HACJIEACTBEHHbIE

BOJIESHW HEJTIOBEKA



OnpepeneHune

HacneacrtBeHHble 6051e3HN — 3a60/1eBaHNSA YeNoBeKa,
06yCcnoBneHHble NOBPEXAEHWEM HACEACTBEHHOrO annapaTa
KIIETKMW.




Knaccndpukauus

C HACJTEAQCTBEHHDIE
— BOJIE3HW
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[[EHHDbIE XPOMOCOMHBbIE

NOJINTEHHBIE

MUTOXOH/Z-
PUAJIBHbIE




[[eHHble 601e3HU

[eHHble 6one3Hu - 3To rpynna 3aboneBaHuy,
06yCnoBAEHHbIX MyTaLUUAMKN Ha

reHHOM YpPOBHE.

Ob6Lasa YyacTtoTa reHHbIX 6onesHen B
nonynaumsax niogen — 2 - 4%.

B HacTosiLee BpeMs onncaHo 6onee 5 TbicsAy
TaKUX HacneacTBeHHbIX 6o1e3Heun.



MoOHOIreHHble 60/1e3HU

Bbi3BaHbl MyTaUuUaAMMN UK
OTCYyTCTBMEM OTAEJIbHbLIX TE€HOB.

HacneayroTca B MNOSIHOM COOTBETCTBUM
C 3aKOHaMu [. MeHpgens.

Tuvn HacneaoBaHUA
- QYTOCOMHOE U/N CUensieHHoe ¢ X-XpOMOCOMOM,
NOMWHAHTHOE MU PELIECCUBHOE.

UactoTta BctpevaemocTtn 1:10 000 -15 000.



CuHapoM MapdaHa

HacneacteseHHas 60ne3Hb coeanHUTebHOMU
TKaHW,

BbI3BaHHasi MyTaUMEN MrEHa, KOAMPYIOLLEro
CTPYKTYpY benka dnbpuanuHa.
Hacnegyetcs no ayToOCOMHO-AOMUHAHTHOMY
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dPaxXHOAAKTUITNUA KnnesmaHas rpyab



I3BeCTHbIe ntoan ¢ cMHaApoMoM MapdaHa

IXHATOH H. MNaraHnHu




[[eMounnns

HacnencreeHHoe reHeTu4eckoe 3aboneBaHue

KPOBW, Bbi3BaHHOE BPOXXAEHHbLIM OTCYTCTBUEM

pakTopoB ceBepTbiBaHUs VIII (tnn A), IX (Tvn
B).

HacnepoBaHue, cuenseHHoe ¢ X-XpOMOCOMOMW.

CycTtaBbl 60/1bHOr0 remonnnen




[TonureHHble 601e3HU

O6ycnoBneHbl B3auMMOAENCTBUEM
onpeaeneHHbIX KOMOMHaAUMM annenen pasHbixX
JIOKYCOB U BHELLHUX (PaKTOpPOB.

He HacneayoTcd no 3akoHaMm [. MeHpend
(MynbTUdaKTOpHanbHble, MHOroMaKTOPHbIE).

[loniMreHHo HacneayrTCA:

HEKOTOpbIE 3N10Ka4YeCTBEHHbIE
HOBOO6pa30BaHMS, NpeapacrnonioXXeHHOCTb K
MBC, caxapHoMmy anabeTy, apTepuanbHOn
rMnepTeH3umn, anKkoronm3my, aTepoOCKIEPO3Y.



MuTOoXoHApWanbHble 6051e3HA
3aTparnBatoT reHbl MUTOXOHAPUMN.

I3BeCTHO 0KO0/10 30 bone3Hen.

CuHapom Jlebepa (1988) - nposiBngeTcs
ObICTPbIM pa3BUTUEM aTpPOdUN
3puUTEe/bHbIX HEPBOB, KOTOpPas BeAeT K
cnenore.

CuHapom MupcoHa (1989) - BAAOCTb,
HapyLleHMs CO CTOPOHbI KPOBH,
NOAKeNyA04YHOM Xenesbl.



XPpOMOCOMHble 601e3HM

pynna 6one3Hen, B OCHOBE pa3BUTUS
KOTOPbIX NexaT HapyLLeHUS Yucna nnu
CTPYKTYPbI XpOMOCOM, BO3HUKAOLWME B
raMeTax poauTenen Mnu Ha paHHUX
CTaausiX ApobrieHns 3UroTbl
(on1040TBOPEHHOU SANULIEKNIETKN).
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XPOMOCOMbI YesloBeKa



MOHOCOMMUSA — Ha/M4yne B reHoTUNE BCero
OQHOW 13 Napbl FOMOIOrMYHbIX XpOMOCOM

MoHOCOMKMS NO NOSIOBON XPOMOCO
cnHapoM LepelwieBsckoro —TepHe
(reHoTmn X0, Non — >KEHCKUN),
[lonyndaunoHHasa 4yacTtoTa
1:3000 HOBOpPOXAEHHBIX.
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PebeHoK C cMHApPOMOM
LLlepelueBckoro-TepHepa



TpucoMns - HanNuKne B KNETKE OAHOU
NOMNONHUTENBHOM XPOMOCOMblI BMECTO
0bbl4yHOro (AMnNIOMAHOr0) XPOMOCOMHOIO
Habopa.

I3BECTHbIE TPUCOMUN AYTOCOM
no 13- xpomocome - cMHapom [aTay
no 18-n xpomocome - cMHApPOM SaBapaca;
no 21-n xpomMocome - cmHapom [ayHa.



CuHapoM [layHa — He Tpareaus, ecnn 1ebs nobsT!
21 MapTa — MexayHapoaHbIN AeHb YenoBeKa C

C M Hﬂ po M O M ﬂayl-l“a'le,ﬂCTBeHHble 6one3Hu







TpucomMmum nNo NoJsIoBbIM XpOMOCOMaM

CuHapoM KnamHdenbtepa - TpMCOMUS MO

X XpoMocoMe (47,XXY, XXXY, XYY nt.4.).
BcTpeuaetcs ¢ yactoton 1:500-1:750.

CUHAPOMBI TPU — N NOIMCOMUU NO X XPOMOCOME -
47,XXX (1:21000 - 2000 );

48, XXXX; 49, XXXXX (peako).

CuHApPOM gucomMum no Y-XxpomMocome
(47,XYY) (1:800).



www.themegallery.com







MpamopHas bonesHb

TaK BbIrnAaar
AeTKU,
cTpajgatoume
OCTEeorneTpo3oM
(MpamopHoM
60/1€3HbI0)

www.themegallery.com



HopmanbHasa KocTb OcTeonopo3




bone3sHn XpOMOCOMHbIX NepecTpoek

TpaHcnokauua 46 XX, t(4;13)(q25; q22)
NPUBOAUT K 3a/epPXKKe NMCUXopeyYeBoro
Pa3BUTUA, MHOXECTBEHHDbBIM NMOPOKaM

Pa3BUTUS;

JlexxeHa - 46,XX del(5g-);
CMHApOM Bonbda-XupwxopHa - del(4p-) ;

cnHapoM [lpagepa-Bunnu - 46 XX nnn Xy,
del(15p-);

cuHapoM Opbenun - del(13g-).



