OB30PbI JINTEPATYPbI

AKTya/m3anusi HanpasJieHui NPOPUIAKTUKH TeTCKOH HHBAJIMIHOCTH

Al Qucenko!, JI. Y. 3eaunckas?, P.H. Tepnreukas', U.B. Bunapckas’

TPrAY «HaumoHanbHbIn MegULIMHCKUIA UCCNIeA0BaTeNbCKU LIEHTP 300Pp0Bbsa AeTei» MuHsapasa Poccun, Mocksa, Poccus;
2PrAQY BO «Poccuiickinii HaumoHanbHbl MCCnenoBaTelbCkNin MeANUMHCKNIA yHBepcuTeT um. H.U. NMuporosa» MuH3gpasa
Poccun, MockBa, Poccus

Updating preventive measures of children disability

A.P. Fisenko'!, D.1. Zelinskaya?, R.N. Terleckaya’, 1.V. Vinyarskaya’

'National Medical Research Center for Children’s Health, Moscow, Russia;
2Pirogov Russian National Research Medical University, Moscow, Russia

IIpencragiieH 0030p JaAHHBIX CIENUAILHO JIUTEPATYPbI, KOTOPBIi 1aeT BO3MOKHOCTb IO-HOBOMY PACCMOTPETh HEKOTOPbIE BONPOCHI
NPOUIAKTHKM JETCKOW MHBAJIMIHOCTH NP peakux (ophanHbIX) 00JI€3HAX, YTO MO3BOJUT COBEPIIEHCTBOBATH OPraHU3alMOHHbIE
MeponpuATHs NPOPUIAKTHIECKON padoThl MO AaHHOMY HanpaBienuio. [IpodunakTuka AeTCKOi MHBAJMIAHOCTH PACCMATPUBAETCS
KaK cHCTeMa Mep MO0 OXpaHe 370POBbsi MaTepu U pedeHKa HAa BceM NMpoTsikeHHH netcrBa. Co3naHue cuCTeMbl paHHel npouiak-
THKU WHBAJMIHOCTH Y JeTeii M MOAAepkKKa ceMeil, BOCIUTHIBAIOMINX JeTeii-HHBAIMIOB U IeTeil ¢ OrpaHnYeHHbIMUA BO3MOKHOCTSMHU
310POBbS1, BXOAAT B UHCJIO OCHOBHBIX NIPUOPUTETOB rOCYIAPCTBEHHON cOMAIbHOI nouTHKU Poccuiickoit @enepanuu. U3n0xeHst
COBpeMEHHbIE TEXHOJIOTHH CHIDKEHHS TeHETHYECKOrO rPy3a B NOMYJISAIMH € TO3HIUH NPO(UIAKTHKA HACJIEICTBEHHBIX H BPOXKIEHHBIX
naroJiornii. O603HaYeHbI IPMOPUTETHBIE HANPABJIEHUS MPO(GUIAKTHKN MHBAJIMIAHOCTH NPU PEAKUX 3200J1€BAHUX Y JeTeil — BHe-
JpeHHe NPeHATAIbHOM M MpeJUMIUIAHTALMOHHOM IMATHOCTHKH; UCTI0Ib30BAHNE OPraHu3aluoHHO Mozieu «IIpeHarabHbIi KOHCH-
JIMym»; DoJiee IMPOKOe NMpoBeeHre CKPMHUHIOBBIX MCCJIEI0BAHMIA B LEJISIX BbISIBICHUS BPOXKIEHHBIX U HACJIEICTBEHHbIX 00.J1e3Heil
o0MeHa ¢ BKJII0YeHHeM HauboJiee pacpoCcTPaHeHHbIX HO300THYecKuX Gopm opdanHbIX 60sIe3Heil; MOMCK METOI0B NaTOreHeTHyYe-
CKO¥i Tepanuu; NMoBbILIeHHe 3HAHUI NeAUATPOB 00 Op(haHHBIX 32001eBAHUSAX.
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The article provides an overview of special literature, which gives an opportunity to redefine some issues of disability prevention in chil-
dren with rare (orphan) diseases, which will improve the organizational measures in this area. The prevention of children’s disability is
considered as a system of measures to protect the health of the mother and child throughout childhood. The early disability prevention
system in children and support for families raising children with disabilities remain among the main priorities of the State social policy
of the Russian Federation. The authors describe modern technologies for reducing the genetic burden in the population from the point
of view of preventing hereditary and congenital pathologies. They identify the priority areas of disability prevention in children with rare
(orphan) diseases, i.e. introduction of prenatal and preimplantation diagnostics; use of the Prenatal Consultation organizational model;
conducting a wider screening for congenital and hereditary metabolic diseases with the inclusion of the most common nosological forms
of rare (orphan) diseases; finding pathogenetic therapy methods; increasing the knowledge of pediatricians about rare (orphan) diseases.
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BHaCTOSHlIee BpeMsi npoduIakKTUKa WHBAJIUIHO-
CTU Yy JeTell MpencTaBisieTCsl KakK Iporpamma Mep
10 OXpaHe 370pOBbSl MaTepu M peOeHKa Ha MPOTSIKe-
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HUMW BCEro AETCTBA, B KOTOPOW OCHOBHOW yMoOp cre-
JlaH Ha (pakTopax, B HauOOJIbIIIE CTETIEHU BIUSIOIINX
Ha 300pOBbE KaXJIOro pedeHKa M JIeTCKOe HaceleHue
B neaoMm [1]. B HaumonanbHO# cTpaTernm OeUCTBUIA
B uHTepecax aeteit Ha 2012—2017 rT. 1 B mpoekTe «Jlecs-
TWJIETUE JETCTBa» ObLIM JaHbl OCHOBHbBIC HATpaBJIEHUSI
no mnpoduaakTiKe MHBAJIMIHOCTU y nereil B Poccuii-
ckoit Menepanuu. K HacTosieMy BpeMeHU TTPOU3OIILIH
3HAUMUTEJIbHBIE TIepEMEHbBI, Kacalollnecss HOpMaTUBHOTO
MPaBOBOTO COMPOBOXIEHUST OOJBbHBIX penkumu (opdaH-
HbIMU) 3a00sieBaHUSIMU. 3aKOHOJATENbHO ObUT 3aKper-
JIeH psin aeMHULNHI, ompeneeHbl ICTOUHUKU (DUHAH-
CUPOBaHMSI JIEKAPCTBEHHOTO OOECIIeYeHUsI, YIpoIleHa
npolienypa perucTpaluy COOTBETCTBYIOIIMX JieKap-
CTBEHHBIX TpernapaToB. BaskHbIM TipecTaBisieTcst yTBep-
xneHue «Ilepeunst u3 24 XMU3HEYTpOXAIOIINX U XPOHU-
YeCcKM TMPOTPECCUPYIOIINX peaKuX 3aboeBaHuit». [letu,
3aperucTpupoBaHHbie B MenepalbHOM perucTpe, «obec-
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MeYnBaroTCs 6a30BOI JIEKapCTBEHHOM Tepamnueii 3a cueT
(emepanbHOTO OIOMKETa», TIPU ITOM OIpeNeeH 00beM
U TIOPSIIOK OKa3aHUs MEAUIIMHCKOM TTOMOIIM TallleH-
TaM C peIKuMu 3aboneBaHusIMu |1, 2].

