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Peghepam.

IIpobnema HympumugsHou no00epiHcKu demel, HaXO00AWUXCS HA NALTUAIMUBHOM Te4eHUU, AGIAEMC s 8eCbMd
aKmyanbHoUl, NOCKONbKY Makue nayuenmsl UMeIom 8blpaiceHnble 0COOEHHOCMU 8 COCIOAHUU 300P08bL, YN0
CYWeCmBEeHHO 6UAem HA B03MONICHOCMb NOAYYAMb U YCBAUBAMb HeoOXooumvle Ol NOAHOYEHHOU
JHCU3HEOeSAMENbHOCU 8eUjeCmEd.

Jannwiii 0630p unnocmpuposan 08yMs KAUHUYECKUMU CIYUASAMU, 8 KOMOPbIX ONUCBIBAIOMCSL 0COOEHHOCMU
HYMPUMUGHO20 cmamyca y oemell 8 3A8UCUMOCMU OM GbIOPAHHOU MAKMUKU 6 OMHOWEHUU NUMAHUSL.
Pebenox ¢ svipasicennotl oucghazuetl, numarowuiicss camocmoamenbHo, umeem mamxiceivil 0euyum maccol
mena u KpatiHe HeONazonpusamHuvlil NPoecHO3 01 JHCU3HU. B ceoto ouepedv y nayuenmku ¢ maxumu dice
He8poNo2udecKuUMy  npobiemMamy, HO RNOIyYarOweu numanue uepe3  2ACMpOCmOMY, NoKasamenu
HYMPUMUBHO20 CMamyca Haxo0smcs 6 npeoenax Hopmvl. bnacooaps smomy pebeHok umeem Oonee
ONa2ONPUAMHBLL NPOCHO3 0151 HCUSHIL.

Mbvl cuumaem, umo npu 6vlAGNeHUU MANCENOU Ouchazuu, 2acmpocmoma sA6IAemcs ONMUMATLHbIM
CNOCOOOM KOpMIIEHUSI NAYUEHMO8 ¢ OeMCKUM YepeopanrbHbiM Napaiuyom Kak Haubonee s¢hgexmuenviii u
be3onacmuwviti Memoo HympuUmueHoU nOOOEPIHCKU.

Knrwoueswvie cnosa: nympumusHas HeoOCmMamo4Hocmy, NumaHue, 2acmpocmomd, NaiiuamusHlil. Cmamyc,
oucghazcus, demckuil yepeopanvHslli Napaiuy
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Abstract. The problem of nutritional support for children undergoing palliative care is very relevant, since
such patients have pronounced health features that significantly affect the ability to receive and absorb the
substances necessary for full life. This review is illustrated by two clinical cases that describe the features of
the nutritional status in children depending on the chosen tactics regarding nutrition. A child with severe
dysphagia, feeding independently, has a severe body weight deficit and an extremely unfavorable prognosis
for life. In turn, a patient with the same neurological problems, but receiving nutrition through a gastrostomy,
has nutritional status indicators within the normal range. Due to this, the child has a more favorable
prognosis for life. We believe that when severe dysphagia is detected, a gastrostomy is the optimal method of
feeding in patients with cerebral palsy, as the most effective and safe method of nutritional support.
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Hpo6neMa HyTpHTHBHOﬁ MOAACPIKKHU I[eTeﬁ, HaxXOoOAIIMUXCA Ha MNaJJIMaTUBHOM JICHCHHH, SABJIACTCA BCCbMa

aKTyaHLHOﬁ, MOCKOJIbKY TAKHC IMAlIUCHTBI MMCIOT BBIPA’KCHHBIC 0COOCHHOCTH B COCTOSIHUU 340pOBbi, YTO
CYHICCTBCHHO BJIMACT Ha BO3MOXHOCTL IIOJIy4YaTb W YCBAWBATb HCO6X0,Z[I/IMLIe IS TOJIHOLIEHHOM
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KHU3HEAESITeTFHOCTH BemlecTBa. [Ipu 3ToM ajiekBaTHOE MUTAaHUE — ATO OJHA M3 HEMHOTOYMCIECHHBIX, HO
OYEeHb BaKHBIX TOTPEOHOCTEH MallMeHTa, KOTOPOMY MPUCBOEH CTATYC «IAJTHATUBHOTOY.

Herckuii uepedpaibubiii mapamuu (ALII) — coOupaTenpHBI TEPMHUH IMAaTOJOTHUYECKUX COCTOSHUH,
XapaKTEePU3YIOIIUXCA CTOMKUM CTAOMIBHBIM HEMPOTPECCUPYIONIMM HAapyIIEHUEM ABUTaTENbHBIX (QYHKUIUN
OpraHu3Ma pa3MnYHON CTENEeHH TSHKECTU BCIIEACTBHE MOBPEXKICHUS TOJIOBHOTO MO3Ta pa3nYHON STHOJIOTHU
B [IEpUHATAIBLHOM Tiepuojie. Ponuresnsim kaxkeTcs JT0KHOE MPOTrpecCupoBaHue Mo Mepe pocTa pedeHKa.

BonbumHCTBO AeTei ¢ aHHOW maTroyiorueld MOTyT HaXOJUTHCS B JOMAIIHMX YCJIOBHUAX M MOIydYaTh BCIO
HEOOXOMMYIO TIOMOIIlb, OJTHAKO HAJMYHE PAa3IUYHBIX COMYTCTBYIOUIMX 3a00JIEBaHUN YBEIHUYMBAET YaCTOTY
rocruTaldu3auil JAered B cTanuoHap. B Takux cuTyanusx, MOMHMO pEIIEHHS OCHOBHOW MpoOiIeMsbl,
MOBJIEKIIEH HEOOXOMUMOCTh CTAIlMOHAPHOTO JICYEHUS, BAaXKHO OYEHb BHHUMATEIbHO OTHOCHUTBCA H K
HYTPUTUBHOMY CTaTyCy ManueHTta. B 3apyOexHoil nureparype CcylmecTByeT TEPMUH «KPUTHYECKOE OKHO» —
3TO mepuoA rocnutanuzanuu OonpHoro c¢ JIII, B TeueHHe KOTOPOTO MOXHO NMPOBECTH MOJIHYIO OLIEHKY
MUTAHUS U IPOBECTH COOTBETCTBYIOIIYIO KOPPEKTUPOBKY MPH HEOOXOAUMOCTH [1].

