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[uaesHocmuka epox0eHHbIX U HacriedcmeeHHbIX 3abonesaHull Ha paHHUX 3marax OHMmMo2eHe3a U 803MOXHOCMb OKa3aHUs C8oe-
8peMeHHOU crieyuanu3uposaHHoU MoMouwU 0emsm S6/SOMCS 8aXHbIM yCII08UEM YMEHbLWEHUST 2EHeMUYECKO20 epy3a 8 rnonynsayuu
U CHUXeHus1 demckol uHeanudHocmu u MriadeH4Yeckol cMepmHocmu. B cmambe npedcmaeneHsbl cmamucmuyeckue 0aHHble, om-
paxarouwue MHO202paHHYH KoriekmusHyro pabomy e Kuposckol obriacmu no rnpogunakmuke u duazgHocmuke 0aHHOU ramooauu.

KntoueBble crnoBa: 8pox0eHHble U HacredcmeeHHble 6onesHu, 0emu, npogunakmuka, duagHocmuka, MeduKo-eeHemuyeckas

cny)K6a, mnadeH4yeckasi CMepmHocme.

Genetic burden in the structure of infant mortality:
assessment, dynamics and prospects
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Diagnosis of congenital and hereditary diseases in the early stages of ontogeny and providing timely specialized care for children is
the important condition for reducing the genetic burden in the population and reduction of child disability and infant mortality. The article

gives statistical data reflecting the comprehensive collective work in

the Kirov region for the prevention and diagnosis of the disease.
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Moa reHeTUYecKMM rpy3oM Monynsaumm MoHMMaKT-
CSl yacToTa M pacnpoCTpPaHEHHOCTb Cpean HacesneHus
HacneaCTBEHHbIX U BPOXAEHHbIX XPOHMYeCcKnx 6ones-
Hel. BennunHa reHeTMYeckoro rpysa nonynsaumm n ero
CTPYKTypa 3aBUCSAT OT 3THMYECKOW MPUHAANEXHOCTH,
MPUPOAHO-KIMMATUYECKNX YCITIOBUM, 3KOSIOTMYECKOM
aTtMocdepbl pernoHa. Kpome TOoro, oHa onpegenser-
CSl BO3MOXHOCTSIMU AMArHOCTUKWU HACNEeACTBEHHbIX W
BPOXAEHHbIX 60ne3Hen M KayecTBa CTAaTUCTUYECKMX
AAHHbIX 0 340pOBbEe AETCKOro HacesieHus.

HacnencrtBeHHass n BpOXAEHHAs MaToslorMs cocTtas-
NAET CyLeCTBEHHYI YacTb B obuwer 3aboneBaemMoCcTu
M CMepTHOCTM HaceneHusi, ocobeHHo petckoro. [Mo
AaHHbIM BO3, 0o 5% HOBOPOXAEHHbIX MMEIT Hacnea-
CTBEHHbIE HapYLUEHWUS, YTO B 3HAUUTESIbHOW CTEMeHu
06BbSACHSIET BbICOKYIO MSIalEHYECKYHO N AETCKY0 CMepT-
HOCTb. Ha ponto mx npuumH npuxoantcs o 20-30%
npuynH MnageHdeckor n o 30% [eTCKOW CMepTHO-
cTW. BonbHble ¢ AAHHOW naTofiorMein 3aHuMMarT Ao 35-
40% koek B MHoronpodunbHbiX 6onbHMuax [1-5].

C uenbto BbisIB/IEHUS, NPOMUNAKTUKN N NIeYeHns Ha-
CNeACTBEHHbIX U BPOXAEHHbIX 6onesHel ¢ 1995 roga
Ha 6a3e KnpoBckoi 06n1acTHOM AETCKOW KIIMHUYECKOM
60nbHULUbI CO34aHa MeauKOo-reHeTudyeckass cnyxba,

