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COBPEMEHHBIE BO3SMOKHOCTHU
JAUATHOCTHUKHU U TEPAIIUU ®PEHUJIKETOHYPUU

I'. B. Knumouenxo, H. B. Maniorcunckasn, K. B. Cmenanenko

Boarorpaackuii rocyiapcTBeHHbIH MeIMUMHCKIH YyHUBepcureT, Poccus,
kadenpa gerckux 00s1e3HeH MeAUATPUYECKOI0 (PaKyJIbTeTa

B cmamve npedcmaenensvt coepemernvie OaHHble O B03MONCHOCMAX OUACHOCMUKU U JIe4eHUsl HACaeo-
CMBeHHbIX HapyuleHull 0bmena penunananuna y oemeti. Ilpedcmasnenvl maxice OanHvle 0 KIUHUYECKUX NPO-

aenenusix u namoezeneze. Ocoboe HUMaHue ydejzeno Ouemomepanuu O0aHHO20 NAMONO2UYECKO20 COCOSIHUSL

Knrouesvle cnosa: oemu, (penunkemonypus, KIuHUKA, OUAeHOCMUKA, OUemOMepanus.

Oenunkeronypuss (PKY) — ayrocomno-
pelieccuBHOE 3a0o0NeBaHHe, O0YCIOBICHHOE Hapy-
IIeHueM OOMeHa He3aMEHHUMOH aMHHOKHCIIOTHI
¢enmnananuna (PA), nmocrynamoieii B Opranu3m
YeroBeKa ¢ OEITKOBOM MUTIIEH.

Yacrora 3a0oneBaHusi 3HAYUTEIBHO BapbUpPY-
eT B 3aBUCHMOCTH OT momyisiuu: oT 1 : 4370
B Typuunm o 1 : 80 500 B Smonum.

HaunGonpinyto pacnpocTpaHEHHOCTh JIaHHAs
MaTOJIOTHS TONyYnsa y JIUI[ eBPOIEOHIHOW pachl,
OJTHAKO, M Y HUX €ro 4acTOTa CYIIECTBEHHO pa3iiu-
YaeTcsi B PAa3NIMYHBIX PETMOHAX W 3THUYECKUX
rpynnax. I[Io qaHHBIM eBpOIENHCKUX LIEHTPOB CKPH-
HUHra (EHWIIKETOHYPUH, YacToTa 3a00JeBaHHS
B BOCTOYHO-EBPOIECHCKON MONYJISILUM BBIIIE, YEM
B NOMNYJIALMSAX 3amaja u oro-zanaga Espomnsl. Tak,
yacrora ®KVY B Upmanguum cocrasnser 1 : 4 500
HOBOpOXAeHHBIX, B IOrocmasuu 1 : 7 300, Torma
12 280, I'peruu 1 : 18 640.
B Ckanaunapckux nomymsiiuax dacrora OKY wuc-

kak B Hrammm 1

KITIOUYUTENbHO HH3Ka, OCOOCHHO B DHHISHINH
(1:71 000) u IBeruu (1 : 43 230).

B Poccun, 1o 1aHHBIM HEOHATAJBHOIO CKpU-
HUHTAa, (EHUIIKETOHYPUH

1:7 000 u konedsercss mo peruoHam ot 1 : 4 735

4acToTa COCTaBIISIET
B Kypckoit obmactu no 1: 18000 B Pecrmybmnuke
TriBa. B Cankr-TlerepOypre yacrora ®KY 1 : 7 600
HOBOPOXIEHHBIX, B MockBe 1 : 6 772.

IlaTorene3 oOyciorneH aedunurom hepMeH-
Ta (eHmnananuHruapokcuiasel (OAIY), npuBoms-
MM K HaKOIUICHHUIO B OMOJIOTHYECKUX YKHKOCTSIX
¢dennnanannHa (TunepeHUIaIaHuHEMUN) U TIPO-
JIYKTOB €ro pacrnajaa. 3a0oyieBaHHe BHI3BAaHO MyTa-
nueit rena GennnananuHruapokcunassl (PAH), io-
KaJM3YIOMIerocsi Ha JUTMHHOM IIJIeYe XPOMOCOMBI
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12, yuactke 12q22—q24.1. Tun HacnemoBaHHUS —
ayTOCOMHO-PELECCUBHBIN.

B HOpMe B opraHm3Me uenoBeKa OCHOBHOE
KOJTMYECTBO (heHMJIATaHUHA YTHIM3UPYETCS IyTeM
MPEBpAICHUSI €r0 B THPO3WH, KOTOPBIA, B CBOIO
odepenb, CIYXHT CyOCTpaToM sl CHHTe3a OHO-
TeHHBIX aMWHOB W MenaHuHa. Jlumb Heboibioe
KONTMYeCTBO (hEHUIIANaHWHA HCIONb3YyeTcs  JUIs
cuHTe3a Oenka. [IpeBpamienue L-denunananuHa
B L-Tupo3un ocymiectBisiercst ¢ Tmomolbio  dep-
MeHTa peHnnananaruapokcunasel (OAID).

