FAIMOY TO «TiomeHckun MeanumHckun Konnegx»

TTOKJIAJ IO TEME

«T’EHOMHBIE BOJIE3HN)»



- I'eHoMHDBIC 00JIC3HU.

ObycnaBnmnBalTCca MUSMEHEHUEM YKUCna
XpOMOCOM. . -




I'enoMmHbIe 00J1€3HM.

Tpucomum (NMUWHAA XpoMocoMa K
CyLLEeCTBYIOLLEN nape).

[TonncomMmumn (HECKONBLKO JNTNULLHUX
XPOMOCOM K CYLLeCTBYIOLLEN nape).

MoHocOMUK (HEXBATKA XPOMOCOMbI
B CYLLECTBYIOLLEN Nape).
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S

)

1.

Cunapom /layna.
CuHOpPOM TPUCOMUM 21-1 XPOMOCOMBI.

[TpoABNAETCA COBOKYMHOCTLIO pasfinyHbIX NaTOI0rMm, OCHOBHLIMW ABMAKOTCA
HapyLeHe NHTENSMEKTyanbHOro pasBuTuUsd, NOPOKN cepaeyHO-CoCyancTon m
NULLEBAPUTENBHON CUCTEM, a@ TaKXe cneundunyeckun BHELWHUA BUA.




Cunapom Jasapjaca.
Tpucomuga 18- XpOMOCOMBbI.

Tskenas naTonorusi, B 00NbLUMHCTBE CnyYaeB NnpuBoasiias K
npexaeBpeMeHHbIM pogamM U camonpoun3BornbHbIM abopTam. [Jaxe ecnu
pebeHoK poanncs B CPOK, NPOOOIKUTENBHOCTb XXU3HWN PedKko NpeBblLaeT
OOVH .




1.

!
+ Cungpom Ilaray.

2 Tpucomus 13-11 XpOMOCOMBL.

o IlposiBisieTca mukpouedanueit, HapyuieHueM passutusi LITHC, Tspkenoil yMCTBEHHOM
OTCTAJOCThIO, TIOPOKAMU CEPALA, TPAHCIO3UIIUEN COCY/IOB, MHOKECTBECHHBIMU ITOPOKAMU
BHYTPEHHUX OpraHoB. [Ipo10/KUTENTbHOCTD KU3HU 3aBUCUT OT ()OPMBbI CUHJpOMa(HE
MPEBBIIIAET OAHOIO roAa, XoTs 2—3% Takux AeTe J0KUBaIOT A0 ASCSATH JIET.)




1.

TpucoMus moI0BBIX XpOMOCOM.

bonee Msrkoe nposBiaeHue, 0e3 yrpo3bl )KU3HU U MHBATUIU3UPYIOIIUX TOPOKOB
Pa3BUTHSL.

Hapyuiena penpoayKTuBHas PyHKIUS, U MOXKET JUArHOCTUPOBATHCS
UHTEJUIEKTYAJIbHAS HENOCTATOYHOCTDh PA3HOU CTENEHU. B CBA3U C 3TUM OHU MOTYT
UMETh NPOOIEMBI C TOBEJICHUEM U COLUATIA3ALIUCH.




2.

]
+ Cunapom Kinainndeastepa.
o CTpagatoT TOMbKO XXEHLMHbI.

o CuHppoMm xapakTepusyeTcs My>CKOW KOHCTUTYLIMEN, HO HacTO MMEIoLLEN SBHbIE
NITN CKPbITbIE NPU3HAKKN rernoaHgpuamMa (CKygHbI BOSIOCSHOW NOKPOB, criabo
pa3BuTasg Myckynartypa, eBHyxXOBUAHbIe nponopumn). Bctpevaetcsa o4HOCTOPOHHASA
NN OBYCTOPOHHASA rMHekoMacTus. Nonosble opraHbl OTpagupoBaHhbl,
Habnogaercs =~ "

Cungpom Knaiudensrepa (cuiapom nonucomun X)

LluToreHeruyecKkue sapuaHThbl:
- auconmma — 47, XXY

- Tpucomus — 48, XXXY

- TeTpacomMms — 49, XXXXY

CuMnNTOMBI:

- BbICOKUWIA pocCT,

- EBHYXOMAHOE TenocrnoxeHne,

- [MHekomacTuA,

- Cnabblii pocT BONOC Ha NULE U Tene,

- OBOnoceHune nodkKa Mo XeHCKoMy TUIy.




