MM. 02. NpoBeaeHue
npodunakrndyeckmnx meponpuatmun. MAK.
01.01. 300pOBbLIN YerioBeK U ero
OKpyxeHue. Pazgenl. 340poBbIU

pebEeHOK.
Jlekuunsa Ne 3. HegoHOLWEeHHbIN pebEeHOoK.



e HacnedcmeeHHbIMU Ha3biBaOT OOMNes3Hy,
nepegaroLimecsa NoToMCTBY 1 OOYCNOBIEHHbIE
N3MeHeHneM (MyTaumen; ot nart. mutatio —
N3MEHEHNE) HacNeaCcTBEHHON MHApOpMaLMW.
HacuunTtbiBatoT okono 3000 HacrneacTBEHHbIX
bonesHen n CUHOPOMOB.

« HacnepgctBeHHblIe DOMe3Hn nogpasnenstoT Ha
TPW OCHOBHBbIE rPynnbl:

1) MOHOI€HHbIE,
e 2) NONMUreHHbLIE,
e 3) XPOMOCOMHBbIE.



MoHoreHHble bone3Hn obycrnoBeHbl
NedEKTOM OOQHOro reHa.

UacTtoTa atux bonesHen cpean
HOBOPOXOEHHbIX cOCTaBnNseT 2:1000—
10:1000.

Hawnbonee pacnpocTpaHeHHbIMU ABAAIOTCA:
MYKOBUCLINAO03,

CUHOPOM HaPYLUEHHOIO KULLIEYHOTO
BCaCbIBaHU4,

remopumnusg,
doeHUnkKeToHypus,
ranaktosemua u gp.



[lonureHHblie (MynbTUdaKTOPHbIE) bonesHn
CBsi3aHbl C HAapyLLEHNEM B3aUMOOEeNCTBUSA
HECKONbKUX reHOB 1 (pakTOPOB OKPY KatoLLEN
cpenpbl.

K HUM OTHOCHT:

caxapHbin gmnaber,

OXXNPEHUE,

MHOrme 3aboneBaHuna NoYekK, NevyeHu,
anneprmnyeckme 3aboneBaHus




* XpOMOCOMHbIE BONE3HN BO3HUKAIOT
BCieagcTBME N3MEHEHUS KONMMYECTBA UK
CTPYKTYPbl XpPOMOCOM.

* HacToTa XpOMOCOMHbIX ODONe3Hen y
HOBOPOXAEHHBbIX 6:1000.

* XPOMOCOMHbIMU ABMAKTCA:
* OonesHb [layHa,
* cMHOpoM KnanHenTtepa u ap.



bone3Hb [layHa

bonesHb [layHa OTHOCUTCSH K YMCIY YaCTbIX
HacrneacTBeHHbIX 3aboneBaHnn y aeten. Ee 4acTtorta
cocTtaBndeT 1:800 poxxaeHuu.

STUONOINNA U NaTtoreHes.

3aboneBaHne 0bycrnoBneHo TpucoMmen no 21 -1 nape
XPOMOCOM, T.€. BMECTO 2-X UMEKTCA 3 XPOMOCOMbI,
OTHOCUMbIE K 3TOMY TUMY.

B 6onblUMHCTBE cny4aes (93 %) coaep>KUTcs
aononHuTenbHas ceBobogHas XxpoMocoma 21 BO BCEX
KNeTKax, Takoe COCTOsIHNE Ha3bIBaeTCs PErynsipHOu
TPUCOMUEN,

obLee Y1CIo XpOMOCOM COCTaBISIET 47, a He 46, Kak B
HOpMe.



KnuHun4yeckasn KapTuHa.

3aboneBaHne pacno3HaeTCs yXXe Npu poXXaeHUN.

[1eTn nmerT MeHbLUYI, YeM B HOpMe (B cpeaHeM Ha 400 r)
Maccy Tena,

BsMble, NMIOX0 COCYT, KPUK Crnabbi.

OTmevaeTca bpaxuuedrannsi, KOcon paspes rnas, KoXHble
CKIlaZiku Y BHYTPEHHMX YrnoB rnas (3nMkaHTyc), HebonbLlume
YUWHbIE PAKOBUHBI, LLMPOKOE NULO, LUMPOKas CrnHKa HOCa,
MasieHbK1U HOC.

