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XPOMOCOMHBIE 3ABOJIEBAHUA Y IETEN.

Kapumogsa lloxuaa baxoauposHa
AndudcaHcKkull obujecmeeHHblll 30pasooXpaHUMeNbHbI MEeXHUKYM No umeHu A6y
Anu ubH CuHbl, npenodasame.ib

AHHOTauMA: XpomocomHble 3a604e8aHus y demell npedcmasasitom coboll epynny
8P0XMCOEHHbIX HAC/Ae0CMBEHHbIX hamoJio2ull, 00YC/A08/1eHHbIX HAPYWeEeHUeM 4ucaa uau
CMpYyKmMypuvl XpoMOCOM. [laHHble 3a60/e8aHUSI S18A9H0MCA 00HOU U3 8edywux NpPuvuH
B8P0 OEeHHbIX NOPOKO8 pa3sumus, YMCMBEeHHOU omcmasiocmu u demckoll UH8a/1udHOCMU.
B cmambve paccmompeHbl 0CHOB8HbIE NPUHUHbI B03HUKHOBEHUS XPOMOCOMHBIX AHOMAAUU, UX
Kaaccugpukayusi, KAUHUYECKUe Nposi8/NeHUs, CO8peMeHHble Memodbl JudazHOCMUKU, a
makxice OCHOBHble h0o0x00bl K JeveHuw, peabuiaumayuu u hpodusakmuke. PaHHee
8blsiB/IeHUEe XPOMOCOMHbIX 3a60./1e8aAHULl  N0380/15em CB0eBPeMEeHHO O0Op2aHU308AMb
MeQUYUHCKYI0 U COYUAIbHYH0 NOMOWb 0emsM U UX CEMbSIM.

KioueBble C/0Ba: XpOMOCOMHble 3a60/1€8aHUS, 2eHemu4ecKue aHoMaauu, demu,
8p0JicOeHHble NOPOKU pa3sumusi, KApuomun, npeHama/abHas duazHocmuka, MeduyUuHCKas
2eHemuka.

XpoMmocoMHble 3aboJsieBaHUsl |y  JeTed  MNpPeJCTaBJAAKT CcOO0M  rpynmy
HacJeJICTBEHHbIX NaTOJIOTUH, OOYCJIOBJIEHHbIX HW3MEHEHUEM 4YHCAa WIU CTPYKTYpPhI
XPOMOCOM.

ITH 3a60JieBaHUS SIBJSIOTCS OJJHOM W3 BaXKHbIX NPUYHUH BPOXKJAEHHbIX MOPOKOB
Pa3BUTHS, 33/I€PKKU GU3UUYECKOTO U YMCTBEHHOTI'O pa3BUTHUS, @ TAKXKE BbICOKOM 1€ TCKOM
WHBAJIUJHOCTH.

[lo JaHHBIM MeEJULMHCKONW T'eHeTUKH, XPOMOCOMHbIe AHOMAJIMK BbISBJSIOTCSA
npuMepHo y 0,5-1 % HOBOPOXKAEHHBIX U 3aHUMAIOT 3HAYUTEbHOE MECTO Cpeid IPUYUH
nepyuHATaJIbHOU CMEPTHOCTH.

AKTyaZIbHOCTb M3y4YeHHUs] XPOMOCOMHBIX 3aboJieBaHUW 00YCJOBJE€HAa POCTOM
JINAaTHOCTUYECKUX BO3MOXXHOCTEN, yBeJIMYeHUEM CpeJlHEro Bo3pacTa poOJUTeNied U
HEeo6X0/JUMOCTbIO PAaHHETO BbISIBJIEHUS T€eHETUYECKON MaTOJIOTHUU JJisi CBOEBPEeMEHHOMU
MeJUIIMHCKON U COLMAIbHOM MOMOIIH JIETSM.

XpoMocoMHble 3a00/1€BaHHs — 3TO HacCJeACTBEeHHble 00JIe3HHU, BO3SHUKAIOLUE B
pe3yJibTaTe HapylleHUH KapuoTuna 4esioBeka. OCHOBHbIMU MPUUYMHAMHU HUX Pa3BUTHS
SIBJISTIOTCSI:

* Hepacx0XieH1ue XpOMOCOM B IpolLiecce Meio3a;

* CTPYKTYpHblEe TEePecTPONKU XPOMOCOM (Aesielud, AYIJIUKALMK, WHBEPCHUH,
TPaHCJIOKAIUK);

* BO3/IeCTBUE MyTareHHbIX GaKTOPOB (MOHU3UPYIOIlee U3JIyYeHHEe, XUMUYECKUe
BellleCTBa, BUPYCHble UHDEKIIHU);

* BO3pacCT poAuTeJield, 0c0OeHHO MaTepHu cTapiie 35 JieT.
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XpOMOCOMHBIE NAaTOJIOTUHU NOAPA3/AEIATCH Ha BE€ OCHOBHbIE FPYIIbI:

1. YucsoBble aHOMAJIMKA XPOMOCOM.

CBsi3aHbI C UBMEHEHHEM KOJIMUECTBA XPOMOCOM (aHEYIJIOU/IUH):

e Tprcomnn — HasMuMe JONOJHUTETbHOU XPOMOCOMBI;

e MOHOCOMUU — OTCYTCTBHE OJHOU U3 XPOMOCOM.