HenocrarouHocTh NUTAHUSA — OUYEHBb paclpocTpaHEeHHas MpodiieMa, MpUMEpHO 2/3 BceX MaJTHaTUBHBIX
MAIUEHTOB MMEIOT JeUIUT MacChl Tella Pa3NUYHON CTENEHU TSHKECTH, 3aMeJIeHHe TEeMIIOB pocTa W
ocreonienuto. CornacHo onpeneneHrnto BcemupHO# opraHuzanuy 37paBOOXPaHEHHUs, HEIOCTAaTOUYHOCTh
MUTaHUS — 3TO ArcOamaHC MEXIy MOTpeOieHneM YeTOBEKOM MUTAaTeIbHBIX BEIIECTB U €ro MOTPeOHOCThIO B
sHepruu. Tpoduueckue paccTpoilcTBa CHOCOOCTBYIOT  (OPMHUPOBAHUIO  MPONICKHEH, AIUTEIBHO
HE3)KMBAIOIUX PaH, MAaTOJOTHYECKUX MEPEIOMOB U YBETUUYHMBAIOT PUCK TSHKENOT0 TeueHUS MH(EKIIMOHHBIX
MpoLeccoB. OTO MPUBOAUT K CHIDKEHHIO pPeaOWIMTAIlMOHHOTO TOTeHIMana, Oonee UIUTeIbHBIM
TOCIUTATN3AIUAM U OOJBIINM 3aTpaTaM Ha JIeYeHHE.

EBpomneiickoe o0miecTBo meanarpoB, racTpodHTepooroB u HyTpunuoigoroB ESPGHAN mnpemnaraer as
BBISIBJICHHUSI BBICOKOTO DPHCKa Pa3BUTHUS HYTPUTUBHOM HEAOCTATOYHOCTU Y JAETed C HEBPOJIOTUYECKUMU
paccTtpoiictBamu  yuuThiBaTh 5 (¢dakropoB. K HHUM oOTHOCSATCSA: Hanmuuue (PUINYECKUX MPU3HAKOB
HEJIOCTaTOYHOCTH MUTaHUS TpPU BHU3yaJbHOM OCMOTpeE, TOKaszareiab Z-score Beca K pocty -2 SD Ha
CTaHJapTHHIX Ipadukax, TONIIMHA KOKHOM CKIaIKu Tpulernca mMeHee 10 mepueHTWb, pa3BUTHE MBIIII] B
cepenuHe mieya MeHee 10 mepueHTHIb, a Tak)Ke HeCTaOUITBLHBIN BEC W/UITH 3aJIep)KKa B Pa3BUTHH [2].

[Ipu »TOM ecThb UcclieOBaHUs, KOTOPHIE BBISBUIN 3aBUCHMOCTb MEXIY BO3PACTOM peOEHKA U CTETEHBIO
HEJOCTAaTOYHOCTH THUTAHHUSI — YEeM CTaplle MalMeHT, TeM 4Yallle y Hero pa3BUBAeTCS TsKenas CTeleHb
nebuuTa Maccel Tena. MOXHO TPEeAnoNIoXKHUTb, YTO 3TO MOXET OBITh CBSI3aHO C OTCYTCTBHUEM
CBOCBPEMEHHOM JIMATHOCTUKM M KOPPEKIMU HapylIeHWH HyTpuTUBHOro ctaryca [3]. IlosTomy
HEMaJIOBaXXHYIO POJIb UTPAET PEryNIAPHBIA KOHTPOIb 32 aHTPOMIOMETPUUECKUMHU TMOKA3aTeIsIMU U KOppeKInen
MUTaHUS B 3aBUCHMOCTH OT MX M3MEHEHHUS KaK B CHEIUAIU3UPOBAHHBIX OTIEIICHUSAX CTAI[MOHApa, TaK U MpU
OKa3aHUM aMOyJIaTOPHON TOMOIIIH.

OueHka HYTPUTHBHOIO CTATYCA.

Onenka HyTpUTHUBHOTO craryca y manueHntoB ¢ L1 mpoBoauTcs mo cTaHAapTHOMY alrOPUTMY OLIEHKH
COCTOSIHMSI TMallMeHTa. 3a4acTyl0 POAUTENH JOBOJBHO BHUMATEIBHO OTHOCSTCS K COCTOSHHUIO pebeHKa U
MOTYT yKa3aTh Ha TO, YTO KOHKPETHO WX OecrokouT. Yarie Bcero 3To kanoObl HA HApyIIEHUS MUIIEBON
(GYHKIMH: TIONEPXUBAHUS, PBOTA, 3allOpbI, CHWKEHHE MAacChl Tela, OTCTaBaHHWE B pa3BUTHU. M3 aHamHe3a
MOXKHO BBISICHUTH TE€pPEHECeHHble 3a0oJieBaHWs, HalW4Me TMHUIIEBONM  aJUIepruH, OTSATOIIECHHYIO
HACJIEICTBEHHOCTb.

JIst o1leHKH HYTPUTHBHOTO PUCKa MCHONB3yeTcs Takke onpocHUK STRONGKids, B KOTOPBINA BKIIFOUEHBI
pa3iIMyYHbIe BOIIPOCH! O MUTAHUHU OOJILHOTO pebeHKa, Jaroriee oo1ee NpeAcTaBlIeHue O HyTPUTUBHOM CTaTyce
nanueHta. B HacTosmiee Bpems s ymoOcTBa wucmonb3oBaHus onpocHUK STRONGkids mepeBeneH Ha
PYCCKHH SI3BIK U aJaniTUPOBaH [4].

