ViccnegoBaHue U
neyeHme reHeTn4YeCcKux

3a0oneBaHunn



Llenb paboThbl

* BbigsBUTb Hanboree pacnpocTpaHeHHbIe
reHeTu4eckmne 3aborieBaHua 1 MPUYnHLI NX
BO3HUKHOBEHUS.

« ODOO3HAUYNTb OCHOBHbIE METOObI
NPOMUNAKTUKN N NEYEHUS.



BcTtynneHue

« C pasBuTMEM HayKn 1 METO0B NccneaoBaHus
reHeTMYeCcKoro annapara YenoBeka yganoch
YCTAHOBUTb, YTO reHbl ABMSOTCS
AVUCKPETHBbIMN €OUHULAMMU, BbIACHUTbL 3aKOHbI
HacrnenoBaHMUA, a TakkKe U3Y4YnUTb MEXAHU3MbI
XpaHEHUs!, BOCNPOU3BEAEHUSA U UCMONb30BaHUS
HacneacTBeHHOU MHAOPMaL KN XKNBbIMU OpraHU3MaMu.

« C oTkpbiTnem ctpoeHuda n pyHkumn OHK yoanoch
MOHATb MPUYMNHbLI BOSHUKHOBEHUA U Pas3BUTUSA DONbLLLOIO
KonnyecTBa 3abonieBaHun, KOTOPbLIE MOTYT
nepenaBaTtbCs NO HACNEOCTBY.



HacnencreBeHHble 3aboneBaHns

HacnencTtBeHHble
3aboneBaHus —
XPOHUYECKne
HENHMEKLMOHHbIE DONE3HMN,
NPUYMHA KOTOPbIX - MyTaLnm
B reHoTune.

OcCHOBHbIE BUAbI
HacneacTBEeHHbIX
3aboneBaHU:

e [eHHble
« XPOMOCOMHbIE
e [ eHOMHbIEe




[ eHHble Dones3Hn

[ eHHble BboNe3Hun -
9TO pasHopoaHas
NO KIMHUYECKUM
NPOsABNEHUNSAM
rpynna
3aboneBaHuun,
0OYyCrOBMNEHHbIX
MyTaunusaMmn Ha
reHHOM YPOBHE.




OeHnnketoHypusa( PKY)

PeHUNKeTOHYPUS - HaKoMJIeHNE B
TKaHAX peHNNNMPOBUHOIPaLHON,
dOEHNNYKCYCHON U OP. KETOKUCIIOT .

[MopaxkeHune LUIHC, HapyLwieHue doyHKUuM
neyeHn, obmeHa Bernikos, NUMO - K
[FIMKONPOTENHOB, MeTaboNM3mMa ropMOHOB ;
3agepkka NCUXOMOTOPHOIo Pa3BnUTUS
(beHnnnupoBuHorpagHas onurogopeHns).

Koppekuus: ametotepanus (UCKNYEHUE
doeHnnanaHuHa B TedeHnn 10 et ¢ MOMeHTa
oOHapyxeHus 3abonesBaHus)

Hacneposarue rexos npegcraenser
cobo¥ cny4aiHbIA Npouecc

BONBHOV PEBEHOK  HOCHTENM FEHA ©KY

3NOPOBbIA



[Opyrne reHHble 60Ne3H

AnkanToHypus - HeOoCTaToK
oKkcuaasbl FrOMOreHTU3NHOBOW
Kncnotol . HapyweHne obmeHa
TUPO3MHa

N oeHnnanaHnHa. Tsxernole
OCTE0apTpUThI, roflydboBaTtas
OKpacka ywen (Moya Takmx
BOSIbHbIX NPU XpaHeHUN
TEMHEET).

[Fanakro3emMus HegoCcTaToK
depmeHTOB MeTabonuama
ranaktosbl . Katapakra,
renaTtomMmeranusd, otctaBaHue B
YMCTBEHHOM pPa3BUTUA




XpOMOCOMHbIe Bore3Hn

K XpOMOCOMHBIM OTHOCATCS BOMNe3H!,
00yCnoBrieHHbIE

FEHOMHbIMU MyTauUNAMU UK A T T DT
CTPYKTYPHbIMU U3MEHEHNAMMN i
OTAENbHbIX XPOMOCOM. XpOMOCOMHbIE
BGonesHn BO3HUKAIOT B pesysibTaTte
MyTauui B MOMOBbIX KIeTKax O4HOro
N3 poauTenen.

