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B nocneonue oecamunemusn 6o ecem mupe
ommeueHa meHOeHUUus K HeyKJ10HHOMY

pocmty pacnpocmpaneHHOCmU HAC1e0CMEEHHbBIX
Don1e3nell u 8pO0IHCOCHHBIX AHOMAIUU CPeouU
HaceneHus




® [ [0 nanaeiM BO3, HaciaencTBeHHBIE 00JIC3HU U
BPOKJICHHBIC IIOPOKHU PA3BUTHUI PETUCTPUPYIOTCS Y
5,5% HOBOPOKIECHHBIX

®» 1,5% BIIP 00yci0BJI€HBI J€HCTBHEM
HEO0JIarompUATHBIX SK30T€HHBIX (DAKTOPOB BO
BpeMsl OEpPEMEHHOCTH, OCTaJIbHbIC UMEIOT
IPEUMYIIIECTBEHHO 2eHEeMUUeCKyo RPpUpooy




®» Oxoy0 40-50% panHen MiIaJIeHYESCKON (IEpUHATATIBHOM)
CMEPTHOCTH ¥ MHBAIUAHOCTH C ICTCTBA, TAKXKE

00y CJIOBJICHBI HACJIEICTBEHHBIMU (DAKTOpAMM

® [ [pumepHO 30% KOEK B JETCKUX CTAIIMOHAPAX 3AHSTHI
JNIETbMH C HACJIECACTBCHHOM NATOJOTUEH, HA UX JICYCHUE
TOCYJIapCTBO BBIHYKJICHO PacX0Jd0BaTh OTPOMHBIE CPEACTBA




TpeBoxxHas geMorpadudeckas
CTAaTUCTHKA BPOXKACHHBIX U HACJICICTBCHHBIX

3a00JICBAaHUH YCYTI'yOJISI€TCSI IPOTrHO3UPYEMbIM
BILUIOTH 10 2020 roga nageHuemM
POXIa€MOCTH B CTPaHE
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YKpauHa JUIUpyeT N0 YPOBHAM MJIAJICHYCCKOU
cmMepTHocTH B EBpone — OHUCE®

® [Joka3aresnu CMEPTHOCTH MJIAJICHIIEB 3HAUNUTEIBHO BHIIIE, YEM B
ctpanax EBporeiickoro Coro3a: 2378 ciayyaeB CMEPTU MIIAJICHIIEB B
IEepBbIE 28 THEN KW3HU B Y KpauHE, B TO BpeMs Kak B [losbie —
1122, B Pymbiauu — 1047, B 'epmanun — 1449 cny4aen

BpO)KIleHHbIe A HACJICACTBCHHDIC 3a001eBaHUSA 3aHUMAIOT

BTOpPOE MECTO B CTPYKTYpP€ NMPUYUH CMEPTHOCTH,
HE3HAYHUTEJIbHAS YaCTh MATOJOTHMH BBISIBJISETCS MPEHATAJIbHO




COBEPIICHCTBOBAHHUE
METOAOB aHTCHATAJIbHOM JUArHOCTUKH, CKPHHUHT
OCpEMEHHBIX HA HATWYHME BPOKACHHON NAaTOJIOT U1
1014, BHEIPEHUE

COBPCMCHHBIX IICPUHATAJIBbHBIX TECXHOJIOTUU
IIPU3HAHBI OJHHUMH W3 I''IABHBIX

pe3epBOB CHUKEHUSA
MEePUHATAJIbHOU CMEPTHOCTH




[MPpOoOUAAKTUKA BPOXKAEHHOU U
HOCAGACTBEHHOU NATOAOIUM

» [[epBuuHasi — NpoQUIAKTHKA JI0 OIJI0J0TBOPEHUS IS
psiaa 3a00JI€BaHUI

®» BropuuyHas — npeHaTajabHas JUArHOCTHUKA

®» TpernuHasi — Ipo(PHUIAKTHUKA OCIOKHEHUM ¢ MOMOIIBIO
MEJIMKAMEHTO3HOU HJIM XUPYPIrUuueCKOU KOPPEKIIUU




® L0JIbIIMHCTBO OEPEMEHHOCTEM
He3aIJIAHUPOBAHDI

® [ [po¢unaktuka BIIP He
ONTHMAJIbHA

®» OTCYyTCTBYET eqMHAasA
rocyaapcrBeHHasi KOHIENMIUs

KOMILJICKCHOU NMPEHATAJIbHOM
TMATHOCTUKH (B3aMOCBS3b
OTAEJIbHBIX 3TAlIOB CKPUHUTOBBIX
HCCIIENOBAHNUM, IIPEEMCTBEHHOCTD
B pabOTE Bpaye)




