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® ®dDeHnakeToHypua (PKY) — AoBoAbHO peakoe HacAeaAcTBEHHOE 3aboAeBaHME,
CBSI3aHHOE C HapylleHMeM obmeHa aMMHOKUCAOT. OpraHusm 6oAbHOro
PEeHNAKETOHYpHEN YeAroBeKa He CNocobeH pacluenAsTb
aMUHOKUCAOTY (p€HMAAAAHMH, KOTOpas NocTynaeT ¢ 6eAkoBor nuwen. B
PE3yAbTaTe 3TOrO, B TKAHSIX HAKAMAMBAIOTCSl COEAMHEHUS, OTPABASIIOLLUE HEPBHYIO
CUCTEMY U FTOAOBHOM MO3r B YacTHOCTU. Pa3BMBaeTcA ymMCTBEHHas OTCTAaAOCTb
(MaAoyMue), BNAOTb AC MAMOTUN. B cBA3U € 3TMM BoAe3Hb NMOAYy4YMAa U Apyroe
Ha3BaHMEe — PEHUANMPOBUHOTPAAHAS OAUTOPPEHMUS.

OAHako U3 Bcex HaCAEACTBEHHbIX 3a60AeBaHUI PEHUAKETOHYPUS, EAUHCTBEHHOE,
KOTOpOEe yAaeTCsl MOAHOCTbIO HelTpaAnsoBaTb. CeroaHs pebeHka, pOXKAEHHOTO C
npusHakamm OKY, MoXXHO BbIpacTUTb abcoAloTHO 3pa0poBbiM. Obe3onacuTb Mosr

MaAbILLA YAQETCS C MOMOLLbIO CNELUAAbHON AUETDI.

B pa3sHbix cTpaHax 4YacToTa 3TOro 3aboAeBaHUsl oTAMYaeTcs B pasbl. B Poccuu
poxkaaeTcs oaAMH 6oAbHOM pebeHok Ha 10 000. B HekoTopbix perMoHax
BeAnko6pUTaHUKM 3TOT NoKasaTeAb B ABa pa3a Bbiwwe. AeTn Ha AbpukaHCKoM
KOHTUHEHTE NpakTU4eckn He 6oaetoT deHnakeToHypuen. Cpean BOAbHBIX
KOAMYECTBO AEBOYEK MOYTU B ABA pPa3a MPEBbILLAET KOAUYECTBO MAaAbYMKOB.



MexaHu3M pa3BuTua 3aboaeBaHun

3aboAeBaHME HACAEAYETCA TOABKO B TOM CAYy4ae, eCAM 062 poauTeAs nepeaaan pebeHKy
CKAOHHOCTb K BOAE3HU, U MO3TOMY BCTPEYaeTCS AOBOABHO PEAKO. Y ABYX NMPOLLEHTOB AIOAEN
€CTb U3MEHEHHbIN FeH, KOTOPbIN OTBeYaeT 3a pa3BuTue boaesHu. [1pm aTom yeroBek
OCTaeTCsl MOAHOCTbIO 3A0POBbIM. HO KOraa My>K4YmHa U >KeHLUHA, HOCUTEAU MYyTUPOBABLLErO
reHa, BCTynaloT B 6pak U peLlaloT 3aBeCTU AETEN, TO BEPOSITHOCTb TOrO, YTO MaAbIM ByAyT
CTPaaaTh OT PpEHUAKETOHYPUMU, cocTaBAAEeT 25%. A BO3MOXHOCTb TOro, YTO AeTU ByAyT
HOoCUTeAsIMU naToAornyeckoro reHa OKY, Ho cammn oCcTaHyTCA NPaKTUYECKM 3AOPOBbIMMU,
cocTaBAseT 50%.

[MprymHa BO3HMKHOBEHUS 3TOro 3a60AeBaHMA CBA3aHA C TEM, YTO B NMEYEHM YEAOBEKA He
BblpabaTbiBaeTCcs 0cobbIN PpepMeHT — peHMAaraHnH-4-rnapoKcnaasza. OH oTBevaeT 3a
npeBpalLeHne peHUAaAaHMHA B TUPO3UH. [TocAeAHUII BXOAUT B COCTaB MUIrMeHTa
MeAaHMHa, , TOPMOHOB U HEOBXOAMM AASl HOPMaAbHOM paboTbl OpraHM3Mma.

