MamaTKa ana poauteneint HOBOPOXKAEHHbIX AeTen
«PacwmpeHHbI HEOHAaTa/IbHbIW CKPUHUHTY

B Hawen cTpaHe, TaK)Ke Kak B OO/bLIMHCTBE CTpPaH MMpa, NPOBOAUTCA
HEeOHaTa/ibHblIA CKPUHUHI — o0b6cnefoBaHME HOBOPOMKAEHHbLIX AN8 pPaHHEro
BblABAEHUA (40 Pa3BUTUA CUMNTOMOB) U Ie4YEHUS HACNEACTBEHHbIX U BPOXKAEHHbIX
3aboneBaHun. Bce pacxoabl HA HEOHATANbHbIN CKPUHUHT ANA rpaXgaH Poccninckom
depepaunm, BKAKOYAA MNOATBEPKAAIOWLYIO AMArHOCTUKY, ONayMBaloTCs 3a cyeT
cpeAacTs 6roaxkeTa.

Ha KaKkue 3a6oneBaHuA NPOBOAUTCA HEOHATA/IbHbIA CKPUHUHT?

3aboneBaHuA, Ha KOTOpble NPoBOAUTCA 0bC/NenoBaHUE, OYEHb peaKue, U
PUCK MX HannuuAa y Bawero pebeHKa KpalHe HM3KMKM. OaHaKo, B COOTBETCTBUMN C
reHeTUYEeCKMMM 3aKOHaMM HacnenoBaHUA 3TMX BonesHen OTCYTCTBME CAy4aeB
3aboneBaHuA y Balwmx poaACTBEHHMKOB HE UCK/OYaeT pUCKa anA pebeHKa.

Mporpamma CKpuHMHra B Poccum BKAoyYaeT B cebs obasatenbHoe
obcnepoBaHMe BCeX HOBOPOXAEHHbIX. PaHee CKPUHWUHI npoBoaMaca Ha 5
HacneacTBeHHbIX 3aboneBaHmin. Cenyac KoanyecTBo 3aboseBaHUI pPacLNPUNOCh
no 36.

KpaTKaa xapakTepucTUKa 33601'IEBaHI4I;i, BK/IIOYEHHDbIX B CKPUHUHT

Kak npossnserca B

HasBaHue MNpuumHa cnyyae nosaHei
P v A JNleyeHue QR-code
3aboneBaHus 3abonesaHus OUWarHOCTUKN UM
OTCYTCTBUA /IeYeHUs
HapylleHne
obmeHa cneumanbHasa aueta c
deHunKeTOHYpUA TAXKeNan yMCTBEHHasn
aMMHOKMCNOTbI HU3KMM
(PKY) OTCTaNoCTb,
dbeHnnanaHuH, coaepKaHnem
cyaoporu
KOoTopas noctynaet deHnnanaHnHa
C NuLLen
HapyLleHune
. TAXKeNoe HapyleHue
BpoXKAeHHbIN obpasoBaHUsA 3amMecTuUTeIbHas
YMCTBEHHOIO n
runotupeos (Br) ropMOHOB ropmMoHanbHas
WMTOBUAHOM pusmyeckoro Tepanusa
pa3BUTMA
xenesbl
rPOXKaloLWee XKU3HU
. HapylweHue VP W
AApeHOoreHUTaNbHbIN COCTOSIHUE n/vnu 3amectutenbHan
obpa3oBaHuA
cuHgpom (ArC) HenpaBuabHOe rOpMOHaNbHaA
ropMOHOB
CTPOEHME HapYKHbIX Tepanua
HaANoYe4YHNKOB

NMO10BbIX OPraHoB
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Mykosucumngos (MB)

Fanakrosemus (FAN)

CnuHanbHanA
MbilleYyHaa atpodwus
(CMA)

MepBUYHbLIN
nmmyHogedunuunt

(nna)

