIX 0CTATKOB

HauboJsiee yacrast Mmyrauus — gejienius 3 map HyKJI€O0THI0B, KOAMPYOIIHX
AMMHOKMCJIO0TY (peHunaanuH B S08 mosioxxkenuu Oesika AFSOS




TpancmeMOpaHHBIM OCIOK  — MEPEHOCUMK HMOHOB XJIOpA



CcpnoBuaHO-KIIETOYHAST AaHEMUS

I'en pacnosioxken B 11 xpomocome, «<MHCCEHC — MYTaLUSD)
3aMeHa B 6 moJ10:KeHHUH 0eTTa — leNnu reMorJio0uHa
IYTAMAHOBOM AMHMHOKHMCJIOTHI HA BaJIMH.

AHeMI/IH, YBCIHUYCHUC IICYCHHU U CCIIC3CHKH



1 HacCJIeACTBEHHBIX IH3MMONATHHA XaAPAKTEPHbI
cJeAyIIIue o0mue NPU3HAKHU:

a) 00J1E3Hb MPOSIBJISIOTCHA TOJbKO Y TOMO3UIOT, Y FeTEPO3UTOT
MPUCYTCTBHE HOPMAJIBHOIO aJlJIeJisl 00ecneYyuBaeT COXpaHeHue
50 % ucxoaHON AKTUBHOCTH (pepMeHTA.

B) 00J1€3Hb NPOSIBJISAETCHA HAKOIJICHUEM cyOcTpara,
pPacHIeIIAIOIIErOCA MYTAHTHBIM ()ePMEHTOM, U HEA0CTATKOM

coJep:KaHUus MPOAYKTOB 00MeHAa JAaHHOI0 Cy0cTpara, a TaKKe
BTOPUYHBLIMHM CABUIAMHM B COJAEPKAHUU APYITUX MEeTA00JIUTOB.

HakanumBaroumuecs Py 3TOM BellleCTBA 0KA3bIBAIOT JIM00
CaMH TOKCHYEeCKOe J1eHMCTBHe, JH00 Takoe AelicTBHe
IMPOU3BOAUTCA 00PaA3YIOIIMMHUCH MOOOYHBIMHU NMPOAYKTAMM.
I1o3TOMY 00JIe3HM 00MEHA BelleCTB HEPeAKO Ha3bIBAKOT TAKKE
"0oJ1e3HAMHU HAKOILJIeHUs " .




bonbHOH ¢ (DEHUIKETOHYpHUEH

Caabdast nurMeHTaus KO, PAAYyKHON 000JI09KHM 1J1a3
yMepeHHasi cTeneHb ojuroppenuu (12q22-24)



I'AJTAKTO3EMMS - nacnencTBeHHOE 3a00/1€BaHNEy B OCHOBE
KOTOPOTO JIEKUT META0OJUYECKUN OJIOK Ha IyTH IIpeoOpa3oBaHUs
rajgakTo3bl B IJIFOKO3Ya

. ['anakTo3a, mocTynaromas ¢ MUIe B COCTaBE MOJIOYHOIO caxapa =
TaKTO3bI, IpeoOpasyercs B ramakro3o=1-docdar; B pesynbrare
nedexra ¢pepmenrta =ranakro3o=1=hocdhar-ypuaunrpancdepasbl
ranakto30-1 =pocdar HakaIIMBAIOTCSI B KPOBH M TKAHAX, OKA3bIBAs
Tokcuueckoe aercrtBue Ha 1IHC, neuyenb, XpyCTaauKy IJ1a3 4 YTO
onpeAeaseT KIMHUYCCKUE MPOSBICHUS 00I€3HM.



e

Cunapowmsl [Ipagepa —Bumm (A) u Anrensmana (B)
s cunapoma Ipagepa-Buiin xapakrepHbsl 3aepi:KKa
YMCTBEHHOI'0 PA3BUTHUS, 0)KMPEHUE, HU3KUI POCT, HEOOBIYHO
MAJICHbKHE KUCTH PYK M CTONBI HOT.

Y MHAMBUAYYMOB ¢ CHHAPOMOM AHIe/JIbMaHA HAOIIOAAeTCs
CIIOHTAHHBIA HEKOHTPOJIUPYEMBIH CMeEX, CYIOPOKHbIE IBUKCHUSA,
U Ipyrue ABUrarejJbHbIC U MICUXUYECKUE HAPYIICHUS « CMEIOIAa-
SICH KYKJIa»



lennr CIB Co

——— — — ——— e M AT,
| AJENEUUNA

| I e T

cnse

OAHOPOAN
TENbCKARA
ANCOMUA

Cunapowm Ilpagepa-Busimn Cunapom JHrejbMaHa

MexaHu3M BO3HUKHOBeHHMs1 cuHApoMoB IIpagepa Buiiim u JHreabmana.



IIpu 000MX HAPYUHICHUSAX TeHETHYECKAsl MPUYHUHA OHA
U Ta Ke: Jejenusa 0co000ro yuyacrka XxpomMocombl 15
(15gq11 —q13), opHOpOAUTENBCKAS TUCOMHUS HJIH
AMIIPUHTHHI- MYyTaIlUsl.