B 2020r. B Poccum wnHacuuteiBasioch 687,7 THIC.
nereli-uHBaNMMOOB B Bo3pacTte 0—17 JIeT, 4TO COCTaBMIIO
HeMHOTUM Oojiee 2% OT BCEro HOETCKOTO HaceleHUs.
B cTpykType mMpuuMH MHBAJIUIHOCTH Y JETei OOJe3HU,
BXOJsIIME B Kiacc «BpoxaeHHBIe aHOMaJIUKM pPa3BUTHST
(ropoku paszButusi), aedopMali U XPOMOCOMHBIE
HapyLIeHWsT» TTOCTOSTHHO HAXOASITCS Ha TPETheM MecCTe,
Ha UX JOJI0 Tpuxoautcs 6osee 16% cayuaes. 1o paH-
HBIM OTE€YEeCTBEHHBIX M 3apyOeKHBIX aBTOPOB, MHOTHE
penkue (opdaHHbIE) 3a00seBaHUsT OOYCIOBJIEHBI BpO-
SKIEHHBIMA aHOMAJIMSIMM M XPOMOCOMHBIMHM HapylIle-
Huswmu [2, 3]. Kpome Toro, psin Ho3o0rn4ecKux (opm,
00YCJTOBJIEHHBIX T€HETUYECKUMHU HapyIIeHUSIMU, KJlac-
CcUUUMPYIOTCS B IPYrux pyopukax ((heHUIKETOHYpUsI,
MYKOBHCIIUIO3, TaJaKTO3eMUU, MYKOITOJIMCAXapUa03bl,
6osie3nsb Tomre u ap.). HecMoTpst Ha OOIIMPHBIN CHIEKTP
MPUYMH, TTIPUBOASAIINX K BOSHUKHOBEHUIO 3a00JIeBaHMS,
1 MHOTOOOpa3ue KIMHUIECKHUX MPOSIBICHUH, XapaKTep-
HBIMM JUTSI MHOTMX W3 HUX CUMTAIOTCS (hOpMUpOBaHUE
WHBAJUIHOCTU U TIpEKAeBpeMeHHasI CMEPTHOCTS [2—4].