koTopas B 2005 rogy peopraHvsoBaHa B MeauKO-
reHeTUYeCcKyl KOHCY/bTauuio. 3a 3TO BpeMs npoBe-
AeHa 6onblwasa paboTta No npeaynpexaeHuio n paHHeMy
BbISIBNIEHUIO HACNEeACTBEHHbIX M BPOXAEHHbIX 3aboneBa-
HUI Yy AeTel M 3TO HaWJ/Oo OTpaKeHMe B ANHAMUKe Mo-
KasaTesnien CMepTHOCTU. Tak, nokasaTeNlb MageHYeCcKom
cMepTHOCTM 3a 10 net (2001-2011 rr.) no Kunposckor
obnactn cHusuncs c 16,8 pno 6,5%, T.e. B 2,6 pasa, npu
3TOM MoOKasaTenb paHHEeW HeoHaTa/lbHOM CMEPTHOCTU
CcHM3uNCA ewe bonee cyuwecrseHHo 3a 2001-2011 rr., ¢
7,8 po 2,3% — B 3,4 pasa. [Jons BpOXAEHHbIX MNOpo-
KOB pPa3BUTUSA U HacNeaCcTBEeHHbIX 60ne3Heln B CTPyKType
MlaleHYEeCKON M paHHel HeoHaTalbHOM CMepPTHOCTM CO-
ctaBnset ot 30 o 35%, 6e3 TeHAEHUNM K CHUXEHMUIO. 3a
nocnegHue 3 roga pabotbl HabnogaeTcs MHTeHcMbUKa-
LMsa ycunui Bcex cnyx6 B 3Tom HanpasneHun. C 2009 no
2011 roa KOAMYECTBO NaLMEHTOB, NOJYUYMBLUNX MeaANKO-
reHeTM4YeCcKoe KOHCY/IbTUPOBaHWE, COCTaB/ISIET OKO/0
5000 B roa, npu 3TOM A0NS KOHCY/IbTauMi No nNporHosy
notomctea — ot 85 a0 87% exerogHo, okono 13-15% —
KOHCY/IbTauMn C Lesblo YTOYHEHWS AnarHosa [6].

Mo paHHbIM Ha 31.12.2010, B perncrpe Brnepsble Bbl-
SIBNIeHHbIX Hac/eACcTBeHHbIX 3aboneBaHunii No KnposcKoi
obnactn cocrosno 1458 naumeHToB, Ha 31.12.2012 wmx
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Ta6auua 1.
Yucno 60nbHbIX, HanpaBJ/IeHHbIX B FTEHETUYECKYI KOHCYJ/ibTaLuio
2010r. 2011 r. 2012 .
Bcero Briepsblie BbigBrieHHblEe HB 86 131 141
B T.4. reHHble 60ne3Hn 60 89 107
XPOMOCOMHble 601e3HM 26 42 34
Bcero B pernctpe HB Ha koHeu roaa 1458 1589 1730
Tabnuua 2.
CTpyKTypa npeHaTasibHO BbiIBJIEHHbIX aHOManui niaoaa
2010 r. 2011 r. 2012 r.
BMP LIHC 34 (19%) 41(20%) 33 (15%)
BMNC 17 (10%) 22 (11%) 45 (20%)
BIMP nouek 39 (22%) 51 (25%) 50 (22%)
MacTpowwusnc/omdbanouene 10 (6%) 11 (5%) 8 (4%)
BIMP XXKT 4 (2%) 7 (3%) 4 (2%)
MHO)KeCTBeHHbFI)ea3BBpM0T)E€I|.eHHbIe NMOPOKM 22 (12%) 27 (13%) 25 (11%)
PacwennHa rybbi/Heba 3 (2%) 4 (2%) 8 (4%)
CkeneTHble gucnniasnm 20 (11%) 10 (5%) 10 (4%)
CunHapom [dayHa (Tpucomus 21) 11 9 11
CunHapoM DaBapaca (Tpucomus 18) 4 4 6
[MaTonormsa nosoBbIX XPOMOCOM 2 2 6
CuHapom MaTtay (Tpucomms 13) - 2 -
Tpunnongmsa 69, XXX - - 1
lMpouue, B T.u.: - 2 2
- CTPYKTYPHbI€ U3MEHEHUS ayTOCOUM - 1 2
- Tpucomms C - 1 -

ymcno Bbipocno o 1730 (poct Ha 18,7%) 3a c4yeT pac-
LUMPEHNST BO3MOXHOCTEN AMArHOCTMKK. Konnyectso po-
OMBLUMXCS 3@ 3TU 3 roAa BbIPOC/IO HE3HAYUTENbHO — C
15 808 0 16 907 HOBOPOXAEHHbIX B rof. B 3ToM nmeeT-
Cs1 3acnyra v negmaTpoB, 6051ee akTMBHO HanpaBNSoOLWNX
NnauneHToB Ha KoHcynbTauuto B MIK: yuncno HanpasneH-
Hbix B 2010 coctaBmno 520 yenosek, B 2012-1027 (pocTt
Ha 97,5%) — (tabn. 1).

B HacTosilee BpeMsi B CTPYKType perucrpa Hacnea-
CTBEHHbIX 60n1€3HeN nepBoe MecTo 3aHMMakT ayTOCOMHO-
OOMWHaAHTHbIE BPOXAEHHbIE COeANHUTENbHO-TKaHHbIE
avcnnasum (28%), Ha 2-M MecTe — peaKne MOHOIreHHbIe
CMHAPOMbI C pPa3HbIMKW TUMAMKN HacnegoBaHus (22%), Ha
3-M — XpoMocoMHas natonorusa (15%) n 6onbluas rpyn-
na HacneacTBeHHbIX 6one3Hert obMeHa BewecTs (9%).

