YTO HYXKHO 3HATb O NPOBEAEHUU
HEOHATA/IbHOIO CKPUHUHIA U
PACLLULUPEHHOIO HEOHATA/IBHOIO
CKPUHUHTIA HA BPOXXAEHHDIE U (UTN)
HACNEACTBEHHbIE 3ABOJIEBAHUA

1. YTo TaKOe HeOHaTa/IbHbIN CKPUHUHT U PACLUMPEHHDbIN
HEOHaTa/ibHbliA CKPUHUHT?

HeoHaTaibHbI CKPUHWUHT U PacLUMpPEHHbIA HEOHAaTa/IbHbIA CKPUHUHT — 3TO 06CeaoBaHNe
HOBOPOXAEHHbIX C LENbl0 PaHHEro BbIIBNAEHMA (40 Pa3BUTUA BUAMMbBIX MPOABAEHWUI) M
NeYEeHUs HaCNeACTBEHHbIX W BPOXAEHHbIX 3aboneBaHuii. [lpoBegeHWe HeoHaTaNbHOro
CKPUHMHIA W PaCWIMPEHHOTrO HEOHATa/NbHOrO CKPUHWHIA, BKAKOYaA MNOATBEPKAAIOLLYIO
ANArHOCTMKY, OCYLLLEeCTBAAETCA 3a CYeT cpeacTs broarkeTa Poccuitickoin deaepaunn.




2. Ha Kakue 3abonesaHuA NpoBoAUTCA HEOHATA/IbHbIA CKPUHUHT

M pacCLUMPEHHbI HEOHATA/IbHbIA CKPUHUHT?

Mporpamma HeEOHaTa/IbHOIO CKPUMHMHIA U PACLUMPEHHOro HEOHAaTa/IbHOrO CKPUHWHra B
Poccum BKAloyaeT B ceba obAsaTenbHoe obcnegoBaHME BCeX HOBOPOXKAEHHbIX. PaHee
HeoHaTa/lbHbIN CKPUHMHI NPOBOAMACA Ha 5 HacneacTBeHHbIX 3abonesaHuin. C 2023 roga B
pamKax peanu3aumn pacliMPEeHHOro HeoHaTa/IbHOro CKPUHWMHIA KO/IMYecTBO 3abo/s1ieBaHuiM
pacwmpunock go 36.

HacnepnctBeHHble 60ne3Hn obmeHa Bewects (HEO) — rpynna reHeTuyeckux 3abonesaHui,
NP KOTOPbIX NPOUCXOAAT HAPYLLUEHMA B BUOXMMMUYECKMX MPOLLECCaX M MOPaXKatoTCA Pas/inyHble
cuctembl M opraHbl. Mpu 6onbwunHcTBe HBEO ana nevyeHMa nNpUMEHAOT AueToTepanuio
CNeunanmn3npoBaHHbIMU Ne4ebHbIMU CMECAMM, KOTOPYHO HEeoBXOAMMO HayaTb KaK MOMKHO
paHblUe, YTObbl COXPAaHUTb 340POBbE pebeHKa.

BpoKAEHHDBIN TMNOTMPEO3 — BPOXKAEHHAA U/UAK HacneACTBEHHAA NAaTONOIMA LWNTOBUAHOM
¥enesbl, KOTopas MOXKeT MPUBECTU K OTCTaBaHWUIO B PU3MYECKOM PasBUTUN U TAXKENON
YMCTBEHHOW HEeMNoNHOLEeHHOCTU. Ha ceroaHsLWHNI AeHb CBOEBPEMEHHO AMArHOCTUPOBAHHbIN
BPOKAEHHbIN TMNOTMPEO3 XOPOLLO NOAAAETCA 3aMECTUTE/IbHOM FOPMOHA/IbHOM Tepanuu.

AZpeHOreHUTaNbHbIN CUHAPOM (BpOXKAeHHasa ANCHYHKUMA KOpPbl HAANOYEYHUKOB) — rpynna
HapyLeHWI, CBA3AHHbIX C U3ObITOYHOW CEKpeL et FOPMOHOB KNEeTKaMW KOpPbl HaAMOYe4YHUKOB.
3aboneBaHue nmeeT pasanyHble GopMbl, B 0COD0 TAXKENIX CTyYanaX NPOABASETCA HApYLUEHMEM
BOAHO-CO/IEBOr0 0bmMeHa M MOAMOPraHHOM HeaoCTaTOYHOCTbIO. MONHOMY M3eYeHUIo 3TOT
CMHAPOM He noAdaéTcsi, HO €ero MOXHO AepKaTb NoA KOHTPOJMIEM NpPU  NOMOLLM
3aMeCcTUTe/IbHOM rOpPMOHaIbHOM Tepanuu.