Ocoboe 3HaueHUe MpoOJeMbl IUATHOCTUKUA U Jieue-
HUST opdaHHBIX 3a00JieBaHUII WMMEIOT B TIeAMATPUM.
ITo nanHbiM EBpomeiickoro corsa opraHu3aiuii 60Jb-
HBIX PEIKMMU 3a00JIeBaHUSMU, IUATHOCTUKA PEIKUX
HacJIe[ICTBEHHBIX OoJie3Heil 6ojice yeM B 75% ciydaeB
MMPOUCXOIUT B paHHEM JETCKOM BO3pacTe, a TshKesast
WHBAJMIHOCTD C MPOTHO3UPYEMBIM TSKEJIBIM HCXOIOM
bopmupyetcst y 65% 3a601eBIIMX AeTell. YCTAHOBIIEHO,
910 35% GOJBHBIX AeTel YMUpPAIOT B Bo3pacTe 10 | roma
KU3HU, ToYTH 30% GOJBHBIX He JOKMBAIOT 10 5 JeT, 12%
nereil ymupator B Bo3pacte 5—15 ner [2, 5].

IlepBoe ymoMuHaHue 00 «opdaHHBIX» OOJE3HSIX
W JIeKapCTBEHHBIX TMpernapaTax OTHocuTcs K 1983 T,
korga B CIIA ObLT MPUHST 3aKOH, B KOTOPOM HMEJICS
repedyeHb okojio 1600 6onesneit 1 300 JeKapCTBEHHBIX
npernapaToB, OTHOCIIINUXCS K 3TOi Kareropuu [2, 6, 7].
B manHOM 3aKoHOZATETLHOM JOKYMEHTE OBbLTA TIpemd-
CTaBJIeHbI Ha3BaHUS PeIKUX O0JIe3HEN U MepedeHb «TbIOT
JUTST TIPOU3BOANTENIEH (hapMaKOJOTUIECKUX TTPEerapaToB,
MUIIEBBIX TTPOAYKTOB M MEAULIMHCKOM TEXHUKH, UCTIONb-
3yeMBbIX JJIsT JIeueHUsT OOJbHBIX op(aHHBIMU 3a00JIeBa-
HusMn» [8, 9].

OO6paraeTcsi BHUMaHWe Ha CYIIeCTBOBaHUE HEKOETO
«Tapaziokca peIKoCTh» — opdaHHble 0OJIe3HU OTINYa-
I0TCS HU3KOM paclpOoCTpaHEHHOCTBIO, OMHAKO oO0Iiee
YUCJIO TaKUX OOJIBHBIX BEJIUKO W TIOCTOSSHHO pacCTeT.
B HacTosIIee BpeMst B MUpPE 3aperMCTPUPOBAHO 110 8 ThIC.
penkux 0ojie3Hel, a Ha JOJI0 3a00JIeBIINX MPUXOIUTCS
6—8% ot Bcero HaceneHus [5].

B cBs13u ¢ Tem uto peakue (opdaHHbIe) 3a00eBaHUS
y IeTeil OTHOCSTCS K BPOKICHHBIM aHOMAJUSIM U XPO-
MOCOMHBIM HapyIIeHUSIM, 10 MHEHHIO psiia aBTOPOB,
«OITHUM W3 OCHOBHBIX HAaIlpaBJIeHUIN MNPOOUIaKTUKN
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pacmpocTpaHeHHOCTH JaHHOM MATOJOTUM JOJKHO OBITH
CHIXXEeHUE TaK Ha3bIBAaeMOTo OOIIero TeHEeTUYECKOTO
rpy3a B TOMYJISILIMU, KOTOPBIN TPOSIBISIETCST Oojiee yeM
y 5% wnacenenus. HemanoBaxXHO COCTAaBHOM YacThiO
BCeX MPOMPMIAKTUYECKUX MEPONPUITUIA TTPU ITOM CUH-
TaloTCs TpeHaTajdbHasg W TpeIUMIUIaHTallMOHHAs Tua-
THOCTMKA, TIO3BOJISTIONINE CHU3UTh PUCK POKIACHUS
pebeHKa ¢ HacllefCTBEeHHbIM 3abosneBaHueM» [10—12].
YcTaHoBIEHO, YTO TIPU PAIIMOHAIBHON JOTECTAI[MOH-
HOI1 TTONTOTOBKE BO3MOXKHO COKpAllleHWe YKCiia CIyJaeB
¢onaT3aBUCUMBIX BPOXKXIEHHBIX TOPOKOB pa3ButTus [13].

