HeoHaTanbHbIN CKPWHUHI: OoNns 4yero oH Hy>XXeH u 4to B Hero Bxogurt

Llenb HeoHaTtanbHOro CKpPpUHUHIra — BbisiBUTb pedkne, HO TsXenble 3aboneBaHus elle 0o
pa3BnTnAa X CUMNTOMOB 1N BOBPEMA Ha4YaTb JieHeHune.

C 2006 rona Bcex HOBOPOX AEHHbIX B Poccum TecTvpoBanu Ha 5 reHeTu4eckux 3abonesaHui,
a c 2023 roga cnucok pacwmpeH oo 36.

3aboneBaHuns, Ha KOTOpble NPOBOAMTCS 06CNenoBaHME, O4EHb PEOKME, N PUCK UX HANN4Yus y
Bawero pebeHka kpaiiHe Hu3kuii. OoHaKo B COOTBETCTBUN C FrEHETUYECKMMM 3aKOHaMM
HacnenoBaHus aTux 6onesHel 0TCyTCTBME CnyyYaes 3abonesaHus y Bawmx poacTBEHHNKOB He
ncknoyaeT pucka ans pebexka.

Fne n kak 6epetcs aHanu3?

KpOBb N3 NATOYKN Y HOBOPOX OEHHOIoO pe6eHKa LOJNIXHbl B3Tb HA creumanbHblil TecT-6naHk
Ha 2-e CYTKN XWN3HW B poagaome. Y HEeLOHOWEHHbIX AeTen aHann3 OOMXHbl B3STb Ha 7-€ CYyTKM
XKN3HN.

Ecnu poabl npon3oinyT BHE poanibHOro aoma (B 06bl4HoM 6onbHULEe, foMa), HeobX0aAMMO
6e3 npomenneHnst 06paTnTbCs B AETCKYHO MOMVKINHUKY MO MECTY XUTENbCTBA ANS
NPOBELEHNS CKPUHWHTa.

TecT-6naHk ¢ KpOBblO B TEHEHNE CYTOK OTMNPABNAIOT B na6opaTopvuo HeoHaTallbHOro
CKpUHUHra, roe I'Ip06bl He3amMennnmTenbHO nccnenyrT C NMOMOLbIO cneunanbHbIX O4YEHb
4yBCTBUTE/IbHbIX METO00B aHaNM3a.
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Kakue paHHble He06X0AMMO COO6LLUTL MeAULIMHCKOMY PaboTHUKY NPU MPOXOXAEHUN
obcneposaHua?

Mpw npoxoxaeHun obcnenoBaHnst HyXXHO coobWNTb aapeca N KOHTaKTHbIA TeNegoH, Nno
KOTOpbIM poauTeneii n pebeHka MOXHO ByeT HaliTu B NepBOe BPEMS Nocne POXOEHUs B
cny4yae nonoXuTenbHoro pesynbtarta. Ecnu ceMbs pewmnna BpeMeHHO yexaTb Uan nepeexatb
Ha NOCTOSIHHOE MECTO XUTenbcTBa, He0bxoaMMo 06s3aTeNbHO COOBWMNTL HOBLIN aapec B
NONUKVHUKY.

Ecnu y pebeHka He ycnenm B3siTb KPOBb Ha 2-e CYTKN?

HeoHaTtanbHbIi CKPUHUHT NPOBOAUTCS B ONpefeneHHble CPOKW As TOro, YToob
CBOEBPEMEHHO BbisIBUTb 3aboneBaHne n Ha4atb neveHue. Moatomy He cneayeT oTKnamobliBaTb
NPOXOXAEHMEe CKPHUHra Ha bonee nosaHee Bpems. Ecnm xe no pasHbiM NpUYnMHaM He
yOanocb npoiitn obcnenoBaHne Ha 2-e CyTKW, Hy>KHO NPOMTK ero kak MoXHo ckopee. He
cnepyeT 0TKa3blBaTbCs OT NPOBeAeHUst 06cnenoBaHns, Tak Kak CUMNTOMbI HEKOTOPbIX
3aboneBaHuUin MOryT NPOSIBUTbCS NO3AHEE.
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Ha kakue 3aboneBaHus npoBoOouUTCA obcnepoBaHne?

9710 PEHNNKETOHYPWS, BPOXAEHHbIV rMNOTUPE03, aAPEeHOreHNTaNbHbIA CUHAPOM,
MYKOBWCLIMAO3, ranakTo3emMusl, CrHanbHas MbllweyHast aTpoousi, NepBUYHbIN
MMMyHOAEOMLNT, rpynna HacneacTBeHHbIx 6one3Hen obMeHa BewecTs.

Kak y3HaTb 0 peaynbTatax o6cnenoBaHus ?

MNpw B3STWM KPOBM ANs 06CNefoBaHNS B POALOME CTAaBUTCA OTMETKA O NPOXOXAEHUN
CKPUWHMHra B BbINUCKE N3 UCTOpuK pa3sutns pebeHka. Ecnu kpoeb b6bina B3siTa B
NONVKNIMHMKE NO MECTY XUTENbCTBA — OTMETKA CTABUTCS B KAPTOUKE.

OTcyTCcTBYME BbI30BA HA [ONONHUTENBHOE 06CneaoBaHne byneT o3HavyaTb HOpManbHbIE
pe3ynbTaTtbl aHann3a no BCEM CKpMHUPYeMbIM 3aboneBaHnsM. B cnyyae nonospeHus Ha
kakoe-nnbo 3abonesaHune, CEMbS NONYyYMT BbI3OB HA JanbHelwee obcnenosaHne B FAY3 CO
«K IMHUKO-amnarHocTnyeckmin ueHTp «OxpaHa 300poBbs Matepu 1 pebéHka» unm no Mecty
XNTEenbCTBa.
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Ecnu y pebeHka nonoXxutenbHbIn pe3ynbTaTt aHanusa?