[Ipu ocmoTpe BaxkHO OOpalaTh BHUMaHUE HA COCTOSIHUE CIU3UCTBIX 000JI04eK, KoK U mpuaaTkoB. Cyxas
C HIETyIIEHUEM Koxka, Ne(OpMUPOBAHHBIE HOT'TH, JIOMKHE BOJOCHI MOTYT CBUAETEIHCTBOBATH O HAIUYUU
TpOoPHUECKUX PACCTPOUCTB.

K ocHOBHBIM MeTOZaM OTHOCAT M3MEPEHHE POCTa, MACChl Tella, OKPY>KHOCTH TPYIU U TOJOBHI, BEPXHHUX U
HIOKHUX KOHeyHocTel. [Ipu 3ToM mcrnonb3oBaHMe CTaHIAPTHBIX MPHOOPOB ISl U3MEPEHHUs Beca U pocTa y
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JeTe C TSKEIBIMH HEBPOJOTHUYECKUMHU PACCTPONCTBAMH MOXKET BBI3BATH CIOKHOCTH. JTO MOXET OBITh
BBI3BAHO BBIHYXJICHHBIM TIOJOKEHHEM Teja, CKEJNeTHbIMU JedopMalusMy, HaJIUYueM KOHTPAKTyp U
HEBO3MOXKHOCTBIO ~ CaMOCTOSITEIbHO  MOJJEPXKMBaTh MO3y. B Takux  ciydasx  HCIOJB3YIOTCS
CHeIHaM3UPOBaHHbIE MPUOOPHI, TaKUe KaK KPECNO JJIs B3BEIIMBAHUS WIM TMEPeIBIKHAS H3MEpUTEIbHAs
JUHEIKa, KOTopasi MO3BOJSET M3MEPUTh POCT B JIEKAaYeM IMOJIOKEHUHU. [Ipu OTCYTCTBUM JaHHON TEXHUKHU
BO3MOXKHO H3MeEpeHHe Beca peOeHKa BMECTE CO B3pPOCIBIM UYEJIOBEKOM, KOTOPBIA AEPKHUT €ro Ha pykax.
BriocnencTBun U3 MONYYEHHBIX PE3YJIBTATOB BBIYUTAIOT MAcCy Tella B3pPOCIOro, Mojyyas MpU 3TOM Maccy
Tena pebenka. [Ipu HEBOZMOXKHOCTH HM3MEPUTH POCT MPHUMEHSETCS METOAMKA CErMEHTApHBIX M3MEpPEHUi ¢
MOCTPOCHUEM COOTBETCTBYIOIIUX YpaBHEHUM [5].

Hcnonp3yercst Takke METOJ| ONpeeeH s TONIINHBI MOJKOKHO-)KHUPOBOU CKIIAJKU C TIOMOIIBIO KaJlUIepa
— mukoMeTpus. C 1enblo MOBBINIEHUS TOYHOCTH Pe3yJbTara, IITUKOMETPUIO PEKOMEHIOBAHO MPOBOAMUTH
ANIEKTPOHHBIM KajumnepoMm 1no Metoxy Durnin-Womersly, mpu KOTOpoM u3MepeHHe OCYyIIEeCTBISIOT B YEThIPEX
TOYKaX: HaJ TPUIIETICOM Ha 3aJHel MOBEPXHOCTH IUIeYa, HaJl IBYIJIaBOI MBIIIIEH Ha YPOBHE CpedHEH TpeTu
rieya, Ha ypOBHE HIDKHETO YIvla JIOTATKU U Ha 2 CM BBIIIE CEPEANHBI TaXOBOH CBSI3KH.

[Ipn ouenke duznyeckoro paszputus aereid ¢ JUII Takxke HeoOXOAMMO MPOBOAMTH OLIEHKY CTENEHU
TsokecTH aBurarenbHbiX ¢GyHknuid mo mkaie GMFCS (Gross Motor Function Classification System —
cUcTeMa KiacCHU(pHUKAIMK OONBIINX MOTOPHBIX (QyHKIM). JlocToBepHO M0OKa3aHO, 4To y jAeTed c Ooree
TSOKENIBIMHM JIBUTATENIbHBIMH PACCTPONCTBAMH OCHOBHBIE MOKa3aTelu (PU3NYECKOrO Pa3BUTHUS 3HAYUTEIHHO
HIJKE, YEM Y JIeTEel ¢ YMEPEHHBIMU MOTOPHBIMU HApYIIEHUSIMHU [6].

Jlis  AMarHOCTHKM HapyLIEHWH HYTPUTUBHOTO CTaTyca BakKHOE 3HAYeHHE HWMEIOT JIabopaTopHbIe
UCCIIEIOBaHUS: OOMICKIMHUYECKHE (KIIMHUYECKUI aHaIN3 KPOBU — YPOBEHb reMOIIo0nHa, OMOXUMUYECKUN
aHaJINU3 KPOBH — MPOTEUHOTpaMMa, CHIBOPOTOUHOE JKeJIe30, TIII0K03a, Kajbluil, pocdop, ¢pomueBas KUcIoTa,
nepyyioriasMuH), U crneruanuupoBanHbie (25(0OH) Butamun D, cBOOODHBIM KapHUTHH — BaXKHas
aMUHOKHCIIOTa, KOTOpas ydacTByeT B XUpoBoM oOMeHe u B cuHTe3e AT®D). bouio ycraHoBieHo, 4YTO
MAIUEHTHl C TSKEIBIMH HEBPOJOTUYECKUMHU PACCTPONCTBAMHU OTHOCSITCS K TpyINIe pUCKa MO ACPHUIUTY
KapHUTHHA U BUTaMHHA D, 0cOOEHHO y TeX JAeTei, KOTOpble MPUHUMAIOT MpernapaThl BaJlbIIPOSBON KUCIOTHI
[4].

IIpobiema KOMOpPOMIHOM MATOJOTHH Y NAJUIMATUBHBIX MAIUEHTOB.