B ocHoBe maroreHesa JIGKHT OJOKHpOBaHHE
THJIPOKCHIIPOBaHUsl (eHUIIaIaHWHA M TIpeBpalle-
HUS ero B TUPo3HH. [IpsiIMBIM cliencTBHEM HapyIie-
HUSl THIPOKCHUJIIMPOBAHUS SIBISIOTCS HAKOIUICHHE
(eHMTIaNaHWHA B KPOBH M MOYE M CHIDKEHHE o0pa-
30BaHMS TUPO3HMHA. Y HENEUEHBIX JIHI ¢ (eHUIIKE-
TOHYpHEW KOHIIeHTpanys (HeHHIaaHWHA B TUIa3Me
JIOCTHTAeT YPOBHS, OCTATOYHO BBICOKOTO LIS aK-
TUBAIlMM aJbTEPHATHBHBIX NyTeH Meradonu3ma
c oOpa3zoBanueM (eHWINUpYyBaTa, (eHHUJIAIeTaTa,
(deHMIIIaKkTaTa U JPYruX MPOU3BOAHBIX, OKA3bIBa-
IOIIUX TOKCHYECKUU AP PEKT Ha pa3IHIHbIE OPTaHbI
Y TKaHH. B HanOoJbIlIEH CTENEHU MPHU 3TOM CTpa-
JA0T CTPYKTYPBI LEHTPAJIEHON HEPBHOM CUCTEMBI.

BelpaxkeHHOE TMOBpEXKICHHE MO3Ta MOXKET
OBITH CBSI3aHO C PsAAOM 3P HEKTOB H30BITKA QEHUII-
aNlaHWHA!

- JINIIEHUEM MO3ra JPYruX aMHHOKHCIOT, He-
00XOIUMBIX IS CHHTE3a OelKa, 9T0 00BICHIETCH,
BEPOSITHO, TOPMOXXCHUEM WX BCACHIBAHUS B JKEITY-
JIOYHO-KUIIIEYHOM TpaKTe WM HapylnieHHeM pead-
COpOIIMM W3 MOYEUHBIX KaHAJbIIEB B YCIOBHUIX W3-
OBITOYHOIO CoZiepKaHUs (PeHWIIaTaHuHA B KHJIKUX
cpenax opraHu3Ma;
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- HapylieHHeM 00pa3oBaHMs WM CTaOWIIM3a-
LAY TOJTUPUOOCOM;

- CHIDKGHHMEM CHHTE3a MHUENMHAa W HeIoCTa-
TOYHBIM CHHTE30M HOpaJpEHalNHa H CEPOTOHHHA,
UMEIOIINX HCKITIOUUTENHHO BaXKHYIO POJb B CO3pe-
BaHUM W (PYHKIMOHHPOBAHWU IIEHTPAILHOH HEpPB-
HOM CHCTEMBI.

deHunagaHuH TPEACTaBIsET COOOM KOHKY-
PEHTHBI WHTUOMTOP THPO3WHA3BI — KITIOYEBOTO
(depMeHTa Ha TYyTH CHUHTe3a MeNaHWHA. biokana
3TOTO IYTH HApSIy ¢ YMEHBIIEHHEM JOCTYITHOCTH
MPEIIIECTBEHHUKA MeJlaHUHA (THPO3MHA) 00YCIIOB-
JMUBACT HEJOCTATOYHYI0O THUTMEHTAIMIO  BOJIOC
U KOXH [5].

Knunuueckas kapruna. Manudecranus ¢e-
HUJIKETOHYPUH TIPU OTCYTCTBHHU JICUCHUS pa3BHBa-
eTcsl Ha TIEPBOM TOJY KU3HH, OOBIYHO B BO3pacTe 2—
6 MmecsinieB. [lepBbIMH TIPOSIBIICHUSMH OOJIE3HU CITy-
’KaT BsUIOCTh peOeHKa, OTCYTCTBHE HWHTepeca
K OKpY)KalollleMy, WHOT/Ia TIOBBIIICHHAS Pa3/Ipaxku-
TENLHOCTh, OECITOKOMCTBO, CPHITMBAHIS, HAPYILICHHUE
MBIIIEYHOI'O TOHYCa (Yale MBIIICYHAs] THITOTOHWS),
CY/ZIOpOTH, TIPH3HAKH AaTOIUYECKOTrO JepMaTHTA.
B NICHXOHEBPOIOTHYECKOM CTaTyce OTMEUaroTCs 3a-
JIep’KKa CTATHKOMOTOPHOTO U MCHXOPEYEBOTr0 pas-
BUTHS, BOBMOXHO (DOPMHPOBAHUE MHUKpOIe(alui,
CHMITTOMATHYECKOH DIHIICTICUH, & HEKOTOPBIX CITy-
Yasix ruaporedannid. XapakTepHbl Takue (HEeHOTH-
MUYECKHEe OCOOEHHOCTH, KaK THUIOMUTMEHTAIHS
KOXKH, BOJIOC, paJy’KHOM 0005104kH Ti1a3. OOpaiia-
eT Ha ce0s BHUMaHUE CBOCOOPA3HBIN «MBIITUHBIN
3amax MO4YH OOJIbHBIX.