B cnyyae nono3peHus Ha kakoe-nnbo 3abonesaHne ceMbs nony4uTt Beidos B FTAY3 CO

«K IMHUKO-amnarHocTnyeckmin ueHTp «OxpaHa 300poBbs Matepu 1 pebéHka» unm no Mecty

XKNUTENbCTBA ONA NPOXOXAEHNA NMOBTOPHOIro TeCTnpoBaHMA nmbo npoeseneHns
I'IO,EI,TBGp)K,D,B.I-OLI.I,GI7I OMarHOCTUKK C MOMOLLbO O0MONMHUTENbHbBIX NCCNEeNOBAHWIA.

B aToM cnyyae cnenyet NOMHUTb, YTO NepPBOHAYabHbI NONOXUTENbHbIA pe3ynbTaT He
Bcerpna o3HavaeT Hanuuyme 3aboneaHnsi. OgHaKo He CTOUT OTKNaabliBaTb NPOX0XAeHNEe
LOMONHNTENbHOro 0bcnenoBaHums.

KpaTKaﬂ XapakTepuctukKa 3a60neBa|-w||7|, BKJTOYEHHbIX B CKPUHUHT

UTO TAKOE ®EHUNTIKETOHYPUSA?
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deHnnkeToHypust (PKY) — HacneacTBeHHoe 3aboneBaHne, KOTOPOE BCTPeYaeTCs C 4acToTow
1 Ha 5000 — 7000 HOBOpPOX AeHHbIX. Pa3BnTtre aToro 3abonesaHms CBS3aHO C NOBPEXAEHNEM
(MyTaumeit) ocoboro reHa. bonbHo pebeHoK poXX.aaeTcs, eCNM OH NOJlyYaeT ABa MyTaHTHbIX
reHa (no ogHOMy OT Kax.aoro u3 poamtenei). Poontenn 6onbHoro pebeHka scerna 340pOBbl,
HO SIBASIOTCS HOCUTENAMU NAaTONOMMYECKOro reHa. Yactorta HocUTenbCcTBa MyTauui,
Bbi3biBatowmux ®KY, cpeaun HaceneHns Ceepanosckoi obnactu 1 Ha 40 yenosek. Lo
poxaeHust 60bHOro pebeHka poanTENN He 3HaK0T O CBOEM HOCUTENbCTBE. Prck poxaeHus
6onbHOro pebeHka B bpake ABOUX TaKMx HOCUTENel cocTaBnseT 25% npu Kax.aon
6epemMeHHOCTU. Bce ocTanbHble pOACTBEHHMKYM Yalle BCero 340p0BbI.

Kak nposiBnsiercsi 3abonesaHue?

Bcnencrteue mytaumm reHa ctpagaet pyHKUuma doepMeHTa doeHnnanaHMHrnapokcmnassl
(PAIN), koTopblii obecneymBaeT Nyt obMeHa aMMHOKUCNOThI peHnnanaHmHa (PA).

deHnnanaHvH NocTynaeT B OpraHnam pebeHka ToMbKo ¢ nuweir. Y 6onbHoro ®KY
NMOCTENEHHO noBsbiwaeTcs yposeHb DA B KpoBu. Bbicokuin ypoBeHb DA aBnseTCa TOKCUYHbBIM
npexje Bcero Ans HepBHOM CUCTEMbI. [1pn OTCYTCTBUM NedeHns nocne 3-6 MecsiLeB XU3Hu
NOSIBNSIIOTCS KIMHMYECKME NPU3HaKy 60N1e3HN: 0TCTaBaHME B HEPBHO-MCUXMYECKOM Pa3BUTUN,
cynoporu, AepMaTuTbl, NOBbIWEHHas NOTANBOCTb CO CNELMUYECKUM 3anaxom nota n Moyu,
OCBET/IEHME KOXM U BONOC. Bnocnenctemm y neten, He Nnony4YaBlWmnx nevyeHue, pa3smeaetcs
rnybokas yMCTBEHHAs OTCTANOCTb.

PaHo HayaToe neyeHne no3eBonget npenoTepatnTb pa3BnTme BCEX 3TUX KITMHNYECKUX
I'IpOSIBI'IeHI/II7I. Hetn pa3BnBaloTCA NOHOLUEHHO N BHEWHE HE OTNNYAOTCA OT 300POBbIX noaen.
HOSTOMy Ba>XHO Ha4YaTb nevyeHme Kak MOXHO paHbLLIe!
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Kakoe cyuiecTByeT neueHue 3abonesaHus?

NeyeHune 3aknovaeTCs B HA3HAYEHWUN AMEeTOTEPannK C orpaHnyeHnem benka, nocTynarwuero
¢ 06bl4HOM Nuweit. T.e. B AneTe UCKYATCS BCE BbICOKOOENKOBbIE NPOAYKThI. PaunoH
60nbHbIX PKY cocTomT M3 neyebHon cMecn aMMHOKNCTOT 6e3 DA, OBOLWHBIX U OPYKTOBbIN
6nton, ManobenkoBbiX NPOAYKTOB HA KpaxManbHON OCHOBE.

KT1o 6yneTt Habnoaatb pebeHka B cnyyae NoATBepXAeHUSA auarHosa?

OcHoBHbIM BpayoMm, Habnogatrowmm 60nbLHOro pebexka, byaeTt Bpay-aneTonor, KoTopblii
HayuuT poauTenel pacyety onetbl ons pebeHka. B panbHeinwem poamteny bynyT perynspHo
nocewarb Bpaya-gueTtosnora u nonyyatb nevebHole cmecu ans pebenka B KALL «O3MP».
PebeHky byneT npoBOANTLCS KOHTPOb YPOBHS DA B KPOBU.

YTO TAKOE BPOXX,OEHHbIA TMNOTUPEO3?
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BpoxaeHHbIi runotmpeos (BIN) — BpoxaeHHoe 3aboneBaHne, KOTOPOe BCTpeYaeTcsl y 0AHOro
13 2 000 — 3 000 HOBOPOX AeHHbIX. Ero npnynHbl pa3HoobpasHbl, HO Yalle BCEro OHO
06yCcnoBneHO BPOXAEHHbIM MOPOKOM Pa3BUTUS WUTOBUAHON Xenesbl. B aToM cnyyae vawe
BCEro BCe POACTBEHHMKM B Baweli ceMbe 300pOBbI, @ PUCK MOBTOPHOI0 POXAEHMS pebeHka ¢
Bl" He npeBblwaeT 2-3%.

