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* NHdopmaLusa o npoBepkax Bawero HOBOpoXXAeHHOro peGeHKa u

MNouemy moemy pebeHKY He06X0ANMO NPOXOAUTb NPOBEPKY
HOBOPOXKAEHHbIX?

Bce poantenn HaaeioTca, uto VX AeTv OyamyT 3A0POBbI. Y HEKOTOPbIX eTel, KOTopble BbIrNAaAT
abCONOTHO 3A0POBbIMY NMPU POXAEHUN, MOTYT BbITb NPOGIEMBI, KOTOPbIE OyyT OKa3blBaTh
BAVIAHVIE Ha VX POCT U pa3BuTMe. HOBOPOXKAEHHOTO pebeHKa NPOBEPSIOT Ha HanMUKe MHOTKIX
3a00neBaHNi, KOTopble He OUEBMAHbI NPV MOABAEHNM Ha CBET, HO TPEBYIOT MEANLIMHCKOrO
BMeLLaTeNbCTBa. ECnv npobnema co 3A0p0BbeM BbIABMAETCA BCKOPE NOC/e POXAEHA, ManbILLN
6bICTPO MOAYUaIOT HeobXoAMMOe NneueHne. [poBepka HOBOPOXKAEHHBIX fieTel CnocobCTyeT
YAYULEHMIO VX 3A0POBbA 1 ONTVIMANbHOMY Pa3BUTHIO.

B wrate Oraiio BO Bpemsa NpoBepKM HOBOPOXKAEHHDBIX IETEN exXeroAHo BbiAsnAlT bonee 500
[eTen, Hy>KAaloLWmxca B MeanLMHCKON nomolum. Okono 200 mnafeHLeB OKa3blBaOTCA MyXMMM
WAV MAOXO CblWaLLymm, okono 80 aeTel UMetoT cepbesHble 3aboneBaHva cepaua 1 okono 300
[eTell MetoT cepbe3sHble 3a00/1eBaHwA, KOTOpbIE MOXHO OOHAPYKWTb NP aHANM3Ee KPOBMU.

Kakylo npoBepKy 6yaeT npoxoautb Mol pe6eHoK?

[LTaT Oraiio cTpemmTcs 0becneunTb 3aLUmTy BCEX HOBOPOXAEHHbIX, MOSTOMY, COrMlacHO 3aKOHaM
wTaTa, Nepes BbiMCKo 13 60MbHILIB HOBOPOXKAEHHbIE MPOXOAAT TPY BUAA NPOBEPOK:

[ ] IMpoBepKa Ciyxa Ha Hanvume pricka NoTepu Cryxa;
[ ] ITyNbCOKCUMETPA ANA BLIABAEHNA MPOBEM CO CTPOEHVEM CEpALIa; U

] AHanM3 KPoBY METOLIOM «CYXOW Karv» A5 BbIABIEHWS PUCKA HECKOMBKIX Pa3INYHBIX
2 3aboneBaHuii.



B oTHOLLEHNN KaKuUX MegULUVHCKMX Npo6aem NpoBoanTCA NpoBepKa
B wraTte Orano?

MNpoBepka cnyxa

|_|pI/I NpoBepKe CllyXa BbIABAOT PUCK NOTEPU ClyXa. |_|OT€p}O CNyXa MOXET Bbl3blBaTb
MHOXeCTBO NPUULH. PaHHee BbiiBNeHVe NoTepw Ciyxa NoMOoXeT Ballemy pebeHky
[Pa3BnBaTb KOMMYHVIKALUMOHHbIE 1 A3bIKOBbIE HABbIKN.

MNynbcokcnmeTpuA

CyuiecTByeT MHOXECTBO BPOXKAEeHHbIX 3abonesaHnii cepaua. B wrate Oraiio
NyNbCOKCUMETPUA NCMONB3YETCA 1A BbIABNEHNA CEMM TUMOB KPUTUYECKNX
3aboneBaHuit cepaLa, B TOM YnCE: CUHAPOMA MMMOmMasun NeBbix OTAEN0B Cepaua,
aTpesuu neroyHor aptepuu, TeTpaabl Ganno, NoNHOro aHOMaNbHOro BrafeHus
NeroYyHbIX BeH, TPaHCMO3MUMM MarucTpasnbHbIX apTepuii, aTpesunn TPeXCTBOPUYaTOro
KnanaHa 1 o0Lero apTepuanbHoro CTBona.