OpHolt u3 mpoOieM B OpraHU3alMi MUTaHUS JAETed, MONYyYarollUX MaJUTMATUBHYIO MOMOIIb, SBISETCS
pa3BUTHE Y HUX KOMOPOHIHOI MAaTOJIOTHU CO CTOPOHBI JKETYI0YHO-KHUILIEUHOTO TpakTa. J{s gereit ¢ Tsokenon
HEBPOJIOTUYECKON TAaToNIOTHEH XapaKTEepHO HapyIIeHHWE PEryIsSTOPHOH CBS3M «MO3T — KHILIEUHHUK,
BCJIE/ICTBHE YEro Yy 3TOM TpYIIbl MAallMeHTOB YacTo BhIsABIAIOTCS ['DPB, mucdarus u XxpoHuyeckue 3amopbl
[6].

Hucdarus B To unu UHOM creneHu Berpeyaetcs nmoutu y 90% nereit ¢ JJLII u cBA3aHa ¢ moBpexaeHUEM
KOPKOBBIX HEHPOHOB U 0a3anbHBIX raHriueB. Hamuune nucdarum TecHO CBA3aHO C pa3BUTHEM HYTPUTHBHON
HEJI0CTaTOYHOCTH — MOTPEONISeTCS MEHbIee KOJIMYECTBO MUINHU, CIEIOBATEIbHO, YBEIUYUBACTCS TSHKECTh
Henoenanus. Kpome Toro, nucdarusi MoKeT CHOCOOCTBOBATH Pa3BUTHIO OCIOXKHEHHH €O CTOPOHBI
IBIXaTeIbHOW CHCTEMbl — aclupalus UM B JbIXaTelbHbIE MYTH MOXET NPHUBECTH K Pa3BUTHIO
aCIHUpAllMOHHON THEBMOHUH, a TaKkKe K TDKEIOMY U PEUUAMBHPYIOIIEMY TEUCHHIO PECHUPATOPHBIX
nHpeknui. JIJis ee TMarHoCTUKH UCTIONB3YIOTCs paszaudnbie mkaiasl: DDS, EDACS, SOMA u npyrue.

XPpOHUYECKHE 3aMOphl TAKXKE SBJISAIOTCS OYCHb paclpocTpaHeHHOUW mpoonemoit y nereit ¢ JIIIIT. Pazputue
3all0pOB MOXKET OBITh CBSI3aHO C MHOXKECTBOM MPHYMH: HapylieHHe pPadOThl HEPBHOW CHCTEMBI C
TUCHYHKIMEH CUCTEMBl «MO3T — KHUIIEYHHK», THMIIOMOOWIBHOCTH, BBIHY)KIEHHBIH MOCTEIBHBIA PEXKUM,
MeMKaMEHTO3Has Tepamnus (IPOTUBOCYAOPOXKHbBIE MpEnaparsl), HeJoelaHue, HeJJOCTaTOYHOE yIOoTpeOieHre
YKUJIKOCTH U KJI€TYaTKH [7].

Pacuyer nuranus.

JleTtn, umeroniye TsHKeJble IBUraTelbHbIE pacCTPONUCTBA — CIIACTUYECKUE Mape3bl, CYI0POTH, TUIIEPKUHESbI
— UMEIOT OOJBIINE DHEPro3aTpaThl, YeM CPEIHECTATUCTHUECKHI 37J0pOBBIH pEOCHOK. DTO CBS3aHO C TEM,
YTO MBIIIIBl MPAKTHUECKH TOCTOSHHO (32 HCKIIIOYEHHEM TMEepPHOJOB IITyOOKOTO CHA) HaxXoIsaTcs B
HaNpsOKEHUH, BCIEACTBUE 4YEro YBENWYMBAETCS KOJIMUYECTBO 3arpaunBaemMoid sHeprud. [lo ngaHHBIM
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UCCIIETOBAHUM, TAKMM JETAM PEKOMEHOBAHO YBEIMUYEHUE KaJOPUIHHOCTH CYTOYHOTO pallioHa MPUMEPHO Ha
30%.

OnHako TepeoleHKa HEPronoTpeOHOCTENl MOXKET MPUBECTH K M30BITOYHONH Macce Tena. PekoMmeHmoBaH
WHAUBUAYAIbHBIN TOAXO, HAIPUMEpP, €CIH peOCHOK MPOXOAUT B JaHHBIH MOMEHT Kypc peadHIuTaluu, TO
€ro SHepro3arparbl MOTYT OBITh 3HAUWTENbHO yBenudeHbl (Ha 50-90%). HanpoTus, manueHT ATUTENbHOE
BpeMsi B TEUEHHE JHsS TMepeMeliaeTcs B HHBAJIMWIHOW KOJSCKE — B AITOM CHUTyallMH 3HEpPromnoTrpelieHue
cHmxaercs B cpeneM Ha 30—40% [5].

CymiecTByOT CIOCOOBI pacueTa MUTAHUS Ui MAllMeHTOB CO 3HAYUTEIBHBIMU OTPAaHUUYEHUSMU MOTOPHBIX
byHkmii: poctoBoit Meton u meton Kpuka. Ha mpaktuke yaimie ucronb3yeTcs pocToBoi Merof. Pacuer
MPOM3BOAMTCS HA CM JJUHBI Tela peOeHKa, YYUTHIBasg MPU ATOM HAIMYUE WIM OTCYTCTBHE MOTOPHOM
TUCHYHKITHH.

Meton Kpuka ucnompiyercs uisi pacueTa MHTAHHUS y MAIMEHTOB CO 3HAUYUTEIbHBIMU OTPAHUYEHHUSIMHU
nBUTaTeNbHBIX (PyHKUIUN. B dopmyre pacuera yuuThiBaeTcs 0a3oBasi SHEpreTuueckas moTpeOHOCTh (pacueT
KOTOpO# pou3BoaAT 1o popmyne Xappuca—beneankra), pakTop MbIIIEUHOTO TOHYca U (AaKTOp aKTUBHOCTHU
(BBICTABIISIETCS COOTBETCTBYIOIMINN KO3 UIIUEHT), a Takxke (akTtop pocta (5 KKaI/T keJaeMoi mpuOaBKU
Beca) [8, 9].

Oc00eHHOCTH IHTEPATHLHOT0 MUTAHUSA.

