Peaxue HacsencTBeHHbIE 3200/1eBaHNSA: IPO0JIEMBI, IEPCHEKTHBbI, IPUOPHUTETHI

Penxue nacnenctBeHHbie 3a001€BaHus, KOTOpbIE TopaxaroT 1 uenoseka u3 2000, B 80%
ciydaeB 00yCJIOBJICHBI TeHETUYECKUMHU IIPUYNHAMHE, B OCTAIBHBIX — WHQEKIUEH, aiepruet,
BO3/1€HCTBUEM HEOIAroNnpUsATHBIX (PaKTOPOB OKPY>KAIOLIEH CpeIbl.

Penxue 3a0oneBanns UMEIOT TSHKEIIO€ XPOHUYECKOE U IPOTPECCUPYIOIIEE TEUEHHE,
COIPOBOKAAKOTCS CHCTEMHBIMU U3MEHEHHUSIMU B OPTaHU3ME, UYTO B ITOCJIEIYIOIIEM MOXKET
IPUBECTU K MHBATMAM3ALMH U JJa)Ke CMEPTH NanueHTa. B Mupe u3BecTHO 0K0JI0 7 ThIC. PEIKUX
3a00JeBaHUN, MHOTHE U3 KOTOPBIX HEeU3IeuuMsbl. B YkpanHe exXeroJJHo perucTpupyror

HOBBIE 0OJIE3HH, TOITOMY aKTyaJIbHOCTh TAaHHOW TeMbI HE BhI3bIBaeT coMHeHUs. O mpobiemax
JMAarHOCTHUKH, JICUEHHs], peabMIuTaluy 1 00ecreueHus! MalueHToB ¢ PeIKUMU 3a00JIeBaHUSIMU
opaHHBIMU TperapaTaMy uia pedb Ha HaydHoM cuMmno3uyme ¢ MeXIyHApOAHBIM y4acTHEM
«Penkue («cupoTckue») HacIeACTBEHHbIE 3a00aeBaHus», TpoxoauBiieMm 20—23 HosOps 2012 .
B XapbKOBE.

B paGote ¢popyma npuHsn yyactue crienquanucTsl U3 Ykpaunsl, Poccun, boirapuu, I'py3un,
[onbum, npeacraBureny MunucrepcTsa 3apaBooxpanenus (M3) YkpaunHsl, acconnanuit
NAIMEHTOB C PEAKUMHU HACJIeACTBEHHBIMU 3a00JIeBaHUSAMHU, OOIIECTBEHHBIX OpraHU3aIuii, a
TaK)K€ POAMTENN JETEN C TAKOM MaTOJIOTHEH.

Tarbsna Epumenko, 3amecTurens HadyaibHUKA [ JTaBHOTO YIIpaBiIeHHs 3{paBOOXPaHEHHSI 110
BOTIPOCaM OPTaHU3aIMK OXPAHbI JIETCTBA U MAaTEPUHCTBA XapbKOBCKOW 00JAaCTHOW TOCY 1ap-
CTBEHHOW aJJMUHMCTPAL1H, T03PABUJIA IPUCYTCTBYIOIUX C OTKPBITUEM cuMIio3nyma. OHa
NOUYEPKHYJIa, 4TO enle 45 JeT Ha3al MeIUIIMHCKON HayKe He ObUIA U3BECTHBI SITUTCHETHYECKUE
3a0oJeBaHus, U (PAKTUYECKH KaX bl peOeHOK, POXKICHHBIH ¢ TSDKEION HaclIeICTBEHHOM
naToJoruei, ymupai. 3a HeOOoIbIION epro/] BpEMEHHU MEAUIIMHCKAs TEHETHKA I1arHyJja
HACTOJIBKO J1aJIEKO BIIEPEN, YTO CETOAHS I€TH, KOTOPBIE POKIAIOTCS C PEIKUM HaCJIECTBEHHBIM
3a00JIeBaHUEM, HE TIPOCTO JKUBYT, HO U SBIISIOTCS MMOJIHOIIEHHBIMHU YICHAMH OOIIECTBA,
NPaKTUYECKH 3a0bIBasi O TOM, YTO OHU OOJIbHBL. MeTUIIMHCKAs TeHEeTHKA He IPOCTO pa3BUBACTCS
KaK CaMOCTOATEIbHAsI HayKa, HO U IIMPOKO BHEPEHA B KIIMHUYECKYIO MPAKTUKY U
IIPAKTHUYECKOE 34PABOOXPAHEHHUE.