AHanuns KpoBM METOAOM «CyXOWN Kannim»

[LItaT Oraiio NpoBOAMT NPOBEPKY HaNMUMA HECKONBbKMX Pa3nMUHbIX 3a601eBaHNNA
C MOMOLLbIO aHANM3a KPOBW METOAOM «CYXOM Karvy. B xofe nposepku
HOBOPOXAEHHbIX B WTaTe Oralio BbIABAAIOTCA 3a001€BaHIS, PEKOMEHOBaHHbIe

K npoBepke opraHu3sauvein March of Dimes 1 MUHUCTEPCTBOM 3APaBOOXPaHeHA
1 coumansHoro obecneyerna CLUA (MonHbIM CNMCOK NpUBEAEeH B KOHLE 3TOrO
bykneTa, a bonee NoApPOOHYI0 MHGOPMALIMIO MOXKHO HaMTL Ha caiTe:
https://www.odh.ohio.gov/odhprograms/phl/newbrn/nbsdisorderslist.aspx).

Kak n korga 6yaeT npoBoauTbCa NpoBepka moero pebeHka?

[MpoBepka cnyxa —

[lo BbINWCKYM 13 6oNbHULBI Balwemy
pebeHky NpoBeAyT NPOBEPKY CryXa.
OB6bIUHO OHa NPOBOAWTCA B Nanate
MaTepw U JEeTCKO KOMHaTe.
[poBepka cnyxa 3aHMMaeT Bcero
Wb 15 MUHYT, 1 Baw pebeHok
MOXeT CraTb BO BPeMA NMPoLeAypbl.
[Npv NpoBepke NpUMeHaAoTCA

[1Ba pasHbiX TUna obcnefoBaHnii.
Bawemy pebeHKy moryT

nposecTi 0ba ON1CaHHbIe HxKe
00CnejOBaHNA NN OHO U3 HUX.

®  OToaKycTyecKas amuccus
(OA3): Bo Bpems 3T0ro 06cejoBaHMA 1CMonb3yoTca Hebosbluve 30HAbI
C HAKOHEYHWKAaMU 113 MAMKOrO BCMIEHEHHOTO MaTepuana Unv pesuHbl. ITv 30HAbI
MOMELLAIOT B YL PEOEHKA, 11 OH CIIbILUT MATKIE 3BYKI. [1pr 3TOM perncTprnpyioT cnaboe
3X0 U3 yXxa pebeHKa, UToObl Y3HaTh, HACKOBKO XOPOLO GYHKLIMOHMPYET BHYTPEHHEE YXO.

® [IpoBepKa aKyCcT1UYECKMX CTBOIOBbIX BbI3BaHHbIX MoTeHunanos (ACBIM): Bo Bpemsa
3Toro 0bCnefoBaHna UCMONb3YITCA TPU HEOOBLIMX 31EKTPO/a, KOTOPblE pasmellatoT
Ha nu1ue, nneye v Wee pebeHkKa. 3aTem Ha yln pebeHKa HaeBaloT HeboMbLUNE HaYLWIHVIKM
WAV BCTaBAAIOT B YXO ManeHbKye 30HAbI, ¥ pebeHOK CbILKT MATKIME 3BYKK. Bo Bpema
00Cnej0BaHVA PErVICTPUPYETCA MHPOPMALIMA, NCXOAALLas OT ClyXOBOrO HepBa.



https://www.odh.ohio.gov/odhprograms/phl/newbrn/nbsdisorderslist.aspx

MHpopmaums o nposepkax Bawwero HOBopoxgeHHOro pebeHka |

MNynbcokcnmeTpua

HyﬂbCOKCI/IMeTpI/\ﬂ — 3TO NpoCToe 6636OJ'IGBHGHHO€ O6CJ‘Ie,£LOBaHI/Ie, KOTOpOEe O6b|l4HO
NPOBOAWTCA Yepe3 CyTKM Nocne poxaeHra peberka. [Mprbop noa HazsaHvem
MyNbCOKCMMETP M3MEPAET KOTMYECTBO KNC10POAA B KDOBN pe6eHKa C NOMOLUbtO
LOATHMKOB, Pa3MeLLEHHbIX Ha KOXe. ﬂaTqI/IKM O6bIL4HO Pa3mellatoT Ha pyKe 1 Hore.