HacnepcrBeHHble
60n1e3HU obmeHa
aMUHOKUCNOT,
OpraHUYecKux

KUCNOT U KUPHbIX GepMeHTOB,

HapylweHue HapylweHue paboTbl
TPaHCNOpTa CO/Eel |[abiXaTeNbHOM n
yepes membpaHbl MULLEBAPUTENBHOM
KNEeToK cucrtem
HapylueHue YrpoKatolee XU3Hu
obMmeHa ranaktosbl COCTOAHUE,
(monoyuHoro YMCTBEHHas
caxapa), KOTopas |oTCTanoCTb,
nocTynaeT C NuLLel KaTapakTta
MblLLIeYHan cnabocTb,
nporpeccupyolme PAASPHG
porp Py ABUraTeNbHOro
nopaeHue KneTok
. pa3BUTMA nnu
HEPBHOW CUCTEMDbI,
noteps
oTBeYaloWmMX  3a
ABUraTeNbHbIX
paboTy CKeneTHbIX
HaBbIKOB,
MbILLILL,
HapyLleHue
AblIXaHWA, FNOTaHMA
MHPEKUMK
pa3NMYHbIX OPraHoB.,
HapyLleHne yrporKatowpe ¥Ku3Hu
paboTbl MMMYHHOM COCTOAHUA,
CUCTEMDI 3/10KaYeCcTBEHHbIE
ONyxo/in B pPaHHeMm
BO3pacTe
pasnunyHble
HapyLeHns
obmeHa 6enKka nam
¥U3HeyrpoxKawuwme
MUPHbIX  KUCNOT,
COCTOSHUSA,
06yC/NIOBNEHHblEe
HapyLleHne
Hef0CTaTOYHOCTbIO
CO3HaHWSA, AblXaHWSA,
onpeaeneHHbIX

yro CYAOPOTY, 3aAepkKa
pa3BUTUSA, NAaToNOIMA

Kucnor (HBO) (29 npuBoaut K
" cepAaua, neyYeHn wu
3aboneBaHui) HaKoM/eHUto
MHOTUX
TOKCUYECKNX
opraHoB
BeLLecTB, HexBaTke
aHeprnm B

OopraHname

KOMIMJIEKCHOE
fieyeHune
bepmeHTamm,
aHTUOUOTMKaMM

ApyrMmm
npenapaTtamu

n

cneuuanbHaa aueta C
HU3KUM
coaepaHnem
rafiakTosbl

reHotepanua

3amecTuTeIbHan
Tepanums,
HanpaB/ieHHas
HapyLeHHoe
UMMYHUTETa;
TpaHCNAaHTauuA
OOHOPCKNX
remMono3TUYeCcKnX
CTBOJIOBbIX KNETOK

Ha
3BEHO

cneunanbHaa gueTa,
cneunanmnsnpoBaHHble
npoAyKTbl neyebHOro
nUTaHMA, npenapaTtbl
ans KoppeKLummn
obmeHa Bellects WU

APYrUX aHeprum
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NHopmupoBaHHoe 4ob6poBobHOE cornacue pogutenei
O6CI'I€LI,OBaHMe HOBOPOXAEHHOIO MNpPoOBOAUTCA TOJIBKO MNpU HaIN4YUK
NMMCbMEHHOIo cornacua poautTena nanm 3aKOHHOro rnpeacrtaButTenA pe6eHKa. oT
HEOHAaTa/IbHOINo CKPUHWMHIA MOXHO OTKa3aTbCA, OAHAKO CTOUT MMETb B BNAY, 4TO
npuM oTKase OT obcnepoBaHuA pebeHKa AMarHO3 HacneAcTBEHHOro U (Mau)
BPOXOEHHOIO 3aboneBaHuA 6yp,eT noctaB/ieH HeCBOeEBPEMEHHO N fevHeHne 6yp,eT
Ha4yaToO NO34HO, 4YTO NpmuBeneT K HEraTUBHbIM NocneacTtBUAM ANA ero 34opoBbA.

