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HacneacrBeHHble 60n1€3HU

OnpepenexHue

HacneacrBeHHble 6one3Hn — 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.

ObLLaa YacToTa reHHbiX 6onesHen B
nonynaumsax nogen — 2 - 4%.

B HacTosLee BpeMs onmncaHo 6onee 5 Thicay
TaKUX HacneacTBeHHbIX 6bonesHen.



HacneacrBeHHble 60n1€3HU

MoOHOreHHblie 60on1e3Hn

Bbi3BaHbI MYyTaunAMUN U
OTCYyTCTBMEM OTAEJIbHbIX TEHOB.

HacneayroTcd B NOJIHOM COOTBETCTBUM
C 3akoHamun [. MeHpens.

Tun HacneaoBaHUs
- QYTOCOMHOE W/ CUernieHHoe ¢ X-XpOMOCOMOM,
OOMWHAHTHOE UN peLeCcCUBHOE.

UactoTta BctpevaemocTtun 1:10 000 -15 000.



HacneacrBeHHble 60ne3Hn

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

apaxHOAAKTUNS KUNeBMaHas rpyab



HacneacrBeHHble 60n1€3HU

N3BecTHblIe oAU C CMHAPOMOM Mapdana

L. ge FTonnb A. JIMHKONbH

OXHATOH H. MNMaraHuHu
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HacneacrBeHHble 60ne3HN




HacneacrBeHHble 60n1€3HU

MykoBuCLUMAO3

3aboneBaHne, Npy KOTOPOM MOPAXKAIOTCH
3K30KPUHHbIE Xene3bl.

[lpnymnHa - MyTaums (geneuus Tpex HyK1eoTuaos),

npuBoAsiLLAs K i:’CYTCTBM}O (beHnnanaHuHa.

HacnenyeTca No ayTOCOMHO-PELIECCMBHOMY TUIY.




Y I T SN Y SN Y NN OO O N SO 2N USSR Y NN NN JOORY TN OO et OOy VY (Y ot o Fmt w17 57
izl HacneacreeHHble 60ne3Hu




HacneacrBeHHble 60n1€3HU

17 anpens - [leHb remodunun
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HacneacrBeHHble 60n1€3HU

NMonureHHblie 60n1e3HN

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

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

[lonnreHHo HacneayoTca:

HEeKOTOpble 3/10Ka4YeCcTBeHHble HOBOOOpa3oBaHUS,
npeapacnosioXxeHHocTb K UBC, caxapHoMy
nmabeTty, apTepmanbHOW rMNepPTEH3NN,

asIkorosM3my, 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

fopagokK HacnegoBaHuA o

MTAHK 2 KPacHbIH = HOCHUTENb
My>XXUMHbLI HOCAT B cebe

MaTepuHckyo MTAHK,

HO TOMNBLKO XEHWMHbI ; v
nepeaaloT ee CBOWM fm
AETAM
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HacneacrBeHHble 60n1€3HU

[pynna 6onesHen, B OCHOBE Pa3BUTUS KOTOPbIX
NeXaT HapyLleHUst Ynucna U CTPYKTYpbl
XPOMOCOM, BO3HMKAIOLLNE B FaMETAX poAUTESEN
MW Ha PaHHWX CTaausiX ApOBAEeHUS 3UrOTbl
(ONNOAOTBOPEHHOW ANLIEKNETKN).

L2 6h e

XPOMOCOMbI YesloBeKa




HacneacrBeHHble 60n1€3HU

NMpuunHbl 60/1€3HEN

CBSI3AHHBIE C
EIERIEY

[0OUIHOCTY

Bbl3BaHHbIE HapyLweHUEM

XPOMOCOMHDbIE yncra XPOMOCOM

BOJIE3HU

CBSI3aHHbIE C N3MEHEHVEM
CTPYKTYPbl XPOMOCOM.




AHeynnongmu
— U3MEHEeHMe Yncna

XPOMOCOM,
He KpaTHoe

rannongHoMy Habopy

HacneacrBeHHble 60n1€3HU

[Monunnonann —
N3MEeHeHune
KONMn4yecTBa

XpOMOCOM, KpaTHOe€
ranaounaHoMy Habopy
(3n ,4n)




HacneacrBeHHble 60n1€3HU

...... v

DopMbl aHeyrJionamn

MOHOCOMMSA — HaMumMe B reHoTUNe BCero oaHoM
U3 Mapbl FOMOSIOFUYHBIX XPOMOCOM.

MOHOCOMMSA MO MOSIOBON XPOMOCOME -
cnHapoM LepelueBckoro —TepHepa
(reHotun X0, Non — XKEHCKMnN).
MonynsumoHHas YactoTa
1:3000 HOBOpPOXXAEHHBIX.

PebeHoK ¢ cMHApPOMOM
LLlepelueBckoro-TepHepa

s _——_
downsyndcomesat-ua



HacneacrBeHHble 60n1€3HU

dopMbl aHeynoMann

Tpucomus - Hanuume B KIIETKE OAHOW
NOMOSTHNTENBHOW XPOMOCOMbI BMECTO OObIYHOIO
(AmMnnonagHoro) XpoMocoMHoro Habéopa.

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



CvHapomMm SaBapaca
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KapuoTtun 4yenoBeka ¢ CMHAPOM TpucoMmun 18
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HacneacrBeHHble 60n1€3HU

TpucoMum nNo NoJiIoBbIM XpoMOCOMaM

CuHapoM KnanHdenbtepa - TpMcoMuUs Mo

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

CUHOPOMbI TPU — U MOSIUCOMUN N0 X XPOMOCOME -
47 XXX (1:1000 -2000 );

48,XXXX: 49,XXXXX (peaKo).

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



CuHapom KnanHipenostepa, 47 / XXY

A 0N LY ik iin
P AX A3 B2 AX 8K 8

" 12

OAAAOA XL AL AA

16 17 18

AR AR Aa aa xXA

19 20 21 22 X XY




HacnepcrBeHHble 60ne3Hn
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