AHann3 KpoBU METOLOM «CYyXOW Kanam»

Y pebeHka 6epyT HECKOSBKO Kanenb KPOBW, CAENaB MPOKO NATKM. ITOT NPOKOS
JienatoT 0ObIUHO Yepes ieHb Noce poxaeHus peberka. Kannv KpoBu OTNpaBnAoT
B nabopatopwio [lenaptameHTa 3apaBooxpaHeHna Oraiio, rae NpoBOAATCA aHanu3bl
Ha Hanuume PasnnyHbIX 3a00neBaHNIA.

YTo ecnu moii pebeHoK poaunca He B 6onbHuLe?

Bce netu, poavswinecs B Oraio, AOMKHbI MPOXOAWTb MPOBEPKY HOBOPOXKAEHHbIX.
Ecnv Baw pebeHok poannca He B 6onbHULE, 0bpaTnTech K Bawel akylepke, Bpady
WK B MECTHbIV OTAEN 3APaBOOXPAHEHNA 3a MOMOLLbIO B OPraHm3aLmy NpoBepKum
HOBOPOXAEHHOTO pebeHka. Bo MHOTMX OKpyrax MpoBepKy MOTryT MPOBECTH Ha [OMY.
AHanm3 KpoBW MeTOAOM «CyxOW Kanawm» HeobxoanmMo CAenatb, korga Balemy pebeHky
OyfeT He MeHee CYTOK MoC/e POXIAEHVIA, HO He bonee WecTv AHEN.

Kak A y3Halo pe3synbTaTbl 06cnegoBaHmin moero pebeHka?

lNpoBepka cnyxa

Pe3ynbTaTbl MpoBepkM cnyxa Bawero pebeHka 6yayT BblAaHbl Bam B MMCbMeHHOM
bopme coTpyAHMKaMM 6ONBHMLBI 1O BEINUCKIA 13 60NbHULBI. COTPYAHVIKM 6ONBHMLbI
Take MomoryT OpraH13oBaThb MPOBEPKY CyXa, eCin NoTpebyeTca nposefeHne
AOMNONHUTENbHBIX 06CEA0BaAHNI.

MNynbcokcnmeTpumn

Bbl nonyyumTe pe3ynbraThl 00CNe0BaHMA OT MOCTABLUMKA MEAULMHCKIX YCIyT
Bawero peberka. Ecnv pe3ynstaT oTpuraTensHbli, y Balwero pebeHka HopManbHbIN
YPOBEHb KMCIIOPOAa B KPOBW. ECNN pe3ynbTaT NonoXuTeNbHbIY, y Bawero pebeHka
MOHWKEHHBI YDOBEHb KMCNIOPOAa B KPOBU. ITO HeOOA3aTeNbHO O3HauaeT, uTo

y Bawero pebeHka 3abonesaHue cepaLa. D10 03HauaeT, YTo Ball NoCTaBLiMK
MeIULIMHCKUX YCIYT MPOACIIKAT KOHTPONMMPOBATb COCTOAHME Ballero pebeHka

1 NO3KE MOXET NMPOBeCTH MOBTOPHOE 0OCeoBaHVe UM 06CNe0BaHVe APYroro
TVINa, Ha3blBaeMOro 3xoKapamnorpaduen.

AHanuns KpoBM METOLOM «CyXOW Kannim»

Kak TonbKo pe3ynbraThl aHan13a KpoBu Baluero pebeHka METOAOM «CyXOW Kanauvy» OyayT
rOTOBbI, UX OTNPABAT B POANBbHbIN AOM ¥ MOCTABLUMKY MEAVNLIMHCKIX yCyr Batwero
pebeHKa. Kak npaswno, pe3ynbTaTbl NPUXOAAT B TeueHne ABYX Hefesb. Y OonblnHCTBa
MIafieHLEB pe3ybTaTbl MPOBEPKM HAXOAATCA B Npefenax HopMbl, U POAWTENN NoyyaT
pe3y/bTaTbl NPY NPOBEPKe 3A0P0BbA pedeHkKa. B cnyyae Hey[oBNeTBOPUTENBHOMO
pe3ysbTaTa NPOBEePKM HOBOPOXKAEHHBIX MOCTaBLMK MEAVLMHCKYX YCITYT CBAXETCA

C Cembell 1 OpraHv3yeT JONoHNUTeNbHOe 0bCneoBaHMe.