T. EpuMeHKo oTMeTHIa, 9TO TOCYIapCTBO YACTSEeT OONBIIOe BHUMAHUE JIETSM C PEIKOM
HaCJIECTBEHHOU naTojorueil. B yactHocTH, B YKpanHe AEMCTBYET psAll TOCY 1apCTBEHHBIX
poTrpaMM, HalpaBJICHHBIX HA 00CIIeI0BaHNE, BHISIBIICHHE PEIKUX 3a00JIeBaHUN, OKa3aHUE
HOMOIIIM B MEJUKAMEHTO3HOM Tepanuu U 00ecreueHu! JeueOHbIM MUTAaHUEM TaKHX JIeTeH.

O TecHOM COTpYIHUYECTBE TOPOJCKOM BJIaCTU U XapbKOBCKOI'O CHEUATIN3UPOBAHHOI'O MEAUKO-
TEHETHUYECKNI LIEHTpA 111J1a peyb B BeicTyIuieHuu HOpus CopokosiaTa, HagyaJIbHUAKA
JlenaprameHTa 3paBOOXpaHEHUs

XapbKOBCKOTO TOpOoACKOro coera. OH pacckasai 0 TOM, 4TO B 3TOM F'OPOJIE€ PEATU3YETCS
Kommnekcnas nporpamma « 1 HH 0 B a 11 ¥ ¥ B IPUOPUTETHBIX HANIPABICHUIX PA3BUTHS
oTpaciu 3ipaBooxpaHeHus ropoaa Xapekona Ha 2011-2015 rr.», koTopas npeaycMmarpuBaeT
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100% obecnieuenue nerei, 00JIBHBIX MyKOBUCIMI030M, PEHUIIKETOHYpHEH, remodunueii,
CHEIMAbHBIM JIe4YeOHBIM MUTAHUEM 32 CUET CPEJCTB ropojackoro Orokera. [loaTtomy ceroass B
ropoJie MPAKTHYECKHA OTCYTCTBYIOT MPOOJIEMBI, CBI3aHHBIC C TIOCTABKOW U 00eCTIeYeHUEM Jieueo-
HBIM [IUTAHUEM JIETEU C PEIKOM MATOJIOTUEH.

Banepuit MsicoenoB, npopeKTop 1o Hay4Hoi pabote XapbKOBCKOTO HAIMOHAIBHOTO
MEAUIIMHCKOTO YHUBEPCUTETA, Mpodeccop, MOAYEPKHYI, YTO y4aCTUE B MEPONPUATUN
WMEHHUTBHIX U MOJIOJIBIX YUCHBIX, TCOPETUKOB U MPAKTUKOB MEAUITUHBI, TPEACTaBUTEICH
0J1aroTBOPUTEIHHBIX (POHIIOB U CITIOHCOPOB SIBIISIETCS] CBUAETEIHCTBOM BBHICOKOW BaKHOCTHU
dbopyma. ['oBopst 0 ero mpobiieMaThKe, OH OTMETHUII, YTO TEPMHUH «PEIKUE 3a00JICBAHU
OTpakaeT YacTOTy WX TUArHOCTUPOBAHUS, HO HU B KOEH Mepe He OTHOIIIEHHE O0IIeCTBa U
rocyaapcTBa K 3ToH npoodieme.