[TonocTb pTa HECKONbKO YMEHbLLIEHA, HEDOO BbICOKOE, A3bIK
BbICOBbIBAETCH N30 pTa.

XapakTepHa aucnponopums TyrnosuLLia 1 KOHEYHOCTEWN.
[lanbLubl KUCTEN KOPOTKNE, MU3UHEL, YKOPOYEH, UCKPUBMEH.

TUNNYHBbIM nposdBIrieHNEM 3aboneBaHua ABNAeTCA
Bblpa>XeHHaA T’MnoTOHUA.

Y cTapwmnx geten HabnogarotTca aHoManum NoNoXKeHNs U
doopmbl 3y60B, He4OPa3BUTUE BEPXHEWN YENMIOCTU, , KOPOTKUE
KOHEYHOCTH, NieYun OnyLleHbI.



KITMHUKA
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«ConHeYHble




KITMHUKA

Bce netn ¢ bonesHblo [layHa pe3ko oTCcTaloT B
NCUXOMOTOPHOM Pa3BUTUMN.

OHK No3xe, no CpaBHEHNIO CO CBEPCTHMKAMMU,
Ha4YNHAKT CNOETb, XOOUTb, TOBOPUTD.

Peyb HegopasBuTa, cnoBapHbI 3anac bee,
CHWKEH UHTENEeKT.

[eTn, kak npaBuno, oby4yaroTcsa B cneuuanbHbIX
LLIKOS1aX, 0OHAaKO OHU CNOCOOHbLI K OBNaaeHuto
HaBblkaMn caMO0ODCyXXUBaHUSA N BbINONMHEHUIO
aomallHen paboThbl.

ObpallaeT Ha cebsi BHUMaHWE BbICOKasi YacToTa
(40 %) NOPOKOB pPa3BUTUA CEPOEYHO-COCYANCTON
CUCTEMBI.



INleyeHue.

Cneyndunyeckoro rneveHmnst Her.

[MpMeHSAT Npenaparbl, ynyyllatoLmne NCUXNYecKyo u
OBUraTenbHY akTUBHOCTb:

Llepebponnaut;
AMWHANOH;
rMyTaMUHOBYIO KNCIOTY;
BUTaMMUHbI rpynnbl B.
[Toka3zaH TupeounguH.

Ba)xHoe 3Ha4yeHne nmeroT obpasoBaTernbHbIE,
coumaribHO-NCUXOoI0rM4YecKne MeponpuUATUS Npm
cuHapome [layHa;

yyactue poguteneun B Poccurckon (EBponenckomn)
Accoumnaunmn JayH CuHOpom.



[TporHos.

* HebnaronpusaTHbIN.

« OTMme4aeTcs BblCOKasi CMEPTHOCTb B
pesynerare:

* OCJIOXXHEHUN pecnnpaTopHbIX UHPEKLNN;

* pasBUTUSA cepaedHON HeJoCTaTO4YHOCTM
Npu Nopokax cepaua;

 bonesHb [layHa coveTaeTca ¢ OCTpbIM
NENKO30M NpMMepHOo B 15—20 pas3 valle,
4yeM B nNonynsaymm.



PeHNNKeTOHYpUA

e PeHUNKemMoHypusi (CAHOHNM -
doeHnnnmpoBMHorpagHas onmro@peHns)
ABnsaeTca Hanbdoree N3y4YeHHbIM
HacrneacTBeHHbIM 3aboneBaHnem,
OOyCoBEHHbIM HapYyLUEHNEM
aMWUHOKUCITIOTHOro ooMeHa v NnpuBoAsiLLNM
K nopaxeHuto LIHC. Cpean
HOBOPOXXOEHHbIX BCTPEYaeTcs C YaCTOTOU

1:12 000-1:15 000.



STUONOINNA N natoreHes.

B ocHoBe 60ne3Hu NeXxnT HapyLleHne CMHTe3a He3aMeHNMOW
aMUHOKNCNOTbI heHnnanaHunHa.

Bcnencreue reHeTu4vecku obycrosneHHOro gedouunra
doeHunanaHnHrngpokcunasbl (pepMeHT, npeBpaLlaoLmm
doeHnnanaHnH B TMPO3NH) B OpraHM3me HakannmBaeTcs
doeHunanaHuH.