CymiecTBeHHass 4acTh OOJBHBIX CIIOCOOHA K JHTEpPAIbHOMY MUTAHUI0O — 3TO IMpolecc obOecredeHus
OpraHu3Ma BCEMH HEOOXOAMMBIMH MHUTATEIbHBIMU BEUIECTBAMH YEPE3 KEIYJOYHO-KUIIEYHBIH TpakT. Takoe
MUTAHUE MOXET OBITh PEealM30BaHO CIEAYIOIIMMHU CIOCOOAMU: TMOJHOCTHIO CAMOCTOATEIbHOE MHUTAHUE,
cunuHr (ynorpeOleHue >KUAKONW MU MaJeHbKUMHU TIJIOTKAMU B TEYEHHE OINpPENETICHHOTO BpEMEHHU) U
30H10BO€ nuTanue [10].

Yro xe KacaeTcs AeTel, KOTOpble HaXOJATCS B CO3HAHMU M MOTYT IJIOTaTh, TO TAaKOH TpyIIe MalueHTOB
OYEeHb BAYKHO COXPAHHUTH MEepOpaIbHOE MUTAHUE MPUBBIYHOMN MUIIEH, C YIETOM BKYCOBBIX MPEINOYTEHUN U C
COOJIIOZICHHEM TMPEINMUCAHHBIX pEeKOMEHJAIMi Mo nutaHuio. [lpu 3TOM BO3MOXKHO [OTMOJIHEHHE palloHa
SHTEpaJbHBIMUA MHUTATEIHHBIMUA CMECSIMU ISl MOKPBITUS TOJTHONW MOTPEOHOCTH OpraHM3Ma B MUTATENbHBIX
BEIIECTBaX W PHepruu (MmyTeM J00aBlieHUs B MUIILY WK YIOTPEOIEHUS OTAETHHO B Pa3BEACHHOM BHJE, TaK
HA3bIBAEMBIA «YaCTHUHBIM cunuHI»). Croga K€ MOXKHO OTHECTH PEKUM HOYHOW allMMEHTAIluH, Korna B
HOYHOE BpeMsI CYTOK B TeueHHue 4—6 4yacoB KamelbHO B 30H] BBOJAAT MUTATENbHYIO cMech. JlaHHBI MeTon
HaIIeJ IUPOKOe MPUMEHEHNE Y MAllMeHTOB C TSXKEIONH HEBPOJIOTUYECKON MaTOJIOTUEH, COMPOBOXKAAIOIIEHCS
PBOTOH U paccTpoiicTBamMu TuieBoro noseAaeHus [11, 12].

BaxxHbIM MOMEHTOM sIBIIIeTCA OpraHu3anus npuema nuny. Kak ObTo yka3zaHO BbIIE, OONblIasi 4acTh
nereit ¢ JIIIIT MoxeT 4acTUYHO WJIM MOJTHOCTHIO MOMy4YaTh MUTAHHE €CTECTBEHHBIM mmyTeM. [Ipu 3ToM BakHO
MOJIOKEHHE pebeHKa Mpu KopMileHHH. ONTHUMAalIbHBIM SIBIISIETCS MCIIOJIb30BaHUE CIHEIHAIBHOTO CTYIBYMKA
WIM Kpeclia Juisl TOAJEp)KaHUs BEPTHKAIBHOTO TOJOXKEeHHs Tena. [Ipu WX OTCYTCTBUM B KauecTBe
aNbTEPHATUBBI MpeAaraeTcs KopmieHne pebeHka Ha KoJleHsX y poauTens. KpaiiHe HexkenaTtenbHO KOPMHUTD B
TOPU30HTAJILHOM TMOJIOKEHUH, TaK KaK 3TO 3HAUUTENIBHO YBEJIWYMBACT PUCK MOMEPXUBAHUS U aCHHUpaLUN
[13].

Heo0xomumocTh nepeBoaa Ha 30HA0BOE MUTAHUE

Ho 3auactyro, HapyleHHs] €CTECTBEHHOTO MHUTAHHUSI MOTYT CTaTh CEPhE3HBIM CTPECCOM KakK Jii CaMOro
pebeHKa, Tak U AJsl BCel ero CeMbU. YBEIMYUBACTCS MPOAOIIKUTENILHOCTh KOPMIICHHUS, 3a4acTyl0 Ha pebeHka
MOXKET OKa3bIBaThCs IICHXOJIOTMYECKOE JaBlieHHE BO BpeMsl IMpueMa IMUIIW, BIUIOTh JO pPa3BUTHUS
KOH(JIUKTHBIX CUTYyalllil B ceMbe. BriocneacTBum Takue MmaiyueHThl MOTYT 3HAUUTENbHO CHIYKATh KOJTMUECTBO
noTpebasieMOro MHUTAHUA WM BOBCE OTKa3aThCsl OT NMPUEMOB MUIIM. B Takux cuTyanusx HEoOXOAMMO
paccMOTpeTh BO3MOXKHOCTh YCTAaHOBKHM HAa30racTpajbHOTO 30HAA, TaK KaK 3TO MOXET YMEHbBIIUTh
HEraTMBHbIE BIICUATICHHUS OT KOPMJICHHMS KakKk y peOeHKa, Tak W y poxauteneid. [losBnsercs BO3MOXXHOCTH
KOHTPOJIS 32 MUTaHHEM, YBEPEHHOCTb B TOM, YTO PEOCHOK MOJIy4aeT TOCTATOYHOE KOJIMUECTBO MUTATENbHBIX
BEIIIECTB, CJIeI0OBATEILHO, TOHUXKAETCS ypoBeHb TpeBoru [10, 14].

VYcnoBueMm ISl TIepeBOAa Ha 30HAOBOE NMUTAHUE SIBIAETCA COXpaHHAs (PYHKUUS KETYyIOYHO-KHILIEYHOTO
TpakTa ¥ OXHJAaeMasi MPOJOJDKUTENBHOCTh )XKU3HU He MeHee 2-3 mecsieB. 3HauanbHO ycTaHaBIMBaeTCs
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HA30TacTpalbHbIN 30H], MPU HEOOXOJUMOCTH MPOBEACHUS 30HAOBOTO MUTaHUs Ooiiee 4 Helenb peliaeTcs

BOIPOC O MPOBEIEHUU raCTPOCTOMUH, 3a4aCTyI0 C COYETAHHBIM MpoBeaeHNeM (yHIoIIMKanuu no Hucceny

(mpu BbIpaXK€HHOU pBOTE). ['acTpOCTOMHUS MOXKET MPOBOIUTHCS OTKPHITOM XUPYPrHUECKON TEXHUKOW WITU

JIarapoCKOMUYEeCKUM MeTonoM [ 15].

