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PACIIPOCTPAHEHUE XPOMOCOMHBIX ITATOJIOTUHA
HA TEPPUTOPUU NNEH3EHCKOM OBJIACTH

AHHomayus: 8 cmamve npeocmasieHa OUHAMUKA PACNPOCMPAHEHUS XPOMO-
comHblx namoaozuil 8 Ilensenckou obnacmu. Aemopamu nPoaHanu3uUpoOB8aHvl OAHHbIE

0 podxxcoaemocmu 0emeti ¢ OAHHbIMU NAMONOUSIMU.

Knroueevle cnosa: xpomocomuvie namonoauu, cuHopom /layua, pacnpocmpare-

HUe, ecmpedaemocms, 3abonesaemocmeo.

XpOMOCOMHBIE TATOJIOTHH — OOJIbINAs TPYIINa HACIEACTBEHHBIX 00JIe3HEH C MHO-
’KECTBEHHBIMHU BPOXJICHHBIMH IOPOKAMU pa3BUTHA. B UX OCHOBE JekaT XpoOMOCOM-
HBIEC WJIM TEHOMHBIE MyTaIliH.

['enetnyeckuii Tpy3» momyssuu B 1ienom coctasisieT S0-70 na 1000 HoBopok-
neHubix (5-7%), u3 Hux Ha gomo BIIP npuxoautcs 2-5%, HacieACTBEHHBIX 00JIe3-
Heit — 1,5% (xpomocomubie 0,5% u rennbie 1%), 60s1e3HEH ¢ BRIPAKEHHBIM HACTICI-
CTBEHHBIM TIpeapacmonoxenrnem — 3-3,5% [3, ¢. 179].

Posib XpOMOCOMHBIX ¥ TEHOMHBIX MYTAIlMil HE OTPaHUYMBACTCS UX BIUSHUEM Ha
pa3BUTHE NATOJOTMUYECKUX MPOLECCOB B paHHUX MepHoaax oHTorenesa. Mx aericteus

IMPOCJICIKUBAIOTCA B TCUCHHC BCEH KM3HHU.
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LlenTp Hay4YyHOTro coTpyaHUYecTBa «IHTEpPaKTUB ILIIOC»

HecMoTpst Ha XOpouIyto U3y4eHHOCTh KIIMHUKU U [IUTOTEHETUKU XPOMOCOMHBIX
OoJie3Hel, X MaToreHes Jaxe B o0umx yeprax emie HesiceH. He pa3paboTana obias
CXeMa pa3BUTHS CIOKHBIX TATOJIOITMYECKUX MPOIIECCOB

C 1enbio BBISIBUTH IMHAMUKY POXKIAEMOCTH U 3a00JI€Ba€MOCTH JIETEH C XpOMO-
COMHOM nartojorueit Ha Tepputopur IleH3eHckoi 00JacT MbI POBEJIA AaHAIU3 POXK-
JaeMOCTH JIeTel ¢ XpoMOCOMHOM natosorueit B [lensenckoit oomactu B mepuoa ¢ 2001
no 2014 r.

Cpenu XpOMOCOMHBIX MAaTOJIOTUWA, Ha TeppuTopuu [leH3eHckoil obmacTu yacTo
BCcTpevaroTcs: cunapom Dasapiaca (14.8% ot Bcex maronoruit); cunapom Illeperes-
ckoro-TepHuepa (okoio 17% ot Bcex marosoruit); curapom Kialindenstepa (okosio
17% ot Bcex matosoruii; cunapom JlayHa (6oee 50% Bcex marosiorui).

Paccmotpum Cunnpom JlayHa kak HanboJsee 4acTo BCTPEYaeMyIO U MOKa3aTesb-
HYH XPOMOCOMHYIO ITaTOJIOTHIO.

MBI IpOaHAIM3UPOBAIN BCTPEYAEMOCTh JaHHOM MaTOJIOTUU Ha Tepputopuu Poc-

cuu (nuarpamma 1) u Ilenzenckoit obnactu (quarpamMmma 2).
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Puc. 1. lnarpamma 1. PactipoctpanéHHOCTh 3a00ieBaHus Ha Tepputopun PO

o pqaaaeiM BO3 3a 2005-2014rozasr (B % Ha 1000 yenoBek)

OkcneptHas opranuzaius IMGCI «International monitoring group of chromo-
some illness. Dublin’s Department» BbIACNSET CIEIYIOIINE BO3MOKHBIC IIPUYHHBI PO-
CTa CJIy4aeB BBISIBIICHUS cuHApoMa JlayHa:

— OTpuHAaTCIIbHAsA aHTPOIIOIrCHHAsA AMHAMHUKa AKOJOTUYECKOU HaIrpaBJICHHOCTH,
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— HaJIMYUE HEMIPOYKTUBHBIX, YCTAPEBIIUX U MaI0A((HEKTUBHBIX METOJIOB JI0 PO-
JOBBIX MAHHITYJISIIUHN (CKDHHHUHT, MEIUKO-TEHETHYECKIE KOHCYIIBTAIINN);

— cnaboe pa3BUTHE UHCTUTYTOB peasin3aluu HHGOPMAIMU CPeId HACEICHMUS;

— HEJIOCTATOYHBIE M KOHTPIPOIYKTUBHOE (MHAHCHUPOBAHUE BO3MOXKHBIX MEp-
CHEKTUBHBIX METOJIOB JICUCHHUS] U MPOPUIAKTUKH CO CTOPOHBI TOCY/IapCTBEHHBIX
CTPYKTYP M YaCTHBIX HHBECTOPOB.

