YTo Takoe HeoHaTaNAbHbIM CKPUHUHT?

HeoHaTanbHbIA CKPUHUHT — 3TO 06CNneaoBaHME HOBOPOXKAEHHDI
ANA paHHero BbiABAeHUA (8,0 pa3BUTUA CUMNTOMOB) U IeYEHUA
HacNeACTBEHHbIX U BPOXAEeHHbIX 3abonesaHuin. Bce pacxogbl Ha
HEeOHaTa/IbHblA CKPUHUHT AnA rpaxkaaH P®, Bkatoyas
NOATBEPKAAIOLLYIO AUAarHOCTUKY, ON/Ia4YNBAlOTCA 3a CUET CPpeacTB
6roaxxeta Poccuimickon Pepepauumm.

1986 rog Hayano HEOHATA/IbHOrO CKPUHMHIA B Hawen cTtpaHe. O6cneaoBaHue
NpPoBOAMUNOCL Ha 2 3a6oneBaHUA: PeHUNKETOHYPUIO U BPOXKAEHHbIN rMNOTUPEOo3

C 2006 CKPUHUHT C01.01.2023 .
nposoaunca Ha 5 CKPUHWHT
HacneaCcTBEeHHbIX pacwupeH ao 36
n/Mnn BPOXAEHHbIX HacneACTBEHHbIX
3aboneBaHuni 3abonesaHuni




HA KAKUE 3ABOJIEBAHUA NPOBOAUTCA HEOHATA/IbHbIA CKUHUHI?

AApEHOI‘EHMTaanbIﬁ CUHAPOM — rpynna HapyLeHUI, CBA3AHHbIX C
N36bITOYHOM CEKpeLnen rOPMOHOB KOPbl HaANO4Ye4YHUKOB. 3aboneBaHne nmeet
pa3nnyHble opmbl, B 0COBO TAXKENBIX CAYYAAX NPOABAAETCA HapyLUEHMEM BOAHO-
conesBoro obmeHa U NOIMOPraHHOM HeAOCTAaTOYHOCTbIO. [TOTHOMY U3NEUYEHMIO
3TOT CUHAPOM He NOAJAETCA, HO €r0 MOXKHO AepXKaTb NOA, KOHTPOAEM NpU
MOMOLLM FODMOHAIbHOM TeDANUN.

MYKOBMCLI,MAOB — 0A4HO 13 Hanbonee pacnpPOCTPaAHEHHbIX
HacnenCcTBEHHbIX 3ab601eBaHMi. [TpoABAAETCA NOPAXKEHMEM JIETKUX, MEYEHMN,
eNYA0YHO-KMLLIEYHOro TpaKTa U APYrMx CUCTeM opraHnsma. Heobxoamumo
HAYMHATb JIEYEHUE KaK MOMKHO PaHblle, YTOObl MAaKCMMANbHO YYYLIUTb Ka4yecTBO
N NPOAONKUTENBHOCTb KU3HWN.

CnnHanbHaA MbllueYyHasn anodJMFl — 3TO TAXKENOoe HacneACTBEHHOe
HepBHO-MbiWweYHOoe 3aboneBaHne. bone3Hb MOXKET HaYaTbCA C NepBbIX MecALEeB
¥U3HU, NPOABNAATLCA NOCTENEHHO HapacTatoLLen cnaboCcTbio MbILL, M MPUBOAUTD K
TAMENbIM ABUraTe/IbHbIM HapyLleHMAM. B HacToALllee Bpema CyLlecTByeT Tepanus,
KOTOpasA BMecCTe CO Cneunann3npoBaHHON peabunmntaumen MoxeT B 3HaYMTeIbHOM
CTeneHn yMeHbLNTb NPOABAEHUA 3TOro 3abonesaHumA.