B pesynbrate pe3ko Bo3pacTaeT coaepxaHue aToun
aMMWHOKUNCNOTbI B CbIBOPOTKE KPOBU, MPON3BOAHLIE
doeHnnanaHnHa NoOABNAKTCA B MOYe (OTCcloda Ha3BaHue —
doeHUNKeTOHYpUA).

[TpoaykTbl MeTabonmama beHunanaHmHa okasbiBaroT
TOKCMYeCKoe BO3OenCcTBMe Ha ronoBHOM MO3r.

N3-3a HegocTaTo4yHOro 06pa3oBaHMs TUPO3MHA B OpraHn3me
BO3HMKAET AeULMNT KaTeEXONaMUHOB 1 MenaHuHa.

310 06yCcnoBnNMBAaET AENUIMEHTALMIO KOXN U BOMNOC,
CKINMOHHOCTb K CHWXXEHUI0 apTepuanbHOro AaBreHus.



KnuHu4yeckasa KapTuHa.

[leTv npu poXxOaeHn BbIMMsAAAT 300POBLIMU, OTNINYaKOTCS
xopoLlieun npnbaBkom B macce Tena.

PaHHMM CMMNTOMOM ABNAETCS pPBOTa.

OT4eTnNBO NpU3HaKn 3aboneBaHns NOSIBNAKTCA Brivke Ko
BTOPOMY MOMNyroauto, NHoraa paHblue.

Bo3HuKaeT 6ecnokoncTBO, y4allaeTcs pBoTa,
[1eTn oTCcTaloT B NCMXOMOTOPHOM Pa3BUTUN OT CBEPCTHUKOB.

BonNbLWMHCTBO AETEN MMEIOT CBETIYIO KOXY, ronyoble rnasa,
PbI>)KNE BONOCHI.

XapaKTepeH «MbILUUHbINY» 3anax, KoTopbln 00yCNOBIEH
BblAeneHnemM ¢ MO4YOU HEMPUATHO NaxHyLen deHnnyKCyCcHOU
KWCNOTHI.

Y peten pe3ko CHUXEH UHTENSEKT.






INTeueHue.

O dEKTMBHOCTL TEpanUn onpeaendeTcs:

cBOEBpPEMEHHbLIM PacCrio3HaBaHUEM 3aborneBaHus B npouecce T1otasjibHoOro
CKPUHWUHIA HOBOPOXAEHHbIX Ha Halnn4mne CbeHI/IJ'IKeTOHypI/II/I;

Ha3Ha4YeHneMm crneunanbHOW ONETHI, NMNWEHHOW doeHnnanaHmHa nnu
cogepkallen orpaHM4YeHHoe , ero Konn4ecTBso.

JleveHne, Ha4yaToE Nocre roga, NpakTU4eckn scerga HeadEKTUBHO.

Ha nepBowm aTane reyeHna B Te4eHne 10—20 gHeu OeTtn ¢ PEeHUNKETOHypuen
nosyyaroT NuLLy, He cogepXaluyto deHnnanaHnHa.

[MoTpebHOCTb B benkax obecnednBaeTcs 6enkoBbIMU rMaponusaTamMmm Unu
cMecaMn aMUHOKUCIIOT, Hanpumep ranocgeHaTom, 6epnocgeHoM; nx
pa3BoaAT cokaMmu, 406aBNAKOT K OBOLWHbBIM U (OPYKTOBLIM MOPE.

[Tocne Toro Kak ypoBeHb (heHnnanaHnHa y pebeHka CHU3NTCA 40 HOPMbI,
Ha4YMHaKOT AaBaTb MOJSIOKO U ApYyrue npoayKTbl XXMBOTHOIO MPOUCXOXOEHUS,
4YTOObI CoAEepPXXaHME aMUHOKUCIIOTbI B CyTOMHOM pauuoHe He NpeBbIwarno 25 Mr
Ha 1 Kr Macchbl Tena pebeHka.

OT0 HEOOX0AMMO, TaK KaK MONHOE orpaHnyeHne deHunanaHmHa B nuLle
cnocobCcTBYET pacnaay cobCTBEHHbIX OENKOB U HOBOMY MOBbLILLEHUIO
KOHLIEHTpaLMN aMUHOKUCIOTHI.



« [lnetotepanuio NnpoBoOAT A0 5—7 NeT.