3 nokoneHnsa B nokoneHue
nepegatotcda He 6onee 3—5 % n3 HuX.
XPOMOCOMHbLIMW HapyLLEHNAMM
00ycnoBneHbl NPUMEPHO

50 % cnoHTaHHbIX abopToB N 7 %
BCEX MEPTBOPOXKAEHUMN.

Bce xpoMoCOMHbIe 60Mne3HN NPUHATO
OEenNUTb Ha ABe rpynrbl: aHoOManum
4yucra XpoOMOCOM U HapyLleHNd
CTPYKTYPbl XPOMOCOM.




AHOManmMn Konunyecrtaesa XpoMoCOM

CHOPOM OAYHA (tpucomus 21)
- aHOManuu nNMuUeBoro 1 MO3roBoro
yepena (nnockoe nuuo,
MOHIoONouAaHbIN paspes

rnas, anukaHT, TONcTble rybbl n
s13blK, BbICOKOE HEDO, ManeHbKne
HWU3KO pacnonoXeHHble YLIW)
MMMNOTOHNS MbILLIL,, aHOMAanNn
BHYTPEHHMX OpraHoB (cepaua,
MOYEK,

KMweYvHuKa)konbLo bpylwsunbaa H
a pagyxke,

YMCTBEHHAs OTCTanoCTb pas3fnNyHO
N CTeneHu.

- ‘nnockoe

i nuyo”;
\f
- INUKAHTYC;

' aHOManLHoe
i g paccrosHue
MEXAY NePBbLIM
¥ BTOPLIM
nansuamu

- 0aHa nagoHHan
cKknagka; —

- UCKpUBNeHuWe
MHU3IKMHUa

XpomocoMbl

S

Knertka

?b KpOMOCOﬁbI 22 X Y




[pyrne 6onesHu

« cuHpgpom Martay(Tpucomusa 13) - BbICOKas
neTanbHOCTb,CHMXEHHaa Macca
Tena,Mukpouedanuga,aHomManuu nuua, nonnaakTunma,
BI'P BHyTpeHHNX opraHoB, HapyLleHne NCUXOMOTOPHOIo
pasBUTUA.

 CcUHApPOM JdaBapaca (Tpucomusa 18)- BbicOKas
NneTanbHOCTb,CHMXXEHHAs Macca Tena,gonmxouedanus,
oedoopmaums ywen, runonnasms HKHeu
yentcTtu, mukpoctomus,BI'NP cepgua v ap.
OpraHoB,HapyLleHne NCUXOMOTOPHOIO pasBUTUA.

« Cungpom KnanHdenbtepa(47, XXY) - BbICOKUN POCT,
HenponopUunoHansHoO
ONMHHbIE, EBHYXONOHOE TENOCNOXEHNE.CKYaHOE OBOJIOC
eHune,, becnnogue,CHMXEHNE NHTENTEKTA.



CTPYKTYPHbIE XPOMOCOMHbIE
aHoMarnmm

* [lpnynHbl: geneuns,
aynnukauug,
NHBEpCUS, .
TpaHcnokauusa, -
KONnbLEBbIE
XPOMOCOMBI.




CunHOPOM KoLLla4ybero Kpuka

CuHapom "Kowavbero
Kpuka" OO0OycrnosneHa geneumen
KOPOTKOro nsieda 5 XpoMoCOMb!.

[uarHoctuyeckme npmnsHaku:
MUKpouedanus, HeoBbIYHbIN KPUK
N1 nnay, HanoMMHaLWNI
MSyKaHbe KOLLUKN (0OCOBEHHO B
nepBble HeOEeNN rnocre
POXAOEHWNS); aHTUMOHIONOWUAHbIN
paspes rnas, Kkocormnasue,
nyHoobpasHoe nuuo,
rmnepTenopusMm, LnMpokKas
nepeHocuua. YLHble pakoBUHbI
HWU3KO NOCaXXeHbI U
nedopmmnpoBaHbl. BONbLMHCTBO
BosbHbIX NorMbatoT B NepBble
roabl XXU3HW.