WMHBa3uBHbIE M HEWMHBAa3UBHBIE METOIBI MpEeHATATb-
HOW ITWArHOCTUKY WCITONB3YIOTCS B Halllel CTpaHe HaYu-
Hast ¢ 2000T. VYibTpa3ByKOBOE WUCCIIEIOBAaHUE TUIOAA
(HEeMHBa3UBHbBII METO/) JOJDKHO MTPOBOAUTHCS Ha 10—14,
20—24 u 30—34-i1 Henensix 6epeMEHHOCTH, YTOOBI BBISIB-
JIATh CTPYKTYpHBIE TIOBPEXICHUST Ha paHHUX O3Tarax
oHTOreHe3a (aH3HIedanrsl, MOJUIAKTWINS, XEHTOCXU-
3UC, BPOXJEHHbIE MOPOKM cepaua u T.A.). [lokazaHo,
YTO TTOCTOSTHHOE COBEPIIIEHCTBOBAHME arapaTHBIX MM~
LIMHCKUX TEXHOJIOTHI (IomTieporpaduu, IIBETOBOTO IO~
mieporpauIecKoro KapTUpOBaHUsI, TPEXMEPHOW 3XO-
rpacuu 1 KapauoTaxorpadrn) MOBBIIIAET pa3periatonylo
CITOCOOHOCTh  YJIBTPA3BYKOBOTO WCCIIEIOBAHUS M COOT-
BETCTBEHHO €r0 AMarHOCTUUYECKYIO TOYHOCTh 10 68—86%.
IpencraBisieTcss BaKHBIM, YTO JAHHBIA METOH MOMXKET
MPUMEHSTBCS ST CKPUHUHTOBBIX — MCCJICTOBAHUIA
B LIEJSX CHUKEHUS BBICOKOTO PHUCKA POXKICHUS OOJb-
Horo pedeHka. Bmecte ¢ TeM MHOTHME aBTOPHI OOpaIIaloT
BHUMaHUE Ha 3aBUCUMOCTh PE3YJILTATOB YJIBTPAa3BYKOBOTO
WCCIIEIOBAHNS TIJIONIA OT CYOBEKTUBHBIX U OOBEKTUBHBIX
(akTOpOB, B OCHOBHOM TE€XHUYECKHE OCOOEHHOCTU 000-
PYIOBaHUSI, TTOATOTOBIEHHOCTD CITELIMATUCTOB, TTOJIOXe-
HUeE TU10/1a ¥ 00BEeM OKOJIOTUIOAHBIX BO [ 14].

Cpeay HEMHBAa3WBHBIX METOMOB MpeHaTaIbHON Ara-
THOCTMKM KpaifHe BaXKHBIM CUUTAETCS OMOXUMMUYECKUIA
CKPUHMHT TIpU OEepeMEHHOCTU, KOTOPBIA TPOBOIUTCS
B nBa atana (10—13 u 17-20-ii Henenst) U MO3BOJSIET
OTpeeNisiTh B KPOBU MaTepu crietudpudeckue Oeaku —
CBIBOPOTOUHBIE MapKepbl XPOMOCOMHOW  TaTOJOTUU
miona. K mocnenHum otHocsATcs anbda-GheTornpoTerH,
P-gyacTriia XopMmoOHWYECKOTO TOHAJIOTPOIIMHA YeIOBeKa,
CBOOOIHBIN 3CTPUON M aCCOIMUPOBAHHBIN ¢ GepeMeH-
HOCTbIO IpoTenH A (pregnancy associated plasma protein,
PAPP-A) [15, 16]. Llenb 6MOXMMHUYECKOTO CKPUHUHTA
TakXe COCTOWT B BBISIBIEHUU OepeMEHHBIX C BBHICOKMM
PUCKOM POXIEHHUST pebeHKa C XPOMOCOMHBIMM aHO-
manusimu. CooO11aeTcsi 0 BBICOKOW JAMAarHOCTUYECKOM
WHOOPMATUBHOCTH  OMOXMMHUYECKOTO  CKPUHMHTA,
Ha COBpeMEHHOM 3Tarie gocturatomeii 75—80% [17].

K vHBa3MBHBIM MeTOIaM MpeHATATBHON JMarHOCTUKU
OTHOCSITCSI Ouoricusi BopcuH XopuoHa (B I Tpumectpe
6GepeMEHHOCTH), TIJTAlIEHTOLIEHTE3, KOPAOLIEHTEe3 M aMHHO-
neHre3 (Bo Il tpumectpe G6epemenHocTtH). [lTokazaHusimu
K TIPOBENEHUIO OTHX WCCICAOBAHUI CITyXKaT HaJIudue
OTKJIOHEHUI TP CKPUHUHTE BO BpEMsl HEWHBAa3WBHOM
MpeHaTaJlbHOM AWMAarHOCTWKM, a TakKe Ciydad Hacllell-
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Qucenko A.11. u coagm. AKTyamizaiys HAMPaBIeHUH TPOMUIAKTUKY IETCKOM NHBATHIHOCTH