» B boree ctapLliem Bo3pacTe CHUXKAETCH
4yyBcTBUTENbHOCTL LIHC K TOKCHYeckomy
BITUAHUIO peHmMnanaHnHa n NpoayKToB ero
oOmeHa.

« C Opyron CTOPOHbI, K 3TOMY BPEMEHU
3aKaH4YMBaOTCSsl OCHOBHbIE 3Tanbl pa3BUTUS
MO3ra.

« MMporHos. 3aBMcUT OT CPOKOB Havyana
rieyeHus.



[TokasaHbl NPOAYKThI, coaepxalwmne HeaHa4YnTErNbHbIE KONMYECTBa
doeHnnanaHuHa:

MOPKOBb,

KanycrTa,

canar,

nyK,

NoOMMNOOPHI,

A0noKN,

BUHOrpag,

Me[, BapeHbE.

KapTodoernb n MOMoKo Ha3zHa4arT B OrpaHU4YeHHOM KOSIMYECTBeE.

[TONHOCTbLIO UCKIOYAKOT NPOAYKTHI,, 6boratblie heHnnanaHnHoOM:
MSICO, pbIBy, NeYeHb, NOYKK, Anua, Cbip, Konbackl, My4YHbIe NPOaYKTHI,
0oboBble, Lokonaga.



MykoBucumnpos

MykoBucLuuao3 — camMoe 4YacTtoe HacreacTBeHHoe 3aborneBaHne —
BCTpeyaeTcay 1 n3 10000 HOBOPOXOEHHbIX.

Bones3Hb 00ycrnoBneHa MyTaLnen reHa, pe3ynbTaToM Yero siBMsioTCS
nopakeHne IK30KPUHHbIX Xenes n dopMUpoBaHUE TSKENbIX
HapyLUeHU PYHKLMM OPraHOB AbIXaHUS U NULLLEEBAPEHUS.

Bcnencreme nameHeHUa nsnKko-XMMMYECKNX CBOUCTB CeKpeT
3K30KPUHHbLIX XeJié3 CTAaHOBUTCSH BA3KUM U 3aKynopuBaeT
BbIBOAHbLIE NMPOTOKM Xene3. BO3HUKAKT KNCTO3HbIE pacLUNpeHUs,
4YTO cNocoBCTBYET MHOUUNPOBAHUIO, Pa3BUTUIO BOCNANeHns n
HapyLEeHNIO PYHKLUUN OpraHoB — JEerknx, KULeyYHunkKa,
noaXXenygo4vyHoW Xeneabl, NeyYeHu.

B HacTosLee BpeMA MYKOBUCUNOO3 paCCMaTpmnBaeTCA Kak
HacClneacTtBeHHad naTtorornd KneToqHbiX MeM6paH.

3-3a HapyLUeHUs1 akTUBHOrO TpaHcnopTa 3NeKTPOonnToB B
9K30KPUHHbIX XXenesax NoBbILLaeTCcs cogepKaHne B CEKPETE NOTOBbIX
Xenes HaTpus 1 xaopa.

ATO ABNSETCA OAHUM U3 CaMblX XapakTePHbIX.MPU3HAKOB
3aboneBaHuS.







MedUniver. COIL ommw

' Cystic fibrosis is a
hereditary disorder
\ characterized by lung
congestion and infection
. and malabsorption of
nutnents by the pancreas






B ne4yeHun ncnosnb3yoTcs:

3amecTuTenbHaa pepmeHToTepanms,

NHransunmoHHas MyKonmTuyeckada n aHtubaktepunansHaga tepanus.
OTn NaumeHTbl HabngarTCsa B crieymanm3npoBaHHbIX LEHTpaX.

bnarogapst paHHen anarHoCTUKe U CBOEBPEMEHHOW NIe4eDHO-
peabunutaunoHHon paboTe, cpeaHAst NPOAOIKUTENBHOCTb UX XXNU3HU
3a nocnegHue 20 nNeT 3Ha4YnUTernbHO yBenn4yunach.

NMporHo3. HebnaronpusaTHbIN, ecnvn 3aboneBaHmne NPosiBnsiB paHo,
0cobeHHOo rnerovHasi dopma. Npu paHHen gnarHoCTUKe u
CBOEBPEMEHHON Tepanumn AeTN MOryT AOCTUraTb 3perioro Bo3pacrTa.