Pexe 3aboneBaHue sBNsieTCS HACNEACTBEHHbIM M CBSI3aHO C MONy4YeHneM pebeHKoM OByX
NOBPEXAEHHbIX FTEHOB (MO OAHOMY OT KaXO0ro U3 poaMTENeEl), YTO MPUBOANT K HAPYLLEHUIO
NPOAYKUMN FOPMOHOB B WIMTOBUIHON Xeneae. B Takom 6pake poamTtenn abcontoTHO 300PO0BbI,
HO MpPW Kax 1o 6epeMeHHOCTM CylWeCTBYET PUCK POXAeHUst pebeHka ¢ BIM paBHblii 25%.

Kak nposiBnsietca 3a6onesaHune?

TOPMOHbI WMTOBUAHON Xene3bl O4eHb BaXXHbl AN HOPManbHOW paboTbl BCEX OPraHoB,
PM3NYECKOrO 1 NCUXMYECKOro passuTust peberka. Mpu Tsxenoi doopme 3abonesaHns yxe ¢
POXAEHUS NN NEPBbLIX HEAENb XWU3HU POAMTENN UNK NeanaTp MoryT obpaTnTb BHUMAHME Ha
BSINOCTb pebeHka, 0TEYHOCTb, 3aTSHYBLIYIOCS XENTYXY, XPUNNblA ronoc, 3anopbl, MI0X0
3aXXMBaAIOLWYO MYNOYHYO PaHKy, CYXOCTb KOXMW, yBENMNYEHHbIN A3blK. MeHee Tsaxenble oopMbl
MOryT HE UMETb HUKAKNX CUMMNTOMOB 3a60NeBaHUs B TeYEHNE NepBbIX MECSALIEB XU3HW. B
LanbHerWweM nNpy 0TCYyTCTBMM NEYEHNS pa3BMBAETCS 3a4epXka PM3MYECKOro 1 NCUXNYECKOro
pa3BuTus pebeHka.

Kakoe cyuiecTByeT neueHue 3abonesaHus?
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Lnsa neyeHns ncnonbayloTcs npenapat L-TMPOKCUH, KOTOPbIA BOCMNONHSET AedouumnT
cobcTBEHHbIX rOpMOHOB. [lo3a npenaparta nonbupaeTtcs MHAMBMAyanbHO
BPa4Y0OM-3HOOKPVHOIOrOM B 3aBMCMMOCTU OT BO3pacTa, Beca pebeHka 1 CTeneHn TSXecTn
3aboneBaHus.

KTto 6yneTt Habnonatb pebeHka B cryyae NoATBepXAeHUS anarHosa?

OcHoBHbIM Bpa4oM, Habntogatowmnm 6onbHOro pebeHka, bynet aHOokpuHonor. Yactota
nocelleHunst aToro Bpaya byaet onpenenstbca nHOMBMAyansHo. B uenom, Ha nepeom roay
XWN3HW NoTpebytoTcst bonee yacTble BU3NTbI AN ONTMMaNbHOro nogbopa no3bl npenapara,
Tak Kak Bec Manblwa byneT 6bicTpo MeHSATbCS. [nst Toro 4To6bl OUEHUTb 3CPEKTUBHOCTL U
NPaBUIbHOCTb NeYyeHnst, byayT HeobxoaMMbl perynsipHble aHanuabl KPOBM HA FOPMOHbI
WNTOBUOHOWN Xenesbl.

Kakue oTKNoHeHus B 300pOBbe MOryT O6bITb Y pebeHka B 6yayLiem?

B cnyyae paHHero Havana neyeHus, NPaBnUIbHOrO NpMeMa PeKoMeHayemMoi Tepanvm un
perynsipHoro HabnoaeHns aHLOKpHoNoroM pebeHok ByneT xopouwo cebst YyBCTBOBATb,
MMeTb COOTBETCTBYIOWEE BO3PACTY (PUINYECKOE U NCUXNYECKOE Pa3BUTME.

MoxeT nn 3aboneBaHue N3NeYUTbLCA?
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Mpu HeGONbLWOM OTKIOHEHWN OT HOPMbl FOPMOHOB WNTOBUAHON Xene3bl BO3MOXHa
camoCTosaTeNbHaa HopManm3aumsa PYHKLUUW WNTOBUOHOM Xenes3bl B TeYeHne nepsoro roga
XUn3HW. B aTOM cnyyae neyeHvne Ha3HavyaeTca Aaneko He Bceraa, Ho pebeHky Bce Xe
TpebyeTcs HabnoaeHne SHOOKPUHONOroM. Takoe COCTOsIHME HAa3blBAETCS «TPAH3UTOPHBIN
rMNOTMPEON3», a ero NPUYNHaMM MOryT 6blTb HEAOHOWEHHOCTL pebeHka, naTonorns
WATOBUAOHOWN Xenesbl an geduunt noaa y mambl.

B cnyyae 3Ha4MTENbHOrO OTK/IOHEHUS TOPMOHOB WMTOBUOHOW Xenesbl OT HOPMbI
3abonesaHune Yaule BCero He MPOXoAMT CO BPEMEHEM, TaK Kak 0BbI4HO CBA3AHO C
HenpaBMIbHO CCPOPMUPOBAHHO WUTOBUOHON XENe30i NN reHeTU4eckn 06yCcnoBieHHbIM
HapyweHneM NpoayKLMN ee ropMOHOB. B aTOM cnyyae naumneHTy TpebyeTcs NoXM3HEHHbIA
npuem L-TupokcuHa.

YTO TAKOE AOPEHOMEHUTAJIbHbIA CUHOPOM?