MyKoBUCUMA03 — OAHO U3 Hanbonee pacnpocTpaHEHHbIX HacieACTBEHHbIX 3a00/1eBaHUN.
MposBAnseTca NopaxKeHnemM Nerkmx, NeYeHu, Kenyao4HO-KULWEYHOro TpakTa U Apyrux cuctem
opraHusma. HeobxoAMMO HauYMHaATb JIeYEHWE KaK MOMKHO paHblle, YToObl MaKCMMaJbHO
YAYYLIUTb KAYeCTBO U NPOAOKUTENBHOCTb KU3HW.

CnunHanbHaA MmbieyHaa aTpodusa — 3TO TAXKENOE HaC/Ne[CTBEHHOE HEPBHO-MbILIEYHOE
3aboneBaHune. bosie3aHb MOXET HaYaTbCA C MEPBbIX MECALLEB }KU3HU, MPOABAATLCA MOCTENEHHO
HapacTatouwen cnabocTbio MbllL, U NPUBOAUTL K TAMKENbIM ABUraTeNbHbIM HapylleHuam. B
HacTosAlllee BPemMs CyLIecTBYeT Tepanus, KoTopasa BMECTE CO Cheuuasn3MpoBaHHOM
peabunmTaumen MoXKeT B 3HaUYUTE/IbHOM CTENEHN YMEHbLLUTb NPOABIEHUA 3TOro 3abonesaHus.

MNepBuyHble ummyHoaeduumTol (ML) —3To HacneACTBEHHbIE 3a060/1eBAaHUA C MOPaXKEHNEM
MMMYHHOM cucTembl. et c MU/ noasep>KeHbl BbICOKOMY PUCKY Pa3BUTUA TAXKENbIX UHPEKLMIA
C nepBbiX AHEN Xu3Hu. Ecan 3abosieBaHue BbIBNEHO BOBPEMSA, MOBbLIWIAETCA YCMELWHOCTb
Nle4yeHmnn, No3BONAOLLEro BOCCTAaHOBUTb HOPMa/IbHYHO GYHKLUMIO MMMYHHOW CUCTEMBI.

3. UHpopmupoBaHHOEe f06pOBONbLHOE COrnacue pogutenei Ha

nposeaeHne HeoHaTa/ibHOro CKpUHUHra 1 pacllMpeHHoro
HEOHaTa/IbHOITro CKPpUHUHrA

O6cnegoBaHMe HOBOPOMKAEHHOTO MPOBOAMUTCA TOMbKO MNPU  HAANMYMM  NMUCBMEHHOTO
cornacus poauTens UAM 3aKOHHOro npeacrasutena pebeHka. OT HEOHATa/IbHOTO CKPUHUHTA,
PaCLIMPEHHOrO0 HEOHATa/IbHOrO CKPMHMHIA MOXXHO OTKa3aTbCs, O4HAKO CTOMT MUMETb B BUAY,
4TO NpM OTKa3e oT obcneaoBaHMA pebeHKa AMarHo3 HacneACcTBEHHOro U (MK) BPOXKAEHHOTO
3aboneBaHna OyaeT MNocTaB/eH HECBOEBPEMEHHO WU nevyeHWe OyAeT HayaTo No3AHO, YTO
npuBeAET K HEraTUBHbIM NOCNEACTBMAM ANA 300P0BbA pebeHKa.



4. Tpe, KaK U Koraa NpoBoAUTCA B3ATUE KPOBU ANA HEOHATa/IbHOTO

CKPUHUHra U pacLULMPEHHOr0 HEOHaTA/IbHOIO CKPUHUHIa?