[Mpn OKY deHnAaraHUH, B peyAbTaTe NOBOYHbIX NyTel oOMeHa, MpeBpaLLaeTcs B BELLECTBA,
KOTOPbIX HE AOAXKHO 6bITb B OpraHu3me: GeHUANMPOBUHOTPAAHYIO U PEHUAMOAOUHYIO
KMCAOTbI, PEHUAITUAAMUH U OpTOPEHMAaLLeTaT. DTU COEAMHEHUS HAKAMAUBAIOTCS B KPOBU U
OKa3bIBalOT KOMIMAEKCHOE AENCTBME:

HapyLUaloT MPOLLeCChbl XXMpOBOro obmeHa B Mo3re

BbI3bIBAlOT AEPULUT HEMPOMEANATOPOB, KOTOPbIE NMEPEAAIOT HEPBHbIM MMMYABC MEXAY
KA€TKaMU HEPBHOM CUCTEMbI

OKa3blBalOT TOKCMYECKOE AENCTBUE, OTpaBAAA MO3r

3To BbI3bIBaET 3HAYUTEABHOE U HEO6PaTMMoe CHUXKEHUE UHTEAAEKTa. Y pe6eHKa 6bICTPO
pa3BUBAETCA YMCTBEHHAA OTCTAAOCTb — OAMFOd)DeHMSI.



HacnedcmeseHHOCMb:

bonesHb Hacnedyemcs no peyeccusHomy muny
(m.e. 6onerom cecmpbl u bpamesa u3 00HOU cembU, A
podumenu 300po8bl, XoMsA U ABAAKOMCSA
2emepo3u2omHbimu Hocumenamu 2eHa QKY).

[eH gpeHUnKkeMOHypuu BCMpeyaemcs 8 cpedHemy 1-2
Ha 100 Yenosek, Ho 60/1e3Hb MO em BO3HUKHYMb
/IUWb 8 MOM CAy4ae, ecau u mams u omey pebeHka
ABAAMCA HOCUMEAAMU 3MO020 2eHa, U pebeHok
yHacnedyem e2o 8 dBouHom Habope. [Tosmomy
bos1e3Hb BCMpeyaemcs 3Ha4umeIbHo pexce, Yem
pacnpocmpaHeH 2eH. bonbHble PKY (obnadamenu
dByx Nnamosio2u4eckux 2eHo8) mo2ym umems demeu C
¢eHunkemoHypuel monbko npu sBcmynaeHuu 8 bpak ¢
HocumenAamu makux xce 2eHos. [lpu scmynaeHuu 8
bpak ¢ nuyamu ceobodHbimu om 2eHa PKY, demu He
bonerom smum 3abonesaHuem.
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CuMmnToMbl pEHUAKETOHYPUM

Aetn ¢ OKY poxaatoTcs abcoAlOTHO
3A0pOBbIMU. [103TOMY, eCAM B TeYEHUE NepBbIX
AHEN >KU3HU BbiSBUTb 3ab0AeBaHME U
NPUAEPXKMBATLCSA AMETHI, TO YAaeTCH
NPeAOTBPaTUTL paspyLueHMe Mo3ra pebeHKa.
[pn 3TOM, HUKaKMe NpU3HAKKU 3aDOAEBAHUSA He
nosiBAsitoTcs. MaAbilw pasBMBaeTCa U pacTer,
KaK U ero CBepCTHUKMU. Ecaun ke MOMeHT
yryLieH, U pebeHOK ynoTpebasieT B nNuLLy
H6eAKkoBble MPOAYKTbI, boraTble
bEeHUAAAAHMHOM, TO HAaYMHAIOT NMPOSABAATHCS
CUMMNTOMbI MOPaXKeHUSA LLeHTPaAbHOMN HEPBHOM
cuctembl. [ToHayaAy nameHeHUs Y BOAbHbIX
beHUAKeTOHYpHeN He3HaunTeAbHbI. X TpyAHO
3aMeTUTb AaXKe OMbITHOMY NeAMaTpy. DTO
caabocTb M becnokoncTBo. MaAbiw He
YAbIOQEeTCS M MaAO ABUraeTCs.




Qu3uyeckue Npu3HaAKU:

- demu 6enokypble co caemaaol koxcel u 20aybbimu 2aazamu

- 4acmo ommeYyYarmcsa 3K3ema, aepmamumb/

- MOYa U NOM UMEeom « 3annecHeseNbll», «MblULUHbIU»,
«BONYUU» 3anax

- boicmpoe u YpeamepHoe npubasneHue 8 Bece, 00HAKO
0CMaroMCca PbIXAbIMU, BANLIMU.

- y bonbwuHcmaa paHo 3apacmaem 6016w oU pOOHUHOK




Paccmpolcmea nogedeHus:

o JlsueamenbHoe becnokolicmeo, yesneHanpasneHHsole,
.~ Heynpasnsemble nepemeuwseHuss om obbekma k obbekmy,
becyenbHblie MaHuUNynayuU c npedmemamdu.

unu

» /Jlemu naccusHsl, Bs/1bl, N10X0 y3HaAOM 6AU3KUX,
OMCUBNAOMCA NPU YNOMUHAHUU O ede.
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AMnarHocTuka GpeHUAKETOHYpPUM

B ToM cAyuvae, ecAn ecTb NOAO3pEHME, YTO OAUH UAU 0D POAUTEAS ABASIIOTCS HOCUTEASMU FEeHa
DKY, To onpeaeAUTb 3TO MOXHO B peAEepPaAbHbIX MEAUKO-TEHETUYECKUX LieHTpaxX. AAd

YCTAaHOBAEHWNA 3TOro (I)aKTa NMpOBOAUTCA rEeHETUYECKAA 3KCrNepTu3a.