OnuienTuYeckue TPUCTYIBI  BCTPEYAIOTCS
MOYTH y TIOJIOBHHBI OOJBHBIX U B HEKOTOPBIX CITY-
Yasix MOTYT CIYXHTb IEPBbIM NMPU3HAKOM OOJIE3HH.
OOBIYHO OTMEYAIOTCSI TCHEPATH30BaHHBIC MaPOK-
CH3MBI 10 THITy MH(AHTHIBHBIX CIAa3MOB B BHUJIE
«KUBKOB» M «KIIEBKOB», MOT'YT HaOIIOAaThCs ab-
caHchl. [IpucCTynmbl HOCAT YIOpPHBIA —XapakTep
W TUIOXO TIOAJAIOTCS aHTHKOHBYJIBCAHTHOH Tepa-
nuu. [Ipu oTcyTCTBHM crienuHUYEcKOro JeueHUs
00JIe3Hb MEIJICHHO IMPOTrPeccHpyeT. YMCTBEHHAs
OTCTAJIOCTh JIOCTHTAEeT, KaK MpPaBHIIO, TIIYOOKOH
creriein, 1Q cocraBiaser okomo 20 egUHMIIL
B ncuxonornueckoM cratyce OOJIBHBIX OTMEUAIOT
HapyLICHUE WUTPOBOM M MPEIMETHOM HEsATEIbHO-
CTH, OTCYTCTBHE IU(PPEPEHIIUPOBKHA IMOIHMO-
HAJNBHBIX PEAKIHH, HEIOCTATOYHOCTh HKCIPECCHB-

HOW W MMIIpPEeCCUBHOU pedr. Moryt HaGmonaThCs

JIBUTATEIbHEIE, MCHUXOMATONOA00HBIE U mH30(ppe-
HOITO00OHBIE PACCTPOUCTBA.

Juarnoctuka. ®KY MOXHO AHWarHOCTHPO-
BaTh YK€ B INEPBBIC HEACIH MM JAXe JHU KU3HU
pebeHKa, Korjia KIMHUYECKHE MPOSIBICHUS elle OT-
CYTCTBYIOT. [y 3TOrO MpOBOAAT OMOXUMHUYECKUN
CKPUHUHT HOBOPOXKJICHHBIX Ha Haiu4ue rumepde-
HUJIATaHUHEMHUH.

B MUpoOBOIi IPpaKTHKE MacCOBOrO 00CIIEIOBAHUS
HOBOPOXIICHHBIX Ha ()EHWJIKETOHYPHIO BBIIEIISIFOTCS
JIBa OTama: OIpe/eleHe YpPOBHS (eHMIaIaHHA
(Taroke COOTHOMmICHUS (DeHWIIAIAaHUH / THPO3WH)
B KpoBH M juddepeHranbHas JUarHOCTHKA BbISB-
neHHbIx (GopM HapymeHust oomena. st onpenede-
HUSL cofiepKaHusl ()eHHMIIaaHNHA B KPOBH HOBOPOXK-
JICHHOTO peOeHKa MCIONB3YIOTCS Pa3HbIe METOude-
CKHE TIOIXOJIBL:

dmoopuMeTpusi — KOMMYECTBEHHBIH OHOXU-
MHUYECKHI MeTOoj ompeneneHust (eHuaraHuaa
B KPOBH C TOMOIIBIO COBPEMEHHBIX aBTOMATHYE-
ckux ¢moopumerpos. Illupoko wucronb3yercst s
MPOBENICHHS MacCOBOTO  aBTOMATHU3WPOBAHHOTO
CKpUHUHTA.

TannmemHasi Macc-CIEKTPOMETpPUSI — aHAJUTH-
YeCKUH METOJl HMCCIIEIOBAHUs, OCHOBAaHHBIA Ha
OIpe/IeTICHNH OTHOIIEHUSI MAcChl K 3apsiay HOHOB,
00pa3yromuxcss TpPU HOHU3AIMH HCCIEIyEeMbIX
KOMITOHEHTOB MpPOOBI, OCYIIECTBISET KayeCTBEH-
HYI0O M KOJIWYECTBEHHYIO WACHTH()HKALNIO aMHUHO-
KHACJOT. MeTo/1 MO3BOJISIET OJIHOBPEMEHHO OIpee-
JSTh ypOBEHb (peHHIIaTaHWHA M TUPO3MHA, COOT-
HOIIICHUE KOHIICHTPAI[MA TI03BOJISIET KOCBEHHO
OIICHUTh CTENCHb CHIKCHUS aKTHBHOCTH (DEHWII-
QITaHUHTHJIPOKCHIIA3I.

BruonoruueckuM maTepuajoMm Ui BCEX HC-
CIIC/IOBAHMI CITy)KAT BBICYILICHHBIC MMSATHA Kalni-
JSIPHOW KPOBU HOBOPOXKICHHBIX Ha TECT-OJIaHKaX.