BaxHo npedocmasume Baweli 6011bHUYe U NOCMAaBUWUKY MeOUYUHCKUX YCITye
npasusbHeil adpec u Homep mesiehoHa, Ymobbl OHU MO2J1U C8S3aMbCS ¢ Bamu
8 CJlyuyde Heobxooumocmu.



Yto ecnn moemy pebeHKy notpebyeTca fononHuTenbHoe obcnefoBaHme?

Ecnu Bawemy peberKy He06X04VMMO AOMNONHUTENBHOE 006CejOBaHYIE, MOCTABLMK MEANLIMHCKIAX
ycnyr Bawero pebeHka ceaxeTtca ¢ Bamu. O coobumt Bam, nouemy pebeHky Heobxonmnmo

MPONTN NOBTOPHYIO MPOBEPKY, 1 UTO HY>KHO AenaTb Janblue. Ecnu Bawemy pebeHky Heobxoanmo
[OMNONHUTENbHOE 00CIEJOBaHYIE, BBINONHAVTE peKoMeHaLMM NMOCTaBLUMKA MeAVLNHCKIMX YCIyT.
HekoTopble 06cneoBaHmA HEOOXOAVMO MPOITY CPasy e, a HEKOTopble — Korfa pebeHOK HEMHOTO
noapacTer. B HekoTopbIx cnyyanx Ballero pebeHka HanpasAT K cneyuanyicTy.

MNposepka cnyxa

[P HeyaOBNETBOPUTENBHBIX Pe3ynbTaTax MPOBEPKM Cryxa y Baluero pebeHka B TeueHve
NIBYX-TPEX HEIENb Er0 HAMPABAT K Bpayy-ayAMonory ans AanbHentero obcnefosaqus. Ecnm
y Batwero peberka noteps cryxa, B pamkax nporpammbl MPOBEPKI CIyXa y HOBOPOXKAEHHbIX
(Infant Hearing Program) emy 6yzyT NpeAoCTaBnATb YCIyrn paHHErO BMeLLATENbCTBaA Ha AOMY,
UTOObI CNOCOOCTBOBATL PA3BUTIIO KOMMYHUKALIMOHHBIX 11 3bIKOBbIX HABbIKOB. Yem paHblLie
OyneT BblABNEHa yTpaTa cyxa y pebeHKa, Tem paHblLe pebeHOK CMOXeT HauaTb Pa3BMBaTh
HaBbIKN KOMMYHUKALMW, TO KpaHe BaKHO AR PA3BUTSA, YCNIEXOB B OOYUEHWM, AOCTVXEHNA
ONPefeneHHoro YPOBHA rpamMoTHOCTH, COLMANBbHOTO 1 SMOLIMOHANBHOTO Pa3BuTHS.

MNynbcokcnmeTpua

Ecnuy Bawero pebeHka HeyaoBNeTBOpUTENbHbIE Pe3ynbTaThl MybCOKCUMETPUN, OyaeT
npoBefeHo fanbHelee 06CneoBaHNe 415 BbIABIEHWA BPOXAEHHOIO 3a001eBaHNA cepaLia.
O6cnenoBaHvie MOXeT ObiTb NPOBEAEHO MepPes BbINUCKOM pebeHKa 13 6ONbHHLbI, UK ke
pebeHKa HaNPaBAT K AETCKOMY KapAMonory Ana nonyyeHnsa aanbHenwmnx MeauumnHCKmX ycnyr.
Kputnyeckoe BpoxaeHHoe 3abonesaHve cepala TpebyeT MeamLUMHCKOro BMeLaTeNbCTea B
TeYeHMe NepsBbiX HECKONbKUX Heaeb U MeCALEB XKU3HN pe6eHKa AnAa npenoTrspalleHnA
CMepPTU NN NHBaNNMAHOCTN.