Foe, Kak u Korga nposBoAauUTcA B3ATUE KPOBU AN HEOHATa/IbHOro

CKPUHUHra?

O6pa3subl KPOBU Ha CKPUHUHT HBepyT B pOAgMIbHOM AOME, NepuHaTaibHOM
LUEHTPE UAM B BONbHULIE, TAe HAaX0AUTCA HOBOPOXKAEHHbIN pebeHoK. Ecam poapl
NPOUCXOAAT B AOMALUHMX YCNOBUAX, HEOBXOAMMO He3ameannTesbHO (Ha 2 CyTKM
¥UM3HM pebeHKa) 06paTUTLbCA B AETCKYO MOJANKANHUKY NO MECTY KUTenbCcTBa. Mpu
B3ATUM KPOBM ANnAa obcnefoBaHUMA B POAMABHOM [AOME CTaBUMTCA OTMETKa O
NPOXOXAEHUU CKPUHWUHTA B BbINUCKE M3 UCTOPUKN Pa3BuTMAa pebeHKa. Ecam KpoBb
6blna B3ATa B NOJIMKANHUKE MO MECTY XKUTeNbCTBA, MHGOPMaLma 06 SToM BHOCUTCA
B 9/IEKTPOHHYI0/BYMaXKHYIO MeANLMHCKYIO KapTy pebeHKa.

B3sTne 06pa3LLOoB KPOBU M3 NATOYKM HOBOPOMKAEHHOMO OCYLLECTBAAETCA Ha
2 cneumanbHbIX TecT-61aHKa M3 PUAbTPOBANIbHOM ByMaru Ha 2-e CYTKU XKU3HU. Y
HEeOHOLWEHHbIX AeTell KpoBb OepeTcA Ha 7-e CYTKM KU3HU. ITa pPYTMHHaA
npoueaypa B3ATUA HEBO/bLIOrO KOIMYECTBA KPOBM M3 MATKU HOBOPOXKAEHHOIo
NnpaKTMyeckn 6e3bone3HeHHa U HUKaK He TpaBMUpYeT pebeHKa.

F'Ae n Kak uccneaylor Kposb?

Tect-6naHkM ¢ o6pa3suamu KpoBM OTNpaBAAlOTCA B nabopatopuio
HeoHaTanbHOro ckpuHuHra FAY3 CO «KnnHmnko-gmnarHoctnyecknin ueHTp «OxpaHa
3/10poBbA MaTepu n pebeHka» (r. EkatepuHbypr, yn. dnotckas, 4. 52), B KoTopou
NPOBOAAT cneumanbHble NabopaTopHble TecTbl. Pe3ynbTaTbhl aHAIM30B rOTOBbI Ha
5-e CYyTKM KU3HU pebeHKa.

KaK y3HaTb pe3synbrart?

Ecan Baw nevyawmin Bpay He cBA3anca ¢ Bamu, aTo o3HavaeT, 4to pesyabrtaTt
CKPUHUHIoBOro obcnenoBaHUA OTpULATENBHbIN, TO eCTb Y pebeHKa He BbiABAEHO
NoA03PEHMA HM Ha OA4HO M3 36 CKPUHUPYEMbIX HACNeACTBEHHbIX 3aboneBaHUM.
Ba)kHO MOHMMaTb, YTO HacneaCTBEHHbIX 3aboneBaHW MHOTO U CKPUHWUHE He
No3BONAET UCKNKOUUTL ¥ pebeHKa Bce 6onesHu.

Echn y pebeHKa BbiABAEHbI U3MEHEHWUS NMPU HEOHATAaNIbHOM CKPUHWHre
(nonoxuTenbHbIn pesynbTaT) M ecTb NOAO03pPeHME Ha OAHO M3 UCCedyeMblX
3aboneBaHun, nevawmii Bpad npouHpopmmpyet Bac 06 3ToOM No yKasaHHbIM B



NHGOPMMPOBAHHOM COrnacum Homepy TenepoHa U/MAM agpecy 3NEKTPOHHOM
nouTbl. Jleyawmii Bpay oB6BACHUT, YTO AenaTb Aajnblie U AacT Hanpas/ieHWe Ha
JanbHenlwme stanbl o6cnenoBaHUA.