C BHeagpeHNeM HOBbIX aHTUCUHETHOMHbIX NpenapaToB
(aMuHOrnuko3nabl, LedanocnopuHbl TPETLENO MOKONEHUS,
KWHOJTOHbI) BbI)XMBAEMOCTb U KQ4eCTBO MN3HW OOMNbHbLIX AETEN C
MYKOBUCLIMA030M 3aMETHO N3MEHUNNCD.



BpoXxaeHHbIN rMNoTUpeos3

'MnoTupeos.

[MnoTnpeos (Mnkcegema)- 3abonesaHue,
00yCrioBneHHOE BPOXOEHHbBIM UNK
NPMODPETEHHBIM CHUXXEHMEM DYHKLINK
LLUMTOBUOHOM Xere3bl, T. €. CHIKEHHOU
npoaykunen TUpeounaHbIX rOPMOHOB.

Atuonorusa. Boigensatotr BpoXXaAeHHbIN U
NPUOBpPETEHHbIN TMMOTUPEOD3.

BpoXaeHHbIN runoTnpeo3 BO3HMKAET B
pes3ynberarte OTCYyTCTBUSA LMTOBUOHOMN Xenesbl Unu
3a1epPXKKnN ee pa3BUTUA B NpoLecce ambpunoreHesa
(BO3OencTBmMe TOKCUYECKUX, XMUMNYECKUX,
pPagnoaKTUBHbIX BELWLECTB UM PEHTIEHOBCKNX
ny4yen).



KnuHun4yeckasa KapTuHa

[na epoxx0EHHO20 2unomupeo3a xapakTepPHbI:

HWU3Kas OBuratenbHas akTMBHOCTb NS104a,

CKITOHHOCTb MaTepu K nepeHalunBaHnio 6epeMeHHOCTMN.
|‘)|OBOpO>I(,EI,eHHbIe NMeT DOSbLLYIO Maccy Npu poXXaeHun (okoso 4000
r).

B nepnoge HOBOpPOXXAEHHOCTN OTMeYaeTCs No3aHee oTnageHme
MyNOBMHHOIO OCTaTKa.

B 6bonee no3aHue CPOKU MNMoABITIATCA TUNMNYHbIE MNMPOABIIEHUA
MUKCEeOEMBbI:

rpybble 4epTbl Nnua,

LLIMPOKOE NepeHocChLe,

LLIMPOKO paccTaBfieHHble rnasa,

OONbLLOW, OTEYHbIN, HE NMOMELLLAIOLLMNCS BO PTY A3bIK,
NONYOTKPbITLIN POT.

[lbixaHne Yyepes HOC 3aTpyaHEHO.

[0510C HN3KUK, rPyObIN.






KnuHun4yeckasa KapTuHa

[eTun BAnble, COHNMUBLIE.

Mumunka 6egHas, Ha Nby obpasyroTCsl CTOMKNE CKIagKu.
Koxa cyxas, brniegHad, c MpaMOpPHbLIM OTTEHKOM.
Bonockl cyxue, nomkue.

B oanbHenwemMm BbiSIBNdeTCs 3agepXka oruanyeckoro h HepBHO-NCUXUYECKOIo
pa3BUTUA.

[Mpn OTCYTCTBMM CBOEBPEMEHHOIO a4EKBATHOMO NIe4YEHNS BO3HUKAET
HapyLleHne UHTennekTa.

BonbHble AETU NITOX0 YAEPXNBAIOT TENO, 390HYT U KyTaloTCs B TEMNYIO
ofexay gaxe npu BbICOKOW TemnepaType okpy»atoLlen cpeab.

[TOCTOSIHHBIM CUMMIMTOMOM ABIIAETCS CIU3UCTbIN OTEK.

npl/l HagaBlIMBaHNN HA TKaHb AMKa He o6pa3yeT0ﬂ, TaK KaK OTEK HE ABJ1AETCA
NCTNHHbLIM, a NpeacraBlideT cobon MNPOrNMnUTbiIBaHNE KOXU N MOOKOXXHOU
KnetyaTkm MyunHO3HbIM BELLECTBOM.

3a cueTt oTeka pa3BuBaKOTCS NPUNYXITOCTU KUCTEN («PyKaBULIbI») U CTON
(«canoXkm»).

[Mpn ocmoTpe onpenensieTcs dpagnkapavs 1 NPUrMyLLEeHHOCTb TOHOB cepaua.