AHanu3 pe3ysbTaToB PACIPOCTPAHEHHSI aHHON XPOMOCOMHOM ATOJIOTHH Ha Tep-
putopuu IleH3eHckoil 06acTu yka3biBaeT Ha 00jiee BHICOKMN MPOIEHT BCTpeUaeMo-
CTH, B CPaBHEHHUU C pacnpocTpaHeHueM B 1enom no Poccuu. [Ipu sTom Habmonaercs

CKa‘{KOO6pa3HOC YBCIMYCHUC ITPOLICHTA 3a00JICBaHUS.
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Puc. 1. lnarpamma 2 PacnipocTpan€HHOCTB 3a00JI€BaHUSI HA TEPPUTOPUHN
ITen3eHckoit 06J1aCTH 1O JAHHBIM MEJIUKO-TCHETHYCCKONM KOHCYJIbTAIIN

npu [TOJIKB um. H.®. ®unarora 3a 2001-2014roasr (B % na 1000 venosek)

Cpenu BO3MOXKHBIX MPUYUH CKauKooOpa3Horo pocrta ciydaeB Cunapoma JlayHna
B [leH3eHckoi 00J1aCTH BBIICIUM CIIEAYIOIINE:

— COBPEMEHHBIE METObl PAHHEN NTUArHOCTHUKY IIJIATHBIE U JOCTATOYHO JOPOTHE;

— otcyTcTBUE B [IeH3eHCKOi 001acTH COBPEMEHHBIX MaJIOMHBA3UBHBIX METO/I0B
JMArHOCTHKYU M UCCIICAOBaHUS (JJOCTYITHBI TOJIBKO B (DeJepabHbIX IICHTPAX);

— HEJIOBEpHUE MAalMEHTOB K pe3yibTaTaM OOBEKTHUBHBIX MCCIIECIOBAHUMU, B CIE-

CTBHH HCOCBCAOMJICHHOCTH B 3JICMCHTAPHBIX 'CHCTUICCKUX 3aKOHOMCPHOCTAX
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— OJIHOM W3 MPUYHH, MIPEIIOIIOKHUTEIBHO SIBIACTCA, (GDYHKIIMOHHUPOBAHKE 3aBO/IA
M0 YTUIU3AIMU XUMHUYIECKOTO OpY)KHE, YTO MPOBOIUPYET MyTareHHbIC U3MCHEHUS Y
KCHIIH JETOPOIHOTO Bo3pacTa (ckaukooopas3Heiid pocT B 2010 u 2012 romax).

OTMETHM TaKk € KPUTEPUH, CTUMYIUPYIOUIUE BEPOATHOCTH TOSBIICHUS CHH-
apoma:

— OIM3KOPOACTBEHHBIE OpaKy;

— BEpPOSITHOCTh POXKIICHUS JeTel ¢ CHHIpOMOM JlayHa BO3pacTaeT ¢ BO3pacToM
Mmatepu (rocie 35 JieT) ¥ B MEHBIIICH Mepe ¢ BO3PacTOM OTIIA;

— JIJIS 5KSHIIMH B BO3pacTe 710 25 JIET BEPOSITHOCTh POKIEHUSI OOJLHOTO peOeHKa
paBna 1/1400, no 30 — 1/1000, B 35 et puck Bo3pactaet 10 1/350, B 42 rona — 1o 1/60,
aB49 ner — no 1/12.

BepositHoCcTh poskiieHus pedeHka ¢ cuHApoMoM JlayHa CHUIIBHO 3aBUCHUT OT BO3-
pacrta 0a0yIIKy 10 MaTepUHCKOM TMHUU. YeM ctapiiie oHa OblIa, KOrja poXasa J04b,
TEM BBIIIE BEPOATHOCTh POXIEHUA OONBHBIX BHYKOB (manHble Malini S.S.,
Ramachandra N.B. Influence of advanced age of maternal grandmothers on Down
syndrome// BMC Medical Genetics. 2006, 7:4.) [4].

Tem He MeHee, TOCKOJIbKY MOJIO/bIE JKEHIIUHBI B IIEJIOM POXKAIOT TOpas3zo
Oonpuie aeteil, 60abMHCTBO (80%) Bcex O0NbHBIX CHHApPOMOM JlayHa B neHCTBH-

TCIBbHOCTH POXKACHBI MOJIOABIMHU KCHIIMHAMHU B BO3PACTC A0 30 ner.
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