ALnpeHoreHntanbHbii cuHapom (AlTC) — penkoe HacnencTBeHHoe 3aboneBaHne, KOTopoe
BCTpeyaeTcsa y ogHoro n3 5 000 — 9 000 HoBOpOX AeHHbIX. OHO CBA3AHO C NOBPEXAEHNEM
(MyTaumeir) ocoboro reHa. [1ns Toro 4tobbl 3aboneBaHne NPOSBUIOCH, PEOEHOK A0NIXEH
NoNy4YnTb OBE MyTauuu (Mo O4HOM OT KaX.aoro u3 poautenei). Poautenn 6onbHoro pebeHka
BCerna 340p0Bbl, HO SIBNSIOTCS HOCUTENAMU NATONOrM4yeckoro reHa. [Jo poxaeHust 60nbHOro
pebeHka poaMTenn He 3HatOT O CBOEM HOCUTENbCTBE. Prck poxaeHns 6onbHoro pebeHka B
bpake OBOUX TaKux HocuTenen coctaBnsieT 25% npu kax o bepemeHHocTH. Bce ocTanbHble
POACTBEHHMKW Yalle BCEero 340p0BbI.
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Kak nposiBnsietcs 3a6onesaHune?

MyTaumm B yka3aHHOM reHe NpuMBOASIT K HapyWeHnto 06pa3oBaHMs HEKOTOPbIX FOPMOHOB B
0cobbIX Xenesax opraHmama — HagnodeyHukax. Jeduunt aTux ropMOHOB MOXET MO-PasHOMY
NposBnATbLCS y pebeHka. Y OeBoYeK Npu PoXAeHUM 0TMeYaeTCcsl HenpasuabHOE CTPOEHME
Hapy>XHbIX NMOSIOBbIX OPraHOB, YTO B HEKOTOPbLIX C/lyHYasix MOXeT NPUBECTU K OWNOOYHOMY
onpeneneHnto nona pebexka. B nepBble Heaenn Xn3Hn y HOBOPOXAEHHOTO MOXET Pa3BUTLCS
yrpoxatouiee Xu3Hu CoCTosiH1E, CBSA3aHHOE C noTeperi coneit. OHO NPosIBNSieTCS
06e3B0OXMBaHMEM, PBOTOI, MOTEPE Macchl Tena u, Npy OTCYTCTBMU COOTBETCTBYIOLWENA
MeOVLUHCKOWM MOMOLM MAN HENPaBU/IbHO YCTAHOBIEHHOM AMarHo3e, MOXEeT NPUBECTU K
cmepTyn pebeHka.

3aboneBaHne MOXET NpoTeKaTb U B 4OCTATOYHO NErkoi oopMe, Koraa y HOBOPOX AEHHOMO
pebeHka OTCyTCTBYIOT Kakue-nmbo ero nposisneHns. OgHako B Oyaywem ata popma
3aboneBaHnsi MOXET MPUBECTM K 3aePXKe POCTa, HAPYLLEHWIO NONOBOrO Pa3BUTUS 1
PenpoayKTUBHON COYHKLIUN.

Kakoe cyuiecTByeT neueHue 3abonesaHns?
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Lnsi ne4yeHns ncnonbayoTcs npenapatbl TOPMOHOB HAAMOYEYHMKOB, KOTOPbIE BOCMOJHSIOT
neuumT cobCTBEHHBIX FOPMOHOB. MNpenapaTtbl NoabupatTcs MHANBUAYaNbHO
BPa4Y0M-3HOOKPVHONOrOM B 3aBUCKMOCTU OT BO3pacTa, Beca pebeHka, CTeneHn TSXecTu v
chopMbl ero 3abonesaHns. [leBoykam, UMEKOWMM HENPaBUIbHOE CTPOEHNE Hapy XHbIX
MONOBbIX OPraHoB, MPOBOANTCS PSAL NNACTUYECKMX Onepaunii.

KTo 6yneTt Habnoaatb pebeHka B cny4yae NoATBepXAeHUS auarHosa?

OcHoBHbIM Bpa4oM, Habnopatowmnm 6onbHoro pebeHka, bynet saHOokpuHonor. Yactota
nocelleHust aToro Bpaya bynet onpenensitbcs MHaAMBUAyanbHo. [ns Toro 4Tobbl OLEHNTb
30O PEKTMBHOCTb U NPaBU/IbHOCTb NeYvyeHnst, byayT HeobxoaMMbl perynsipHble aHann3bl KPOBK
Ha rOPMOHbI.

Kakue oTKNnoHeHus1 B 300poBbe 6yayT y pebeHka B 6yayLiem?

MNpaBunnbHO NofobpaHHoe 1 cobnogaemoe neyeHne NO3BONNT n3bexarb KPU30B, CBA3AHHbBIX
C noTteper coneit. [leBoykam, NMEOWMM HAPYLIEHNE CTPOEHUS NMONOBbLIX OPraHoB Npw
poXAeHun, NoTpebyeTcs xmpypruyeckas koppekums. PebeHok MOXeT nMeTb HebonbLLyto
3a4EepPXKY pocTa U OKOHYaTENbHbIA POCT HUXE cpeaHero. B psae cnyyaesB oTMevaeTcs
6onee paHHee, 4eM B CPEOHEM HAYano NoOAOBOro co3pesaHmns. [leBylkam 1 XeHWwmHam (B TOM
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yucne ¢ nerkow doopmoii 3abonesaHust) noTpebyeTtcs HabnoaeHe Bpada-rmMHeKonora,
0cob6eHHO B Mepunos NoioBoro CO3PeBaHns 1 B penpoaykTBHOM BO3pacTe.

UYTO TAKOE MYKOBUCLILLO03?

MykoBuncumno3s (MB) — HacneacTBeHHoe 3aboneBaHne, KOTOPOe BCTpevaeTcsl Y OAHOro ua 7
000 — 10 000 HoBOpPOX AeHHbIX. OHO CBA3aHO C NOBPEXAEHUEM (MyTauwmelt) 0coboro rexa.
Ins Toro 4tobbl 3aboneBaHne NPosiBUIOCh, peOEeHOK JOMXEH NONYyYNTb ABE MyTauun (No
OOHOI OT Kax,aoro n3 poauteneit). Poantenn 6onbHoro pebeHka Bcerga 340pP0BbI, HO
SABNSIOTCS HOCUTENSIMU NATONOrMYecKoro reHa. 1o poxaeHus 6onbHoro pebeHka poamTenm
He 3Hal0T 0 CBOEM HocuTenbCcTBe. Puck poxaeHus 60nbHoro peberHka B 6pake ABOMX TaKmX
HocuTenei coctaBnsieT 25% npu kax o 6epeMeHHOCTU. Bece ocTanbHble poaCTBEHHMKM
yauie Bcero 340pOoBbl.