MYLMNHO3HbIN OTEK.




IInarHocTukKa

OunarHocTuka BpOXAEeHHOro runoTmpeosa 3aksoya
eTCcd npexae BCEro B NPOBeAEHNUN CKPUHUHT -
TECTUPOBaAHNS HOBOPOXAEHHbIX B pOagOME.

YCTaHOBIMEHO, YTO eCnun AnarHo3 noctasneH Ao 3-x
MEeCAYHOro Bo3pacTta 1 HadaTta 3aMmecTuTernbHagd
Tepanusi, ToO UHTENNEKT pebeHKa coxpaHsieTcst B 90%
Ccrny4aes.

B noctaHOBKe AnarHo3a nomMmoraet onpeaeneHue
KOCTHOIoO Bo3pacTa (3anasablBaHMe CPOKOB
OKOCTEHEHUA ODHaPYXXMBAETCH YXKe Y HOBOPOXOEH
HbIX).

JTabopaTopHaa guarHocTukKa runoTupeosa
BbIABNAET CHUXKEeHUEe TUPEeOTPONHbIX TOPMOHOB —
TUPOKCUHA, TPUNOOATUPOHNHA U NOBLILLEHNE
TUPEOTPONHOro ropmoHa (TTI).



INTeueHue.

OCHOBHbIM METOOM Jle4eHUsi Bcex dopM rmnoTmpeosa
ABISIETCHA 3aMecTUTeNbHas Tepannsa npenapaTtamu
LLINTOBUOHOM Xerne3bl B Te4eHne Bcel KN3HU-L-
TUPOKCUH

pnolroga 3-5 MKr/Kr,
CTapLUnmM-2-4 MKI/Kr 1 pas B CyTKMW.

Ha3HauvaroT npenapartbl, COCOOCTBYHOLME
HOpManu3aunum odmMeHa BELLECTB B HEPBHbIX KNeTKax

(2riromamuHo8a Kucioma, aMuHarioH, rnupayemam,
uepebponusuH, sumamuH B_,).

[lononHUTENbHLIMKU METOAAMMU NEYEHUS TMNOTUPEOD3a
ABNAITCA Maccax, ne4yedbHas rMMHacTuUKa, XBOUHO-
conesble BaHHbl, YPO, 3aHATUA C noroneaom.



e [MporHo3. [1pn NprnobpeTEHHbLIX U NMErknx dopmax
BPOXXOEHHOIro rmnoTupeosa 1 rnpu Hanndinm
CBOEBPEMEHHOIO N afleKBaTHOro fie4eHnsa NPporHo3
braronpuAaTHbIN. [pn TSXKENbIX U CPpeaHEeTAXENbIX
doopmax BpOXAEHHOIO rmnoTMpeosa nporHos B
OTHOLLUEHUN YMCTBEHHOIO pa3BuUTUA pebeHka 3aBUCUT
OT CBOEBPEMEHHO Ha4vaToro feyeHud. NMpu Havane
rie4yeHuns ¢ NepBoro Mecsita XXus3Hm 6orbHbIE
don3n4YeCKn 1 YMCTBEHHO MOSTHOLIEHHDI.

* [1pn Ha4yane ne4vyeHuns nocrne 4-6-HeagenbLHOro Bo3pacTa
NPOrHo3 HebnaronpusITeH.

 [lpodmnakTuka. Heobxognmo HaynHaTL B
aHTeHaTanbHOM nepuoae (NocTaHOBKAa Ha YYET
XXEHLLMH C NaTtonornemn LWUToBUOHOMN XKenesbil.



AQpeHoreHuTanbHbI CUHOPOM

 BpoxxpeHHasa AUMCEPrYyHKLUA KOPbl
Hagno4ve4yHukoB (BOKH), koTopas
nposBnseTcs:

* HapyLwieHnem NonoBoro pa3BuUTUS

* HapyweHunem MUHepanoKopTUKONOHOW
doyHKLMM KOpbl HAANOYEYHUKOB.




[[anakrozemus

anakTo3emMmna— HacneacTBeHHOe HapyLleHne obmMeHa
BELLECTB C ayTOCOMHOPELMUCCUBHBIM TUMOM HacredoBaHus,
CBSAA3aHHOE C OTCYTCTBUEM UINN CHKEHNEM aKTUBHOCTU
cdhbepmeHTa, NpeBpaLlatoLLero ranakTosy B [MOKO3y.