CTBEHHOW W BPOXKIEHHOM TATOJIOTHH Y JIETei, TTOBTOPHBIX
CaMOITPOU3BOJIbHBIX a00PTOB 1 MEPTBOPOXKIEHUM B CEMbE.
‘YcraHOBJIEHO, YTO TaHHBIE METOMBI MCCIIEIOBaHUS «00JIa-
JIAIOT BBICOYAMIIIEH TMAarHOCTUYECKOW TOYHOCTBIO U TIPH-
MEHSIOTCS B Ka4eCTBe BepUMUIIMPYIOINX, TTOATBEPKIAIO-
IIMX METONOB B TTOCTAHOBKE IPEHATAJIbHOTO JIMarHo3a,
BBITIOJIHSIIOTCST B aMOYJIATOPHBIX YCJIOBUSIX C COOTIOIEHUEM
HOPM acenTUKUA W aHTUCENTUKH, He TPeOYIOT MpeMearKa-
MU 1 aHecte3uu» [18]. BakHbIM TIpenmylIiecTBoM O1o-
TICUM BOPCUH XOPMOHA MO CPAaBHEHUIO C APYTMMU METO-
JTaMY MHBA3WBHOM TTPEeHATATbHOM AMarHOCTUKY CYUTAETCS
BO3MOXKHOCTb €€ TIpoBefieHus1 B I TpumecTpe GepeMeHHO-
¢y, HaunHas ¢ 9,5 Hen [18].

Ilo nanHBIM odULIMANIBHON cTAaTUCTUKU, B Poccuii-
ckoii @eneparuu B 2013—2018 rn. oTMeuYeH BBLICOKMIA
(6onee 97%) oxBaT OepeMEHHBIX JKEHIIWH CKPUHWH-
TOBBIMM  YJIBTPa3BYKOBBIMU ~ MCCIIEAOBAaHUSIMU  TUTO/A
1 OMOXMMUYECKUM CKPWUHUHTOM. [Ipy 3TOM mOJS TUIO-
JIOB C BBISIBJIEHHBIMA BPOXICHHBIMU TTOPOKAMM pa3-
BUTHSI Oblla He Gosee 2%, a OTKJIOHEHUS TIPU TPO-
BEIEHWU TIpoO B pamMKax OMOXMMMYECKOTO CKPUHUHTA
perucTpupoBaiuch B 3—5% cnydaeB. [1o MHEHUIO aBTO-
pOB, HemocTaTOYHass WHGMOPMUPOBAHHOCTH MEIUIIMH-
CKMX paOOTHUKOB 1 HACEJIeHUS, TIPEXKIE BCEro XXEeHIINH,
0 BO3MOXXHOCTSIX TIpeHATAIBHOM U TIPEIUMILIAHTALIMOH-
HOW AMArHOCTUKM OTPaHUYMBAET MCIIOJb30BaHUE 3TOTO
HarpaBJieHUs mpoduIakTuku [12].

Ocoboe MecTo mpeHaTallbHasl IMarHOCTHKA 3aHUMaeT
B TIpoUIaKTUKE HACJIEICTBEHHOM TaTOJIOTUM TIPU TIPU-
MEHEHUMN BCIIOMOTATENIbHBIX PETTPOAYKTUBHBIX TEXHOJIO-
TUi, TaK KaK Y CEeMEIHBIX T1ap, CTpaJatolInX OeCTUIOANEM,
YacTO BBISBISIIOTCS (DAKTOPBI PUCKA POXACHUS JeTeit
C BPOXIEHHBIMU TTOPOKAMM Pa3BUTHUS W HACJEICTBEH-
HBIMU 3a00JieBaHUSIMU. B maHHOM cityyae BaxkHa BO3MOX-
HOCTb TIpeHaTaJIbHOW JIMAarHOCTMKMU 10 TiepeHoca OJja-
CTOLMCTHI B TosIocTh MaTKu [19]. MHorue 3apyOeskHbIe
U OTEUeCTBEHHBIE MCCIIeOBATEIN COOOIIAIOT O TIPEBBIIIIE-
HUU JI0JIM TIOPOKOB Y JETeil, pOAMBIINXCS B pe3yJbTaTe
9KCTPaKOPIIOPAIbHOTO OIUIONOTBOPEHUSI, TI0 CPAaBHEHUIO
¢ obuieit monyisuueit Ha 30—40% [20—22].

B nutane npodunaktuku penkux (opdpaHHbIX) 001e3-
Hell TpencTaBisIeTCs] TIEPCIeKTUBHON  OpraHu3alus
B MHOTOMPOMMIBHBIX MEeIUaTPUIECKUX YIPEKIACHUSIX
«[TpeHaTaTbHOrO KOHCUIMYMa», KOTOPBI MpeAroiaraet
MpUBJIEYEHNE B KAUe€CTBE KOHCYJIBTAHTOB MeanaTpa, TeHe-
THKa, XHMpypra-HeoHaroJsiora, CIeluaancTa Io yiabTpa-
3BYKOBO# TMAarHOCTUKE 1 APYTUX CIIEIIMATUCTOB MO MOKa-
3aHUSIM. B 1aHHOM ciiydae yKe B TpeHaTaJbHOM Mepuoie
MOXHO H€ TOJbKO BBISSBUTH BPOXICHHBIE aHOMAJUU
y Oynyiero pebeHka, HO M TJIaHUPOBATh UX KOPPEKIIMIO
B paHHEM HeoHaTaJibHOM mnepuone. [lo maHHBIM nuUTe-
patypbl, BHeIpeHHe OpraHu3alMoHHON Momenu «IIpe-
HaTaJbHBII KOHCWJIMYM» TIO3BOJIUJIO TPEIOTBPATUTh
¢dopMUpoBaHUE WHBAJIMIHOCTU, OOYCTOBIEHHON BpPOX-
JNIEHHBIMU aHOMAaITUSIMU, y feTeit B 98% ciydaeB. Kpome
TOTO, JaHHBIA BHMI KOHCYJIBTUPOBAHUS TIO3BOJISET
nHGOPMUPOBaTh poOAWTENEH O TpobjeMax, KOTOpbIe