Kak nposiBnsietrca 3a6onesaHune?

MoBpexaeHve reHa NpMBOAMT K HAPYLWEHWIO TPaHcnopTa conei Yepesa MeMbpaHbl KNeTok, B
pesynbTaTte Yyero ctpapaeT paboTa Xenes B NMEBaAPUTENbHON 1 AblXxaTeNbHON CUCTEME,
NOTOBbLIX Xenes. VIx cekpeT CTaHOBMTCS BSA3KMM, OH C TPYLOM NPOXOAMT MO NPOTOKaM 1
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Bbl3blBaeT HapyleHne paboTbl OpraHoB AbixaHWs U NUWEBapPeHUs, NoT pebeHka CTaHOBUTCS
CONEHbIM (3TO 1 onpeaensieT NOTOBbIV TecT). BonblWMHCTBO feTel, nmetownx 3abonesaHue,
BbIFNSIAAT 340POBbLIMM MPU POoXAeHNU. Ho yxe B nepBble MecsiLbl XU3HW NOSIBNSOTCS
3aTSKHOW Kale b, YacTble 6POHXMTbI M MHEBMOHUW, HAPYLWEHUS CTyNa, B3oyTNe XMBoTa U
6onu B X1BOTE, 3aAepXka PU3N4YECKOro passBuTms.

Hebonblwas 4actb AeTeit ¢ MyKOBMCLUA030M NPU POXOEHUN UMEIOT TSXENOE COCTOSHUE,
CBSI3aHHOE C HENPOXOAMMOCTbIO KMWEYHNKA (TaK HasblBaEMbIl «MeKOHWanbHbIA nneyc»). OHo
TpebyeT HEeOTNOXHON XNPYPrnyeckoi NoMoLLm.

Kakoe cyuiecTByeT neueHue 3abonesaHns?

Lnsi neyeHns ncnonbaytoTcs OEepPMeHThl, aHTUBMOTIKK, NpenapaThbl, crnocobcTByoWmMe
OTXOXOEHNI0 MOKPOThLI, onanoTepanus. PaHHee Havyano ne4yeHns nomMoraeT ynyywnTb
COCTOSIHWE 3[00POBbS, XOTS U HE NpPeAoTBpallaeT NporpeccupoBaHunst 6onesHu.

KTto 6yneTt Habnopatb pebeHka?
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Mocne NocTaHOBKM AMarHo3a MyKOBMUCLMO03 ManbiWwy noTpebyeTcs KOHCYNbTauus Bpaya
cneumanucTa no MykoBMCUMO03Y B LiIeHTpe MykoBucuuaosa. Bpay nHamemnoyanbHo
onpenenuT, KakMMuy crneumnanmctTamMmm 1 Kak 4acTo OonXeH Habnogatbes pebeHok.

CeMbe Takxe byneT npeanoXeHo NpoiTh KOHCYbTaumMio Bpaya-reHeTuka u reHeTU4ecKyto
ONAarHoCTWKY ONsi onpefeneHns MyTaumii, BbiaBaslmx 3abonesaHune. 310 obcnenosaHve
BAXHO Kak onsi pebeHka, Tak v 4ns Apyrux YNeHoB CEMbMU.

UTO TAKOE FAJIAKTO3EMUA?

anakto3emus (AJl) — HacneacTBeHHoe 3aboneBaHe oOMeHa BewecTB, KOTOpPoe
BCTpeyvaetcsa y oaHoro 13 30 000 — 100 000 HOBOPOXAEHHbIX. DTO [OCTATOYHO peakoe
3abonesaHune. [anakTo3emMms BO3HUKAET, ECNM B OPraHM3mMe OTCyTCTBYET CNOCOOHOCTb
ycBamBaTtb caxap, cogepXaluninca B Monoke. 9TO NPOUCXOANT N3-3a HapylWeHnUs (MyTaumm) B
CTPYKTYpPE reHa, KoTopbli 0TBEYaeT 3a CUHTE3 (pepMeHTa, pacluennsiowero ranakroay,
04HOro 13 NpocTbix caxapoB. bonbHOM pebeHoK pox.aaeTcs, eCnu OH Nony4YaeT aBa
MYTaHTHbIX reHa (Mo 0QHOMY OT Kaxaoro n3 pogutenei). Pogutenn 6onbHoro pebexka
BCEeraa 340P0Bbl, HO SIBNSIOTCS HOCUTENSIMU NATONOrMYeCcKoro reHa. 1o poxaeHns 601bHOro
pebeHka poaMTenn He 3HaKOT O CBOEM HOCUTENbLCTBE. Prck poxaeHns 6onbHoro pebeHka B
bpake OBOUX Takux HocuTenen coctaBnsiet 25% npu kaxnon 6epemMeHHocTU. Bce ocTanbHble
POACTBEHHWKW Yallie BCero 340PO0BbI.

Kak nposiBnsietcs 3a6onesaHune?
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I'IepBble npu3Hakun 6one3Hn MOTYT MNMOABUTBCA Y X€E Ha I'IepBOVI Hepnene Xun3Hu

HOBOPOX OEHHOro, N OHM CB4A3aHbl C HApYyLWeHNneEM pa6OTbI neyexn. Y HOBOPOX OEHHOro
Habnopaetcs XKentyxa n HA3KOe cogep>XaHne caxapa B KpoBW. 3atem MOTyT BO3HUKHYTb
pa3nnyHble CMMMNTOMbI MOPa>XeHns HepBHOVI CuUCTeMbl B BUOE BANOCTU NN CyOopor, a Takxe
pBoOTa, MOHOC 1 Apyrne HapyweHmnd co CTOPOHbI XKeNlyA0O4YHO-KNWEYHOro TpakTa. Y 60nbHbIX
ranakTo3eMunen nossnsgeTcs nopaxeHwme rnas, yallie scero B Buge KkatapakTbl, Hepenko
pa3snBaloTCA LMPPO3 NevYeHn n ymMmCcTtBeHHas OTCTalioCTb. Bcex aTux taxenbix KNMHUYECKUX
I'IpOSIBI'IeHI/II7I ranakto3emMmm MOXHO I/I366)K8.Tb, €C/ln BOBpPEM4A HA4YaTb NEeYnTb pe6eHKa. Ecnu
nedyeHne Havato paHo, TO KJIMHNYEeCKMNEe CUMNTOMbI ranakTo3emMnn y pe6eHKa HE NposABNAOTCA,
N OH MOXeT pacTi 3400POBbIM, NPakKTNU4YeCKnN He OTNn4asaCb OT CBEPCTHUKOB.