I'maBHBIM KpUTEpHEM IHATHOCTUKH SIBIISIETCS
MOBBIIIICHHOE COJIepKaHne eHUITaJaHnHa B KPOBH.
Jnig Bcex yka3aHHBIX METONIOB ypoBeHb DA B Kpo-
BH 4esioBeka Bhiie 2,0 mr/mt (120 MKkMoOJIb/J1) KBa-
JUGUIUPYIOT Kak runepdenunaianiaemuto. ['OA
¢ ypoBHeM Bbimie 10,0 mr/mn (600 MKMOITB/1T) OTHO-
cat k OKY [4].

MornekynspHO-TeHeTHIecKasi TMarHOCTHKA SB-
JIsieTcsl BAXKHBIM 3TaroM oOcnenoBanus. CyiecTBy-
olIHe HaOOPHI MO3BOIISIIOT ONMPECISTh YACThIe MY-
taiuu B reie PAH, umetonuecs y 80 % OonbHBIX
OKYVY. Ilpu OTCYTCTBMH HCCIEIyeMBIX MYTaIlui
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y MalyeHTa peKOMEHIYeTCsl MPOBeleHNEe CEKBEHU-
poBanus rena PAH.

B nacrosmee Bpemst m3BectHo Gonee 800 my-
tauuit B rene PAH, cnekTp u pacnpocTpaHeHHOCTh
KOTOPBIX UMEET dTHUYECKHUE 0COOCHHOCTH. J{iis eB-
pOMEONIHON packl Ma)KOpPHOM MyTalMeld B IEHE
PAH saBnsercs myramus R408W, B To BpeMs Kak
B Slmonnm u Kutae nannas myrainus He HalcHa.
BONBIIMHCTBO TIE€HETUYECKUX W3MEHEHUH TIeHa
PAH — 3t0 mMucceHc-mytanuu Bo Bcex 13 sk30Hax
reHa WIH HETPAHCIUPYEMBIX  (IIaHKUPYIOIINX
ydacTKax I'eHa, cocrasiisttoniie 59 % Bcex BapHaH-
ToB. Tarke OOHApy)KEHbI MYTallMHM CIUIAMCHHTA,
HOHCEHC-MYTAIlMH, MyTallii CABUTA PAaMKH CUUTHI-
BaHUs, OoJiee KpyIHBIC JICNENH U HHCepIn. Pas-
HbIe MYTAIlMH BIHSIOT Ha paboTy ¢pepmenta PAH B
Pa3IMYHON CTENEHH — DTHM MOXET OOBSICHSATHCS
Ooinplioe pasHooOpasue mokasarens @A B kpoBu
o6ompHBIX DKY. borbmioe KOTMYECTBO MyTallMid
reHa PAH (manpumep, R408W) npuBonsT x pe3u-
nyaneHOH aktuBHOCTH (epmenta DAL [lpu nmpy-
rux myramusax (E390G, Y414C, A300S) tonepant-
HOCTh K (hEeHWJIANAIHWHY BBIIE M KIMHHYECKAs
kaptuna OKY menee Bwipaxena. Ciemyer oTme-
TUTh, YTO TPHU OIpPEEIeHHBIX MYTallUsAX B TEHE
PAH, 00ycnoBIMBaromuX OCTATOYHYIO aKTHBHOCTh
depmenta @AI, BBenenune kodakropa BH4 wmmm
€ro CHHTETHYECKUX aHAJIOTOB B TEPANMIO MPUBOTUT
K TIOBBIIICHUIO MJIM BOCCTAaHOBJIEHHIO aKTHBHOCTH
(eHMUTaNaHMHTUPOKCUIIA3bl, YTO TIO3BOJSIET pac-
HIMPUTH JAUETY C YBEUYEHHEM B palliOHE KBOTHI
HATypaJbHOTO OeNKa.

[Ipu oTcyTrcTBHM JaHHBIX HEOHATaJBHOTO
CKpPUHUHTA JIMarHOCTHKa 3a00JieBaHHS OCHOBBIBA-
ercs Ha COBOKYITHOCTH T'€HeaJOrMuecKoro aHaMHe-
3a, pe3y/IbTaTOB KIIMHIUYECKOTO U OMOXUMHUYECKOT'0
oOcnenoBanus. B 3THX chydasx TJIaBHBIM JUIst
YCTAHOBJICHHUS TUArHO3a OCTAETCSl OMOXUMUYECKHH
KpUTEpUH — BBICOKOE cojiepkaHue (peHuanaHuHa
B CBIBOPOTKE KpOBH. B fanbHelIIeM peKOMEHyeT-
Cs TIPOBEIEHUE MOJNICKYIISIPHOW TUAarHOCTHUKH.

Jleyenue. OcHOBHAs 11€JIb JICYEHHS — CHU3UTD
DA KpoBH, MOBBICUTH TOJEPAHTHOCTH (TIEPEHOCH-
MocTh) DA, TOTy4aeMoro ¢ HaTypadbHOM MHUIIEH,
n30eXaTh TSDKEIOW HEBPOJIOTHMYECKOH CHMIITOMA-
THUKH U yAYYIIUTh KA4eCTBO KU3HU.