MOTYT BO3HUKHYTh HEMOCPEACTBEHHO ITOCIE POXKICHUS
pebeHKa ¢ BPOXIAEHHBIM TOPOKOM pa3BUTHS, O TOM,
Kakue XUpyprudyeckue BMEIIATeNIbcTBA  TPEICTOSIT
B Oyaymiem [1, 23, 24].

OmHO W3 OCHOBHBIX YCJIOBUI TOBBIIIEHHST (P deK-
TUBHOCTU JICUCHUs NeTeil, OOJIbHBIX pPEeIKMMU 3aboiie-
BaHUSIMM, CUMTAETCS MX PaHHSAS OUarHoCTHKa. MIMeHHO
3TO TTOCITYKWJIO OCHOBAHMEM TSI pa3pabOTKU TporpaMm
CKPUHUWHTA B 1IENIAX BBIABIECHUS Takux Ooje3Heil. Heco-
MHEHHO, IIejecoo0pa3eH HeOHATaJbHBIA  CKPUHUHT
JUTSI BBISIBIIEHUSI TeX HO30JIOTUIECKUX (hOPM, IUTSI KOTOPBIX
CYIIECTBYET IMATOTEHETUYECKOE JieUeHMe, IO3BOJISIONICe
n30eXaTh TSDKEJIOTO TeYeHMs 3a00JIeBaHUS TIPU YCIOBUM
paHHEl ero AWArHOCTUKHW. DKOHOMWYECKU OIpaBIaH-
HBIM CYMTAETCsl CKPUHWHT U BBISIBICHUs 3a0bo0JieBa-
HUI, 9acTOTa KOTOPBIX CPeld HOBOPOXKICHHBIX TPEBBI-
maet 1:10 Teic. B psine cTpaH CKpMHUHT OCYIIECTBIISIETCS
IUIST BBISIBJIEHUST OOJIE3HHI HaXke C CYIIECTBEHHO OoJiee
Huskoi yacrotoit (1:20 000 — 1:40 000), Tak Kak UX paH-
HSIST TUAarHOCTUKA CHUKAET BEPOSITHOCTD TIPEXKIEBPEMEH-
Hoi1 cMepTu OosibHBIX. [lepeyeHb 3abojeBaHMIT HOBOPO-
JKIEHHBIX, TIOJUTEXKAIINX CKPUHUHTY, BApbUPYET B Pa3HbIX
CTpaHax M OMpeAessieTcsl X perMOHaIbHOM pacrpocTpa-
HEHHOCTBIO — OT 6 B bpaswmmu 1o 30 B Kanane [25—29].

B MockBe ¢ 2018 . HeoHaTaJlbHbIH CKPUHUHT OBLT
pacmipeH no 11 3aboyeBaHuMii U 1OOaBIEHBI B IepedYeHb
6 HO30JIOTHIA: TITyTapoBast allMAypust TUTA I, TUpO3UHEMUST
THMAa [, TeHIMHO3, METUIMAJIOHOBAST/TIPOTTMOHOBAST AlIW/I-
ypusi, HEAOCTATOYHOCTh OMOTHUHUAA3BI, HEIOCTATOUHOCTD
cpenHeriernioueyHoi ari-KoA-aernaporeHasbl KUPHBIX
kucior [30]. B Hacrosiiiee Bpemsi B Poccuu obcyxnaercst
coznaHue TecT-cucteM st 28—30 opdhaHHBIX 3a00J1eBaHUI
M TIPOTOKOJIA MYJIBTUTUIEKCHOTO CKPUHHMHTA C WCTIONB30-
BaHMEM TaHIEMHOW MacC-CIIEKTPOMETPUU. DTOT METOI,
SIBITSISICH TIPOIOJDKEHUEM UCTIOb3YeMOTO OMOXUMUYECKOTO
CKpUHMHTA, YBEJMYMBAET TIepeUeHb TECTUPYEMBIX PEIKUX
(opdaHHBIX) 3a0ojeBaHMII M3 Kjacca HaCAeICTBEHHbIX
HapylieHuit ooMeHa BetecTs [31].