Enena I'peuanuna, 3aBeayromas kadenapoii MEAUIIMHCKON T€HETUKH XaphbKOBCKOTO Ha-
[IUOHAIBHOTO MEIUIIMHCKOTO YHUBEPCUTETA, TUPEKTOP XapbKOBCKOTO CIICIIHAIM3UPOBAHHOTO
MEJUKO- TeHETHUECKOTr0 LICHTPA, TJIaBHbIA BHEIITATHBIN ciequaiucT M3 YkpauHsl 1o
CrenranbHOCTH « MeIUIIMHCKas TeHETHKaY, YICH-KOppecnoHAeHT HarmonanbHON akageMuun
meaunurHcknx Hayk (HAMH) Ykpaunsl, npodeccop, obpaTuiia BHUMaHUE YYACTHUKOB
CHUMIIO3MyMa Ha TO, YTO HA CETOIHS JIETU C PEAKUMU 3a00I€BaHUAMH HAXOASATCS B OMTACHOCTH.
ITosToMy IIIaBHOM 3a/1a4€il HE TOJIBKO T€HETUKOB, HO U Bpayel APYTUX CIIEUaIbHOCTEN
SBJISICTCS] OKa3aHHUE IMMOMOIIM TaKUM OOJIbHBIM B BOITPOCAX COIMAIM3AINH, IaNTAIlMH U JICUCHUS
C TeM, YTOOBI CAeNaTh UX KHU3Hb Oosee koMpopTHOil. [1o coBam moknaauuka, HacCTal TOT
MOMEHT, KOT/1a KaXK/IbIi TOJHKEH 0CO3HATh CBOIO OTBETCTBEHHOCTH 3a CIIyuuBIeecs. TOJIbKO
00BEAMHUB YCUIIHS OOIIECTBA, BIACTH, POJIUTENCH U CIICIIHATUCTOB MOKHO PEUIUTH OYCHb
MHOTHE MPOOJIEMBI, CBA3aHHBIE C OKa3aHUEM METUKO-COIMAIIBHON TTOMOIINA TAaKUM TMaIllUeHTaM.
B nponomxkenue pabotsl kondepeniuu E. ['peuannna npeacraBuiia BHUMaHUIO CIIylIaTeneit
OCHOBHBIC ITOJIOKCHHSI HEJJTaBHO pa3pabOTaHHON KOHIICTIIINH, HATIPABIICHHOW Ha YITIyUYIICHHE
KauyecTBa JKU3HH U MOBBIIICHHE () (PEKTUBHOCTH OKa3aHUS TOMOIIH OOJILHBIM PEAKUMU
3aboneBanuaMU. OHa KOCHYJIaCh Hanbosee MpoOJIEeMHBIX BOIIPOCOB, a TAK)KE BOSMOXKHBIX ITyTeH
UX pELIEHUs, pacCKa3ajia O pOJIU F'€HHbIX MyTallUi B Pa3BUTUHU PEIKUX HACIEICTBEHHBIX
3a00JIeBaHNi, MOAPOOHO OCTAHOBUIIACH HA OCOOCHHOCTAX HanboJIee YacTO BCTPEUAEMBIX PEAKUX
3a00JIeBaHUH, a TaK)Ke MPECTaBUIIa BHUIMAHUIO YYaCTHUKOB CUMIIO3MyMa KJIMHUYECKHUE CIydau
PEIKON HACIEACTBEHHOM NATOJIOTUH Y JETEH.

B Vkpanne Ha NpOTSKEHUN NOCIETHETO JECATUIIETUS JOCTUTHYT ONPECICHHBIA TPOrpecc B
JTUATHOCTHKE M ICYCHUH PelKuX 3a0oneBanuii. CeroaHs TMarHOCTUPYIOT U Jiedat
beHunkeTonypuro, remoduinio, 60se3Hb ['omie, MyKOBUCITH03, MYKOTIOJIHUCAXapHI03,
AMUTeHETUYECKIE, MUTOXOHIpHANIbHBIC 3a00eBanus U T.1. Ho, Hapsly ¢ MOCTHKEHUSIMH,
CYIIECTBYIOT U OINPEAEIICHHBIE IPENATCTBUSA B PEJOCTABICHUN KOMIUIEKCHON TOMOIIH JAETSIM C
ophaHHBIMH 3200JICBaHUSIMH, B YACTHOCTH:

* OTCYTCTBUE NIEpeyHs 3a00JeBaHUI, OTHOCALINXCA K PEAKUM;

* OTCYTCTBHUE aJITOPUTMOB M CTAHIAPTOB OKA3aHUS MEAUIIMHCKON MOMOILU JETSAM C PEAKUMU
3a00JICBaHUSIMHU;

* OTCYTCTBHUE peecTpa JIeTei, 00TbHBIX PeIKUMHU 3a00JIEBaHUSIMU;

* OTCYTCTBHE 00pa30BaTEIbHBIX IPOrpaMM JJisl Bpauell IepBUYHOTO 3B€HA, IETUATPOB, IETCKUX
HEBPOJIOTOB, MEUITMHCKUX T€HETHKOB, MIEAaroroB, pOJAUTENCH, COIMATBLHBIX PAOOTHUKOB T10
JTMArHOCTHKE, JICYCHUIO, peaOWINTalluY U COLMAIN3aUM 1eTel, O0JbHBIX PeIKUMHU 3a00-
JICBaHUSIMU;

