HeoHaTabHBIN CKPUHMHI.

XOTsl MO OTHAENBHOCTH YacTOTAa HACJEICTBEHHBIX 3a00JI€BaHUN OTHOCHTEIBHO
HEBEJIMKA, B COBOKYNIHOCTH UX PacIpOCTPAHEHHOCTb CpPEOU HACEJIEHUS MOXKET
nocturatb 1%. IIpu 5TOM O4eHb 4acTO MPABWIBHBIN JUATHO3 YCTAHABIIMBACTCS YK€ Ha
TSOKEJIOM WM  JIEKOMIIEHCUPOBAHHOM cTaauu 3a00j€eBaHus, B psAle CilIydacB
HACJIEJICTBEHHAsI MATOJIOTUsl BOOOILE HE AMAarHoctupyercs. MaccoBoe oOcieroBaHHUE
(ckpuHUHT) sBIsieTCS camMbiM 3¢ (EKTUBHBIM CHOCOOOM BBIABICHUS Haubosee
pacnpoCTpaHEHHBIX HACIEICTBEHHBIX 3a00JI€BaHUN.

HeonaraibHbIi CKPUHUHT — HCCIIEOBaHUE, IPOBOJUMOE B IIEPBBIE THU KU3HH
pebenka, sBIsieTcsl caMbiM 3((EKTUBHBIM CIIOCOOOB BBISBJICHHSI HACJIEICTBEHHBIX
3a0osieBaHuid. VIMEHHO HEOHATaJNbHBIA CKPUHUHT IMO3BOJISIET BBIABUTH MaKCHMAaJbHOE
KOJIMYECTBO 3a00JICBaHUI eIle [0 TMOSBJICHUS TMEpPBbIX CHUMITOMOB. BoBpems
IIOCTABJICHHBI JMAarHo3 M Ha3HAYEHHOE JICYEHHWE, B CBOIO OYEpElb, CIIOCOOHBI
OCTaHOBUTH Pa3BUTHE TSKENBIX IPOSBICHUH, BEIYIINX K MHBAINU3ALUY.

HeonaTtanbHblii CKpPUHMHI, HEPEIKO HMMEHYEMbIH «ISTOYKA», HAYUHAETCS B
POIMUIIBHOM JIOME: y Ka)KJIOTO HOBOPOXKAEHHOTO OepeTcs HECKOJIbKO Karelb KPOBH U3
MSATKU Ha CIELUANbHBIN TeCT-0JIaHK, KOTOPBII HaIMpaBiseTcsl B CHEUUATU3UPOBAHHYIO
nabopaTtoputo il mipoBeAeHUs uccienoBanusi. B Poccuiickoit denepamuu no 2023
rojia 00s3aTeNbHBI MACCOBBIM HEOHATANBHBIN CKPUHUHT TPENIojarai BbISBICHUE 5
HACJIEICTBEHHBIX  3a00JieBaHUN:  (PEHWIKETOHYpHUS, BPOXIEHHBIH  THUIIOTHPEO3,
BPOXKACHHAS TUCHYHKIUS KOPbI HAIMOYEYHUKOB, TAIAKTO3EMHUS, MyKOBHUCIIHIO3.

C 01.01.2023 Bctynua B cuily Mpuka3 MUHHCTEPCTBA 31pPaBOOXPAHEHUS
Poccuiickoii ®enepannu Ne 2741 «O06 yTBEp>KIACHUH MOPSAIKA OKa3aHUS MEIUIIUHCKOM
NOMOIIM TMAaIlMeHTaM C BPOXKJIEHHBIMU M (WJIM) HACIEACTBEHHBIMH 3a00JIEBaHUSMUY,