UHdopmMmUupOBaHHOeE cornacme poauteneu

ﬁ&nep,osal-me HOBOPOXAEHHOIro nposoAunUTCA \

TO/IbKO NPU HAIMYUN NUCbMEHHOTO COrnacusa
poauTena uamn 3aKOHHOro npeacTaBuTeNns
pebeHKa. OT HEOHATa/IbHOro CKPUHUHIA MOXXHO
OTKa3aTbCA, 0A4HAKO CTOUT MMETb B BUAY, YTO Npun
OTKase oT 06cnepoBaHuA pebeHKa guarHos
HacneAcCTBEHHOrO U (MAK) BPOXKAEHHOTO
3aboneBaHuA 6yper nocraBneH HeCBOEBPEMEHHO
W neyeHue byaet HauaTo NO34HO, YTO NPUBEAET K

QraTMBHbIM nocneAcTBUAM ANA €ro 3A0pOBbﬂ./

lpe, Kak U Korga npoBoaUuTCA B3ATUE KPOBU ANA
HEeOHaTa/IbHOro CKPUHUHTrA?

/OGpasqbl KPOBM Ha CKPUHUHT 6epyT B poaUAbHOM A0Me, NepUHATA/IbHOM \
LeHTpe uau B 6onbHULE, e HAXO4UTCA HOBOPOXKAEHHbIN pebeHoK. Ecnun poabl

NPOUCXOAAT B AOMALLHUX YCNOBUAX, HEO6X0AMMO He3ameaanTeNbHO (Ha 2 CYTKM
YKU3HU pebeHKa) 06paTUTbCA B AETCKYIO NOJIMKAMHUKY NO MECTY KUTeNbCTBa.

Mpwu B3aTMK KpOBM ANA 06cneao0BaHUA B POAUIBHOM AOME CTaBUTCA OTMETKa O
NPOXOXKAEHUU CKPMHUHIA B BbIMUCKE U3 UCTOPUM pa3BUTUA pebeHKa. Ecan KpoBb
6bina B3ATa B NOJIMKAIMHUKE NO MECTY XUTeNbCTBa, MHPopmauua o6 stom

BHOCUTCA B 3/IEKTPOHHYI0/6yMarXKHYI0 MeAULMHCKYIO KapTy pebeHKa. /

B3ATue 06pa3L,0B KPOBU U3 NATOUKU
HOBOPOXXAEHHOIO OCYLLEeCcTBAAETCA Ha 2
cneuunanbHbIX TecT-61aHKax U3
dunbTpoBanbHOM 6ymaru Ha 2-e CyTKHU
YKM3HU. Y HEJOHOLIEHHbIX AeTel KpoBb

6epeTtca Ha 7-e CYTKM XXU3HWU. ITa
PYTUMHHAA npoueaypa B3aTuaA HebonbLioro
KONM4YecTBa KPOBU U3 NATKU
HOBOPOXAEHHOIO NPAKTUYECKH
6e360n1e3HEeHHa U HUKAK He TpaBMmupyeT
pebeHKa




F'Ae n Kak uccneaytotr KpoBb?

/ TecT-6n1aHKM ¢ 06pa3suamu KpoBu \

oTnpasnakTca B nabopartopuio
HeOHaTa/IbHOro CKPMHUHIa MegUuKo-
reHeTU4YecKoi KoHcynbTauum Y3
«PecnybaunKaHckaa 6onbHULa umeHu B. A.
BapaHoBa» n nabopartpopuio
HeoHaTa/IbHOro CKPMHUHra CaHKT-
Netepbyprckoro NBY3 «AuarHoCTUYECKUMN
(MepguKo-reHeTMUECKUI) LLEHTP», B KOTOPbIX

\rmoeon.m cneuuanbHble na60paTom-|b|e/

KakK y3HaTtb pe3yabrtar?