Hanuuue racTpocToOMbl HECOMHEHHO MOXET MPHUBOAUTH K HEKOTOPBHIM MpoOieMaM Kak TEXHHUYECKOTO
XapakTepa, TaKk U MCUXOJIOTUYECKUM MpolieMaM y caMoro maieHta u ero omuskux. Ho xorma y peGenka
JUIUTEIbHOE BpPEMsI HET BO3MOXKHOCTH CaMOCTOSITEIbHO TMHUTaThCs, KOPMIJIGHHE uepe3 TracTpOCTOMY
CYIIECTBEHHO CHM)XAeT PHUCK HYTpUTUBHOM HemoctatouHoctu. I[lo manuemm JI. IlTpayc, JIx. Bpykc,
HCIONb30BaHUE TaCTPOCTOMBI YBEJIIMYUBACT MPOJOIKUTENFHOCTD JKU3HH JIeTel Ha cemb et [3]. M3BecTHbI
Clly4ad, KOTJa MAalMeHThl HMeNU TacTpocToMy Ha mnpoTsokeHuu 12 jet. Ilpu stom pomutenu MoOryT
UCIBITBIBATh CIOXKHOCTH C TOJJEp)KAaHHEM ONarompusTHOTO COCTOSHUS U (YHKIIMOHHPOBaHHUEM
ractpocToMbl. [1o3TOMYy BakHYIO pOJib B OpraHH3al[MM TaKOrO MUTAHHUS UTpaeT OoOydeHHE METUIIUMHCKOTO
nepcoHaia NaIMaTUBHBIX CTAllMOHAPOB M OMM3KUX peOeHKa rPaMOTHOMY YXOIy 3a TacTPOCTOMOI, a Takke
OKa3aHWe MCUXOJIOTHYECKON MOAACPKKHA CaMOMY TMAIlMEHTY U ero cemue [9, 16].

s ponuteneit oueHb BAXKHO UMETh MIPEJCTABICHUE O TOM, CMOXKET JIM B AaJIbHEHIIIEM peOCHOK OTKa3aThCs
OT HCIIOJIb30BaHUA TaCTPOCTOMBI M TUTAThCA Uepe3 poT. B JaHHOM ciiydae Ba)xHOE 3HaU€HUE UMEET BO3PacT
BBEJICHUSI TaCTPOCTOMUYECKOW TpyOku. JleTH, KoTopble HW3HAYAIBbHO YMENHW MHUTAaThCid 4Yepe3 pPOT, HO
JUIIAIUCH 3TOM BO3MOXXHOCTHM BBHJIy Ppa3BUBIIETOCS Yy HHUX 3a00Jl€BaHHUS WU MPOTPECCUPOBAHUS
UMEIOIIETOCS, 3a4acTyl0 COXPAaHSIOT TUNUYHOE pa3BUTHE (YHKUMNA mnuTaHusa. Takue TMalueHThl B
JanbHEUIIeM, NP MOJIOKUTEIBHON JTUHAMUKE B COCTOSIHHM 3[I0POBBS, CKOpPEE BCETO CMOTYT BEPHYTHCS K
nepopajbHOMY TNHUTaHHIO. B cBOIO ouepenb, NETH, KOTOPHIM racTpocToMa OblLIa YCTaHOBJIIEHA B paHHEM
BO3pacTe, emle He HuMeld CHOPMUPOBAHHBIX HABBHIKOB NUTaHHUS. [lodToMy mpu MOSBIEHUH Y HHX
BO3MOXKHOCTH THUTAaTbCAd CaMOCTOSTENLHO C OOJBIION [0Jeil BEpOATHOCTH NOTpedyeTcs MeIUIUHCKas
MOMOIIb B OBJIaJICHUH YTUMU HaBbIKaMH [17].

JHTepajbHbIe MUTATEIbHbIE CMECH.

OcHOBY NHUTaHMS MAJUTMATUBHBIX MAIMEHTOB COCTABISIIOT dHTepanbHble nutarenbHbie cMec (D11C). Onu
cofiepar BCE HEOOXOIMMbIE MaKpo- M MHUKPOHYTPHEHTHI, COAllaHCUPOBAaHBI MO COCTaBYy, HE COJEp)KaT
JIAKTO3BI U TIIFOTEHA (YTO SBISIETCS HEOOXoAuMbIM ycioBueM i DIIC).

Brigensitor cnenyromue Buasl DIIC:

1. ITomumepnbie DIIC. Comepkar LENbHBIH OEOK — CBHIBOPOTOYHBIE OCIKM W Ka3eWHAThl, KHUPOBOMH
KOMITOHEHT TMPEJICTABICH PACTUTEIbHBIMU MaclaMU — COEBOE, KyKYpY3HOE, MOACOIIHEYHOE, a YTIIEBOIBI
B OCHOBHOM TpefcTaBieHbl MaybToaekcTpuHoM. Jlanubie OIIC coOCTaBISIOT OCHOBY SHTEPabHOTO
MUTAHUS, CIIOCOOHBI MOJHOCTHIO MIEPEKPHIBATh MOTPEOHOCTU OpraHU3Ma B HyTPUEHTaX.