O6pasubl KpPOBM AN HEOHATA/IbHOTO CKPUHWHIA W PACUMPEHHOrO HEOHATa/IbHOro
CKPUHMHra 6epyT B pOANIBHOM AOME, NEPUHATA/IbHOM LLEeHTPE UK B 60NbHULLE, MONNKANHUKE,
roe HabnogaeTca HOBOPOXKAEHHbIN pebeHOoK. Ecin poabl NpoucxodaTt B AOMALLIHUX YC/I0BUSAX,
HeobxoAMMO He3ameaNUTeNbHO (Ha 2 CYTKM KU3HW pebeHKa) obpaTuTbca B AETCKYH
NOJMIMKAMHWUKY MO MeCTy KuUTenbcTBa. [lpuM  B3ATMM  KpoBM AnA  obcnesoBaHuA
B POAMNIBHOM AOME CTaBUTCA OTMETKA O MPOXOXAEHWUU CKPUHWMHIA B BbIMUCKE M3 UCTOPUM
pa3suTMA pebeHKa. Ecan KpoBb B3ATa B NOIMKAMHUKE MO MECTY XUTENbCTBA, MHPOpMaLmsa 06
3TOM BHOCUTCSA B 3/IEKTPOHHYI0/BYMaXKHYO0 MeAULMHCKYHO KapTy pebeHKa.

B3aTne 06pasLLOB KPOBM U3 NATOYKM HOBOPOXKAEHHOIO OCYLLECTBAAETCA Ha 2 CNeLManbHbIX
TecT-61aHKa U3 GUNbTPOBANbHOM ByMarun Ha 2-e CYyTKW KU3HW. Y HeLOHOLEHHbIX AeTell KpoBb
HepeTca Ha 7-e CYTKM XKU3HU. ITa pyTUHHAA Npoueaypa B3ATUA HEBONbLLIOTO KOANYECTBa KPOBU
M3 NATKM HOBOPOMKAEHHOTO NPaKTUYeckn 6e3bonesHeHHa M HUKaAK He TpaBMUpPyeT pebeHKa.

5. T'ae n KaK uccnegyrot KpoBb?

Tect-6bnaHkn ¢ obpasuamu KpOBWM OTNPABAAIOTCA B ABa LEHTpPa HEOHATa/ibHOro
CKPUHUMHIA: PErMoHaNbHbIM - N7abopaTOPHOE OTAENEHNE MEANKO-TEHETUYECKOM KOHCY/IbTaLLMM
BY XaHTbI-MaHCUMCKOro aBTOHOMHOrO okpyra — HOrpbl «CypryTCKMM OKPYKHOM KAMHUYECKUIA
LEHTP OXpaHbl MaTepuHcTBaA U getctBa» (r. CypryT); MeXpermoHanbHbli No YpanbCcKomy
bepepanbHOMy OKpyry - fabopaTopuio pPaclIMPEHHOTO0 HEOHATA/IbHOTO CKpUHWHFa [AY3
Ceeppgnoscko obnactn «KAMHUKO-AMArHOCTUYECKUI LeHTp «OxpaHa 340pOBbA MaTepu U
pebeHka» (r. EKaTepuHOypr), B KOTOPbIX MNPOBOAAT CrneuuanbHble NabopaTopHble TeCTbl.
Pe3ynbTaTbl aHaNM30B roToBbI Yepes 72 Yaca nocse noctynieHma 06pasyos KPoBM — NPUMEPHO
Ha 5-e — 6-e CYTKM *KN3HU pebeHKa.

6. Kak y3HaTb pe3yabrar?

JNleyawmii Bpay ocyLecTenset MHGOPMUPOBaAHME O pe3y/ibTaTaX HEOHATa/IbHOrO CKPUHMHTA
N PacCLUMPEHHOro HEOHATa/IbHOTO CKPUHMHrA.

Ecnn y pebeHKa BbisiBNEHbI U3MEHEHMA NPU HEOHATa/IbHOM CKPUHMHIE U PaclUMpPEeHHOM
HEeOHaTa/IbHOM CKPUHMHIEe (NONOMKUTENbHbIA Pe3ynbTaT) U ecTb NOAO3PEHME Ha OAHO U3
nccnegyembix 3aboneBaHuin, nevawmii Bpady npomHpopmmpyeT Bac 06 atom. Slevawmii Bpay
06BACHUT, UTO AenaTb Aanblue M A4acT HanpaB/JeHWe Ha AanbHelwmre 3Tanbl 06cneaoBaHUA.