C MeIUKO-OpraHu3allMOHHON TOYKHM 3PEHHUS PEIIaroIas pojib B
KOMILIEKCE MEPONPUATUN TT0 MPOPUIAKTUKE U MPETYIPEKTCHAIO
HACJIEJICTBEHHON U BPOXKJIECHHOU MATOJIOTUY ITPUHAIEKUT
NPEHATAJIBHON TUATHOCTHUKE,

MTO3BOJIAIOIEH TPEAOTBPATUTH POXKIECHUE JETEU C
TSKEJIBIMU, HEKOPPUTUPYEMBIMU TTOPOKAMU PA3ZBUTHS,C COLIAATIBHO
3HAYUMBIMHA U CMEPTEIbHBIMU T€HHBIMU U XPOMOCOMHBIMH OOJIE3HSIMHU




KoHumenuus KOMILUIEKCHOU NMPEHATAJIbLHOU
TUATHOCTUKH

[TonyAspumsaums MeankKo-

CBEAEHMM O LLEASX U reHeTnieckoe Y ABTPQ3BYKOBOM U
BO3MOXXHOCTSX KOHCYABTNOOBAHNE OUOXMMUMYECKMM
I‘IpeHc:ch:I/\bHOIZ [eHeaAOTNYEeC KN CKPMHWNHTA

ANATHOCTUKHU AHAOAM3

MHJOOPMUNPOBAHHOE

peLleHne ceMbm
OnpeaeAeHme

MPOrHO3a MOTOMCTBA BbIOOP TAKTHKM
BEAESHMS

bepeMeHHOCTU




OBOAIOLUUA TEXHUKMH

1972 roa 2017 roa

Puc. 8. A. Kratochwil npoeoput ¥Y3W B A-pemxume




= [Ipukaz MO3 Ne 644 «1Ipo yTBEpKI€HUE IPUMEPHOTO
epeyHs 3a00JI€BAHUM U COCTOSIHUM, IO KOTOPBIM
OKa3bIBACTCA MeAUIIMHCKasA rmoMoIs Ha 11l ypoBHE»

» [Ipuka3 /lemapramenra Ne774 ot 12.07.2013
«IIpo BrIOJIHEHME pELICHUA KOJUIETHH JlemmapramenTa
O3 ta K 001aepxaaMUHACTPALIUI




CoBpemMeHHas KOHUenuMa opraHn3aumm npeHaTtanbHOun
nomowin B BUHHMUKon obnactu (2013 ron)

Ha yupexaeHue Ill ypoBHSA
(LULMC) BOo3mnoxeHbl Y3 -
AWarHoCTUKa 2 TpumMmecTpa
OepeMeHHOoCTH,
KoopAUHUpYoLue
¢dyHKUMK pacyeTa pUcka,
oTOOp OepeMeHHbIX Ansa
npoBeaeHUss UHBa3UBHOM
ANarHOCTUKMU
Bepudukauusa
npeHaTanbHOro anarHo3sa
TpebyeT
cneuuanuanpoBaHHbIX,
yrriyoreHHbIX
reHeTU4YeCKux
uccriegoBaHuu

YupexaeHus |l ypoBHA
LIPB «KycToBble LeHTpPbI»
npoBOAAT
CKpUHMpYoLwue
popopoBble Y3NU 1
pumecTpa
GepemMeHHOCTH, 3abop




IlpeHaTaabHasA JUCHAHCEPU3AIUASA

I'pynnbl 1J1010B B 3aBUCHMOCTH OT BbISIBJIEHHOM NNATOJIOIMH:

1.I1moab1 ¢ BpOKICHHOM W HACJICICTBEHHOM IIATOJIOTUEN, KOTOPAs
HECOBMECTUMA C KU3HEU — JieTAJbHbLIE AaHOMAJUU

2. I1noawl ¢ maTooruen, KOTopasi He NOJIC)KUT KOPPEKIMHU, IIPUBOIUT
K TpyObIM HAPYLIEHHSIM YMCTBEHHOI'0 M ICUXUYECKOI0 Pa3BUTHS,
TAMXKEJI0H MHBAJUIHOCTH