BcTpevaeTcsa 3abonesaHune ¢ yactoTon 1:320000
HOBOPOX/AEHHbIX U NPOSBIAETCA TSHXKENbIM NOPaKeHNeMm
neyYeHun, HEPBHOWM CUCTEMBI, IN1a3 N APYrMx BHYTPEHHUX
OpraHos.

IleyeHune 3aknovaeTcs B AneToTepanum ¢ UCKNKYEHNEM
NPOAYKTOB, COAEPXaLLMX rarakTo3y U NakTo3dy — MOJIOKa U
MOJTOYHbLIX NPOAYKTOB, a TakKe NPoAYKTOB, Kyda MOXeT ObITb
0obaBneHo MOJOKO (COCUCKNU, Konbaca, Kapamerb, XJ1e0,
BblNeYyka, crnagocTh).

npl/l cBoeBpEMEHHOM HA3HaA4YEeHUN OUNETLI BblPpa’KE€HHbIX
HapyweHUN B Ppa3BUTNN Y TAKNX AETEUN HE HabnogaeTcs.



HeoHaTanbHbIN CKPUHUHT

B Poccunckon ®enepauum B TeyeHnn 20 neT npoBOAMUTCS MacCcoBOE
o6cnenosaHv|e HOBOPOXXOEHHbIX AeTeN Ha PEHUNKETOHYPUIO U
BPOXXAEHHbLIN TMMNOTUPEO3, KOTOPbIE ABMAITCA 0bs13aTENbHBIMA B
CUCTEME HeoHaTasrlbHOro CKpMHMHIa BO BCEM MUPE.

C 2006 roga HeoHaTanbHbIW CKPUHUHT Dbl paclUMpPEH U BBEAEHO
obcrnenoBaHne HOBOPOXOEHHbIX Ha:

BPOXOEHHYIO ANCHYHKLMIO KOPbl HAANOYEYHNKOB
(agpeHoreHnTanbHbIN CUHOPOM);

ranakrto3eMuio;
MYKOBWUCLINAOO3;

doEeHUNKETOHYPUIO;

BPOXXOEHHbIN TMNOTUPEODS;

BPOXXOEHHYIO TYrOyXOCTb

ITOT pasaen NpoUIakTK HacneACcTBeHHbIX 3a0oreBaHni Obir
BKJTHOYEH B NPUOPUTETHLIW HaumMoHanbHbIN MPOEKT « 300P0BbLE ».



B eBponenckon nonynaummn BollleyKasaHHble CKpUHUpYyeMble 3aboneBaHus
BCTPEYaloTCs C pasnnyHoOm 4YacToTOWN:
e BpOXOeHHasa AUCEYHKUNSA KOpbl Hagno4Ye4yHnkos — OT 1:10 000 go 1:15000
HOBOPOXXOEHHbIX;

* ranakroszemms — ot 1:15000 oo 1:25000 HOBOPOXKOEHHbIX;
*  MyKOBMCUMO03 — OT 1:2 000 0 1:4 000 HOBOPOXOEHHbIX.
B HacToswwee BpeMs 3a60p KpOBU Y HOBOPOXKAEHHOIO pebeHka ans
HeoHaTanbHOro CKPUHMHra NPoOBOANTCA Na 3-51 AeHb XU3HU (Y HEAOHOLIEHHbIX
neten — Ha 7-1 aeHb). B uctopun n B cnpaske A5ns A€TCKOW NONUKITMHUKA
aenaetcs 3anmcb 06 3ToMm.
Buonornyeckum matepmnanom ABAAKTCS BbICYLLUEHHbIE NATHA KanuIinspHON KPOBU
HOBOPOXOEHHbIX Ha XpomaTtorpaduyeckon dbymare.
[narHocTtmnyeckuin matepuar rnepecoisiatoT Mo noyTe B LEHTPASIM30BaAHHYIO
nadopartoputo. OH OOMKEH NOCTYNUTb B labopaToputo He No3aHee, YEM Yepes
2—3 gHA nocne B3sTUS NPoobI.

[Tpun BbISIBNEHNN NOOO3PEHNA HA CKPUHMPYEMYIO NATONOINI0, IMOO NOBTOPHO

3abupaeTcs npoba, Nnbo pebeHok cpasy npurnallaeTcs B Meanko-reHeTUYeCcKum
LEeHTp AN AganbHenwero obcnenoBaHus.