* HEIOCTaTOYHOE B3aUMOJIEHCTBUE U KOOPAUHALIMS MEXKy OPTraHAMH I'OCY1apCTBEHHOM BJIACTH,
MEAUIIMHCKUMH PaOOTHUKAMU U OOJBHBIMU;

* HU3KHMI YPOBEHb OCBEJOMIICHHOCTH HACEIEHUS OTHOCUTEIBHO IMarHOCTUKH, JIEUCHUS U
peabunuraryu aereit ¢ ophaHHBIMU 3a00JI€BaHUSIMU.

E. I'pevannnHa oTMeTHsIa, 9T0 HEOOXOAMMO BBECTH HAIIMOHAJILHBIN TIEPEUCHD PEIKUX
3a00JIeBaHUN M CTAaHIAPTOB OKa3aHUsl aMOyIaTOPHO-TIOJIMKIMHUYECKOH, a TAaK)Ke CTallMOHAPHON
7e4eOHO-TTPOPHITAKTUIECKOMN TTOMOIIH TAKUM JIETSIM.



[IpodunakTryeckne MEPONPUATUS TAKKE SIBISIFOTCS] BAXKHBIMU B PELLIEHUH MTPOOJIEMBI OKa3aHUS
3¢ dexTUBHON TOMOIIH 00JBHBIM. B 4aCTHOCTH, OHU TOJDKHBI BKITIOYATh:

* nH(GOPMHUPOBAHNE HACEICHUS M MEUIIMHCKUX PAOOTHUKOB 00 aIropuTMax JIEeHCTBHUI B
OTHOIICHUU AUATHOCTUKH U JICUCHUS PEIKUX 3a00JIE€BaHU IMyTEM MOATOTOBKU
MH(POPMALMOHHBIX MaTEPHUAJIOB C MPUBIICYCHNEM OOIIECTBEHHBIX opranm3anuii 1 CMU;

* IPOBEJICHNE IPOrpaMM NEpPUHATATBHON MPODUITAKTHKY Pa3BUTH pEAKUX 3a00IeBaHMiA cpeln
Oy IylIux poauTenei;

* YCOBEPIICHCTBOBAHUE MOPSIKA MHIEMUOIIOTMYECKOTO HaI30pa U PETUCTPALIUU AETEH C
peaxuMu 3a00J€BaHUSIMU BO BCEX PETMOHAX CTPAHBbI.

Jlrogmuia JIuBmuI, 3aBeayroIas OT1eJI0OM TeHOMUKH YelloBeka VIHCTUTyTa MOJEKYIIpHOM
Ouosornn u reHeTuku HarmonansHOM akaieMun HayK YKpauHsl, ipodeccop, oOpaTuia
BHUMaHHUE MPUCYTCTBYIOIIUX HA BAKHOCTh CBOEBPEMEHHOM U MPABUIIbHOM TUArHOCTUKH, a
TaK)Ke U3y4YE€HUE MOJIEKYJISIPHO-TEHETUUECKUX MPUYMH peAKuX 3a0oneBanuii. OHa pacckasaina o0
O0COOCHHOCTSIX TUATHOCTHKU OCHOBHBIX THIIOB MYTAallUi, TPUBOISAIINX K MOHOT€HHBIM
HaCJIEICTBEHHBIM 3a00JIEBaHUSM, B YaCTHOCTU 00 MCIOJIb30BaHUU TECT-CUCTEM ISl aHATIU3a
MyTalluii B TeHAaX-I€TEPMHHATOPAX PACIIPOCTPAHEHHBIX B YKpanHe MOHOTECHHBIX 3a00IeBaHM U
aJuIeNbHOTO TToIMMopdu3Ma JIOKycoB, ipeHaTanbHoM [JHK-nuarnoctuke, a Takxke
UCTIOJIb30BAaHUU CIICTNICHHBIX MapKepOB JIJIsl MPOBEACHUS BHYTPUCEMEWHOTO aHau3a.