3.1L1oap! mpeHaTajJdbHOM IUCIAHCEPHOM IPYIIIBIC MATOJIOTHUEN |,
KOTOpPAas NOJICKUT KOPPEKIIMU — BUTAJIbHbIE AHOMAJIAH




Bumanvnvie anomanuu noonesxcam
NpeHamabHOl OUCnancepu3auuu




IlpeHaTajIbHAA TUCIAHCEPU3AIHUA

Cucmema, Komopas eéKjiouaem @ cedsa Meponpusamusl,
HanpaeieHHble HA NEPUHAMAIbHYI0 OXPAHY N100a4 U
npoQuUIAGKMUKY NEPUHAMATbHBIX NOBPEHCOCHU




IlpeHaTaabHasA JUCHAHCEPU3AIUASA

Cyovekm oucnancepuzayuu — njioo




IlpeHaTajIbHAA TUCIAHCEPU3AIHUA

B Y CTAaHOBJICHUE MIEPUHATAIIBHOI'O IMArHO3a
® [[porpaMMUpOBaHHOE KOMIIJICKCHOE HAOIIOCHUE 3a TIJI0I0M

®» LepexHoe pogopa3pelicHue

® [lHTeHCHUBHAsA Tepanus
B VX0 32 HOBOPOXICHHBIM

® HaOroeHHe 3a IETbMU NEPBOTO TOAA KU3HU




MyJabTHANCHUIIIMHAPHBIA IMOAXO0/1 B
IPEHATAJIBLHOU JUCIIAHCEPU3 AU

® | [peHaTaabHOE U paHHEE OCTHATAJIbHOE KOHCYJIbTUPOBAHUE
KapA1o0JI0rOM, KAPpANOXHUPYPIOM, XUPYPIoOM, HEBPOJIOTOM,
YPOJIOTOM, T€HETHKOM

® [ [poBeicHYE MHBA3MBHON TUATHOCTUKH [IPU HATTUYAU
XpPOMOCOMHO acconupoBaHHbiX BIIP;

®» KoHcynbTUpoBaHue Ha 1V ypoBHe

® Br100p MECTa ¥ BHJIa POJAOPA3PEIICHUS B 3aBUCUMOCTH OT
IIPEHATAILHOU aHOMAJIUH




MyJabTHANCHUIIIMHAPHBIA IMOAXO0/1 B
IPEHATAJHLHOU JUCIIAHCEPU3AINNHA NPHU:

® BpoXJICHHBIX IIOPOKaAX CepaLa

®» BpoxacHHbIX nopokax [THC

®» BpoxxaeHHbIX mopokax KKT

® BpOoKICHHBIX TOPOKAX MOYEBBIJICIIUTEIILHOU CUCTEMBI

B XPOMOCOMHBIX AaHOMAJIUAX




Haka3 MiHICTpa OXOpOHU 3A0pPOB’S
Ykpainu 01.10.2012 Ne 764

KAIHIYHUU NPOTOKOA 3 AKYLLEepPCbKOI

AOMOMOTU

((BeAeHHS BAriTHOCTI TA NOAOrIB Y
BAriTHUX i3 NPEeHATAAbBHO
BCTAHOBAEHUMMU BPOAXKEHUMM
BAOACOMMU CepLs MAOCAQ)




BpoAXEHHbIe MOPOKU CEPALLA —
OTHOCHTCSH K KOTETOPUMM HAMboAeE
4YACTbIX MOPOKOB PA3BMTUA, YACTOTA OT
/ AO 9 cayqaeB HO 1000 aeten,
DOXAEHHbIX XUBbIMK, B KOTOPbIX MOYTU
TPETb COCTABAAIOT KPUTUHECKUE

NOPOKU pas3l




N.B!