C uenblo paHHEro BbIABAEHUS U NpeaynpexaeHus
pOXAEHUS AeTEN C AaHHOW naTtosiorner B Kuposckon 06-
NacTu NUCNONb3YOTCS COBPEMEHHbIE METOAbI NpeHaTasb-
HOM AMArHOCTMKM, BK/IOYaloWwme maccoBoe obcnenoBa-
HMe 6epeMeHHbIX Ha BPOXAEHHble MOPOKM pasBUTUSA U
XPOMOCOMHbIE HapyLUeHMSI Ha OCHOBE YJIbTPAa3BYKOBOIO

NEAWATPUS

WCCNefoBaHUS M OLEHKM MaTEePUHCKUX CbIBOPOTOYHbIX
MapKepoB, a TaKXe MpeHaTasbHO-UUTOreHeTUYECKYHo
AVArHOCTMKY XpOMOCOMHbIX 6onesHen (XB) B rpynnax
pucka. CnenctBueM SIBNSIETCA YyNydlleHWe BblsiBsie-
MOCTM HacneacTBeHHbiX 6onesHernt (HB) npeHaTanbHO
(Tabn. 2).

B cTpykType npeHaTasibHO BbISIBIEHHbIX BPOXAEH-
HbIX MOPOKOB pa3BuTUs nnoda B TedeHue 2009-2011
rr. Ha 1-m mecte — BIP nouek: 22-25-22%; Ha 2-M
mecte — BIMP UHC:19-20-15%; Ha 3-M MecTe — MHO-
XEeCTBEHHble BPOXAEeHHble NOpOoKKN nnoaa:12-13-11%.
Cpeaun npeHaTanbHO BbISIBIEHHbLIX XPOMOCOMHbIX aHO-
Manun exeroaHo NManpyeT cmHapom ayHa (45-65%).

PekomeHpaunm No TakTuUke BeAeHUs 6epeMeHHOCTH
npyv HanMyMn HapylweHun passuTusa nnoga dopMynm-
pYKOTCS MpeHaTasbHbIM KOHCUIMYMOM, BKOYaOLUM
Bpauyeln HeCKOJIbKMX CheumanbHOCTEN: AeTCKOro Xu-
pypra, Bpaya Y3, akywepa-rmHekosora, HeEOHaTon0-
ra, reHeTMKa, y3Kux cneumannctos no npodwunto. Mpu
3TOM OKOHYaTeNbHOe pelweHne o cyabbe 6epeMeHHOo-
CTW NpUHUMaET ceMbs. HekoTopble nokasatenun pabo-
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Ta6nuua 3.
MokasaTtenn pa6oTbl NpeHaTasbHOr0 KOHCU/IMYMa
2010 . 2011 r. 2012 r.
Bcero 180 217 235
Mo BMP 173 203 223
[To XpOMOCOMHbIM aHOMaNuUAM 7 13 11
Mo pucky HacneacTBeHHoM 6onesHu /gna- - 1 1
FHOCTMPOBAHHOMY HacneaCTBEHHOMY
3aboneBaHuto
Ha npepbiBaHne 6epeMeHHOCTH 117 114 112
OTKka3 oT npepbiBaHUSA 4 4 4
MponoHruposaHue 64 103 123

Tbl MpeHaTanbHOro KOHCUIMYMa 3a nocsegHue 3 roga
npeacraesieHbl B Tabn. 3.

Yuncno cemen, NoNy4YMBLLMX 3aKItoueHe NpeHaTasib-
HOro KOHcuinyMa, Bbipocsio B 4,2 pasa ¢ 56 B 2003
rogy o 235 8 2012 roay. CnegyeT OTMETUTbL POCT Mpo-
JIOHIMpPOBaHHbIX 6epeMeHHOCTeN, YTO CBSAI3aHO C pac-
LWNPEHNEM BO3MOXHOCTEN OnepaTMBHOM KOppeKLUU
psiAa BPOXAEHHbIX MOPOKOB B MOCTHaTasbHOM MNepuo-
ae. OTMevaeTca pocT 3dDDEKTUBHOCTU MpeHaTasbHOM
AVAarHocTukn; Tak, ¢ 2004 roga rnosHOCTbIO OTCYTCTBY-
0T Cllyvyan poXAaeHus aeTten ¢ aHsHuedanunemn, CHu-
3unacb 4Yactota gedekToB HeBpanbHoOW Tpybku B 3,3
pasa, anuMmnHuposaHo B 2012 roay 108 aHOManbHbIX
nnozos, 4to Ha 20% 6onblwe, yem B 2010 roay. 3a no-
cnegHve 3 roga 3HauUTENbHO pPacClIMPUINCE BO3MOX-
HOCTM 6unoxmmmyeckoro obcnegoBaHMs MaUWEHTOB,
no pesynbTaTaM 0b6cnenoBaHUs exerogHo ANarHoCTu-
pYHOTCS eAnHWUYHbIe crydan opdaHHbix 6onesHen u3
rpynnbl HacNeaCTBEHHbIX 6bonesHeln obMeHa BewecTs,
pacTeT 4YMCNOo MauMeHToB, MpoweaWwnx MONEeKysapHO-
reHeTUYecKyr amarHoctuky, 15-30% u3 Hux nonyda-
0T MONIEKYNAPHO-reHeTuYecKoe NoaTBEPXKAEHMNE.