COTJIACHO KOTOPOMY HEOHATAJIbHBIM CKPUHHUHI Ha Bcen Tteppuropun Poccuiickon
denepanuu pacmupsieTcs 10 36 rpyII HO30JI0TUH.
B cooTBeTCTBUM € NPHUKA30M CKPUHUHI HOBOPOXIEHHBIX MOIAPA3IEIIETCS Ha 2
BU/JIa: HEOHATAIBHBINA U paclIUpEeHHbIN HeoHaTaabHbIN ckpuHUHT (PHC).
HeonaranbHblli CKpUHUHT IPOBOAMUTCSA HA CIIEAYIOIINE 3a00J1€BaHUA:
KJIacCHUuecKas (PEHUIIKETOHYPHS;
(EeHUIKETORYpUS;
BPOXKIACHHBIN TUMIOTHPEO3 ¢ T (y3HBIM 3000M;
BPOXKICHHBIN TUIIOTHPE03 Oe3 300a;
KHUCTO3HBIN (PUOPO3 HEYyTOUHEHHBIN (MyKOBUCIIHI03);
HapylieHne 0OMEHa rajakTo3bl (TaTaKTO3eMUs);
aJIPEHOTCHUTAJIbHOE HApyIIEHUE HEYTOYHEHHOE (aJpeHOTre€HUTAIbHBIN

ASANENE N NN

CUHJIPOM);
v\ aJIpeHOreHUTAJIbHBIE HAPYIIEHNS, CBI3aHHbIE C JeQUIMTOM (PEPMEHTOB.
Pacmmpennsiii HeoHaTanbHbli CKpuHUHT (PHC) Hapsny ¢ BbllleyKa3aHHBIMH

BPOXKJICHHBIMU ¥ (WJIM) HACJICICTBEHHbIMU 3a00J€BaHUSMU TPOBOJUTCS IS
BBISIBIICHUSL:

v\ HEJOCTAaTOYHOCTH JPYTMX YTOUYHEHHBIX BUTAMHHOB IPYIIIbI B;

v\ HEeIOCTaTOYHOCTH  CHHTETasbl  TOJIOKapOOKCHiIa3  (HEIOCTATOYHOCTH
OMoTHHA);

v\ jpyrue BUabl runepdeHnIaIaHHHEMIH;

v HapyuieHHs 0OMEHA THPO3MHA (THPO3UHEMHS);

v/ 0OJIe3HH C 3alaXOM «KJIEHOBOTO cHpoma» ModHd (0OJE3Hb «KIEHOBOIO
cupormnay);

v\ Ipyrux BUIOB HapyIICHWH 0OMeHa aMHHOKHCIIOT C PAa3BETBIECHHOM IIETBIO
(mponuroHOBas anuaeMus);
HapyIieHuss 0OMeHa KUPHBIX KUCIIOT;
HapyIIeHUs: 0OMeHa cepocoIepKalnX aMUHOKUCIOT (TOMOIUCTUHYPUS);
HapyIieHus 0OMeHa IMKJIa MOYEBUHBI;
HapylieHus 0OMeHa JIM3UHA U TUAPOKCHIIN3UHA;
JIETCKOM criuHaIbHOM MbliieuHon atpoduw, I Tun (Bepanura-I'opdmana);
JPYTUX HACIEACTBEHHBIX CIIMHAIBHBIX MBIIIEUYHBIX aTpOPUH;
nepBUYHBIX UMMyHoIeuruToB (D80-84) 1 T.1.
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HeonaranbHblli CKpUHUHT TMPOBOJUTCS C IENBIO BBISIBICHUS HACIEICTBEHHBIX
Oone3Held OOMEHa BEIIeCTB - TPYNIbl T€HETHMYECKUX 3a00JIeBaHMUM, MPU KOTOPBIX
POUCXOASIT HApYIICHHS B OMOXMMHUYECKHX TpOIeccax M TOPaKAIOTCS pPa3IMyHbIC
cucTeMbl U oprafbl. [Ipy GONBIIMHCTBE HACIEACTBEHHBIX OOJIE3HEW OOMEHa BEIIECTB
JUTSL JICYCHUS TIPUMEHSIOT TUETOTEparuio, KOTOPYI HEOOXOAMMO HAvaTh KaK MOYKHO
paHbliie, YTOObI COXPAaHUTh 370POBbE PEOCHKA.