B Poccuu oxBaT HeoOHaTabHBIM CKPUHUHTOM He TIpe-
BeItaeT 95%, npu 5TOM 0OJIE3HU, BXOASIINME B €r0 Mpo-
rpaMMy, BBISIBJISIIOTCSI KaXIblii rog B cpeaHeM y 1200
HoBopoxXneHHBIX. [lo manaeiM Poccrara, 3a mepuorn
2013—2018 rr. mpoBeaeHo 74,3 MJIH CKpUHUHTOBBIX TECTOB
u BbIsIBIEHO 11,3 ThIC. HOBOPOXIEHHBIX C BPOXICH-
HBIMA U HACJEeACTBEHHBIMM 3abosieBaHMsMU. [To MHe-
HUIO KCCIenoBaTeNeid, TPEeICTaBIsIeTCS] BaKHBIM BKJITIO-
YeHWe B HEOHATAIbHBIM CKPUMHUHT PeIKUX (Op(haHHBIX)
0oJie3Hel, MPU KOTOPBIX BO3MOXHA TaTOreHeTHJecKast
Teparus: TUPO3WHEMUSI, 0OJEe3Hb «KJIEHOBOTO CHPOIIa»,
JIpyrue BUABI HAPYIIEHUIA 0OMeHa aMUHOKHCITOT C Pa3BeT-
BJICHHON IIembio (M30BajiepuaHoOBasi, METHJIMAIOHOBAS,
MPOTNTMOHOBAs allUAEMKH), HapyIIeHUs OOMeHa KUPHBIX
KUCJIOT, TOMOUWCTUHYPUS, TIIOTApUKALUAYPUS, ApY-
rve cuHToMIMIo3bl (60e3Hb Padbpu, 6o1e3Hb Tore),
mykonoaucaxapuaossl (I tum, [T tun, VI tun) [12]. Otcyr-
CTBUE HEOHATaJIbHOTO CKPUHMHTA TIPU MHOTHUX PEIKHX
(opdaHHbIX) 32001€BaHUSIX YCIOXKHSIET UX JTUATHOCTUKY,
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MPUBOIUT K OIIMOOYHBIM IUarHo3aM. B wccinemoBaHWU
EBponeiickoit opraHuzauuu peakux OonesHeit (2012)
no 8 peakum (opdaHHBIM) OOJE3HSIM, HE WMEIOIIUM
CKPMHUHTOBYIO TIpOTpaMMy, ObLITIO YCTaHOBJIEHO, 4TO 25%
OGOJILHBIX OXUAATW TUAarHocTUKy oT 5 mo 30 jer, 40%
MOJIyYWJIU TIEPBOHAYAIbHBIA O1IMOOUHbII quarHos. Cpef-
HUIT BO3pacT IMOCTAaHOBKY JMarHo3a peakoro (opdaHHOro)
3aboneBanust B EBpore coctasnser 5,6 rona, a B CIIIA —
7,6 Toma [32]. B Hacrosiee BpeMs ISl pacimrppOBKU
MOJIEKYJIIPHBIX OCHOB OO0JIe3HEH IETCKOTO BO3pacTa akTy-
aJIbHBIM CUMTAETCSI «ITPOBEJICHNE TEHOMHBIX U MIPOT€HOM-
HBIX HCCcenoBaHuii, cosnaHue Bcepoccuiickoit 6asbl
TeHOMHBIX TJAHHBIX O CTPYKTYpe W HACJIEeICTBEHHOM OTSI-
TOIIEHHOCTH PA3JIMYHBIX TOMYJSAIUOHHBIX TPYII, MpO-
KMBalOIIMX Ha Tepputopusix Poccuiickoit denepanu,
1 pa3paboTKa aJTopuTMa pacyeTa pacrpoCTPaHEHHOCTU
HacJIe/ICTBEHHBIX 00JIe3Hel B ee cyobekTax» [33].