2. CTpyKTypHbIe aHOMAJIMU XPOMOCOM.

BO3HUKAIOT [IpY U3MEHEHUHU CTPYKTYPbl XPOMOCOM:

e esieuu (yTpaTa y4acTKa XpOMOCOMBI);

e IyNJIMKALUU (YABOEHUE y4acTKa);

e TPAaHCJIOKALUY;

* KOJIbLIEBbIE€ XPOMOCOMBI.

Haubosiee pacnpocTpaHéHHBIMHA XpPOMOCOMHBIMHU 3a060/1€BaHUSIMHU SABJISIFOTCA:

e CunzpoMm /layHa — Tpucomus 21-il XxpOMOCOMBI;

e CunzipoM JBapzca — TpUcoMus 18-l XxpOMOCOMBI;

e Cunzpom Ilatay — Tpucomus 13-1 XpOMOCOMBI;

e Cunzpom lllepemeBckoro-TépHepa — MOHOCOMUS X-XPOMOCOMBI;

eCunapom KialiHpenbTepa — Ha/JIMuue [OMNOJHUTEJbHONU X-XpOMOCOMBI Y
MaJIbYUKOB.

KinHu4eckass kapTHHa XpPOMOCOMHBIX 3ab0JieBaHWUM y JleTeld pa3HoobOpa3Ha Hu
MOXeT BKJII0YaTh:

*33/1epKKy YMCTBEHHOTO U GU3UYECKOTO Pa3BUTHS;

* BpDOXK/IEHHbIE IOPOKU CEpPALA U JPYTUX OPTraHOB;

e XapaKTepHble BHEIIHHWE NPU3HaKU (AucMopduu Jiuna);

e HApylLIeHUs ONIOPHO-/ABUTAaTEJbHOTO aNapaTa;

* SHJJOKPUHHBIE U PENIPOAYKTUBHBIE PACCTPOMCTRA.

CTeneHb BbIPAXKEHHOCTW CUMITOMOB 3aBHUCHUT OT THUIA U TIKECTH XPOMOCOMHOU
aHOMaJIvH.

JluarHocTuka BKJIOYAET:

e IpeHaTa/IbHbIA CKPpUHUHT (Y3U, 6MoxXxuMHUYecKre MapKephl);

e MHBa3UBHbIE METO/Ibl (AMHUOIEHTE3, XOPUOHOUOTICUSA);

e [[UTOreHeTUYECKUE UCCaeJoBaHUs (KApUOTUIIMPOBAHUE);

® MOJIEKYJIIPHO-TEHETUYECKHE METO/bI.

PaHHAA AMarHoCTUKa MO3BOJIIET CBOEBPEMEHHO ONpPEJEJUTbh TAKTHUKY BeAeHUSs
0epeMeHHOCTH U JIAHUPOBATh MeJAUIIMHCKYI0 IOMOIIb pEOEHKY.

Cneuuduyeckoro JieyeHUs XpOMOCOMHbIX 3a00JIeBAHUM He CyleCcTBYeT. Tepanus
HOCUT CUMIITOMaTU4Ye€CKHUH U NOAJEePKUBAIOLUN XapaKTep U BKJIKOYaAET:

e MeIJMKaMEeHTO3HOe JieueHHe CONMYyTCTBYIOIIUX 3a00eBaHUN;

* XUPYPTrU4Y€eCKYy KOPPEKIAI0 BPOXKAEHHBIX TOPOKOB;

* [ICMX0JIOT0-NIeJarOTUYEeCKYI0 ¥ COLMAJIbHYI0 PeabuIMTaLMIo;

* MeJUKO-TeHeTHUYEeCKOe KOHCYJIbTUPOBAaHUE CEMbHU.

OcHOBHbIE Mepbl MPOPUIAKTUKU:
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e [IJIAaHHUPOBaHUe OepeMeHHOCTH;

* MeJINKO-TeHEeTUYECKOe KOHCYJIbTUPOBAHHUE;

e IpeHaTa/ibHasl IMArHOCTHKA;

* CHI>KEHHE BO3/IEMCTBUS MyTareHHbIX GaKTOPOB.

XpoMocoMHble 3a60JIeBaHUSl Y JleTed SBJSIOTCA CepbE3HOW MeJUIMHCKOH U
collMasibHON npo6sieMoil. CoBpeMeHHble METO/Ibl IUarHOCTUKU MO3BOJISIIOT BbISIBJISATH
JlaHHbIE NMATOJIOTMU HAa PAaHHUX 3TalaX, YTO CIOCOGCTBYEeT CBOEBPEMEHHOMY OKa3aHUIO
MEeJULMHCKOM NMOMOUIM M YJY4YIIEeHUI0 KadyecTBa >KM3HU NalUMeHTOB. KoMIeKcHbIH
NOAXO0/, K JIEYEHUI0 U peabuIUTalUU JeTell ¢ XpOMOCOMHBIMMU 3a60JIeBAHUSMU UMEET
Ba)KHOE 3HAUYEeHHUe JJIs1 UX COLMaJbHOM aflalTaluU.
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