ITatorenernyeckuM MerogoM jedenuss OKY
SIBJIAETCSL TUETOTEepamnus, OCHOBAHHAs Ha PE3KOM
orpaHuyYcHUH ()EHWIAJaHWHA B pallMOHE OOIbHBIX
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JIeTel 3a Cuer MCKIIOYCHUSI BBICOKOOCITKOBBIX MPO-
nykToB. Henocraromee KomuaecTBo Oeika BOCTION-
HACTCA 3a CUCT CIICHHUATIM3UPOBAHHBIX He‘le6HBIX
MMPOAYKTOB, YaCTUYHO WJIM IMOJTHOCTBIO JIMIICHHBIX
(eHnTaNaHIHA.

Jluerorepanust — MaTOreHETHYECKH O00OCHO-
BaHHBIA M J0 HACTOAIICIO BpeMEHH HambOoiee 3¢-
(eKTHBHBI MeToJ JedeHus kiaccuyeckoii OKV.
Juerorepanust JA0KHA OBITH HayaTa He TIO3JHEE
MEPBBIX HEACTb KU3HU PeOCHKA.

CoryacHO COBPEMEHHBIM TaHHBIM, IHETUYE-
CKOE JIeueHHe Ha3HavatoT npu yposHe DA Ha ckpu-
HuHre >360 MKMOb/1 (>6 mr/am). Pannon GonbHO-
ro ®KVY cTposT 1mo mpUHLHUITY pe3KOro orpaHude-
HUs (eHWIarmaHWHa, T[OCTYMAIOMIEr0 C MUIIEH.
W3 nutaHus MCKII0YaIoT IMPOAYKThI C BBICOKHMM CO-
nepxkaHueM Oelika (COOTBETCTBEHHO M (heHMIIaa-
HUHA): MSICO, MACOMPOIYKTHI, PBIOY, PHIOOIPOTYK-
ThI, TBOPOT, 5110, 0000BBIC, OPEXH, IOKOIA U JIP.

Honyctumble B quere HaTypajbHbIE TMPOAYK-
ThI, TAKHE KaK >KEHCKOE MOJIOKO, JETCKHUE MOJIOY-
HBIe cMecH (s mereld B Bo3pacte n0 1 Toma),
OBOIIM, (PYKTBI U HEKOTOPBIC IPYTHUE MPOIYKTHI
C HU3KHM COJIep)KaHWeM Oellka BBOJSIT B COOTBET-
CTBHH C TIOICUICTOM COJIepKAIlerocss B HUX (eHUII-
aJlaHMHA.

[lpu pacuerax muTaHUS PEKOMEHIYETCs OpH-
CHTUPOBATHCS HA HOPMBI (PU3UOIOTHYECKON TIO-
Tpe6HOCTI/I B OCHOBHBIX HYTPHUCHTaX IJId 6OHBHLIX
JI€TEeN pas3IMYHbIX BO3PACTHBIX [PYIIII, JOITYCKAETCS
YMEHBIIIEHHE KOJIMYECTBA CYTOYHOro Oernka (He 00-
nee 10 %) B 3aBUCMMOCTH OT TOJIEPAHTHOCTH OOJIb-
HOTO K THIIEe ¥ K (QeHWIaNaHnHy, a TaKkKe OT CO-
CTOSIHUS HYTpPUTHUBHOro craryca. Hepocrarouiee
KOJTMYECTBO Oellka BOCIIONHSETCS 3a CUeT CIielua-
JU3UPOBAHHBIX JIEYCOHBIX TPOAYKTOB — CMECEH
AMHHOKHCIIOT 0e3 (eHWITaTaHnHa W HHU3KOOEeNKO-
BBIX ITPOAYKTOB ITUTAHHA.

AMHHOKHCTIOTHBIE CMECH Pa3lIUYaloTcs 0
conepxanuto o6enka (ot 13 r g0 77,5 r va 100 r cy-
XOro MpOAYKTa) M APYTHX MUTATEIbHBIX BEIIECTB
(yrmeBonpl, >KUpPBI, BUTAMHUHBI, MHKpPO- M Makpo-
aneMeHThl). Bce cMecn B cBoeM coctaBe He coep-
xKat (eHUITaTaHNH.

AMUHOKHCIIOTHBIC CMECH C CojepkaHueM 13—
15 r 6enka B 100 T cyxoif cMecH mpemaHa3HAYEHBI
Ui jereld mepBoro roxa xu3HH. Jersm Oonee
CTapIllero BO3pacTa Ha3HA4YaroTCs cMecu ¢ Oolee
BBICOKUM COJicpKaHueM Oerka [2].
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[lpu opraHuzanum JueToTEpanuu HeoOXOau-
MO YYHTHIBaTh KIMHHYECKYIO (popMmy 3aboieBaHus,
ypoBenb @A B KpoBH, BO3pacT peOeHKa, HYTpH-
THUBHBIH cTaryc ((PU3nYecKoe pa3BUTHUE), TOIEPAHT-
HOCTh pebenka k nuieBomy DA, komudectBo OA
W HaTypalbHOro OeliKa, IMONly4aeMoro C THIIEH,
KOJIMYECTBO OCHOBHBIX IHUIIEBBIX BEIIECTB M DHEP-
T'HH B JIcueOHOM pallioHe.