AHanm3 KpoBM METOAOM «CYXOW Kannm»

Ecnv pesynbtaThl aHanmsa KpoBM METOLOM «CyXOli Kannvy» Baluero pebeHka He COOTBETCTBYIOT
HOpMe, NOCTaBLMK MeAVLIMHCKYX yCyr Baluero pebeHka cpasy e opraHusyeT AanbHelllee
06CnefoBaHue. B HeKoTopbIx Cyyasx pebeHka HanpasAT K CeLmanmcTy. BaxHO Kak MOXHO
paHblue BbIABUTL fAeTel C Takvmm 3a00neBaHnAMM, UTOObI MOXHO ObINo HauyaTb neyeHue,
KOTOPOE B MaKCKMabHO KOPOTKME CPOKW YiTyULLMT COCTOAHME 1X 30POBbA 1 byaeT
CNocobCTBOBATL WX OMTVIMAsbHOMY Pa3BUTHIO.

Y10 ecnun Y MeHA eCTb BOHpOCbI?

Ecnny Bac ecTb BONpoch! Man noBog Ans 6eCnokorcTBa, Bel MoXxeTe 06CyanTb 3T0
C MOCTaBLUMKOM MeSULIMHCKIMX ycnyr Balwero pebeHka.

MoceTnTe pasgen, NOCBALLEHHbI MPOBEPKE HOBOPOXKAEHHbIX AeTel, Ha carTe MuHMCTepCTBa
3[paBooxpaHeHua Wwrata Orano:
www.odh.ohio.gov/odhPrograms/phl/newbrn/nbrni.aspx.



www.odh.ohio.gov/odhPrograms/phl/newbrn/nbrn1.aspx

VHbopmauus o nposepkax Bawero HOBOPOXAeHHOro pe6eHKa u

[lomxkeH nu Mol pebeHOK NPOXoanTb MPOBEPKIA?

[poBepKM HOBOPOXAEHHBIX
CNacatoT XM3HM 1 ynyyLlaoT
COCTOAHWE 30POBbA AETEN 1,

B COOTBETCTBUM C 3aKOHaMM
wraTa Orano, Ux JOMKHbI
NPOXOAWTL BCE feTH,
poavielumnecs B wrate Orawo.

B HeKOTOpPbIX ClyYasx poanTenn
MOTYT OTKa3aTbCA OT NPOBEPKM
HOBOPOXAEHHbIX.

PoauTenn MoryT oTkasaTbcA

OT NoOOro TMMNa NPOBEPKM
HOBOPOXAEHHBIX, €CAIN 3TO
NPOTUBOPEUNT UX PENUTO3HBIM
ybexneHnam. Poguren Takxe
MOTYT OTKa3aTbCA OT MPOBEPKM
cnyxa no nobow apyroi
npuynHe. Poauteny, OTKasblBatoLLMecs OT NPOBEPKM HOBOPOXAEHHbIX, AOMKHbI MOANMCATb
bopMmy 1 yKasaTb, UTO OHIM BO3PAXKAIOT MPOTHB NPOBEAEHMA 3TOrO 06CNe0BaHNA B OTHOLIEHWM
nx pebeHka.

3akoH wrata Oraiio Takxe [aeT POAMTENAM NMPABO OTKA3aTbCA OT BbIABMEHNMA 3a00NeBaHVA NoA
Ha3BaHviem «bonesHb Kpabber, KOTOPOe BKIOUEHO B NepeyeHb 3a001eBaHNM, BbIABAAEMbBIX