MaccoBoe ob6caep0BaHME HOBOPOXKAEHHBIX 3TO NMPOCTOM U AOCTOBEPHbIA METOA AMArHOCTMKMK. B
POAAOME Y KaXXAOro pebeHka 6epyT HECKOABKO KamneAb nepudepuveckomn KpoBu U3 NATOYKU. DTO
AEAQETCSA HATOLLAK, Yepe3 TPU Yaca MOCAE KOPMAEHUS. Y AOHOLLEHHbIX AeTel aHaAu3 bepyT Ha
4YeTBEPTbIM A€Hb XMU3HU, 2 Y HEAOHOLLEHHbIX Ha CEAbMOMN. Y TeX HOBOPOXKAEHHbBIX, KOTOpble
MOSBUAUCH Ha CBET HE B POAUAbHbBIX AOMaX, BAXKHO B3ATb aHaAM3 Ha MPOTSXKEHMM MEPBbIX TPeX
HeAEAb.

KpoBb HaHOCAT Ha cneLunaAbHbIM TecT-OAaHK, KOTOPbIM MOTOM OTMPaBASIOT B AabopaTopuio AAS
NMpOBEAEHUS FTEHETUYECKOTO UCCAEAOBAHUSA. TaM Ha MPOTSXKEHUM CYTOK NMPOBOAUTCSA aHAAU3
KPOBW Ha COAEpPKaHWE B HEM AaMUHOKUCAOTbI — PeHUAaAaHNHA. Pe3yAbTaThl TecTa 3aHoCATCSA B
ob6MeHHYIO KapTy pebeHKa B BUAE WITamna

B ToM cAyuvae, ecAn B aHaAM3e 0OHApYKMBAIOT U3MEHEHHbIN FeH, TO pOAUTEAEN C pebeHKOM
MPUrAALLAIOT B MEAMKO-TeHEeTUYECKMI LeHTp AAS obcaepoBaHMS. AAa TOro, YUTobObl MOATBEPAMTD
MAU OMPOBEPrHYTb AMArHO3 Ha3HAYalOTCA AOMOAHUTEAbHbIE UCCAEAOBAHUS:

B CYXOM MSATHE KPOBMU

B CbIBOPOTKE KpPOBM
MOTOBbIM TECT
Konporpamma
AHK-aAmnarHocTmuka

B Alobom cAyvae poAUTEAU AOAXKHBI MOHMMATb, YTO MPU CBOEBPEMEHHO HAYaTOM A€YEHUU U
COBAIOAEHUU ANETBI YAAETCSl MOAHOCTbIO NMPEAOTBPATUTL pa3BUTHE BOAE3HMU.



ObcnedosaHue demell:

Bce HosopoxdeHHble 06cnedyomcs no cneyuanbHbIM
Npo2paMMam CKpuUHUH2a Ha NosbileHue KOHyeHmpayuu
¢eHunanaHuHa. icnons3yrom:

1.Mukpobuonozuyeckuii memod onpedeneHus
KOHUeHmpayuu ggeHUNanaHuHa 8 Kposu.

2. Mpoba @eénnuHza Ha peHuUNNuUPoBUOHO2PATHYHO KUCIOMY B
movye (bepemcs 5% pacmeop mpexxa0pucmoz2o xene3a u
YKCyCHOU Kucaomel u npubasnaemcs HecCkoAbKo Kaneb K
moyYe, nosasaeHuUe 3e1eHOU OKpacku 2080pum o
nonoxumenibHoU peakyuu Ha eHUNaNaAHUH).

B danbHeuwem onpedenaom Koau4ecmaseHHoe codepicaHue
peHunanaHuHa 8 Kposu u moye(xpomamozpagpus
amuHokucaom), , 3mo uccnedosaHue ¢ NOMOWbHo
cneyuanbHbIX AHANAU3amopos.
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NeueHue peHUAKETOHYpPUM

® Ha ceroAHALWHWIN AeHb B Halllel CTpaHe EAUHCTBEHHbIM 3PPEKTUBHBIM
METOAOM AeYeHUs ABASeTCA AmeToTepanus. PaspabartbiBaioTcs npenapartsl,
KOTOPble MO3BOAAT KOHTPOAMPOBaTb YpoBeHb PpeHUAaAaHMHA B KpoBU be3
cobAloaeHMs AneTbl. B 3ToM HanpaBAeHMM ecTb 3HaUUTEAbHbIE YCMEXHU, HO B
NpoAake TaKMe AEKapCTBEHHbIE CPEACTBA MOSIBATCSA HE paHblUe YeM Yepes
5-7 Aer.