[Ipn Ha3HaYeHWU NHETHl BOKEH WHIIUBHIYallb-
HBIH 1 TUpPepeHIIMPOBAHHBIN MOIX0]] K UCIIONH30-
BaHHIO CHEIUAIM3UPOBAHHBIX W HATYPAIBbHBIX TPO-
JTYKTOB COOTBETCTBEHHO BO3pacTy peOeHKa.

s 6onbHbix DKY He3aBUCHMMO OT BO3pacta,
COXpaHsETCs 3alpeT Ha MPOIYKThI, Hanboee oora-
Thie DA, Takue Kak MICO, ppi0a ¥ U3JCIHS U3 HUX.
TBopor, TBEpabIE chipbl, 6000BBIC, KYpUHBIC SHIIA,
OpeXy MOTYT B OTPaHHMYCHHOM KOJMYECTBE BXO-
IWTh B palMOH MAllMEHTOB CTapIlero BO3pacTa
¢ yuerom TonepantHocTd K PA. He pekomennyer-
cs ynorpebnenne nanuentamu ¢ ®KY npomykro
«fast food», razupoBaHHBIX HANUTKOB C TIOACIA-
cTuTensiMH  (acmapTaM WM mumieBas jgo0aBka
E951), conepxammumu DA.

TakTrKa TUETOTEpANuy TPH COIYTCTBYIOIINX
3a00eBaHusX (BBIpaXKEHHAS! TUTIEPTEPMUSI, HHTOK-
CHKAIMs, pa3IWYHbIC JUCIICTICHYECKHE SIBICHUS),
a TakXKe MpH OTKa3e OT NMpHueMa aMHUHOKHCIIOTHON
CMECH 3aKIIOYaeTcsi B KPaTKOBPEMEHHOM (Ha 2—
3 mHS) TpeKpalieHu JUeToTepaniy ¢ 3aMeHoH Jie-
4eOHBIX MPOJYKTOB HA HATYPaJbHBIE C HEBBICOKUM
cozepkanueM Oenka. [locne cTUXaHUs OCTPOToO Ie-
puona 0oje3HH B palMoH peOeHKa BHOBb BBOAUTCS
CTIeAIM3UPOBAHHBIA MPOAYKT, HO 3a Oojee KO-
POTKHi1 epuo, 4eM B Havane jedenus. Ecimu pe-
6enok ¢ ®KY He oTKa3bIBaeTCs OT MUIIK BO BpeMs
OoNe3HHu, TO JICYCHUE COMYTCTBYIOIIMX COMaTHYe-
CKHX TPOBOAUTCS MO OOIICTIPUHSTOW CXeMe M He
TpeOyeT mpekpaieHus auerorepamnuu [1].

Meouxamenmosnas mepanus @KY. Cunreru-
yeckuit ananor BH4 — canponTeprnHa auruapoxiio-
pHUI SBISIETCS BCIIOMOTATEIbHBIM METOIOM Jieue-
HUSl 9yBCTBUTENBHBIX K BH4 Tepanuu dopm knac-
cudeckoii ®KYVY. TectupoBaHue mNOTEHIIMATBHOMI
YYBCTBHTEIIFHOCTH K JICUCHUIO M JICUCHHE CaIpO-
NTEPUHOM TPOBOJUT U KOHTPOIUPYET Bpad, KOTO-
pBIH OCYIIECTBIISICT JICUCHHE W HaONIO/ICHHE Mallu-
entoB ¢ OKV.

OtBer Ha JieueHHE TPEnapaToM carpornTepruHa
JMTUAPOXIIOPUIIOM OIICHUBAETCS 110 CTEIECHH CHH-

JKEHUSl KOHIIEHTpalMu (QeHWIaJaHuHa B KpPOBHU
OONBHOTO TIPU COOMIOICHNH CTaOWIBHOW THrode-
HWIAJJAHUHOBOW JAueThl. [laniueHT cuuTaercss 4yB-
CTBHTENIFHBIM, €CITU pasHula ypoBHsS DA, momy-
YEHHOT'O 10 OKOHYAaHWHU IepUoja OICHKH OTBETa
Ha JieueHne, U ucxomHoro yposas A nepen nHava-
JIOM TipueMa mnpenapata cocrasisier 30 % u Oonee.
[Ipr HEOOXOMMMOCTH ANHUTENbHAS METUKAMEHTO3-
Has Tepamus y 6onpHbIX OKY, oTBevarommx Ha e-
YeHUE CanpoITepHHa AUTUAPOXIOPUIOM CHIKEHH-
eM ypoBHs DA B KpOBH, TPOBOIUTCS B KOMOMHAIIUH
C IMETONH TIPU HCIONB30BAaHHH aMHHOKHCIOTHBIX
cMecel, KOIMYECTBO KOTOPHIX OMpeneisier Bpad [7].