2. Omuromepnsie DI1C. CoxeprkaT ruaponu3ar 6eika B BHIE OJUTONENTHIOB, KUpbI npeacTasieHsl CLT, a
B KaueCTBE YIVIEBOJAOB — THJIPOJIM30BAHHBIN MaJbTOJEKCTPUH. Takue CMeCH TakXe MOJHOLEHHBI IO
HYTPUEHTaM, HO HE PEKOMEHJOBaHBI ISl [UIMTEILHOTO MCIHOIb30BAHMS, TaK KaK MPOUCXOAUT YTHETCHHE
BBIPa0OTKH coOCTBEeHHBIX (epMeHTOB U ropMoHOB JKKT — Tak Ha3bpiBaeMblil «JIeTpEHUPYIOIIHIA
sbdexT». B OCHOBHOM OHM MPUMEHSIOTCS B MEPHOAE YCHWJICHHOTO MHUTAHUSA Yy MAIMEHTOB C TSHKENOM
HYTPUTUBHON HEJOCTATOUHOCTHIO M TaCTPOUHTECTUHAIBHBIMU cuMIToMamu [ 18].

3. CnenmanpHble MeTabonmveckn HanparieHHble OIIC. Hcmonb3yrorcs auddepeHnupoBaHHO TpU
Pa3IMYHBIX MATOJOTUYECKUX COCTOSIHUSIX. CMecH ¢ mpHucTaBKol «JlnadeT» MPUMEHSIOTCS Yy MallueHTOB C
TPYIHO KOppUTHpYeMOW TrHUmlepriiukeMuu. Takke BbiensioT cMmecu «lema»  (medeHouHas
HEJ0CTAaTOYHOCTH), «PeHan» (moueunas), «[TyapMo» (apIxaTenbHas).

4. Monaynsabie DIIC — He HCMONB3YIOTCS B KadeCTBE OCHOBHOro mnuraHws. [IpeacrtaBisior coboi
KOHIIEHTpAaT OJHOTO WM HECKOJIbKMX HYTPHEHTOB, Olarogapsi yeMy CIOCOOHBI JOMOJHSATH OCHOBHOE
MMTAaHKE, YOBJIETBOPSS MOBBIMICHHYO MOTPEOHOCTH B 4eM-1n0o0 [33].

BaxHbIil MOMEHT KacaeTcst OpraHu3alliy YHTEPATbHOTO MUTAHUS IETEH C TSXKENOM CTeNeHbl0 HyTPUTUBHOMN
HEJI0CTAaTOYHOCTH, Korja TpeOyeTcs MOBBIINIEHHE Kalopaxka 0e3 yBenudeHus oObema muTaHus. s »Tux
1eael BO3BMOXKHO HMCTOIb30BaHue n3okanopuiHbiX (100 kkan/100 mMi1) u runepkalopuiiHbIX cMmecel (Ooree
100 xxan/100 mu) [15].
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bnaromapss mmpoxomy accoptumenty OIIC mnuTaHMe MaMIMATUBHBIX TMAlMEHTOB MOXET OBbITh
MOJTHOILIEHHBIM, COaJIaHCHPOBAaHHBIM, )K€ MPH HEBO3MOXKHOCTH CaMOCTOSITENIbHO MUTaThes. [loMmrmo storo,
CYUIECTBYIOT HCCJIEOBaHMS, JOKAa3bIBAIOIIME, YTO TPU MUTAHUM HCKIIOYUTENIBHO DSHTEPAIbHBIMU
MUTATeNbHBIMA CMECSIMH YMEHBIIIAETCS PHUCK BOCIMAJIUTENBHBIX 3a00JI€BaHUI KHUIIEYHUKA, CHIKACTCS
MIPOHUIIAEMOCTh KHILIEYHOTO Oapbepa. Y manueHToB, nonydarommx JIIC, mocToBepHO CHUXKAICS YpPOBEHBb
MIPOBOCMIAUTENBHBIX MapKepoB — (EKaTbHOTO KaNbIIPOTEKTHHA, 30HYJAMHAa U OeKa, CBS3BIBAIOIETO
x)upHble kucnotel kumeunnka (IFABP/FABP-2) [16]. HemamoBaxxHo mojiep>KuBaTh MallUEHTOB, KOTOPHIS
MOTYT yNOTPeOJIATh MUIYy €CTECTBEHHBIM IMyTEM, YACTHYHO WJIM MOJTHOCThI0. HeoOXoauMo coxpaHsTh 3Ty
BO3MOXKHOCTh KaK MOXKHO JoJbIie, crienys npuHiumny: «ecinu XKKT paboraer — ucnonb3yit ero, a eciau HeT
— 3acTaBb ero padorarby [17].

Koppexuusi conyTcTByIonieii naToJI0ruM ;Ke1y104HO-KUIIEYHOT0 TPAKTA.

[Ipu opranuzanuun nutanus aeteit ¢ LI BaxkHo yuuThiBaTh (PakTOpHI, KOTOPbIE MOTYT MPEMSATCTBOBAThH
YCBOCHHMIO M IE€pPEeBapUBaHUIO MUIIM. B yacTHOCTH, 3TO KacaeTcsi HapylUIEHHH MOTOPHKH >KETyIOYHO-
KHILEYHOTO TpaKTa — PBOTA, 3aJiepKKa MPOJBIKEHHS MUIIM MO KHUILIEYHUKY, 3amopbl. B Takux cuTyanmsx
PEKOMEHI0BAHO HCIIOIb30BaHUE MEIUKaMEHTO3HOU Tepanuu. /s neueHus: ppoTsl Hanbonee 6e30MacHbIM U
3¢ (dEeKTUBHBIM SBISETCS MPUMEHEHHUE IMpernapara U3 TPYyNIbl CENEKTUBHBIX aHTAarOHHCTOB CEPOTOHHHOBBIX
penentopoB (OHpaHceTpoH). [IpOKMHETHKH CTHUMYIUPYIOT IIAAKYI0 MYCKYIaTypy KWIIEYHUKA, arOHUCTHI
OMUOUJHBIX PEIENTOPOB, HAMPOTUB, 3aMEUIAIOT MEPUCTANBTUKY. B KauecTBe JeueHus 3allOPOB MOTYT OBITh
MCIIONB30BaHbI Mpernaparsl NOTUITUICHIIUKOI (Makporoi) — ocMoTHUeckoe ciabuTtenbHoe. B HeKoTophIx
ciydasix Makporon MOXeT HCHOJb30BaTbCsd €XKETHEBHO KaK 4YacTh JOJTOCPOYHOTO IUIaHA JIEYEHHS
¢dbysknuoHanbHbIX paccTpoiicts XKKT [5].