Kakoe cyuiecTByeT neueHue 3abonesaHus?

NeyeHmne 3akno4aeTCs B UCKIOYEHUN NULLEBLIX NMPOAYKTOB, COAEPXALMNX ranakTosy, npexae
BCEro rpyaHOro Monoka u gpyrmx MonoyYHbix cmeceid. OHu MoryT ObiTb 3aMEHEHbI
cneumanbHbIMU CMECSMU, NPUrOTOBNEHHBIMM HA OCHOBE COW, KOTOPbIE HE coaepXaT
ranakTosy. Ycnex neyeHuns BO MHOroM onpenensieTcs TeM, HaCKONbKO poanTen 601bHOro
pebeHka 0Co3HaNM BaXHOCTb AMETOTEPANMM N HACKONbKO CTPOr0 OHW €€ BbIMOJHSAIOT.

KTo 6yneTt Habnonatb pebeHka B cryyae NoATBepXAeHUS anarHosa?
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O 3aboneBaHNM CeMbe pacckaXeT Bpay-reHeTrk BO BPEMS MepBOro BU3NTa CEMbU B LIEHTP.
OcHoBHbIM Bpa4oM, Habnogatowmnm 6onbHoro pebeHka, byneTt Bpay-aneTonor, KoTopblii
Hay4uT poauTenel pacyeTty onetol ansi pebeHka. Y pebeHka byneTt nocTosiHHO
KOHTPONMPOBATLCS COOEepXaHue ranakTosbl B KPOBU. B 3aB1CMMOCTY OT 3HAYEHWI
nabopaTopHbix nokasaTenei, byaeT KOPPEeKTUPOBaTbLCS COCTaB TEX MPOAYKTOB, KOTOPbIE, C
00HOI CTOPOHBI, He ByyT NOBbLIWATbL YPOBEHb ranakTosbl, a ¢ Apyrou, obecneynBatb
HOPMasbHbIA POCT 1 pa3BmTue pebeHka. MoCTOSIHHbIN KOHTAKT CEMbM C BPAYOM-AMETONIONOM
SBNSIETCS 32/10rOM YCMELWHOro NeYeHnst ranakTo3emMmm.

UTO TAKOE CNMUHANIbHASA MbILLEYHASA ATPOD®UA?

CnuHanbHas mblweyHas atpodpusi (CMA) — HacnencTBeHHoe 3aboneBaHne HEPBHOW CUCTEMBI,
NPy KOTOPOM M3-3a FEHETMYECKOr0 HapyLWeHWs NPOUCXOAUT NPOrpeccupyolee nopaxeHune
KNEeTOK HEPBHOW CUCTEMbI, OTBEYaloWKMX 3a paboTy ckeneTHbIx Mbiwdl. CMA BCcTpeyaeTcs y
oaHoro Yyenoseka u3 5000-10000. BonbHo pebeHok poxaaeTcs y ABYX 300PO0BbIX
poamteneit. MNpn atom 06a poanTens ABNSOTCA HOCUTENSAMU OOHO U3MEHEHHO KOMUK reHa
SMN1. Puck poxneHusi pebeHka co CMA B Takom bpake cocTtaBnsieT 25% npu Kaxoi
6epemeHHocTU. [0 poxaeHns 6onbHoro pebeHka, nmbo 0o NpoBeAeHUs cneunanbHbiX
reHeTUYeCKUX TECTOB Ha onpefenieHne HoCUTEeNbCTBa POAUTENN HE MOTYT 3HaTb O pUCKe
poxaeHns peberka co CMA.
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Kak nposiBnsietcs 3a6onesaHune?

BoapacT nossneHms nepebix CUMATOMOB BapbUpyeTCs OT NepBbIX AHEN XU3HU 40 B3POCNIOro
Bo3pacTa B 3aBucmmocTtu ot Tuna CMA. OCHOBHbIMM CUMMTOMaMN SBNSAIOTCS MblleYHas
cnabocTb B pykax, Horax u Tynosuule, 3aaepxka ABUratenbHoro pa3smTums, nmbo
NocTeneHHas NoTeps UMEWMXCA ABUraTenbHbiX HaBbIKoB. Npy camoMm Taxenom | Tune CMA
ObICTPO pPa3BMBAOTCS HAPYLIEHNS ObIXaHUS U FNoTaHMs. Yem paHblue NosSIBNSIOTCS CUMNTOMBbI,
TEM OHU TsXenee n bbicTpee nporpeccupytoT. MNemxmyeckoe passuTre NtoAel co CNnHaNbHON
MblLEYHOM aTpodmein He HapyLeHo.

Kakoe cywiecTByeT nedyeHue 3abonesaHmsa?

Ha ceroaHsWHWA OeHb CyWecTBYeT HECKONIbKO reHOTepaneBTMYEeCKUX NPenapaTos, BANSIOWMX
HEeNoCPeLCTBEHHO Ha NPUYMHY 3aboneBaHns. PPEKTUBHOCTb TEPANUN HAMNPSIMYLO 3aBUCUT
OT BO3pacTa NocTaHoBKM avarHo3a CMA, n Hauny4wme pesynbTaTtbl AOCTUIaOTCS, CK
neyYyeHne Ha4yaTo [0 NOSIBNEHUS NEPBbIX CUMMTOMOB (focMMNTOMaTUYeckas ctaans 6onesHn).