7. Bcerga nv nonoXutenbHble pe3ynbTaTtbl TECTa O3HAYAIOT, YTO

pebeHOK 6oneH?

CneanyeTt NOMHWUTb, YTO MNONOXKUTE/IbHBIN Pe3ynbTaT NepBOHaYaIbHOro TeCTa He BCeraa
O3HayaeT Hannume 6onesHn. MNpu NoAO3PEHMM HA Kakoe-1mbo 3aboseBaHue Bac BbI3OBYT Ha
AanbHelwee obcnegoBaHWe — NpoBefeHME MOBTOPHOrO TecTupoBaHMA (peTecT) U / uan
NOATBEPKAAIOLLYIO ANATHOCTUKY.



8. Mouemy BaXKHa NOATBEPXKAAIOLLAA ANATHOCTUKA, rAe OHa
nposoauTca?

MoaTBepKAaaoLWan AMAarHOCTUKA BKIOYAeT bonee cnoxHble N1abopaTopHbie TecTbl No
6onbLien 4acTm U3 npeacTaBAeHHbIX HO30/10M1I, KOTOPble NPOBOAATCA B pedepeHCHOM LeHTpe
- ®IEHY «MeanKo-reHeTUYeCcKMin HayYHbIn LEHTP UM. akagemuka H.M. boukosa» (r. Mockga).
HekoTopble TecTbl MoOryT 6bITb MNPOBEAEHbl B pPErmoHanbHOM MeaMKO-TeHETUYECKOM
KOHCY/NbTauuu (Hanpumep, notosas npoba, Npu NOAO3PEHUM HAa MYKOBUCLMAO3) AN O MECTy
HabnoaeHna (Hanpumep, OULEHKA YPOBHA TUPEOUAHbIX TOPMOHOB MNPWU MNOLO3PEHUU HA
BPOXAEHHbIV TMNOTUPEO3).

MoATBEpPKAAIOLLAA AMATHOCTMKA BaXKHA 414 Bbl6Opa NpaBUAIbHON TaKTUKKN feveHus. Mo
pe3ynbTaTtaM  MNOATBEPXKOAIOWEN  AMATHOCTUKM  MPOBOAMTCA  MEAMKO-reHeTuyecKkoe
KOHCYNbTMPOBaHWE W BblgaeTca 3aknoveHuve. CpOKM nNpoBeAeHUA MOATBepKAatoLLen
ANArHoCTMKM — 10 gHeln, HO B HEKOTOPbLIX CAy4anax NpoBeaeHWe N1abopPaTOPHON ANATHOCTUKM
MOKEeT 3aHATb 6osble BpemeHW. Npn HEKOTOPbIX 3a601eBaHUAX IeYeHMe MOXKET BbITb HAYaTo
[0 NONyYeHUA Pe3yNbTaTOB NOATBEPIKAAOLLMX TECTOB.

B 6yaywem pesynbTaTbl NOATBEPKAAIOLWLENA ANATHOCTUKMN BaXKHbl 15 NAAHUPOBAHMA
bepemMeHHOCTH.

9. Fpe pebeHOK byaeT neuntbea, ecnm byaer BbiABAEHO
HacneacTBeHHoe 3aboneBaHue?

PebeHoK byaeTt HaboAaTbCA B MEANKO-TEHETUUYECKOM KOHCYNbTaLU MU U B MeANLMHCKOM
OpraHu3auumM Mo MecCTy KUTeNbCTBA Y COOTBETCTBYHOLLErO Creuuanucta, B 3aBUCMMOCTU OT
ocobeHHOCTEN NPOABIEHUNSA, TEYEHMA U OCNOXKHEHNI 3aboneBaHus.

10. JleyaTca M HacneaCTBEHHbIe 3a60neBava, BbldB/1AeMbie Npu

HEOHaTa/IbHOM CKPUHUHTIE U PAacCLULUPEHHOM HEOHATa/IbHOM
CKPUHUHre?

36 3a60/1eBaHUIA, KOTOpPbIE BKJIIOYEHbI B HEOHATa/IbHbIM CKPUHUHT U PaCLUMPEHHbIN
HEOHaTa/IbHbIN CKPUHUHT, UMEIOT A0CTaTOYHO 3$PEKTUBHOE JIeYEHUE, 3apPErucTPUpPoBaHHoOE B
Poccuiickon ®epepaumu.