Bce nAaHoBble Y3U npoBOAATCSH C
OCMOTPOM:

® YeThIDEXKAMEPHOIO CPE3d CcepaLd
MAOAQ

® CpEe30 BbIXOAHBIX TOAKTOB MPABOIO M
AEBOrO XXEAYAOYKOB

® Ccpe3qa Yyepes oM COCYAd




NB .’ bepeMeHHbIEe TPYNIBI BHICOKOI0 PUCKA HAJINYMSA
BIIP CCCy mioaa

HarpaBsoTca B IUIIC ajs moaTBep:KaAeHUA ANATHO3a

U

IOCJICAYIOIICC KOHCYJIIbTHPOBAHHUC

LleHTpe aAeTckomn KapIHOXHPYPrull U HAFe




Cpoxku npoBeaenust Y3U

®» 11 nen.+1 nenb — 13 Hen.+6 queu (LIPH)

\

» 18-21 nemeas (L{IIC, LleaTp nerckoun
Kapauoxupypruu, ITAI)

» 34-35 nenean (LIIC, LlenTp nerckon
KapIMOXUPYPIUH )




Ilepeaik BBC He cyMICHMX i3 )KUTTAM PEKOMEHI0BAHUX 10
NepepyuBaHHA BAriTHOCTI Y TePMiHi 10 22 THKHIB BariTHOCTI

CuHapoM rinoriasii JJiBUX BIJJIUIB CEPIIS.
€IMHUN ITYHOYOK 3a IIPaBUM TUIIOM a00 B CKJIa/Il T€TEPOTAKCUYHOTO CUHAPOMY.

Kputnunauii aopTanbHHUil CTEHO3 3 BUPAKEHOIO CUCTOJIIYHOIO TUC(PYHKIIEO JIBOTO IUTYHOYKA 1 O3HAKAMHU
(d10poenacTosy.

ATpesig JereHeBoi apTepii 3  1HTaKTHOIO MDKIIUTYHOYKOBOIO MIEPETOPOIKOIO MPU HASIBHOCTI
KOPOHAPHO-IITYHOUYKOBUX (DICTYJI.

Afrpesist JereHeBoi apTepii 3 Ae(heKTOM MIKIUTYHOUYKOBOI IEPETOPOJIKHU ITPU HASIBHOCT1 BEJIUKUX a0PTO-
€reHEeBUX KOJaTepaJbHUX apTepiil (0co0JnBO Tpu Mi103pi HA cu"ApoM Jli-JKop k).

Anomaiis EOmireitHa abo auciuiasis TPUCTYJIKOBOIO KJlanaHa 3 BUPAXKEHOI TPUCTYIKOBOIO HEJOCTATHICTIO.
[ToBHUI EpepUB JyTU A0OPTH TIpH 11103p1 HA cuHApoM Jli-JIxopaxki
3araibHUM apTepialibHUN CTOBOYP 3 BUPAKEHOIO AUCHYHKIIIEIO 3arajlbHOTO apTepialbHOTO KilanaHa.

[ToenHaHHs ckiIaaHOI Baau cepiid (TeTpana daio, 3arajibHUNM apTeplajibHUM CTOBOYp, IIOBHA aTpio-
BEHTPUKYJIIpHA KOMYHIKAIis, MOABIMHE BIIXOKEHHS MariCTpaJIbHUX CYyJWH B1J IPABOr0 IMUTYHOUYKA) 3
XPOMOCOMHOIO natoJjoriero (cuaapom layna, cunapom Easapica, cunaapom Ilartay, cunapom Ji-/[Kopaki).




KoHcynsTaTUBHO-
JIMarHOCTUYECKUE
YUPEXKICHUS

IV ypoBHs

OIIb obnacTHOrO
O6nactHast AYANT IICPUHATAILHOTO

JOETCKAsi OOIbHULA pPaboThI IlenTpa

nepHHGTGAbeIe
KOHCUAWNY MBI




10.