KTto 6yneTt Habnonatb pebeHka B cryyae NoATBepXAeHUS anarHosa?
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O 3aboneBaHUn pacckaxeT Bpay-reHeTrK BO BPeMsi NepBOro BU3nTa ceMbi B LIHTP. Mpu
NoATBEPXOEHUN anarHo3a pebeHok 6yaneT HanpaBfeH Ha KOHCY bTauuto K Bpavy-HeBPOory
OLKB. KomnnekcHoe knuHnyeckoe obcnenosaHve 6yneT NnpoBeneHO B HEBPONOrMYECKOM
otoeneHmn OLKB. Mo pe3ynbTtatam gaHHoro obcnenoBaHust bynet BolbpaHo Hambonee
noaxonsiwero nevyeHune. B panoHeiwem pebeHok byaeT HabnoaaTbCs Bpa4oM-HEBPOIOrOM 1
LPYrMK creumanictamm.

Bpay — reHeTuk Ha3HaunT HEOOXOAUMbIE MONEKY NSPHO-FEHETMYECKME NCCNEe0BaHNS
POLMTENSM U, B psiAe Cnyyaes, Apyrum 61n3knM poACTBEHHMKAM, ACT PeKOMeHaaumMm no
NNaHMPOBaHMIO NOCNenyWNX 6EPEMEHHOCTEN B CEMbE.

YTO TAKOE NEPBUYHbIN UMMYHOOE®ULNT?

MNepBUYHBIA UMMYHOAEMUUNT — 3TO rpynna HacneacTBEHHbIX 3a60neBaHNii UMMYHHO
cuctembl. CywecTByeT LUenblii P reHoB, MyTaumum B KOTOPOM NPUBOAST K HAPYLWEHMIO paboThbl
MMMYHHO CUCTEMbI. B HEKOTOPBIX Cy4Yasx KTO-TO U3 poauTenei nam 6nms3knx poacTBEHHKOB
6onbHOro pebeHka MoXeT UMeTb aHanornyHoe 3abonesaHme, HO O4eHb YacTo pebeHoK C
MWL poxnpaetcs y abcontoTHO 300pOBbIX poanTenein. Kaxnoe otaenoHoe 3abonesaHue
BCTpeYaeTcs pefko, HO CyMMapHas Yyactota Bcex 3abonesaHunin aTor rpynnbl gocturaeT 1 Ha
10000 HOBOPOX OEHHbIX.

Kak nposiBnsietcs 3a6onesaHune?
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BospacT nosiBneHnsi nepsbiXx CUMNTOMOB BapbypyeT OT NEPBbIX AHEN XU3HW 00 B3POCOro
BO3pacTa, 0AHaKo 60/bWUHCTBO TsxXenbix coopM MU L nposiBAAOTCS B NepBble HEAEeNN NN
MEeCSLbl XN3HM YaCTbIMU U/UNN TSXENO NPOTeKaWnMmn MHPEKLMAMM Pa3/IMYHbIX OPraHoBs.

B paHHeM Bo3pacTe MOryT pa3BMBaTbCs ay TOMMMYHHbIe 60NE3HM, HanpuMep, caxapHblii
onabert, a TakXXe 3/110Ka4ecTBeHHble onyxonu. B psine cnydaes 6oneaHb npoTtekaeT
CTPEMUTENBHO U MPUBOANT K XUIHEYTPOXatoWeMy COCTOSIHUKO Y COBCEM MasieHbKUX OeTel.

Kakoe cywiecTByeT nedyeHue 3abonesaHmsa?

LN neyeHms ncnonb3yloTCs Npenapatbl, KOTOPbIE 3aMELLA0T HAPYLWEHHYO (OYHKLMIO
MMMyHUTETA. Takoe nevyeHne MOXeT ObiTb MOXUIHEHHBIM, HO BO MHOTMX CNy4asix OHO
NPUBOAUT K MNOJHOM KOMMNEHcaummn 1 HopManbHOMY pa3BuTuto pebeHka. B Tsxenbix cnyyasx
Heobxo4mMa TpaHcnnaHTaums LJOHOPCKMX FreMONO3TUYECKUX KNETOK.

KTto 6yneTt Habnonatb pebeHka B cryyae NoATBepXAeHUS anarHosa?
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Bce netn, nonaswwe B rpynny pucka MWL no pesynbtatam HeoHaTanbHOro CKPUHMHIA,
NporayT KOHCYNbTauMio 1 NOATBEP X AAKOWYI0 AMarHoCTUKY y Bpada-reHeTtuka FAY3 CO
«K AU «O3MP» n Bpada-ummyHonora N'AY3 CO «OKb». Mpn noaTsepXxaeHun gmarHosa
pebeHok Bynet Habnogatbesa BpadoMm-ummyHonorom FAY3 CO «O0KB». Bpay — reHeTunk
Ha3Ha4YMT HeobXxoanMblE MONEKYNSIPHO-FeHeTMYeckme obcnenoBaHns POaMTENSM U, B psiae
cny4yaes, OpyruMm 61M3KUM pOACTBEHHMKAM, AACT PEKOMEHAaUUN No NNaHMPOBaHUIO
nocnenyowmx 6epeMeHHOCTER B CEMbeE.

Uto TaKkoe HacnencTBeHHble 60ne3Hn ob6MeHa

HacnencTtBeHHble 601e3HN 0OMEHA aMMHOKUCNOT, OPraHNYeCcknX KUCNOT M XUPHbIX KUCNOT
(HBO) - 6onblwas rpynna peakux reHetmyecknx 3abonesaHunii, npy KOTOPbIX U3-3a MyTauWii B
onpeneneHHbIX reHax HapywaeTcs paboTa Toro am NHOro OepMeHTa B BaXXHeEMLWnX
BUOXMMUYECKMX peakUUsiX OpraHmama, YTo NPUBOAMT K HAKOMEHUIO TOKCUYECKMX BELLECTB,
HexBaTKe SHeprun 1 NUTaTenbHbIX BEWECTB. B pe3ynbTarte cTpanatT BCe opraHbl U CUCTEMBI,
HO Mpex e BCero — HepBHasa cucTema, cepaue, neyeHb.

