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HacneacrBeHHble 60n1€3HU

OnpepenexHue

HacnencrBeHHble 60n1e3HK — 3aboneBaHus
yenoseka, 06ycnoBneHHble NOBPeXAEHNEM
(MyTauusaMmn) HacneacTBeHHOro arnnapara
(reHoMa) KNneTKu.




HacnepcrBeHHble 60ne3Hn




HacneacrBeHHble 60n1€3HU

eHHble 60n1e3Hn

[eHHble 60ne3Hn - 3TO rpynna 3abonesaHuny,
06yCcnoBAeHHbIX MyTaLUMAMIN Ha

reHHOM YpPOBHE.

ObLLasa YyacToTa reHHbIX 6onesHen B
nonynaumsax nogen — 2 - 4%.

B HacTosiLee BpeMs onmncaHo bonee 5
TbICSY TaKUX HACNEACTBEHHbIX 601e3HeN.



HacneacrBeHHble 60n1€3HU

MoOHOreHHblie 60on1e3Hn

Bbi3BaHbI MYyTauUAMUN U
OTCYyTCTBMEM OTAEJIbHbIX TEHOB.

HacneayroTcd B MNOJIHOM COOTBETCTBUM
C 3akoHamun [. MeHpens.

Tun HacneaoBaHUs
- QYTOCOMHOE W/ CUEernieHHoe ¢ X-XpOMOCOMOM,
OOMWHAHTHOE U peLeCCUBHOE.

UactoTta BctpevyaemocTtun 1:10 000 -15 000.



HacneacrBeHHble 60n1e3HM

HacneacrBeHHas 60ne3Hb coeauHNTENBHON TKaHW,
BbI3BaHHas MyTaLlMen reHa, KoaupyoLlero
CTPYKTYpY bernka donbdpunnuHa.
Hacneayetca no aY"I'OCOMHO-LI,OMVIHaHTHOMy 71\2




HacneacrBeHHble 60n1€3HU

N3BecTHbIe NIoAUN C CMHAPOMOM Mapdana

L. ge Tonnb A. JIMHKONBLH

OXHATOH H. MNMaraHuHu




HacneacrBeHHble 60n1€3HU

MykoBuCLUMAO3

3aboneBaHue, Npy KOTOPOM MOPAXKAIOTCH
3K30KPUHHbIE Xene3bl.

[lpnymnHa - MyTaums (geneuus Tpex HyKIeoTuaos),

npuBoAsiLLAs K i:’CYTCTBM}O (beHnnanaHuHa.

HacnenyeTca No ayTOCOMHO-PELIECCMBHOMY TUIY.
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HacneacrBeHHble 60n1€3HU

17 anpens - leHb reMmounum

KakoBbl METOAbI JIEYEHUS reMOPUINN?
MOXeT NN XXUTb NOSHOLIEHHOW XWU3HbIO
6onbHON remodpunuen?
C Kakou Lenblo NpoBOAMTCS

Me>|<p,yHapop,wa| [leHb reModunnm?
.“,J_J: L‘:- [;, =

ImMbriema BcemmpHon
depnepauns Nemocpunum




HacneacrBeHHble 60n1€3HU

NMonureHHblie 60n1e3HN

O6ycnoBneHbl B3anMOAENCTBMEM ONpeaeseHHbIX
KOMBbUHaunK aanenen pasHbiX TOKYCOB U
BHELUHMX (DaKTOpPOB.

He HacnepyoTcd no 3akoHaMm [. MeHpaens
(MynbTUdaKTOpUanbHbIe, MHOrOMaKTOPHbLIE).

[lonnreHHo HacneayTca:

HEeKOTOpble 3/I0Ka4YecTBeHHble HOBOOOpa3oBaHMs,
npeapacnosioXxeHHocTtb K UBC, caxapHoMy
nnabeTty, apTepnanbHOW rMNepPTEH3NN,

asIkorosiM3my, aTepockieposy.



HacneacrBeHHble 60n1€3HU

MutoxoHapuanbHble 6051e3HMU

3aTparnBatoT reHbl MUTOXOHAPUMN.
N3BecTHO okono 30 bone3Hen.

CuHapoM Jlebepa (1988) - mposiBnsieTcs 6bICTpbIM
Pa3BUTUEM aTPOPUN 3pUTENbHbIX HEPBOB,
~  KOTOpad BeAeT K cnenorte.

CuHapom lNMupcoHa (1989) - BanocTb, HapyLLUeHUS
CO CTOPOHbI KPOBW, NMOAXKENYOOYHOW Keneasbl.



HacneacrBeHHble 60n1€3HU

HacnheposaHue MT 1HK

fopagok HacnegoBaHuA o

MTAHK 2 KPacHbIH = HOCHUTENb
My>XXUMHbLI HOCAT B cebe

MaTepuHckyo MTAHK,

HO TOMNBLKO XEHWMHbI ; v
nepeaaloT ee CBOWM fm
AETAM

y 0 : P .
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HacneacrBeHHble 60n1€3HU

[pynna 6onesHen, B OCHOBE Pa3BUTUS KOTOPbIX
NexaT HapyLleHust Ynucna U CTPYKTYpbl
XPOMOCOM, BO3HMKAIOLLNE B FaMETaxX poAUTESNEN
MW Ha PaHHWX CTaausiX ApOBAEHUS 3UrOTbl
(ONN0AOTBOPEHHOW AWLIEKNETKN).