C MOMOLLbIO aHaM3a KPOBY METOLOM «CyXOW Kamn». PEKOMEHAAUWY K BbIABIEHWIO 3TON
60/1€3HM C MOMOLLbIO aHaNM3a KPOBM METOAOM «CYXOW Kariv» Ha HaLYOHaNbHOM ypOBHE
oTCyTCTBYIOT. bonesHb Kpabbe — 370 pefkoe 3abonesaHne, KOTOPOe CO BpeMEHeM NprBOANT
K TAKEbIM MOBPEXAEHNAM FOSIOBHOTO MO3ra ¥ HEPBHOW CUCTEMBI YenoBekKa. [lokazaHHbIX
CNOCO6OB BbINEUUTB AaHHYI0 O0ne3Hb He CyllecTsyeT. ECnv 6onesHb BbiABeHa BCKOpe nocne
POKAEHNA, B HEKOTOPBIX CllyuYasx TPaHCMAaHTaUMA KOCTHOMO MO3ra B NMepBble HECKOMbKO
Heflenb XU3HWU MOXeT 3aMenTb pa3suTe bonesHn. Poauteny, npoxueatouve B wrate Oraiio,
MOTYT Mo MO0 NPUUMHE OTKa3aTbCA OT NPOBeeHNA aHanr3a KPoBIM Ha Hanuumne 6onesHn
Kpabbe. Ecnv Bbl He xxenaeTe, utobbl Balw pebeHok Npoxoamn NpoBepKy Ha Hanuuve 6onesHu
Kpabbe, npw B3aTM 0b6paslia kposK y Balwero pebeHka cooblumte mefcectpam 60NbHULbI

K aKyLLepKe, YTo Bbl 0TKa3biBaeTeCh OT 3TOl NpoBepku. COrnacHo 3akoHoAaTenbCTay, Bol
MOXeTe OTKa3aTbCA TONbKO OT NPOBEPKYM Ha bonesHb Kpabbe; NpoBepKM Ha BCE OCTalbHble
3aboneBaHus, NPOBOAMMbIE B PAMKaX aHann3a KpoBM METOLIOM «CyXOM Kariu», byayT
NPOBOAMTLCA B 06A3aTENBHOM NOPAAKE.



MepeyeHb 3ab60neBaHN, BbIABAAEMbIX C MOMOLLbIO aHan3a KPoBY
METOL,OM «CYXOW Kanm»

HapyLeHna aMMHOKNCIIOTHOrO OBOMEHA Bbi3bIBAIOTCA HECTIOCOBHOCTBIO OPraH3Ma
NOMMKHBIM 00Pa30M 1CMONb30BaTh Ornpe[eneHHble aMUHOKUCIOThI, COAepKallyecs B Nuue.
Bckope nocne poxkaeHusa B OpraHviaMe HauvHaoT HakanamneaTbCA OnacHble BELLeCTBa, KOTopble
MOTYT NPUYMHUTD BPEA FONIOBHOMY MO3TY ¥ APYrVIM OpraHam. 971 3a001eBaH1A MOXHO NeynTb
C MOMOLLbIO CMeLManbHbIX ANeT UK NULLEBbIX J0OaBOK 1 NPefoTBPATUTb U 3aMeanTb
fanbHewLwnii Bpes Ana opraHmnsma. B pamkax nporpammbl Wrata Oraino BbIABAAIOTCA Cheaytolmne
HapyLWEeHWSA aMUHOKMUCNOTHOTO 0bMeHa: aprnHnHemus (ARG), aprmH1MHOCYKUMHaaumnaypuis (ASA),
umtpynnuaemua | Tuna (CIT) v Il tuna (CIT 1), romoumctrypua (HCY), runepmeTroHuHemma
(MET), 6one3Hb «kneHosoro cupona» (MSUD), deHunketoHypus (PKU), TposuHemma | Tuna
(TYR), Tmna (TYR 1) v lIF Tna (TYR 1),

HapyLeHrie 06MeHa XMPHbIX KACOT MOXeT NPenATCTBOBaTb NPEBPALLEHMIO OPraHM3MOM
XMpa B 3Hepruio. Y fetelt ¢ HapyweHnem 0bMeHa XMPHbIX KNCNOT MOTyT HaboAaTbCA Npobnembl
C cepAaLem, 3aTpyAHEHHOe AbixaHWe, CY0POrk, KpanHAA CNabocCTb, a TakKe CyLlecTByeT
BEPOATHOCTb cMepTU. [peaoTBPaLLeHNIo 3TUX CUMATOMOB MOTYT CMOCOOCTBOBATL CreLvasnbHble
AVETbI, YaCTbl NPUEM MUK M NPUMEHEHNE NeKaPCTBEHHBIX CPeACTB. B pamkax nporpamms
wrata Orao BbIABNAIOTCA ClefytoLme HapyLweHra 0OMeHa XUPHBIX KNCNOT: AeduumnT
KapHUTUH-aUUnKapHUTUH-TpaHcnokasbl (CACT), neduunT KapHUTUH-NanbMUTOUATPaHChepasbl