« Cunapom llepemeBckoro-TepHepa.
- Heaopa3BuTue noroBbiX NPU3HaAKOB;

O BpO)K,EI,éHHbIe comMaTn4yeckme rnopokKn pa3BnTuA;
5 HW3KNK poCT

Cungpowm lllepelieBckoro-
Tepuepa (45XO)

o Hepnopassutne
NOMNOBbLIX OpraHoB
o ManeHbkuin poct

o KpbinoBuaHble CKnaaku

Ha wee

o BpoXaeHHble NOPOKU NOYEK,
o XKT, cepaua




Jlnarmocruka.
EE

o K HeMHBa3HBHBIM MeETOoOAaAM 0 I/IHBaBI/IBHBIC MCTO/bI
OTHOCHT: IUArHOCTUKY (aMHHOILICHTE3,
onpeeacHre ONOXMMHUYIECKUX OMoIICHs BOPCUH XOPUOHA)
MapKepOB; MO3BOJISIOT B3SATh JJIS
Y3U; U3YUYCHUS T€HETUYECKUN

Marcpuaia iJjioaa u
OKOHYATCJIbHO OIIPCACIIMTLCA
C JMAardo30M.

ucciuenoBanue /JJHK.



- JlnarmocTuka.

[ToMMMO TMarHOCTUKH PACIIPOCTPAHEHHBIX CUHIPOMOB
TPUCOMHUM Bpa4yu 4acTO IMPEIAraroT JUarHOCTUKY APYTUX
T€eHETHYECKUX IMaTOJIOTUMH:

-ayTOCOMHO-PEIIECCUBHBIX — (PEHUIIKETOHYPHSI, MyKOBHUCIIHI03,
reTepOXpoOMaro3 u Ip.;

-MUKpojenennit — cuaapom Cmura-Marenuca, Bonbha-XupmixopHa,
nenenus 22q, 1p36;

-aHEYIUJTOWIUIO TI0 TIOJIOBBIM XPOMOCOMaM — CUHAPOM TepHepa,
Knanndensrepa, SIko0ca, CHHIAPOM TPUILIOUINH X.



MeToabl NpoOPUIAKTHKH.
—

o Jlus npo(pmIaKTHKN XPOMOCOMHBIX U
reHeTH4eCKUX MATOJI0TMH HYKHO
craparbcs n30erartb onacHbIX GaKTOpPoOB:

€CIIM Bo3pacT Oynyiiei marepu Oosbiie 35
JIET, a OTHa OoJbiIe 45;

y OJIHOTO U3 CYIIPyTOB €CTh OJIM3KHeE
POJCTBEHHUKHU C BBIPaKCHHBIMU
T€HEeTUYECKUMH UM XPOMOCOMHBIMU
3a00JICBaHUSIMU,

MEepBBI peOCHOK POAMIICA C XPOMOCOMHOM
I1aTOJIOTUEH;

CYIIPYTH SBIISIFOTCA KPOBHBIMU
POJCTBEHHUKAMM;

IIepBLIC JIB€ OEPEMEHHOCTH 3aKaHUYMBAJINChH
TUOEITBIO TUI0/IA.




METOAbI MPOOUNAKTUKA

® 2eHemu4yeckoe obcinedosaHue

® MEeOUKO-2eHemu4yecKoe
KOHCY/1IbmuposaHue




- JleyeHmue.

+B03MOXKHOCTH MEAUIIMHCKON MIOMOIIA IETAM C TAKUMHU
CUHJIPOMAaMHU OTPAHUYEHBI U CBOJATCS, INIABHBIM 00pa3oM, K
Opra”u3allfi XOPOIIEero yXoAa, MOJHOLEHHOTO MUTaHus,
npouIakThKe HHQPEKINH, 00IIEYKPETUISIONIECH 1
CUMIITOMAaTUYECKOW TEPAITHH.

Iv. iaee”




3aKJII0uYeHHue.
I S

- [eHOMHble MyTaUMK ABNSAIOTCS
NPUYNHOU ONacHbIX 3aboneBaHun.
UToObI NpeaynpeanTs pasBuTme
OAHHbBIX NATOMNOrMN XXEHLMHE
HeobxoanMo Ha aTane
naHMpoBaHUA DeEPEMEHHOCTU
obpaTnTbCca B MeauKo-
reHETUYECKYIO KOHCYNbTaLUMUIO.