O nonutuke Eponeiickoro Coro3a (EC) oTHOCHTEIIBHO pekuX 3a00JIeBaHMiA IUIA PeUb B
BeicTyruieHnn Onera KsnuBuaze, pykoBoautens ['py3uHckoro GoHaa reHeTUYECKUX U PEAKUX
3aboneBanuid, mpeacrasutens opranusanus EURORDIS. AkTyanbHOCTB MPOOIIEMBI PEIKUX
3a0oneBanuii kak B ctpaHax EC, Tak ¥ BO BceM MUpPE HE BbI3bIBAET COMHEHHIA. JTO HAIILIO
OTpaXeHUE B Psijie IPOrPaMMHBIX JOKYMEHTOB, NPUHATHIX EC 1 onpenensomux npuopuTeTHbIE
HaTpPaBIICHUS Pa3BUTH MEIULIMHBI B MOCNeayomue roasl. OMHUM U3 MpruopuTeToB EB-
POTIEHCKOI KOMHCCHH TI0 00IIeCTBeHHOMY 3apaBooxpanenuto (European Commission on Public
Health — ECPH) sBnsieTcs okazaHue NOJACPKKUA OpTraHU3AIMsIM MAllMeHTOB C PEAKUMU
3a00JIeBaHUSAMH B peIM3allii UX IJIAHOB 10 CO3JJaHHIO MAaCCOBOTO MEXTYHAPOTHOTO ABHIKCHHS
B 3aIIUTYy TIpaB Ha CBOOOIHBIN M paBHBIN JOCTYII K JieueHHI0. Enie oHO HampaBieHne —
NOJJIEPKAHUE IEATEIBHOCTH MEKyHapoJHOTO Hay4HO-UCCIEA0BATEIbCKOT0 KOHCOPLIMyMa B
chepe penkux 3a06oneBannii (International Rare Diseases Research Consortium — IRDiRC),
KOTOPBI HAa MEKIYHApOIHOM YPOBHE MPUJIAracT 3HAYUTEIbHbIC YCUITUS I 00beTMHEHUS
PECYpPCOB U COTJIACOBAHUS MOJIUTUKU B LEJSX CONECHCTBUS IPOBEICHUIO HAYYHBIX
uccnenoBanuii. KoncoprmyMm crpeMurcst 00beJUHUTH KOHTPOJIBHO-HAA30PHBIE YUPEKICHHS,
HAYYHBIX MCCIIeZIOBAaTENeH, MpeIcTaBUTENeH IpyIN MallMEeHTOB, YWIEHOB OHodapMalieBTHIeCKON
MPOMBIIIJICHHOCTH U CTICIIUATUCTOB 3[]paBOOXPAHEHHUS, a OJTHON U3 €ro MyOJIMYHO 3asBICHHBIX
nesneit seasiercs coznanue k 2020 1. 200 HOBBIX BUJIOB TEpANU PEIKUX 3a00JI€BaHUM, a TAKKE
UH(POPMALMOHHOM 0a3bl AJIS MALMEHTOB, UX POJCTBEHHUKOB M CIIEIIMATIMCTOB. [Ipyrum Kio-
YEBBIM aCMEKTOM PabOThI B OTHOIICHUH PEIKUX 3a00J€BaHNUN ABJISIOTCS pUHATHIE B 2009 T.
Pexomennamu EC, noanepxuBaroniue, mIOMUMO IIPOYHUX BHJIOB IEATEILHOCTH, Pa3paboTKy
peecTpoB u 0a3 TaHHBIX peakux 3aboneBannii. COTpyIHUYECTBO B 3TOM cepe Takke OyaeT
pacmmpeHo Oyaroapsi €BpONeCKUM CIpaBOYHBIM ceTsM. Emie onnoit nannmatusoit ECPH
ABJISIETCSl OKa3aHUE MIUPOKON MOAAEPHKKH COBMECTHBIM HHUIIMATUBAM, HalpaBJICHHBIM Ha
co3zanue nH(POPMAIIMOHHBIX PECYpPCOB I Bpayeil U MallMeHTOB, BKIIIOYask aCCOIIMALIUT
MAIMEeHTOB, a TAK)Ke MOMOIIb B (POPMUPOBAHUHU ONITUMAIbLHON MOJUTUKU U CTpATETUN
OTHOCHUTEJILHO pelKuX 3a0oneBanmii kKak B cTpaHax EC, Tak u B qpyrux ctpaHax EBporbl.