Benenne maumuentoB. 3a0oneBaHue JUATHO-
CTHUpYETCsl B pe3y/ibTaTe HEOHATAIFHOTO CKPUHHH-
ra, BBISBICHHBIE OONBHBIC HAXOJATCS Ha JHCIaH-
CEpHOM YydYeTe B MEIUKO-TEHETHYECKUX IIEHTpax
(KOHCYNBTAIMSX), T/I€ HA3HAYAETCS JICYEHHE, BKIIO-
Yalolee TUeTOTEPAIHIO H OCYIIECTBISIETCS. KOHTPOIb
3a aJIeKBATHOCTBIO €TI0 TIPOBECHUSI.

PexoMenpyercst cienyromnas cxemMa KOHTPOJIS
3a cogepkanueM @A B kpoBu y 60nbpHEIX DKY:

- B Bo3pacTe A0 3 MecsieB — | pa3 B Hememlo
(1o moyydeHus: CTaOUIIBHBIX PE3YJIBTATOB) U Jaliee
1 pa3 B 10 muei;

- ¢ 1 roga 1o 6 ner — He MeHee 2 pa3 B MECSIII;

- ¢ 7 no 12 ner — He MmeHee 1 pasza B MecsIl;

- mocne 12 ner — 1 pa3 B 2 Mecsa.

TepaneBtuueckuid nuanazoH ypoBHa DA
B CBIBOPOTKE KPOBH MOXET OBITh PaclIMpeH B 3a-
BHCUMOCTH OT BO3pacTa W OCIAOJeHUs JueThde-
CKUX orpaHudeHui [8].

Ha ¢one neduenuss HeoOXOIUMO MPOBOAUTH
KOHTPOJIb 32 HYTPUTHUBHBIM CTaTycOM OOJBHOTO,
(UBNYECKUM M HWHTEIUICKTYILHBIM Pa3BHTHEM.
BomsmmucTBo nmereit ¢ ®KY nHaxomsarca Ha dTame
aMOYJIaTOPHOIOJIMKIMHUYECKOTO HAOIIOICHH S, T]Ie
OCYIIECTBIISIETCS] KOHTPOJIb 32 COCTOSIHHEM HX 3710-
POBBSL C IPUBIICYCHUEM Bpauel CIIEIUANNCTOB, HC-
MOJIb30BaHUEM (DYHKIIMOHAIBHBIX METOJIOB HCCIIe-
nosanug (Y3U, 33T, MPT) [3], a Takxke KOHTpOIb
KIIMHUKO-Ta00paTopHBIX ~ TOKazatenei  (oOmme
aHaJIM3bl KPOBU M MOYH, OOIIHI O€I0K U ero ¢pak-
MM, TI0 TIOKa3aHMUSIM JIUITUAHBIA MPOQUIIb, TIIFOKO-
3a, ()eppUTHH, KPEATUHUH, CHIBOPOTOUYHOE JKEIE30
U 1p.), 1 pa3 B rogy peKOMEHayeTcsi UCCIIeIoBaTh
AMUHOKHUCJIOTHBIA CHeKTp KpoBu. OOmmii aHamm3
KpOBH DPEKOMEHJIyeTcs nenaTh He pexe 1 pasa
B 6 MecsIeB, OMOXUMUYECKUH — 1 pa3 B ToI.
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Koncynprarmst ncuxosora it 6onbHbIX OKY
MOJJPOCTKOBOIO BO3pACTa SIBIISIETCS 00s3aTEIBHON U
JIOJDKHA TIPOXOAMTH exeroaHo. Konrponb ¢ocdop-
HOKaJIbIIMEeBOro oOMeHa (kanbiui, docdop, ocreo-
KaJBIMH, TIAPaTTOPMOH U JIP.) JOJDKEH MPOBOJIUTHCS
¢ 1 roma xxu3nan. Ilanmentam crapie 13 et peko-
MEH/IyeTCsl MPOBEICHUE IEHCUTOMETpHH 1 pa3 B TOz.

Hesoukam ¢ @KV pekoMeHIyeTCs TTOAIEPIKH-
BaTh conxepkanne @A B KpOBHM Ha YpOBHE [0
4 mr/mn (240 MKMOITB/JT) HE3aBHCHUMO OT BO3pacTa
C HENBI0 MPOQUIAKTHKHN B JajbHEHIIEM CHHApOMA
«MATEPUHCKOH (EHUIKETOHYPUH» Y OYAyIIero
MOTOMCTBA.