C 2006 rpaa B Kuposckoi obnactm ocywecTBnseTcs
paclUMpeHHbIN HeoHaTaNbHbIN CKPUHUHI Ha 5 Hacnea-
CTBEHHbIX 3ab0n1eBaHU: (PEHUKETOHYPUIO, BPOXAEH-
HblA TMMOTUPEOD3, aApeHOreHnTanbHbIl CUHAPOM, MYy-
KOBMCLMA03, ranakTtosemuto. 3a 2012 rog obcnenosaH
16 091 pebeHok, BbisBNeHO 15 60/bHbIX. N3 HUX C
deHnnkeToHypuen — 2 pebeHka, BpOXAEHHbIM rMnNo-
TUpPeo3oM — 9, aApeHOoreHmTasbHbIM CUHAPOMOM — 2,
MyKOBMcUMao3omMm — 1, ranakrtosemumen — 1. Bcero B
Kuposckon obnactu Ha 01.12.2012 181 6onbHOM pe-
6eHOK, CTpadatolmnMin MOHOFreEHHbIMW 601e3HSMN, BKIKO-
UEHHbIMW B HEOHATAasIbHbIA CKPUHUHI. PaHHee BbisiBne-
HWE N Ha3HAYEeHWNe NeYeHns B AOKIIMHNYECKYIO CTaanto
NPUBOAMUT K YMEHbLUEHUIO UHBaANAM3aLMN N ynydlle-
HUIO COuManbHOW aganTaunu Takux geten. Maccosoe
obcnepoBaHne HOBOPOXAEHHbLIX Ha HAcCAeACTBEHHble
3aboneBaHMss MO3BONMIO OLEHUTb PaCnpOCTPaHEeH-

HOCTb 3Tux 6onesHen B Kuposckoi obnactu (dpeHun-
KeTOHypuss — 1:7276, BpPOXAEHHbIN TUMNOTUPEOD3 —
1:5008, agpeHoreHuTanbHbin CMHAPOM — 1:4419, My-
koBmcumaos — 1:10735, ranaktozemna — 1:37563),
4YTO COMOCTaBMMO C OBLLEPOCCUNCKUMU AAHHBIMMN.

Takum obpasoM, nmeromecs BO3MOXXHOCTU MeANKO-
reHeTnyeckorn nomowm B KupoBckoi obnactu nosso-
NAI0T B HacTosllee BpeMs OKasblBaTb peasibHOe Mo-
NOXUTeNbHOe BO34ENCTBME Ha COCTOsHWE 340pOBbS
aetel. COBpEMEHHbIMM YCNOBUSMU W3MEHEHUS He-
6naronpusaTHbIX MPOSIBJIEHUI B 340POBbE XEHLUMH W,
Kak crneactsne, GopMnMpoBaHnsa 340pOBOro NOTOMCTBA,
6yaywero 340pOBOro rMoKosiIeHUs, saBNAtoTCs addek-
TUBHbIE Mepbl MEAMKAMEHTO3HOM NEPUKOHLIENLNOHHOWN
npodunNakTUKK, HaunmHalowWencs ewe A0 3a4aTus, B
60NbWKVHCTBE Cly4yaeB CHWXXalWeEN puUcKk Gopmumpo-
BaHWA rpybbix donaT-3aBUCUMbIX AedeKToB nnoja, a
TakXXe COBPeMeHHble KOHLeNuMn MaccoBblX NpocenBa-
IOLWMX TecToB 6epeMeHHbIX 1 HOBOPOXAEHHbIX, MO3BO-
NAWMX Ha paHHUX 3Tanax okKas3aTb CBOEBPEMEHHYIO
MOMOLLb CEMbE C BbISIBIEHHON BPOXAEHHOM U Hacnea-
CTBEHHOM natonorven. CoBMeCTHble ycunus pabo-
Tbl BCEX CNYX6 MPUBOAAT K Y/yYLIEHUIO COLManbHOMN
ajantaumm, K npodunakTuke AETCKON WHBaJNAHOCTU
M CMEPTHOCTW.
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