N CKPUHWUHT.

HeoHaTanbHbI




Ayaononorn4ecknm CKPpUHUHT.

ELle ogHUM U3 NnpodomnnakTUYeCcKnX HanpasneHUn ABNseTcA
ayanonorn4ecknm CKPUHUHF.

Uuncno 6onbHbIX C HapyLeHnamMu cnyxa B Poccun npesbiwaeT 13
MJTH, B TOM YMCIe OKONO 1 MIH AETEN.

Ha 1000 HopMarnbHbIX pogoB npmuxoantcs 1 pebeHoK ¢ NoHON
rnyxoton. [pobnema peabunutaunm 00SbHbLIX C TYTOYXOCTbHO U
[MYyXOTOMN SABNAETCS O4AHOM N3 aKTyasibHbIX COUMarbHbIX,
MEOMLUMHCKNUX N Negarorndeckux npobiem.

CHWXeHue yncna geten-nHeannaos, CTpagaowmx rinyxoTou,
BO3MOXXHO Npu peanusaunm Komnnekca MeponpuaTum no
npodomnakTnKe TYroyxoCcTu 1 rmyxoThbl, OpraHn3aumnm n npoBeLeHno
paHHeW ONarHOCTUKN HapyLUeHU cnyxa (ayanonornvyeckum
CKPWUHWHT).

PaHHee BbissBNEeHWE rmyxoThl y pebeHka B Bo3pacTe 40 6 MeCsiLEB U
npoBeaeHne KoxrieapHon MMnnaHTauum B Bo3pacTte 00 2-3 fieTC
nocrnegytowen peabnnmtaumen no3BosIsiET coumanbHO
aganTupoBaTb pebeHKa 1 NoNMHOCTbIO MHTErPUPOBaTL B

OKpY>KaloLLLyto cpeay.



 [epBbIM 3TAanNnoOM B pa3BUTUMN JaHHOIO HanpaBneHns
NOCNY>XNno BHegpeHue ¢ 2006 r. B cyobekTax Poccmnnckon
degepaunm HOBOro anropmMtTMa paHHeEW gMarHOCTUKK
HapyLeHNN crnyxa — YHUBepcarnbHOro ayamosiorm4eckoro
CKPWUHWHra y geTten nepBoro roga *Xn3Hu, KOTopbIy
NpPOBOAMUTCS B YUpeXOAeHUAX POAOBCNOMOXEHUA B NepBble
OHW nocrie poxaeHunst pebeHka .

* Y HEeAOHOLIEHHbIX AETEN N HOBOPOXKAEHHbIX C TSXENbIMU
3aborneBaHusaAMU gaHHOE 0bcriegoBaHMe NpoBoauTCcA B bonee
No3aHMe CpoKkM Ha Base aeTcknx 6onbHUL, U/ nnn
ambynaTopHO-MOSTUKITMHUYECKNX YUPEXKOEHNN,

 BTopow atan — nogrBepxaaroLlas AnarHocTuKa, Kotopas
npoBoauTcs Ha base fie4yebHO-NPodPUNIaKTUHECKNX
yupexaeHun neanaTpnyeckoro npouns, UMerLLnX B CBOEM
coCTaBe CypAoriornd4eckyto cnyxoy.



e TpeTun aTan — npoBeaeHNE B paMKax OKa3aHus
BbICOKOTEXHONOMM4YHON MeANLMHCKOW MNOMOLLN
OeTsM C HEMPOCEHCOPHOWM TYroyXoCThH0
KOXrieapHoW nMmnnaHtaumm, oobemMbl KOTOPOWU
3HA4YUTENBHO BO3POCHM.

e YeTBepThbIN 3TAN — peabunmrtauums.
CoBepLUEHCTBYIOTCA peabunntaunoHHbIe
TEXHOIOrMM Nocne KoxreapHou MMnnaHTauuu.
Hapsaay ¢ yxe pa3paboTaHHbIMU U BHEOQPEHHBIMM,
B 2010 r. BNnepBble Ha4YaTa AUCTaHLUNOHHAaS
HacTpouKa MMNMAHTOB Yy AEeTEN NOocne KoxreapHou
nMnnaHTauun.