B nponomxkenue Boictymienus O. KBauBuaze pacckazail o AEATeIbHOCTH NallMEHTCKON
opranuzaiun EURORDIS, koTopast urpaet Beayuiyto posb B GOPMHUPOBAHUN CTPATETHH
OTHOCHUTEJNILHO peAKUX 3a00JIeBaHUH.

Cgeritana ApOy3oBa, pogeccop Kadeapbl akyIepcTBa U TMHEKOJIOTHH JIOHEIIKOTro
HAI[MOHAJILHOTO MEUIIMHCKOT0 yHUBepcuTeTa uMeHr Makcuma [’ op b Kk 0T 0, UjieH-
koppecrionieHT HAMH VYkpaunsl, rnasa [Ipo6iemuoii komuccun M3 u HAMH VYkpannsl o
reHeTHUKe, TUpeKTop JJoHenKoro 061acTHOTO CreNUATU3UPOBAHHOTO LIEHTPA METUIIMHCKOM



TeHETUKH U MTPEHATAILHOW JUAarHOCTHKH, HAIIOMHIJIA, YTO TJIIaBHOM 3a/1auell TeHETHKOB
SBIISIETCS] TOCTAHOBKA MPABUIBHOTO U KOPPEKTHOTO AUATrHO3a C UCIIOJIb30BAHUEM PAa3IMYHBIX
CHIOCO0O0B ¥ METOJIOB, & TAK)KE MEIUKO-TEHETHIECKOE KOHCYJIBTHPOBAHNE OOJIBHBIX C PEIKOM
natonorueii. OHa mpecTaBuIa BHUMAHUIO YYaCTHUKOB CUMIIO3UYMa KIIMHUYECKHUE CIydau,
pacckasana 00 0COOCHHOCTSIX qU(PEepPeHIIHATHLHON JUATHOCTHKU H METUKO-TEHETHIESCKOTO
KOHCYJIbTUPOBAHUS TaKUX peAKuX 3a00sieBaHui Kak cuHApoMbl Kpy3ona, Bunbsamca,
[epemeBckoro — Tepuepa, Pyounmreitna — Teiion, ['onpaenxapa, Dasapica, [Ideiiddepa,
[Ipores, Aaze u T.x.

C. ApOy30Ba oTuepKHYIIa, YTO MEIUKO- TEHETUYECKOE KOHCYJIbTHPOBAHUE HEOOXOIUMO
MPOBOAUTH B HECKOJIBKO 3TAIOB, U IPU MaJjeiiieM NoI03pEHUH Ha TMATOJIOTHIO MAllHeHTOB
CJIEZIyeT HaIPaBIATh B CIICIMAIM3NPOBAHHBIC TCHETHUECKUE YUpekaeHus. CaMo yCTaHOBIICHHE
MEANKO-TeHETUYECKOTO IUarHo3a, Mo cI0BaM JTOKIaI4MKa, JTOJDKHO 00s13aTEIbHO MPOBOIUTHCS B
TeHETUYECKOM YUPEKICHUU C BOZMOKHOCTBIO €T0 MIOBTOPHOTO MTOATBEPKACHUSI.

He menee BakHa u mpeHaTanbHas JUArHOCTHKA, O1aroiapsi KOTOPOi MOKHO BepU(UIINPOBAThH
JOCTAaTOYHO IIUPOKHUH CIIEKTP BPOXKICHHBIX U HACIIEICTBEHHBIX 3a00JICBaHUN.