MpopunakTnka GEHUIKESTOHYPUU TPOBO-
JIATCSI B HECKOJIBKUX HANPABIICHUSX:

- TIPOCTIEKTUBHOE MEIUKO-T€HETHYEeCKOe KOH-
CYJIETUPOBAHUE T1ap, TUNIAHUPYIOMINX OepeMEeHHOCTh
C peKOMeHJIaIel 00CIeIOBaHUSI HA TeTepPO3UTOT-
HOE HOCHTENIbCTBO YacThIX MyTaiuii B rene PAH.
[Mpu BeisBIeHun OKY B cembe — obcrnenoBaHue
POIOCTBEHHUKOB JUIS YTOYHEHHS] Te€TepO3UTOTHOIO
HOCHUTEIbCTBA MYTAIINH;

- B ceMbe, rae umeercs pedeHok ¢ KV, npu
nocieayromeid 0epeMeHHOCTH MPOBECHUE TPeHa-
TaNbHOW JAMATHOCTHKH JUIS ONPENCICHUS HATHYHS
MaTOJIOTHH Y TUIONA;

- TpOBEJACHHE HEOHATAIbHOTO CKPHUHHUHTA
c oxBatoM 100 % HOBOPOXKIEHHBIX, TTO3BOJIAIOIIEC-
TO pPaHO BBIABUTH 3a00JIEBAaHUE, CBOECBPEMEHHO
HAYaTh JICUCHHE W M30eKATh TSHKENBIX MPOSBICHHH
MaTOJIOTHH;

- poHUIaKTHKA POXKICHUS JETel ¢ CHHIPO-
MOM «MaTEPUHCKOW (DEHUIKETOHYPHH» OT JKEH-
mmH, 6onmpHBIX OKY, myTem opranuzanum ncuxo-
JIOTUYECKON TOMOIIM J€BOYKaM-TIOAPOCTKAM T10

BOMpPOCaM HEOOXOAMMOCTH COOJIOJCHUSI CTPOTrOH
TUIMOQeHUIIaTaAHUHOBOW JTUETHI B TTyOepTaTHBIH Te-
pUOJ, a TaKKe KOHCYJIbTaTUBHOW MOMOIIM MO BO-
MpocaM TUIAHUPOBAHMS CEMbH M OepeMeHHOCTH [9].

IIporuo3 3aboieBaHus 3aBUCUT OT CBOEBpE-
MEHHOH JUAarHoCTHUKH, MaKCUMaJIbBHO PaHHET O
Ha3sHA4YCHUA AUCTOTECpAllMi U aJICKBATHOI'O €€ BbI-
MOJIHEHUST W KOHTpoIs. Boinbloe 3HaveHne mmeer
MPUBEP)KEHHOCTh JICICHHIO BCEX WICHOB CEMBH
OOMNBHOTO, a B TAJIBHEHINEM — M CaMoro MaleHTa, TS
3TOro HEOOXOMMO OPTaHW30BATH TICHXOJIOTO-TICIATo-
THYECKYIO IONIEPIKKY, KOTOpast JTOJDKHA HAYMHATHCS
C MOMEHTA pOXKICHHsI OOIIBHOTO peOCHKA.

B ciydae HecoOm0AcHUS PEKOMEHAAMN I10
JMETOTEpani M HEJOCTaTOYHOM KOHTpOJIE 32
ypoBHeM DA B KpOBH MOTYT UMETh MECTO TaKue
OT/IaJIEHHbIC TIOCIIE/CTBHS, KaK CHIKEHHBIA KO3(]-
(UIMEHT UHTEIJICKTa, HAPYIICHUS PEYH U MaMSITH,
MpoOJIeMBI ¢ KOHIICHTpAIFe BHUMAHUS, PacCTPOii-
CTBa IIOBCACHUA.

B Cilydqa€, €CJIM MalUMCHTHI HE MNPUHUMAIOT
CTIeAIM3UPOBAHHBIC aMHHOKHCIIOTHBIE CMECH 0e3
(deHMTaNaHWHA, a HAXOJATCS Ha JIUETE C PE3KUM
OIrpaHUYCHUEM BBICOKO6GHKOBBIX IIPOAYKTOB, BO3-
MOXHO pa3BUTHE CHMIITOMOB XPOHHUYECKOW HeEIO-
CTaTOYHOCTU IIHUTaHUSA, HYTPHUTHBHOI'O )Z[e(l)I/IIII/ITa
BUTAaMHWHOB, MAaKpO- U MHKPOIJIEMCHTOB U JPYIrux
JCCEHITMATBHBIX (PaKTOPOB.

Jist xnmaccudeckoit @KV, BBISBIEHHOHN B IepBbIE
HEJIeNN JKU3HU peOCHKa, TPU COOITIOICHNH PEKOMEH-
JalUid Bpaydel 1o JIYEHHIO, TIPOTHO3 TI0 3a00JIEBaHHIO
OnaronpusATHBIN. J[eTh MocelaloT MacCoBbIC JICTCKUE
1 00pa3oBaTeNbHbIe YUPSKICHHS, 3aHIMAIOTCS B JIO-
TTOJIHUTEIIbHBIX KPYXKKaX, B I[aﬂbHeﬁIHeM IMOCTYIaroT
B BBICILIME yYEOHBIC 3aBSICHUS [6].
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