PeecTpbl reHETU4ECKOU NATOAOIMUU

BpoxaeHHbIE TOPOKU Pa3BUTHUA
nioaa

Pannss peTtanbHas CMEPTHOCTD

[To3ausis deranbHass CMEPTHOCTD

becruioaueiit 6pak

Jletn, ymepmiue Ha | romy Ku3HH

[Lnoapl >nuMuHUpPOBaHHBIE MO Y 3]]

XPOMOCOMHAsI U HACJICICTBEHHAS
naTojIorus y aerei 10 14 ner

PetunoOmacToma
Hedpobaacroma

Oco0bl ¢ MOBBIIIEHHBIM YPOBHEM
AUM(OLUTOB ¢ ab0eparusIMu
XpOMOCOM
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PeecTp BPOXAEHHbIX MOPOKOB
PA3BUTUA:

Beaetcqd Ha ocHoBe NoAQ4m B LLINC yBeAOMAEHMIM HO HOBOPOXAEHHbIX C BPOXAEHHbIAMM
NOPOKAMM PA3BUTUI MAM XPOMOCOMHOM MATOAOTUEM

Ka>XAQS CEMbS, B KOTOPOU POAUACH PEDEHOK, MOAYYAET BbI30B AAY MPOBEAEHUA B YCAOBMAX
LLINC peTtpoCnekTMBHOIO MEAMKO-TEHETUHECKOTO OOCAEAOBAHMS

B cAy4yge cmeptr — BEPUAPUKALLUS NMYTEM NMATOAOTOAHATOMMYECKOTO MCCAEAOBAHMS

AN ONPEAEAEHMNI CPOKA, METOAC POAOPA3PELLEHMS, MOCTHATAABHOM KOPPEKLUMU
MNOOOKA — AHTEHATAAbHbIE U MOCTHATAAbHbLIE KOHCUAMYMbI C KOHCYABTUPOOBAHME
ALUMEHTOB HA |V ypOBHE




BpoXAeHHbIe NOPOKU PA3BUTUSA NMAOAQ
(AMHamuka 2013-2017 roaoB)
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Bcero B[P  m[lpepeaHHbie Bl1P MNpoaoHrMpyemeie BIP




AHOAU3 CTPYKTYPbI NpepBAHHbIX BIP




MPT rpyaHou moJoCcTa mioga: moKa3aHus

Kucro3Hbie U3MEHEHHUs: KUCTO3HBIN aJ€HOMATO3,
nradparMaibHas rpblka C BEINAJICHUEM KUIIICYHUKA,
OpPOHXOI'€HHBIEC KUCThI, TUM(AHTUOMBI, TEPATOMBI

CosuaHble 00pa3oBaHUA: JISTOYHAS CEKBECTPALUS
Mopddosorus guapparmMsl

Mopdoiorus rpyTHON CTEHKHU: TUIIOTLIA3UA
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Tepeza Buktopuda, MD, PhD, 3HH M. O3
MeAUUMHCKUK Hayk, CaHgpa Ceilo Kpame

Tepesa Buktopua, MD, PhD, 9HH M. [KoHCOH, AOKT:
MeAWLUWHCKUX Hayk, CaHgpa Colo Kpamep, AoKTOp Mef

Tepesa Buktopusa, MD, PhD, 3HH M. oHcoH, gokTop MeauynHel, HaHen Chauvin, gokTop
MeAVMLWHCKUX Hayk, Cangpa Colo Kpamep, goktop MeaWyUMHCKUX Hayk U MoHuka Epelman, MD,

AaaTAcrEaa Fe e uiaiia Buananasanc Adaas



U3mepenune npu MPT miaoga:
NPeANOAOXUTEAbHbIN NMPOLLEHT 0ObemMa
ATKOro

[IpeAnoa0KUTeNIbHBIN IIPOLIEHT 00bEeMa JIETKOTO

PPLV = O0Bwem jerkux LV / oxxumaembit 00beM jierkux ELV

PPLV wmenbine 15% ‘ 40% BBIKMBAEMOCThH

PPLYV 6oabuie 40% ‘ 100% BBIKUBAEMOCTH
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BepeMeHHOCTL — 22
Hegenu

SHTEPOIrEHHAA
KUCTA.
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Tepesa Buktopua, MD, PhD, 3HH M. [JXoHCOH, AOKTOP Meauyut
MeAULNHCKMX Hayk, CaHgpa Ceto Kpamep, AOKTOp MeAWLMHCKUK F
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lMcuxoaorm4yeckoe KOHCYAbTUPOBAHHUE

Ha smanax:

Hpunamua peuwienun

» [Ipepvieanus 6epemennocmu
» AnmenamanbHou 2uodeiu

» JlocmuamanbHom nepuooe




XOAOIrnM4eckKoe

' HCYAbTMpOBdHMe






YUTto6b1 IOUNTU o uenn,

Hano, npexge scero, VAT 11!
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