CunHOpOM OHrenbmaHa (CMHOPOM
"cyacTnmeoun KyKnbl")

e  OCHOBHbIMM NpU3HaKaMu
3aboneBaHnga ABNAKOTCA:

HEOObIYHbIAN N YaCTbIN CMEX,
cneungunyHoe nmuo ¢ rpumacoun
ynblibKK, NOBTOPSOLLMECS
KYKOJIbHbIE CTEPEOTUMNHbIE
OBWXKEHUA, OTCYTCTBUE peUN.
NmeeTcs BblpaXkeHHas
YMCTBEHHas OTCTanocCTb.
BonbLUMHCTBO BOMbHLIX UMEIOT
Mukpogeneuuto 15gq11-ql13.
O6HapyXeHbl Takke NauueHTbl C
TUMNYHBIM CUHOPOMOM
QHrenbmMmaHa 6e3 mukpogeneumn,
Yy KOTOPbIX BbISIBIAETCS
ogHopoauTernbckasi AMCOMUSA
XPOMOCOMbI 15 OTLOBCKOH0
NPOUCXOXOEHMS.




CuHgpom MapTtunHa-benna (nomkoun
X XpOMOCOMBbI)

* KnnHu4yeckue npossBneHus
3aboneBaHUA XapaKkTepU3yTCH Tpmnaaon
NPU3HAKOB:

1) onurodppeHnen (1Q BonbHbLIX
coctaBnsget 35-50);

2) ancmopdunen (NporHaTmnam,
OTTOMNbIPEHHBbIE YLIHbIE PAKOBUHBI;

3) MaKpoOpXMan3mMoM, BbISIBASEMbIM
nocne nepuoga rnonoBoro co3peBaHUs.



BbigaBneHune reHeTndeckmx
oone3Hen

[ eHeanorn4yecknm meTton
Brnn3HeuwoBbI MeTOA.
LiInToreHeTn4eckuu.
broxummyeckummn.
MonekynsapHo-reHeTU4eCKUN.



CoBpeMeHHble noaxoAb! K
NIe4YEeHN0 HacneacTBEHHbIX
bones3Hewn

« CnMmnTomaTmnyeckme — yctpaHeHue
cuMnTOMOB B0OMEe3HN.

» [laTOoreHeTn4yeckme- npepbiBaHME LENU
NaToONorn4ecKknx npoLeccos.

e OTMonorndyeckmne — BbidBreHne u
ncrnpasfeHne NepBonpPUYmHbLI
3aboneBaHus.



[TlpomnakTnka HacneacTBEHHbIX
NaToONOrnn.

 Meguko-reHeTU4eCKO€ KOHCYNbTUPOBaHMUe -
9TO CUCTEMa OKa3aHUS
cneymanm3mpoBaHHON MeONKO-TeEHETUYECKON
NOMOLLX B BUAE HEOHATaNbHOIO CKPUHWUHTA;
CcOOCTBEHHO reHeTUn4YecKoro
KOHCYNbTUPOBaHUA CEME); NpeHaTanbHON
ANAarHOCTMKM COCTOSAHUSA nNnoaa, npeHaTanbHOoro
CKPUHUHra 6epeMeHHbIX.



3agadya mMeanko-reHeTUYecKoro
KOHCYIbTUPOBAHMUS:

1. YcTaHOBNEHUSA TOYHOIO
AnarHosa BpOXA4eHHOro unm
HacneaCcTBEHHOro 3aboneBaHus;

2. Onpepenexuve tuna
HacnegoBaHUa 3aboneBaHus B
JAHHOW CEMbE;

3. Pacuyet BennunHbl pucka
NoBTOpPEHNSA 3aboneBaHns B CEMbE;

4. ObbsicHEHNE coaepKaHns
MeOMKO-reHEeTUYECKOro NporHo3a Tem
noasm, KoTopble obpaTunuck 3a
KOHCynbTauunen;

5. [dwucnaHcepHoe HabnoaeHue n
BbISIBIIEHME IPYMMbl MOBbLILLEHHOMO
pucKka cpeau poaCTBEHHMKOB
WHOMBUAA C HAcNeaCTBEHHOW
B6onesHbIo;

6. [lponaraHga meguko-
reHeTUYEeCKNX 3HaHUN cpeaun Bpaveun u
HaceneHus;




3akro4yeHune.

* [lpumepHo 5-6 geten ns 100
pPOXOAKTCA C KaKUMUN-HNOYOb
reHeTU4YeCKu
00ycrnoBneHHbIMA
3aboneBaHnaMN. DTO MOryT
ObITb MOPOKU pPa3BUTUS,
HapyLweHus B
NHTENNEKTyanbHOM pa3BuTuUmn
pebeHka.

* [loaTomy HeobXxoanmMo
BOBpPEMS AMarHoCTMpoBaTb
HacrneacTBeHHoe
3aboneBaHue.




Cnacnbo 3a BHMMaHue!