[MocTosAHHO MAET paboTa HaA MOUCKOM HOBbIX CPEACTB U METOAOB 6OpbObI
c 6oAe3Hbio.

[MepcneKTUBHbLIM HarNpaBAEHUEM CUMTAETCA UCMOAb3OBaHME PACTUTEABHOIO
bepMeHTa PpeHMAaAaHMHAMA3BI, KOTOPbINA BYAET pacLLENAATb U3AULLKM
$eHMAAAAHMHA B OpraHU3Mme.

o
YueHble BO3AaraloT GoAbLLME HAAEXKADBI HA FEHOTEPanuIO C UCMOAb30BaHUEM
BUPYCHOro ¢aKTopa, KOTOpasi MO3BOAUT BbIA€YUTb OOABHOM reH U
MOAHOCTbIO M36aBUTLCS OT NPOBOAEMBI.

o

[1pakTuKyeTCs BBeAeHUE reHa GPeHMAAAAHUHTMAPOKCHMAA3bI NPSMO B
MOpa*KeHHbIe KAETKU NeYeHMU.



® Ho B Hawel cTpaHe 3TK pa3paboTKKU NoKa He
ncrioabsytotcs. AeyeHue ¢ NOMOLLBIO AUETbl — OCHOBHas MOMOLLLb
60AbHBIM deHMAKeTOHYpUEN. OrpaHn4MTb ynoTpebaeHue Hbeaka
HEeOBXOAMMO C CAMOIrO POXKAEHMSA U AO NMOAOBOM 3PEAOCTU. 32 POCTOM
U pa3BUTUEM pebeHKa NOCTOAHHO HabAIOAQIOT Bpayuu: NEAUATP U
HeBpoAor. CneLmaAuCTbl KOPPEKTUPYIOT KOAUYECTBO HEAKOB, YTOOBI
OHW COOTBETCTBOBAAM BO3PACTY U Harpy3kam pebeHkKa.

duemomepanus:

Ncknrioyums:

msAco, konbacsl, pbiby, 6y n1bOHbI, AUYAQ,
mesopoe, Cbip, My4YHbIe u3desius, Kauu u3
ecmecmeeHHbIX Kpyn, ¢baconsb, opexu,
wokKkonao.

MeHro Onss demelu cocmaesasiemcsi Us3:
dpykmos, osoujel, kpaxmasibHbIx usdenud,
HmMupos8, CoO CmMpo2um y4ermom cooepicaHuUusl 8

HUxX peHunanaHuUHa. P2
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i | MD mun OKY-on
A

\K JlevebHoe nUMAKLE Ha 0CHOB AMUHOKUCAOM
= (DeHUAGHUHA, NDEOHA3HAYeHHOe 0Ag
| ackapuugaHus demed, GonsHbix
(DeHuUAKeMOHypUEU NepB20 2000 JKU3HU. '\

«MD mun @KY-1»

JleyebHoe numaHue Ha 0CHOBe AMUHOKUC/0M
6e3 peHunanuHa, npedHasHayeHHoe 914
numaHus 6oabHbIX heHunkemoHypuel
demel 8 Bo3pacme om 1 2004.
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[1pu HecobalwdeHUU HeHWUuHoU
cneyuduyeckol duemesl 80 spemsa
bepemeHHOCMU y pebéHKa
803HUKaOM cnedyroujue nopoku
passumus:

8 92% cay4aes - yMCmaeHHas omcmanocme
8 73% cny4aes - mukpoyedpanus
8 12% cny4aes - 8pOMIEHHbIE NOPOKU cepdya

0 -
8 40% cay4aes - HU3KaA macca mena npu po’%ﬁff“‘y@hare 4



[Tpopunakmuka peHunkemoHypuu:

* 1. bonbwoe 3HayeHue umeem cneyuanbHoe
HabawdeHue 3a «CeMbAMU PUCKa».
HosopoxdeHHble u3 smux cemel 00AMHbI bbimb
nodsepaHymsl 06s13amenbHoMy buoxumuyeckomy
UCc1edo8aHUKO U NPU NOKA3AHUAX K paHHeMY NIeYeHU!.

* 2. BHedpeHue npozpamm maccoso20 CKpUHUH2a
HOBOPO}OEeHHbIX 0nA paHHe20 sbifsaeHuUs PKY u
csoespemMeHH020 Ha3Ha4YyeHuUs duemomepanuu.

* 3.[lpeHamanbHas JuUAZHOCMUKA B8 «CEMbSX BbICOKO20
pucka». N '