KpaTko 0 HeKOTOPBIX U3 Hac/IeICTBEHHbIX 00J1e3Hell 00MeHa BellecTB:

Bpootcoennwviiit _2unomupeo3 — HacIEJICTBEHHAsl I1aTOJIOTHUS IIUTOBUIHOMU
JKeJe3bl, KOTOpast MOXKET MIPUBECTH K OTCTABAHUIO B (DU3UYECKOM PA3BUTHH U TSKEIOU
YMCTBEHHOM  HEIMOJHOLIECHHOCTH. Ha  cerommsimiHuii  [€Hb,  CBOEBPEMEHHO
JAArHOCTUPOBAHHBIN THIIOTUPEO3 XOPOLIO NOAAAETCA TOPMOHAIIBHON TEPAIIHH.




AOpenozenumanbHolii _cuHOpOM — TpyINIla HApyLIEHWH, CBSI3aHHBIX C
M30BITOYHON CEeKpelreil TOpPMOHOB KOPbI HAANOYEYHUKOB. 3a00jeBaHUE HMMEET
paznuyHbie (OPMBI, B 0CO00 TSKEJBIX CIIydasX MHPOSBISETCS HapylICHHUEM BOIHO-
COJIEBOIO OOMEHa M MOJMOPraHHOW HEJOCTATOYHOCTHIO. [loTHOMY H3JIEUEHUI0 STOT
CUHJIPOM HE€ TMOJJAETCS, HO €ro MOYKHO JIepXkaTh NOJ KOHTPOJIEM IPU MOMOILIHU
TOPMOHAJIBHOW TEpaInH.

Mykosucuudo3 — oaHO U3 Haubojiee pPACHPOCTPAHEHHBIX HACIEACTBEHHBIX
3aboneBanuil. IlposiBiseTcss MmopakeHUEM JIETKUX, MEYEHHU, MKETyIA0YHO-KHUIIIEYHOTO
TpakTa M JAPYrUX CUCTEM opranuzma. HeoOXoauMoO HayMHATH JICUEHHUE KaK MOKHO
paHbliie, YTOObl MAKCUMAJIBHO YIIYUYIIUTh KAYECTBO U MPOIOKUTEILHOCTD KU3HHU.

Cnunanvnasa mviueunan_ampogus — 3TO TSHKEIIOE HACIECICTBEHHOE HEPBHO-
MBIIIIEYHOE 3a00JieBaHMe. bOJe3Hh MOXKET HauyaThCsl C MEPBBIX MECSIEB KU3HH,
MPOSIBIISATHCS MIOCTETICHHO HAapacTaronied c1a00CThIO MBIIII U MPUBOJUTH K TIKEIBIM
JIBUTaTEJIbHbIM HapylIeHHsM. B HacTosimiee BpeMsl CYIIECTBYET Tepamnus, KOTopas
BMECTE€ CO CHEIUATM3UPOBAHHONW peadWIUTAIlMEl MOXKET B 3HAYUTEIBHOW CTENCHH
YMEHBIIUTH MPOSBIICHUS 3TOTO 3a00JICBaHMUS.

Ilepsuunvie ummynodepuuumor  (IIHJI) — 5>TO HACIICACTBEHHBIC WU
npuoOpeTeHHbie 3a0oneBaHuss UMMyHHOUM cuctembl. [letn c TIW]] moaBepskeHbI
BBICOKOMY PHUCKY pPa3BUTHSl TSKEIbIX WHGEKIUN ¢ TepBbIX 1HEH xu3Hu. Eciam
3a00JIeBaHUE BBISABICHO BOBPEMSI, TTOBBIIIAETCS YCIEUTHOCTh JICUCHHUSI, TTO3BOJISIFOIIETO
BOCCTAHOBUTH HOPMAIbHYIO (DYHKIIMIO UMMYHHOU CUCTEMBI.