Bxitamom B mpoliecc CBOEBPEMEHHOTO pacIio3HaBa-
HUST opdaHHOTO 3a00JIeBaHKS SIBJISIETCST BHEAPEHUE TeX-
HOJIOTUI paHHEW TTOMOIIIM CEMbSIM C IETHbMU B BO3pacTe
JI0 3 JIET, OTCTAIOIINMU B (DM3NUYECKOM UJIM YMCTBEHHOM
pa3BuTUU. YTBepXKaeHHas KoHIEeMs pa3BUTHsI paHHEe
nomoitiu B Poccuiickoit Meneparimu npesycMaTpuBaeT
MEPOTIPUSITHS IO OpraHU3allMA paHHEe MOMOIIN C yde-
TOM JIYYIIIETO0 OTE€YECTBEHHOTO M 3apy0eXKHOTO OTIbITa,
BHEJIPEHUIO MEXaHW3MOB CBOEBPEMEHHOTO BBISIBICHUST
nereii, Hyxnawoonmxcs B Helt [1]. JomoaHuTtenbHast mpo-
61eMa B 00pb0Oe ¢ peIKMMU 00JIE3HSIMU COCTOUT B HEJO-
CTAaTOYHON MHOOPMUPOBAHHOCTA O HMX Bpaueit. [lpen-
JlaraeTcsl MOIEpHU3UPOBATh CUCTEMY TTOCIEIUTIIOMHOTO
U JOTIOJTHUTETHLHOTO TTPO(ECCUOHATLHOTO 00pa30BaHUs
B MEIMIIMHCKMX By3aX M WHCTUTYTaX TMOBBIIIEHUST KBa-
JubUKAIMU Bpadeid, co3IaTh MHOTOMPOGUIbHBIE LIEeH-
TPBI, TOCTYIHBIE IIJIST BCEX PErMOHOB, C OpraHM3alneit
MEINKO-TEeHETUUECKUX KOHCYJIbTAIi, JTabopaTOPHBIX
o0c/ieoBaHWiA, MpPOrpaMM TOBBIIIEHUST KBaTuduUKa-
UK Bpaueil rmepBudHoro 3BeHa [25, 34|. CoBpeMeHHEBIE
CpelCcTBA WHTEJUIEKTYAIbHON TIOMAEPKKU TIPUHSITUS
KIMHAYECKUX PEIIeHUI OMPEeAesiIioT 1eIeco00pa3HOCTh
U aKTyaJbHOCTb Pa3pabOTKN HOBBIX «KOMITBIOTEPU3UPO-
BaHHBIX CHCTEM paclio3HaBaHMsl 3abosieBaHuii». [Ipen-
JlaraeTcst KOMITJIEKCHBIN TIOIXO/I K MPOILIECCy U3BJICUSHUS
3HAHWI U3 INTEPATYPHI C TTOCIEAYIOIINMU SKCITIEPTHBIMU
OLIEHKAMM JIJIST pa3HbIX BO3PACTHBIX MMEPUOIOB, COOTBET-
CTBYIOIIIMX pa3BUTHIO 3a00s1eBaHmii [35].

BaxxHbpiM HampapieHueM TpoGUIaKTUKU  (HOpMU-
pOBaHUS MHBAJTUIHOCTH Y JIETe C PEAKUMU OOJIEe3HSIMM
MpU3HAH TIOMCK TIaTOTeHEeTUYEeCKOM Tepanuu. [eHoTepa-
MeBTUYECKE Mperapathl W MpernapaTbl Ha OCHOBE JKM3-
HECITOCOOHBIX KJIETOK 4YeJIOBeKa CTalM MCITOIbh30BaThCS
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HBIMU TIPEACTABIISIIOTCS co3nanue Bcepoccuiickoii 6a3bl
TEHOMHBIX JAHHBIX O CTPYKTYpE M HACAEJACTBEHHOM OTsI-
TOIIIEHHOCTU Pa3JIMYHbIX MOMYJSIIMOHHBIX TPYIIM, TPO-
XUBaloIMX Ha Tepputopun Poccuiickoit ®enepanuu,
1 pa3paboTka ajropuTMa pacyeTa pacrhpoCTpaHEHHO-
CTU HACJIEJICTBEHHBIX 0OJIE3HEN B €€ CyOBheKTaxX, a TAaKXKe
BBISIBJIECHUE OMOXMMUYECKHUX MapKepoB TTOBPEXICHMUS
U perapaiyu KJIeTOK Mo3ra.

Cpenu npyrux HarpaBlIeHWM I10 CHUXEHUIO pac-
MPOCTPpaHEHHOCTU OpdaHHON MaTOJIOrUU, IO MPOohU-
JIAKTUKE WHBAJIUIHOCTHU TIPU HEell HaXOJsITCSl BHEIpEeHUe
MpeHaTaJIbHON U MPeINMITIAHTAIIMOHHON TUarHOCTUKM;
WUCIIOIb30BaHME OpraHu3almoHHoi wMoxaenun «lIpeHa-
TaJIbHBIE KOHCUJIMYM»; TIpOBeleHue OoJjiee IIMPOKOTO
CKPMHUHTA B LEJSIX BBISIBJICHUSI BPOXKIACHHBIX U HaCJe -
CTBEHHBIX 00Jie3Hell oOMeHa B HEOHATaJIbHOM TIEPUOJIE
¢ BKJIIOUEHMEM Haubosiee pacrpoCTpaHEHHBIX HO30J10-
rudyeckux (opm peakux (opdaHHBIX) OOJIe3HEH; TTONCK
METOJIOB TTaTOTeHETUYECKON Teparnuu, MOBbIIIIEHUE 3Ha-
HUIi MenuaTpoB 0 peakux (ophaHHbBIX) 3a00JIeBAaHUSIX.
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