006 oco0eHHOCTAX YNOTPeOIeHNs COBPEMEHHBIX CIEINATN3UPOBAHHBIX MMPOYKTOB I A€ Y €
H U 51 00JIbHBIX (DEHWIIKETOHYpUEH 1IJ1a peyb B BhICTyIUIeHUU TaTbaHbl ByuryeBoii, kanauaara
MEAUIMHCKUX HAYyK, CTApILEero HAy4YHOTO COTPYAHHUKA OTACNIEHUS MUTAHUS 3I0POBOTO U
OompHOTO pedbenka DenepaaIbHOro TOCyAapCTBEHHOTO OI0/HKETHOTO YupekacHus « HaydHbrii
HEHTP 310pOBhs AeTei» PAMH. OnTuManbHBIM Ha4ajaoM JUETHYECKOTO JICUCHUS SIBISIFOTCS
nepBbIe THU KU3HHU peOeHka (4—5-e cytkun). Ecim oHO B 3TOM BO3pacTe He Ha4aTo, Kak MPaBHIIo,
HapYyIIAIOTCS] KOTHUTHUBHBIC, MOTOPHBIE (DYHKIIMH, TOBEICHUE, UTO B MOCJIEIYIOIIEM MPUBOIUT K
3aJIepXKKe TICHXOMOTOPHOTO PA3BUTHS U MOSBICHUIO CYJJOPOKHOTO CHHApoMa. B cirydae, ecnu y
pebeHKa HaYMHAIOT JIeYeHHEe B 0oJiee MO3IHNE CPOKU, MOYKHO PAaCCUUTHIBATH Ha
MOJIOKHUTEIBHYIO IMHAMUKY, HO €T0 connanu3anus Oyaer 3aTpyaneHa. [lpu ormene
JUTUTEIHHOTO JICUEHUsI OTMEUAIOT Pa3InYHbIe ICUXOMATOJIOTHUYEeCKHE HAPYLICHHs], B YAaCTHOCTH,
CHIDKAETCS CKOPOCTh 00padOTKH MH(POPMALIMH, HAPYIIAETCsI BOCIIPUATHE OKPY>KaIOLIETO MUPA U
collMajbHas ajlanTaius.

st neyenus: GEHUIKETOHYPUH U (DeHUIIATaHHHEMHUH UMEETCS 1IeIIbIi apceHall CPeICTB, OHAKO
OCHOBOIIOJIArarollei 0CTAeTCs IUETOTEpaus C UCIIOJIb30BAHUEM CMecel aMMHOKUCIIOT Oe3
(eHnIanaHNHA C MOBBIIICHHBIM COJIEpKaHUEM THPO3HHA U YHOTPEOISHUEM MTPOIYKTOB C
HU3KUM COZIep)KaHueM Oeka.

Paron 6osbHOTO (heHMIIKETOHYpUEH TOAOUPAIOT MO MPUHIIMITY PE3KOTO OIPaHUYCHHS
MOCTYIUICHUS B OpraHu3M (heHMIaJaHuHA — UCKIIIOYAIOT MSICO, phIOy, siiitia, 6000BBIE,
MOJIOYHBIE IPOAYKTHI, XJ1e0. OCHOBHOH IIETbIO MPU 3TOM SIBJISIETCS TPEAYNPEKICHUE Pa3BUTHS
MOBPEXKICHUI IEHTPATbHON HEPBHOM CUCTEMBI, HAPYIICHUH (HU3UIECKOTO U
MHTEJUIEKTYaJIbHOTO PAa3BUTHS 32 CUET CHIDKEHUS COIep KaHusl (peHMUIIaIaHUHA U €T0
NaTOJIOTUYECKUX METaOOIUTOB B IIa3Me KPOBU U TOJIOBHOM MO3TY.

s nereit ¢ peHnnkeToHypueil oueHp BaskeH U (HepeHIMPOBAHHBIN MTOIX0 B 3aBUCUMOCTH OT
BO3pacTa, KOTOPBIN SBJISETCS OCHOBOIOIATAIOUINM MPUHIIUIIOM HAa3HAYCHUS TUETOTEPAU MPU
HapymeHnu oOMeHa (eHmnananuHa u THpo3uHa. Tak, Ha cTapTe AUETOTEpanuu It OOJIBHBIX |-
T'0 roJ/ia )KU3HU HEOOXO0IMMO OPUEHTUPOBATHCS HAa CYyTOUHYIO MMOTPEOHOCTH B OCJIKE AJIS
310pOBbIX AeTeid. [y manueHnToB B Bo3pacte crapuie 1 rojga norpedieHue 6eaKa B CyTKH
JIOJDKHO OBITH ONTHUMAIBHBIM C YY€TOM TOJICPAHTHOCTH O0JIBHOTO K (heHmIamaHuny (0enKy
HATypaJbHBIX IPOIYKTOB), TOKa3aTeNIel pa3BUTH U HYTPUTUBHOTO cTaTryca. YTo Kacaercs
HOBOPOXKICHHBIX, TO MPH JIETKOM U CpeHeTsKeNol popme PeHUITKETOHYPHH pa3peIieHo
NpUKJIaIbIBaHUE peOCHKA K TPYIU HAPsAY C UCTIOIb30BAHUEM CIICIIMATM3UPOBAHHOM JIeueOHOM
cmecu. [Ipu knaccuueckoit popme PeHUITKETOHYPUH MPEATOYTUTEILHO YACTUHYHOE COXPaHEHHE
BCKapMJIUBAHMS IPYIHBIM MOJIOKOM IIPH YCIIOBUH €0 CLIEKUBAHUSA IJIsl yUeTa KoJimuecTBa Oenka
1 (heHUIIaIaHUHA.