KiroueBbie 3Tansl NpoBeAeHUs PACIIMPEHHOI0 HEOHATAJIBHOI0 CKPUMHMHIA:

JUisi mpoBeAeHUST HEOHATATIbHOTO CKPUHUHTA Ha BpOXJIEHHbIE U (WJIM)
HaCJIEeICTBEHHbIE 3a0o0JieBaHMs 3a00p 0Opa3loB KPOBH OCYUIECTBISIOT W3 MATKU
HOBOPOXJIECHHOTO 4Yepe3 3 Jaca Nmocjie KOpMIIEHUA, B Bo3pacTe 24 - 48 4acoB KU3HU Y

JMoHOImeHHOTO W Ha 7 cytku (144 — 168 wyacoB) KU3HM y HEIOHOIIEHHOTO
HOBOPOKJICHHOTO.
. 3a00p 00pa3oB KpPOBH OCYIISCTBIAETCS Ha 2 (UIBTPOBAIBHBIX

OyMaXHBIX TeCT-OJaHKa, Ha OJHO OyAYT HAHOCUTH 5 MATEH KPOBU JJi1 HEOHATAIbHOIO
CKpUHHHTA, Ha BTOpoe - 3 msaTHa Ayt PHC;

. Tect-Onmanku ¢ oOpas3lamMud KpPOBH JIOCTABJISIOTCS W3  MEIUITMHCKOMN
OpraHu3aliy, OCYIIECTBUBIICH 3a00p 00pa3lloB KPOBU B MEIUKO-T€HETHYECKYIO
KOHCYJIbTALIMIO (LIEHTP), KOTOpPbIE OCYIIECTBISIIOT CKPUHUHIOBBIE JIA0OpATOPHbIE
UCCJIEIOBAHUSI CAMOCTOSITENIBHO, TMOO B TeueHue 24 4acoB OTIPABISAIOT 00paslbl B
METUIMHCKYIO0 OPTaHU3al1I0, CIIOCOOHYIO MMPOBECTH UCCIIEIOBAHNUE.

= BpeMs npoBeieHUs1 CKpUHUHTOBBIX UCCIIEI0BAHUN COCTaBIsIET He Oosee 72
4acoB OT BPEMEHU INOCTYIUICHUS TECT-OJIAaHKOB C 00pa3lamMu KpOBH B MEIUKO-
TreHEeTUYECKUE KOHCYJIbTAaluU (IEHTPbl) MEAUIIMHCKUX OpraHU3alui.

. HNudopmanus o pe3yibrarax CKPUHHUHTOBBIX UCCIIEOBAHUN Nepenaercs B
MEAMKO-TeHETUYECKYI0 KOHCYJbTaluio (LeHTp) cyobekra Poccuiickoit denepanuu no
MECTY KHUTEIbCTBA peOCHKA.

= [Tpu nmony4yeHun pe3ynbTaTOB CKPUHUHIOBBIX HCCIIEA0BaHUN (hOpMUPYETCS
rpynna JeTei «yCIOBHO 30POBBIX» MO BCEM HCCIEAYyeMbIM 3a00JIEBaHUSM U TpyIIam
BBICOKOT'O PHCKa BPOKICHHBIX U (MJIM) HACJIEICTBEHHBIX 3a00I€BaHUIA.



. JleTn #3 TPYMIIBI «yCIOBHO 3I0POBBIE» HE TPEOYIOT HOMOTHUTEIHHBIX
UCCIICIOBaHN W WH(GOPMUPOBAHUS MEIUIMHCKUX OpraHW3aluii o pe3yiabTaTax
CKPUHHHTOBBIX HCCIICTOBAHUH.

. B Tedyenne 24 yacoB mocie moxydeHus WH(GOpMaIu HOBOPOKICHHBINA U3
TPYNIBl BBICOKOTO pPHCKAa MPHIJIAMIAETCS B MEAMKO-TEHETHUYECKYIO KOHCYIIBTAIIUIO
(uentp) cyoOnekra Poccuiickoit ®enepanuu 1 3a0opa  00paslloB KPOBH IS
MOBTOPHOTO CKPUHUHTOBOTO HCCIIEIOBAaHUS B MEIMKO-TEHETHYECKON KOHCYIbTAIUH
(uentpe) cyonekra Poccuiickoit denepanuu.