Il Tvna (CPT 1), HapyweHwve nornouerna kapHuTUHa (CUD), rnyTaposas aumaemus |l Tna

(TA-2), nedbvunt anvHHouenoveuHon aumn-KoA-gernaporeHassl (LCHAD), peduumt
cpeaHelenoueyHol aunn-KoA-gervaporerassl (MCAD), aeduLmT MUTOXOHAPWANBHOMO
TpudyHKUMoHansHoro 6enka (TFP), aumn-KoA gernaporeHasbl XKMpHbBIX KMCNOT C OUeHb
AnnHHOM yrnepopHoi uenbto (VLCAD).

HapyLweHre obMeHa opraHMYecKmX KNCIOT NPOVCXOauT, KOTa OpraHu3m pebeHka

He MOXeT BbIBOAWTL 13 KPOBYW OnpefeneHHble MPOAYKTbI KM3HeAeATENbHOCTH. DTO MOXeT
BbI3bIBaTb PBOTY, MOHVKEHHbIY YPOBEHDb Caxapa B KPOBU ¥ MPUBOAWTL K KOME UV CMEePTH.
JleueHvie MOXET NPOBOAUTLCA C NMOMOLLBIO CrelVanbHOM AMETbl 1 eKapCTBEHHbIX NPenapaTos.
B pamkax nporpammbl WTata Oraino BbIABAAIOTCA Clieflyloljne HapyLleHys 0OMeHa OpraHuyeckmnx
KMCNoT: aeduumT 2-metunbytrpnn-KoA-aernaporerass (2MBG), neduunt 3-rugpokcm-3-
meTtunryTaprun-KoA-nmassl (HMG), aedmumt 3-ketotnonassl (BKT), aedrumt 3-MeTUnKpoToHmn-
Ko® kapbokcmnnasbl (3MCC), ryTtaposas aumaemns | Tuna (FA-1), neduumnt n3obytrpnn-KoA-
nernaporeHassl (IBG), nsosanepuaHosas aunaemus (MBA), metnnmanoHosas aumaemms (MMA),
MHOXeCTBeHHbIN Aedrumt KoA-kapbokcmnnasel (MCD), nponnoHoBas aumuaemms (MA).

Ledrumnt 6UOTUHMAA3BI Habo[aeTcs, Koraa PE6EHOK He MOXKET HaAeKaLMM 06Pa3om
yCBaVBaTb BUTAMVH GMOTUH. [MyTem gobaBneHns B paLnMoH 61OTHA MOXHO NpeaynpeanTs
Takne I'IpO6ﬂeMbI, KaK KOXHas Cblifb, CyAoporn, NoTepa cilyxa UK 3a4ePxXKn pa3BuTuA.

BpoxxaeHHas runepnnasma HagnoyeuyHnkoB (BIH) nveet mecto, Korna HaagnoyeuHnkm
He Bblpa6aTbIBa}OT onpeneneHHble ropMOoHbl. Yy ,ueTe|7| CI3TUM 3a6OJ'I€BaHM€M MOTYT Pa3BUTbCA
OonacHble Ana KM3HWM COCTOAHNA, TaKMe Kak O6eSBO>KI/IBaHI/Ie 1 Koma. Y AeBoyek MOFyT 6bITb
aHoMasbHble reHuTanun. OnacHble ONA XKN3HW OCNOXKHEHWA 3TOTrO 3a601eBaHna MOXHO
npeaoTBPaTUTb C NMOMOLLbIO NTeKaPCTBEHHbIX COeACTB.

Bpo»KAeHHbIN rMNOTUPEO3 MMEET MeCTO, KOTa OpraHnam pebeHka He BbipabaTsisaeT
FOPMOHbI LUMTOBWHOW Kene3bl B KONMYECTBe, AOCTaTOYHOM AA POCTa W pa3BuTmuaA. HapyweHue
POCTa Vi 3a1ePXKKy Pa3BUTIA MOXKHO NPEAOTBPATUTL C MOMOLLBIO NIEKAPCTBEHHBIX CPEACTB.