T. BymyeBa Takxke akllEHTHpOBajla BHUMaHUE HA TOM, YTO CIIEHUAIIM3UPOBAHHBIN MPOIYKT Oe3
beHmnanaHHa JOJMKEeH COOTBETCTBOBATH BO3PACTHBIM MOTPEOHOCTAM MallMEHTa C



(eHMIKEeTOHyprel IO OCHOBHBIM MUIIEBBIM BELLIECTBAM, COCTaBY MaKpO-, MUKPOHYTPUEHTOB U
OMOJIOrMYEeCKH aKTUBHBIX BellecTB. Crenuain3upoBaHHbIA IPOAYKT A7 AeTel 1-ro rona »xu3Hu
Ha OCHOBE aMHHOKHCIIOT 0€3 (peHMITaJaHnHa TOJDKEH OBITh MAaKCUMAIIBHO MTPHOJIMKEH 110
COCTaBY K I'pPyJIHOMY MOJIOKY U COOTBETCTBOBATh BCEM TPEOOBAaHUAM, IPEIbBIAEMBIM K
JETCKUM MOJIOUYHBIM CMECSIM.

bnaronapst HachIIIEHHON IpOrpaMMe CUMITO3MyMa YYaCTHUKAM YIaloch 00CYIUTh NIMPOKHUMA
CIEKTP UHTEPECYIOLIUX BOIPOCOB, Y3HATh O COBPEMEHHBIX METOJIaX TUATHOCTUKHU PEIKUX
HACJIE/ICTBEHHBIX 3a00JI€BaHUH, a TaK)XKe MOJEIUTHCSI COOCTBEHHBIM OMBITOM JIEUEHHUS JAeTell ¢
6one3nbto ['omte, [lapkuHcoHa, ayTU3MOM, MUTOXOHPUAILHON TUCPYHKIMEN U T.4. Benymue
yuYeHbI€ U MPAKTUKH B cepe TeHETHKH ITPOBEIN MacTep-KJIacChl, BO BPEMsl KOTOPBIX
IPUCYTCTBYIOIKE TOJYUYNUIH HOBYIO HHPOPMAIIMIO O MOJIEKYJISIPHO-TEHETHUECKOM aHalIn3e
MYTali FeHOMHBIX PeOpraHu3aluii, TMarHOCTUKE U JICUEHUH HACJIECTBEHHBIX HEPBHO-
JIEreHepaTUBHbBIX 3a00JIEBaHUI, TU30COMHBIX 00JIE3HEN HAKOIUIEHHSI, STUT€HETUYECKUX
6one3neld, cekBeHuuu IIbepa Pobena. B xone MacTep- ki1accoB ObUIH IPECTABICHbI
MHTEPIIPETALNS PE3YIbTATOB UCCIIETOBAHMS, @ TAK)KE METOJIbI PAIMOHATBHON 1 AP PEKTHBHON
peabwintanmu. HeoxxnaaHHOM 4acThio CUMIIO3MYMa CTaIo IPOBEACHHUE LIKOJI TS Bpauel U
POIUTEINCH: 1O BBISABICHUIO PEIKUX 3a00JICBAaHUH, a TAK)KE peaOMIINTAIIUHN B JICUCHUIO JIETCH C
TaKOW MaTOJIOTHEH; M0 alpeHOreHUTAILHOMY CUHJIPOMY U MYKOBUCLH/I03Y; IO TUTAHUIO U
peabunmTanmu Aetei ¢ GeHWIKeTOHyprUel i THIoTHpe030oM. OHU BBI3BAJIH MTOBBIIICHHBIN
UHTEpEC KaK CO CTOPOHBI POAMTENEH, TaK U CO CTOPOHBI Bpadeid, 4To eI1e pa3 MoATBEPIUIIO
HEOOXOMMOCTb UX PETYJISIPHOTO MPOBEICHUS.
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