Eciau pedeHOK HacJeayeT XPOMOCOMY OT OTIA, TO

pa3BuBaercs cuHapom Ilpagepa- Buiiu ( oToBCcKHE
reHbl He IKCIIPECCHPYIOTCS), €CJIM OT MAaTEPH- CHHAPOM
JHIreJIbMaHa (MATEPUMHCKHUE F'eHbI He
IKCIMPECCUPYIOTCSH).




-

Moasep>XeHHOCTb Mopor

MyabTH(AKTOPUAIBHOE HACJIEAOBAHUE B COYECTAHUU C MOPOrOBbLIM
3¢ PpexTom

IMoaBepxkeHHOCTH 3200/1€BAHUIO B 001eH ONMY/IAIMHA HMeeT HOPMAJIbHOE
pacnpenejeHue ; HHAMBHUABI CIPABA OT MOPOra MOPaKeHbI 00JIe3HbIO

I1o ocu abcuuce —cTeneHb NPeapacnoaI0KeHHOCTH , 10 OCU OPAMHAT- YHCJIO0 JIHIL.
3amTpuxoBaHHAas 4YacTh - 00JIbHbIE



MNonynauua PoacrtBeHHUKH

N
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I'vnorernyeckne KpuBbie pacipeaeeHUs JUl ¢ MYJIbTH(PAKTOPUAILHON

NPeapPacHoI0KeHHOCTHIO (MOMmyJIsiiusi U POACTBEHHUKH 00JbHBIX | cTenenn
poacTBa

I1o ocu abcuucce —CTeneHb NPeaAPacnoJI0KeHHOCTH , 0 OCH OPAUHAT- YUCJIO
JUI. 3aIUTPUXOBAHHAS YaCTh - 00JIbHBIE




Pe3ybTaThl TEHETUYECKOTO aHAJIN3a HACIEICTBEHHON MPEAPACTIONOKEHHOCTH K
HEKOTOPBIM MYJIBTU(PAKTOPUATIBLHBIM 00JIE3HIM

Iloka3areunb NBC P CA

Yacrora B 0011eH monyasauuu, % 0,6

YacToTa MOBTOPHBIX CJIy4YaeB Cpeau
POACTBEHHHMKOB I cTenenu poacraa

KoHKOpAAHTHOCTD OJIM3HEIOB:
MOHO3UTOTHBIX

AU3NUTOTHBIX

IIpumeyanue: UBC— umemuyeckas 0ojie3ub cepaua; P — pesmarusm; C/Q
— caxapHblil q1uader; b — sa3BeHHas 0oj1e3Hb; LI — mmsoppenus.




[loka3arenu HacCIEQyEMOCTH HA OCHOBAHHUM JAHHBIX
OJIM3HEIOBBIX HCCIIEIOBAHUN

YpoBeHb ¥poeeHb
KOHKOPASHTHOCTHM KOHKOPAGHTHOCTM HacneayemocTb
3

M3

'MnepToHuA 0,6_0,8

AcTMa

JInader Tuna 1

JImabGer THnA 2

PeBMaTOUIHBIN apTPUT




AbopureHbl ABCTRaNMK SCKMMOCEl MpeHnaH KM

He sapernctpupoBaHo
HU OAHOro Cny4yan
Aunabeta Tuna 1 unu
pacceAHHOro cKkneposa

BiusHue reHeTudeckux (pakTopoB Ha 3a007€BAEMOCTH
auadbeToM a0OpUreHOB ABCTpaMHU M 3CKMMOCOB I 'peHiiaHauu




MomynAUMoOHHBLIE HCCNEeaoBaHuA
W UCCNEeN0BaHMA MUTPaLMIA

B l1Haychl B HaceneHwe BenvkobpuTaHKK B Lenom

BiusHruE réeHeTUYECKUX M CPeJIoBhIX (haKTOPOB Ha
3a00J1€Ba€MOCTh TUA0ETOM HHIYCOBa




IIpoTo-oHKOreH

P /_/\__\ Y
ona RN
Tpancno3zuuus AMILIHpUKALHS MyTanus
Nesw l l Oncogene
promoter
999 959 ;
HopmaJsibHble 0esku, HopmaJsibHble Oesiku, Hsmenennbie
CTUMYJIUPYIOIIHE POCT U crumyJupyomue poct u  TANCPAKTUBHBIC Oes1kH,
JAeJIeHHE KJIECTKU B JeJIeHne KJIeTKHU B HJIH OeJIKH,
H30bITKE M30BITKE PEe3UCTEHTHBIE K

pa3pyuieHnIo

['eHeTMYECKHUE U3MEHEHHSy KOTOPbIE TPAHC(HOPMUPYIOT NIPOTOOHKOTEHBI B

OHKOI'CHbI =



Ras -mnporo-onkorer u p 93 Tymop- CynpeccHpyOMUNA IeH.
MyTamuu 3TUX TEeHOB YacTO BCTPEUYAIOTCS IPH PaKe =

Ras -8 30 % cayuacs,

p 53 Tymop- cynpeccupyromiuii red = B 50 % ciaydaes .