YacToTa kaxaoro 3abonesaHusi Hu3kast — ogmH 6onbHol Ha 10 000 — 500 000
HOBOPOXAEHHbIX AeTel, HO CyMMapHas yactoTa 29 3ab0neBaHunii, BKIKOYEHHbIX B CKPUHWHT,
CYLLECTBEHHO Bbiwe. Y 60MbwnHCTBA 60NE3HEN 3TOW rpynnbl ay TOCOMHO-PELIECCUBHBIA THMN
HacnenoBaHus, Npu KOTOPoM 60NbHOM pebeHoK poxXaaeTcs y 300POBbIX poanTenei —
HOCUTENen MyTaumm B CKPbITOM Buae. TakXke 340pOBbl 1 BCe CTaplmne poaCTBEHHMKN CO
CTOPOHbI Mambl 1 nanbl. OOHako B CeMbe AaHHbIX poanTener CywecTByeT BbICOKUA pUck (25%)
MOBTOPHOr0 POXAeHMs pebeHka ¢ aHanornyHbiM 3abonesaHmeM obmMeHa BeLecTs.
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Kak nposiBnsitotcsl 311 3a6oneBaHuN?

3aboneaHns 3TON rpynnbl MOryT Ha4YaTbCcs B Nt0OOM BO3pacTe, HO Yalue BCEro — B NepBble
OHV UV HeOEeNn XU3Hu. BaxHoin 0co6eHHOCTbIO SBNSIETCS UX XU3HEYrpoXatowmii xapakTep.
3ayvacTylo 3aboneBaHne pa3BMBAETCSH CTPEMUTENBHO N B TEYEHNE HECKONBKMNX YAaCOB MOXET
NPUBECTM K HeOBpPaTMMbIM UBMEHEHUSIM B TO/IOBHOM MO3re 1 faxe - K BHe3arnHoin cMepTu
pebeHka (Tak HasblBaeMblii «MeTabonmyecknii Kpus»). B psne cnyyaes nepBbIM NPOSIBNEHNSM
60ne3HN NpealWwecTBYeT «CBET/bI NPOMEXYTOK» NMPOLOMXKMNTENbHOCTbIO A0 HECKONbKUX
MECSLEB UK faxe neT, koraa pebeHok Bbirnaant abCcontoTHO 340POBbIM, 1 6€3 NPOBEAEHUS
cneumanbHblx nabopaTopHbIX UCCNeL0BaHNI HEBO3MOXHO 3aN0403pUTb HANIMYNE Y HEFO
TaKOro onacHoro 3abonesaHus.

Ecnun neyeHvne He Ha3Ha4yeHO BOBPEMS, 0 MNOSBAEHMS NEPBbIX CUMMNTOMOB, TO 4acTb
3a60neBaHuii 3TOM rpynMbl C BbICOKO BEPOSATHOCTbIO NPUBOAST K CMEPTU pebeHka npw
pasBnUTMM METABONMYECKOro KpMU3a, Npu APYrux Xe oopMax pasBmnBaeTcs Tsxenas
XPOHMYeckasa nporpeccupytowas naTtonorna HePBHOM CUCTEMbI, 3aepXKa pa3BmUTNa 1
nopaxeHune Bcex opraHos.

Kakoe cywiecTByet neyeHue 3abonesaHum 3ToN rpynnbi?

Mpw pa3Hbix 6ONE3HSIX U3 3TOW rpynnbl neveHne byaeT pa3nnyaTbecs, HO B 6ONbIUNHCTBE
CnyyaeB NpPUMEHSIETCS cneumanbHas aueta ¢ orpaHu4yeHneM onpeaeneHHblX NpoaykToB
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NMMTaHWs, Ha3Ha4yaloTCAa cneunanm3npoBaHHblie NPOOYKTbl nevyebHoro NMMTaHMs, a Takxe
npenapartbl, BAnAOWNE Ha HapylWeHHblIe 3BEHbA obMeHa BellecTB 1 CBA3blBaOWME N3ObITOK
TOKCM4YeCKkunx sewecTB B OpraHn3me.

O PeKTNBHOCTL TEpaNMM HaNPSIMyO 3aBMCUT OT BO3pacTa noctaHoBku anarHosa HBO, v
Haunyywmne pesynbTaTbl AOCTUraTCA, €CNN NEYEHNE HAYATO OO NOSABNEHUS NEPBbIX
CMMNTOMOB (LoCUMMNTOMaTMYeckas ctanust 60nesHn).

KTo 6yneTt Habnoaatb pebeHka B cny4yae NoATBepXAeHUS auarHosa?

O 3aboneBaHunn pacckaxeT Bpay-reHeTrk BO Bpems nepsoro suanta cembn B FAY3 CO «K 0L
«O3MP».

MNpwn cepbe3Hom nogo3peHun Ha HBO B psae cnyyaes pebeHky byneT pekoMeHLoBaHa
HeoTnoxHas rocnutanuaaums B FTAY3 CO «OKB» nns npoeeneHns yrnybneHHoro
KJIMHUYeCcKoro obcnenoBaHns, MOHUTOPWHIA ero COCTOSIHUS U Havyana Tepanun. B
nanbHerweM, Npy NOATBEPXAEHUN AnarHo3a, pebeHok byneT HabnonaTbCs
BpayoMm-reHeTkom n negmatpom FAY3 CO «K Ol «O3MP». Kpome Toro, pebeHka byayT
HabnogaTte Apyrne cneumanncTbl B NOMKANHUKE NO MECTY XMUTENbCTBA.

Bpay — reHeTuk Ha3HauMT HEOOXOAUMbBIE MONEKY NSPHO-FEHETMYECKME NCCNEe0BaHNS
POLMTENSM U, B psiAe Cnyyaes, Apyrum 61n3kKnM poACTBEHHMKAM, AacT PeKOMeHaaumMm no
NNaHMPOBaHMIO NOCNenyWNX 6EPEMEHHOCTEN B CEMbE.
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