Bcerga 1M NONI0XKUTENIbHbIE pe3y/ibTaTbl TECTA 03HAYAKOT UTO pebeHoK

6oneH?
Cnep,yeT MNMOMHWUTDb, YTO NONOXKUTE/IbHbIN pe3ynbTaTt NepBsoHAYaA/IbHOIO TECTA
He BcCerga oO3Ha4daeT HaJaun4vume 6onesHu. an noaospeHnn Ha Kakoe-nmbo
3aboneBaHue Bac BbI30BYT Ha AanbHenwee obcnenoBaHne — NOATBEPKAAOLLYHO
ANArHOCTURY.

I'quemy BaXHa noAarsepAaaowana AunarHoCtuka, rae oHa
nposogurca?

MoAaTBepXKAaatoLan ANArHOCTMKA BKAKOYAET 6onee CNoXKHble nabopaTopHbie
TecTbl, KOTopble npoBogATcA B pedepeHCHOM ueHTpe — PIBHY «Mepguko-
reHeTUYeCKNIM Hay4HbIN LEHTP MM. akagemuka H.M. boukosa» (r. Mocksa).

MoaTeepAaatowan AMArHOCTMKA BaXKHa ANA Bblbopa NPaBUAbHOM TAaKTUKU
neyenus. Mo pesynbraTam NOATBEPXKAAIOLLEN AMATHOCTUKM NPOBOAUTCA MEeLMUKO-
reHeTU4YecKoe KOHCY/IbTUPOBaHME M BblgaeTcA 3akatodeHue. Cpoku nposeneHun
noATBepXAatoLen aAnarHoCTUKN — 10 gHeln, HO B HEKOTOPbIX C/Iy4aax NpoBegeHNe
NabopaTopHOM AMATHOCTUKM MOXKET 3aHATb H6onble BpemeHU. MNMpn HEKOTOPbLIX
3ab60/1eBaHMAX JleyeHMe MOXKeT ObiTb HayaTo A0 NOJIyYeHUA pe3y/ibTaToB
NOATBEPXKAAIOLWMNX TECTOB.

Kak xpaHarca obpasuybl KpoBu pebeHKa?
KapToukn-puabTpbl xpaHATCA He meHee Tpex net B FAY3 CO «KnuHuko-
ANArHOCTMYECKNM LeHTp «OXxpaHa 340Pp0BbsA MaTepu 1 pebeHKa». ITO BaXKHO AnA
COBEPLUEHCTBOBAHUA METOA0B AMATHOCTUKM M MPOPUNAKTUKN HACNe[CTBEHHbIX
b6onesHen.

Foe pebeHOK 6yaeT neuntbes, ecnm 6yaeT BbiABNIEHO HacNeACTBEHHOe

3aboneBaHue?
PebeHok byaeT Habnoaatbes B TAY3 CO « KAMHUKO-ANArHOCTUYECKUI LIEHTP
«OxpaHa 340poBbs maTepu N pebeHKa» u/mMnum, B 3aBUCMMOCTU OT 0cobeHHOoCTeN,
TeyeHUA U OCNOXKHEHN 3aboneBaHmsa, B Ob6nacTHOM AeTCKOW BonbHULE.

JleyaTca nn HacneaCTBEHHbIe 38601'IEBaHVI$|, BblABAAEeMbIE NMPU

HeOHATa/IbHOM CKpMHMHI’E?
36 3abo0s1eBaHUIA, KOTOPble BK/AKOYEHbI B MPOrpammy pPacIMpPEHHOro
HEOHATa/IbHOrO CKPUHMHIA, UMEIT A0CTAaTOYHO 3G PEKTUBHOE NeYeHMe.