L2 6h e

XPOMOCOMbI YerloBeKa




HacneacrBeHHble 60ne3HM




HacneacrBeHHble 60n1€3HU

HapyweHue N1oMaHoOCTH

[ @HOMHbIE MyTaUuuUn -
N3MEHEHNa KoNIM4ecTBa
XPOMOCOM B FrE€HOME

Monunnongmm —
AHeynnionanu N3MEHEHNe
— U3MEHEeHMEe Yncna KOJIMYEeCTBa

XPOMOCOM, XpOMOCOM, KpaTHOe

He KpaTHoe raniongHoMy Habopy
raniongHoMy Habopy (3n ,4n)




HacneacrBeHHble 60n1€3HU

...... v

DopMbl aHeyrJionamn

MOHOCOMMUSA — HaIMuyme B reHoTUNe BCero oaHoOM
U3 Mapbl FOMOAIOFUYHbBIX XPOMOCOM.

MOHOCOMMS MO MOSIOBON XPOMOCOME -
cnHapoMm LepelueBckoro —TepHepa
(reHotun X0, Non — XKEHCKMn).
MonynsumoHHas YyactoTa
1:3000 HOBOpPOXXAEHHBIX.

PebeHoOK ¢ cMHApPOMOM
LLlepelueBckoro-TepHepa

s _——_
downsyndcomerat-ua



HacneacrBeHHble 60n1€3HU

dopMbl aHeynoMann

Tpucomus - Hanuume B KIIETKE OAHOW
NOMOSTHNTENBHOWN XPOMOCOMbI BMECTO OObIYHOIO
(AmMnnonaHoro) XpoMocoMHoro Habéopa.

I3BECTHbIE TPMCOMUN QYTOCOM :
no 13-n xpoMocoMme - cuHapom llaTay
no 18- xpoMocoMe - cMHAPOM DABapACa;
no 21-m XxpoMocome - cuHApoMm /[layHa.



CvHapomMm SaBapaca
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KapuoTtun yenoBeka ¢ CMHAPOM TpucoMmun 18
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HacneacrBeHHble 60n1€3HU

TpucoMum no noJjioBbiM XpoMOoCoOMaM

CuHapoM KnanHdenbtepa - TpMcoMuUS Mo

X xpoMocoMe (47,XXY, XXXY, XYY u 1.4.).
BcTpeuaetcsa ¢ yactoton 1:500-1:750.

CUHOPOMbI TPU — U MOSIUCOMUN MO0 X XPOMOCOME -
47 XXX (1:1000 -2000 );

48,XXXX: 49, XXXXX (peaKo).

CuHagpomMm amcommn no Y-XpomMocome
(47,XYY) (1:800).



HacnepcrBeHHble 60ne3Hn
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HacneacrBeHHble 60n1€3HU

bonie3Hn XpOMOCOMHbIX NepecTpoek

TpaHcnokauma 46 XX, t(4;13)(q25; q22) npuBoauT K
3alep)XKe NCcUxopevyeBoro pasBuUTUS,
MHOXECTBEHHbIM NMOpPOKaM pas3BUTUS;

cuHApoM JlexeHa - 46,XX del(5g-);
cuHapoM Bonbda-XuplxopHa - del(4p-) ;
cuHapom lpagepa-Bunnu - 46 XX unu XY, del(15p-);
cuHapoM Opbenu - del(13g-).



HacneacrBeHHble 60n1€3HU

Bonpochl

. Kakne 60ne3H1 Ha3biBaKOTCA HacneaCcTBEHHbIMU?

. KakoBa knaccndukaums HacneacTBeHHbIX 6one3Hen
yenioBeka?

. Ecnn y poantens obHapy)xeHa HeobblYHas XpOMOCOMHas
NEpPeCcTpPonka, Kak 3TO MOXET OTPa3UTbCA Ha pebeHke?

. MOXXHO N BbIIEYNUTb XPOMOCOMHbIE 60/1E3HN?

. Kakne metoabl npodnnakTMKu XpoOMOCOMHbIX H0NE3HEN Bbl
MOXeTe NpeasioXuUTb? |

. PaccMoTpuTe Ha cnepytowem cnanae cbomrpacbmo
nspectHoro nucartend .X. AHaepceHa. Kakyto
HacneaCTBeHHY0 60/1e3Hb MOXHO Y HEro npearnosioxXnTb?
[loyeMy Bbl TaKk AymaeTe?



ST PR Y S TR P PO PP S OO P Pt O W PTG P s, oo, o o o T FE00Y [ =] 73 | | ot ot 10 1 £
T T T R PO VR T ) O I o 7 T o o o e e e z

HacneacrBeHHble 60ne3HN
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HacneacrBeHHble 60ne3HM
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2.
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HacneacrBeHHble 60n1€3HU

CncoK UCTOYHUKOB. Jiutepartypa

[ytT™MaH bB., 'pudputc 3., Cyzyku M., Kynnuc T. 'eHeTnka — llep. C
aHrn. O. MNepdwunbeBa. — M.: PAUP-TNPECC, 2004. — 448 c: wvn.

AyonHuH H.MN. [eHeTuka n yenoBeK. KH. 4511 BHEKIACCHOro UteHus IX — X k.
M.: «[1pocBeweHne», 1978 r., 144 c.

. 3asay P.I"., bytBunosckun B.3.3 PaukoBckas, U.B., AaBbiaB B.B. O6uias n

MenmuMHCKaﬂ reHeTuka. Jlekuum v 3agaun. - PoctoB-Ha-LloHy: ®eHukc, 2002
- 320 c.

http //med-dovidka.com. ua/content/wew/ 1508
http://www.elkar.ru/dlja-vrachej/narushenienergoobmena/
http://www.eurolab.ua/encyclopedia/505/4295/
http://genetica.meduniver.com/
http://hemdfilia.spb.ru/news/

. http://il.ks.ua/tem_razdel_files/nasledstv_bolezni.htm

10. http://www.mma.ru/news/id13099
11. http://medicalplanet.su/Patfiz/59.html
12. http://www.scientific.ru/journal/grig/crimedna3.html
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