NHdopmaLusa o npoBepkax Bawero HOBOpoXXAeHHOro peGeHKa u

MykoBurcumao3 (MB) — 510 HacneacTBeHHoe 3a60neBaHme Nerkux v NLEBapUTENbHON
CHCTEMBI, MPY KOTOPOM Pa3BMBAIOTCH XPOHUUECKME MHGEKLIMN bIXAaTEMbHbBIX MYTEN, Y KOTOPOE
NPYBOAWT K HEAOCTAaTOUHOCTU NUTaHWA. PaHHee obHapyKeHue 1 neyeHmne 3a001eBaHNsa MOXET
YAYULWWTb Pa3BUTHE U CHU3UTH PUCK BO3HUKHOBEHUSA UHOEKLMIA.

[anakTO3eMmsA BO3HMKAET, KOra OpraHn3m pebeHKka He CNoCcoGeH PacLLEnIATb MOOUHbIN
caxap (ranakTosy). [oBpexaeH1e roNoBHOrO MO3ra U NeyYeHy MOXKHO NPEAOTBPATUTL C MOMOLLbIO
CneunanbHom AVeETsl, He CoAeprKallelt MOIOYHOro caxapa.

CepI'IOBVIp,HO-KﬂeTOLIHaﬂ aHemMuAa v gpyrune remornobrHonaTun asnaiTca
HacneACTBEHHbIMA 3aboneBaHnAMY, MPW KOTOPBIX MOPaKkatoTCAa 3pUTPOLNTDI. HeKOTOpre

113 3TVIX 3a00neBaHNi MOTYT Bbl3blBaTb CUTbHYIO 605b 1 I/IH(])GKLI,I/IVI nnn gpyrue cepbesHble
I’]pO6J’IeMbI CO 3[0p0BbeEM, KOTOPbIE MOTYT MPUBECTN K CMEePTI. [ina cHuxeHua BEPOATHOCTN
BO3HUKHOBEHMA l/lHdJeKLI,I/IVI n opyrnx |'|pO6J'IeM MoryT I'IOTpe6OBaTbCF| NleKkapCTBeHHbIE CpeACTBa.
[eTn C Taknumn HapyweHUAM/ OMKHbI 6bITb OCMOTpPEHbI CreyranncToMm.

Taxenbln KOMOMHNPOBaHHBIN MMyHoaebUUNT (TKWUA) sxouaet rpynny peakwx,
HO CePbEe3HbIX MMMYHHbIX 3a60neBaHNi. OpraHn3m pebeHkKa He CocobeH NPOoV3BOaANTL
onpefeneHHble KNeTkM, 3alliuilatoume ero ot l/lHdJEKLll/IPI. Y D,E‘Teﬁl, He NoNyyrBLLINX NeYyeHne,
[0a3BMBatOTCA ONacHble ANA XU3HK 6aKTeleaJ’leble, BMPYCHbIE M I'pl/|6KOBble l/lHdJEKLI,VIVL
JleyeHvie MOXeT CHU3WTb Yrpo3y MHQEKLMN.

JInsocomHble 6onesHu HakonneHna (JIBH) — s1o 3abonesaHuis, BO3HMKaLLMe, KOraa
OpraH13m He NPOU3BOAUT GEPMEHTHI, HEOBXOAUMbIE /1A PACLIENJIEHNA ONPEeNeIEeHHbIX
KPYMHbIX MOSIEKYJ1 Ha 60Mee MeNKMe, MPUroAHbIE 1A MCMOMb30BaHVA BELECTBa. KpynHble
MOIEKYJS1bl HAKAMN/IMBAIOTCA B KNETKAX U MOTYT NPVBOAWTD K MOBPEXAEHMIO FOIOBHOIO

MO3ra, HEPBOB, CEP/LIA, KOCTEN, MEUeHN 1 APYIVIX OPraHoB. JleueHrie MOXeT BKoYaTb
GepMEeHTO3aMeCTUTENbHYIO TePANIO ¥ TPAHCTMIAHTALMI0 KOCTHOMO MO3ra. B pamKax nporpammb
wrata Orao BbIABMAIOTCA CleAyoLMe NM30CoMHbIe 60Ne3HN HakonneHus: 6onesHs Kpabbe,
MyKononmcaxapuaos | tvina v rukorenos Il Trna (6onesHs MNomne).