/Ecnu Baw neyawmii Bpau He cBA3anca ¢ Bamu, aTo o3HayaerT, uTo pe3ynbrart
CKPUHUHIoBOro ob6cnepoBaHuA OTPULATENbHbIN, TO ecTb y pebeHKa He
BbiIB/IeHO NOA03PEHUA HU Ha OA4HO U3 36 CKPMHUPYEMbIX HacneACTBEHHbIX
3abonesaHui. BaXxHO NOHMMaATb, UTO HAaCNEeACTBEHHbIX 3a601eBaHUIi MHOrO, U
CKPUHUHT He NO3BONIAET UCKNIOUUTD Y pebeHKa Bce 601e3HM.
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/Ecnu Yy pebeHKa BbiAB/IEHbl U3BMEHEHUA NPU HEOHATA/IbHOM CKPUHUHTre
(nonoxxutenbHbIN pe3ynbTaT) U eCTb NOAO03PEHUE HA OAHO U3 UCCaeayeMbIX
3aboneBaHuit, nevawmin Bpad nponHpopmmupyet Bac 06 aTom nNo yKasaHHbIM B
MHPOPMMPOBAHHOM cOriacum Homepy TenedoHa u/uam agpecy 3NeKTPOHHOM
nouTobl. Jleyawimii Bpay o6bACHUT, UTO AeNaTb Aa/iblue U AacT HanpaBaeHUe Ha

Qanbueﬁmue 3Tanbl 06¢cnepoBaHuA.
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Bceraa M NoN0XUTENbHbIE pe3y/ibTaTbl TECTA 03HAYAIOT UTO
pebeHOK 6oneH?

Cnepyet NOMHUTDb, YTO NOJIOXKUTE/IbHbIN pe3ynbtaT NepBOHAYA/IbHOIO TeéCTta He

BCeraa o3HayvyaeT Hanuume 6onesnHun. NMpu noao3peHnn Ha Kakoe-nmbo
3aboneBaHue Bac Bbi30OBYT Ha ganbHeulwee obcnegoBaHne —
noATBepPKAAoLWY0 ANAarHOCTUKY




Mouemy BakHa NoATBepXKAatoLw,an AUarHocTuKa ?

NoarBeprKAaatowan AMarHoCTUKa BKAOYaeT 6onee cnoKHble 1abopaTopHbie
TeCcTbl, KOTOpble NpoBoAATcA B pedpepeHCHOM ueHTpe — PIBHY «MegukKo-
reHeTUMYecKMim HavuyHbIv LLeHTD UMeHu akaaemukKa H.MN. boukosa» (r. Mocksa).

MNoaTBep)Kpatow,an AMarHoCTMKa BaXKHa ans
BblbOpa NpaBUbHOM TaKTUKK neveHusa. Mo
pe3ynbTaTam NoATBeEpXKAaloLein
AVNArHoCTUKM NPOBOAUTCA MeAUNKO-
reHeTMYeCcKoe KOHCY/IbTUPOBaHUE U
BblgaeTca 3akntoueHne. Cpoku nposeseHuUn
noaTBepXAaarouwei guarHoctnkm — 10 gHen,
HO MOryT 6bITb C/ly4yam, KOraa yctaHoBeHUue B 6yayLuem pesynbratb
AVNarHosa saumert u 6onblie BpemeHu. Mpu noaTBEpXAatoLLeit
HEeKOoTopbiX 3ab6on1eBaHMAX NeyeHne MoXKeT AMArHOCTUKM BaXkKHbl AR
6bITb HAYaTO A0 NOJy4YeHUA pe3ynbTaToB NNaHNMPOBaHMA

noatresepXXgarouwmnx TectosB. \Gepemeﬂ HOCTMWU. /

Foe pebeHoK byaeTt neuntbea, ecnm byaer BbiABNEHO
HacneacTBeHHoe 3aboneBaHue?

4 h

36 3aboneBaHui, KoTopbie
BK/IIOYEHbI B NpOorpammy
pacMPEHHOro HeEOHaTa/IbHOro
CKPUHUHIA, UMEKT A0CTAaTOYHO

adpPeKTUBHOE NeyeHune
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