. [lpy HamTuuuM MEIUIIMHCKUX TIOKa3aHWA BpPa4-TCHETUK  MEIUKO-
TeHEeTUYECKON KOHCybTauu (1ieHTpa) cyobekra Poccuiickoit denepaiinu HeMeaJICHHO
HaIpaBJIsIET HOBOPOXKIECHHOTO W3 TPYIIIBI BBICOKOTO PHCKAa HAa TOCIHUTAIU3AINNIO B
METULUHCKYIO OpraHu3aLHI0 1o npoduiro 3a0o0sieBaHus, Ha3HA4YaeT
CHEIUATN3UPOBAHHBIC TIPOAYKTHI JICUSOHOTO THUTAHUS A0 TOJYyYEHUS Pe3yJbTaTOB
MOBTOPHOT'O CKPUHUHI'OBOTO MCCJIEIOBAHUS U MTOATBEPKIAIOIIEH JUATHOCTUKH.

[Ipu HacnencTBeHHBIX 3a001€BaHUSAX 0OMEeHa HapymiaeTcs: PyHKIus GepMEHTOB,
y4acTBYIOIIUX B OOMeHEe OeNKOB, KMUPOB WM YIJIeBOJOB. [lodTOMy AJis MHOTHX W3
3a00JIeBaHUN JAHHOMW TPYMIbl €IMHCTBEHHBIM MAaTOTEHETUYECKUM JICUEHUEM SIBIISICTCS
JMETOTeparvs, OCHOBaHHAsI Ha MCKJIIOYEHUH U3 palMOHa MaTOT€HETUYECKU 3HAUMMbIX
HYTpUEHTOB. [lOJHOLIEHHOrO palMoOHa Yy MAIMEHTOB, COOJIIOMAIOIIMX C POXKIACHUS
CTpOTHE NUETUYECKHE OTPAHUYCHUS, YIACTCS JIOOUTHCS 3a CUET CHEIUATU3UPOBAHHBIX
MIPOTYKTOB JICUSOHOTO TTUTAHUS.

CHUMOTOMBI HACTEACTBEHHBIX 00JIe3HEH 0OMEHa HEPEIKO TPOSBIISIOTCS B TICPBBIC
JHA SKU3HU peOeHka, a B JajdbHEWIIEeM MalMeHTaM HeoO0XO0JUMO COOI0IaTh
MOKU3HEHHYIO TUETYy. ITO 03HAYaeT, 4TO 3P(HEKTUBHOCTH JICUCHHSI BHOBD BBISIBICHHBIX
MAIMEHTOB OYyIET HAMIPSMYIO 3aBUCETh OT BO3MOXHOCTH CBOCBPEMEHHOTO 00ECTICUCHUS
CHEIUAT3UPOBAHHBIMH MTPOTYKTAMH JICYCOHOTO MUTAHMUS.

OOcnenoBanre  HOBOPOXKJIEHHOTO  MPOBOAUTCA  TOJBKO TPH  HAIHYUU
MUCBMEHHOTO COTJIACHS POJIUTENS WIIM 3aKOHHOTO MPEICTABUTENST PEOCHKA.

OT HeoHaTaIbHOTO CKPUHUHTA MOYKHO OTKAa3aThCsl, OJIHAKO HEOOXOIMMO UMETh B
BUJLy, YTO TIPH OTKa3ze OT oOcienoBaHus peOCHKAa IHUarHo3 HACIEICTBEHHOTO M (WIJIH)
BPOXKJIGHHOTO 3a0oJieBaHMs OyleT MOCTAaBJICH HECBOEBPEMEHHO M JICUCHHE OyJIeT
HAYaTo MO3/THO, YTO MPUBEIET K HETATUBHBIM TIOCIIEICTBUSAM JIJISl €70 3/I0POBbS.

Bpau metoauct A.A. [llanamoBa
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