Bonbiroe BHuMaHue B mocieHee BpeMsl yaeaseTcs MUKPOOHOTe KHILIEYHHKA, KaK (haKTOpy 370POBbsI BCETO
opranu3ma B 1ienioM. [loaToMy B mHUTaHHME Ba)KHO BKJIIOUATh MPOIYKTHI, CIOCOOCTBYIOIIUE POCTY IMOJIE3HBIX
Oaktepuii B kumeyHuke. Croma OTHOCATCS TPOOHMOTHKH (JKHMBBIE OakTepuu), MPEOMOTHKU WU TPOMYKTHI,
Oorareie kieTyaTkoi. [TumieBbie BoiokHA OBoIIEH U (PPYKTOB HE MEPEBAPUBAIOTCS B KHILIEUHUKE U SIBISIFOTCS
OTJIIMYHBIM CYOCTpaTOM JJIsi pOCTa HOPMaJbHOW MUKPOOUOTHI U (POPMUPOBAHUS MUKPOOHOTO pa3zHOOOpa3usl.
B cBoro ouepenp, HOpManbHasi MUKPOOMOTA MPEMSTCTBYET Pa3MHOKEHHUIO MMAaTOTEHHBIX MUKPOOPTaHWU3MOB,
YTO CHIDKAeT PHUCK pa3BUTHS HMH(EKIMOHHBIX ¥  BOCHAJUTENBHBIX 3a00J€BaHMI  KUIICYHUKA,
(YHKIIMOHAJIBHBIX 3aIIOPOB U CIIOCOOCTBYET HOPMAaJbHOMY MHILIeBapeHw:o [19].

Baxxno monumarp, 4to Tepanusi (pyHKIHOHAIBHBIX PACCTPOMCTB KEIyJOYHO-KUIIEYHOTO TPaKTa JOJIKHA
BKJIIOYATh MOMUMO MEIMKaMEHTO3HOU TEpaInu ellle OIIEHKY U, IPU HEOOXOAUMOCTH, KOPPEKTUPOBKY peKUMa
MUTaHUS, COCTaBa pallMOHA, €ro COOTBETCTBHE MOTPEOHOCTH OpraHuM3Ma, MPaBUIBHBIA MOAOOP MUTAHUS B
COOTBETCTBUH C OCOOEHHOCTSIMH OpPraHW3Ma KOHKPETHOTO MAallueHTa, 10CTaTOYHOE OTpeOIeHne KUAKOCTH U
MTOBBIIICHHUE IBUTATEILHON aKTUBHOCTH (Maccax, JIOK, nmporynku, Beprukanuzarus) [20].

[MTomumo opraHuzanuu J1e4eOHOTO MUTAHUS, PEKMMa U MEIUKAMEHTO3HON Tepamnuu Ba)XHOE BHUMaHHUE
clenyeT yAenaTh MH()OPMHUPOBAHHMIO YXAXKHBAIOIIMX 32 PEOCHKOM O HEOOXOAMMOCTH COOTIONEHUS BCEX
pEeKOMEHJAlNK, MpPeANUCaHHBIX BpadoM. bonblias dYacTh MalMEHTOB HE HAaxOIWUTCA B CTallMOHape
MaJJIMaTUBHOW TIOMOINM JIONbIIE TONyTOpa-IByX HeNenb, B JAalbHeilneM peOeHOK OyneT mnepenaH B
NaJNIMaTUBHYIO CIy>k0y amOymnaropHoro 3BeHa. Eciam peGeHOK NpoKUBaeT B KAaKOM-JIHOO OTAaJIeHHOM
paiioHe, Takoil ci1ykObl TaM MONPOCTY MOXET He ObITh. [[allMeHT U ero ceMbs OCTalOTCs ¢ MPOOIEeMON OIUH
HA OJWH, TpPU OTOM HE HMes BO3MOXHOCTH TpPU HEOOXOIUMOCTH HE3aMEJIUTENBHO MOMYyYUTh
KBaJIM(UIIMPOBAHHYIO TOMOIIL. BBICOKHIT ypOBEHb 3HAHMI, KOTOPHIM B CBOIO Oue€penb Jieualluil Bpad u
npyrue npoduibHbIE CHEIHAIUCTBl MOTYT OO€CHeuuTh poauTeNiell peOeHKa, MO3BOJIMT OpPraHU30BaTh
koMdopTHOE U Oe30macHoe nMpedbIBaHUE MarueHTa qoma [17].

Kaununyecknii npumep Ne 1.

JleBouka 15 net, mocTynuia B OTAeJICHHE HEBPOJIOTHH C )KanobaMH Ha MOTEPIO B Bece, MONEPXUBAHUS MIPU
KOPMJIEHUU, HEBO3MOKHOCTh CAMOCTOSITENIbHO XOAUTh, CUACTh, OTPAHHUEHUE IBI)KEHUIN B KOHEUHOCTSIX.

AHamHe3 3a00/1eBaHu.

C poxeHus cCOCTOsTHUE peOeHKa paclieHHUBAJIOCh KakK TskeNoe (omepaTUBHOE poAopa3pelieHue Ha cpoke 29
He/leNb), B POAWIBHOM 3ajie MPOBOAMINCH PEaHUMAIMOHHBIE MEPONPHUITHS — HHTYOalusi Tpaxew,
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HCKYCCTBEHHAsl BEHTWJIALIMS JIETKUX, HENpSAMOM Maccax< cepila, JeKapcTBeHHas Tepanus. B paHHeMm
HEOHATaJHbHOM IEpHUOJe TMEepeHecla BHYTPHKEIYIOYKOBOE KPOBOM3JIHMSHHE 3 CTEMEeHH, B TEUYEHHE JIBYX
MecAIIeB Moy4yaia MEIUIIMHCKYIO TTOMOIIb B YCIIOBUSIX OTAENICHUS peaHHMMallud ¥ MHTEHCHUBHOM Tepariuu,
3areM Oblia MepeBe/ieHa B OT/IEIEHHE MaTOJIOTHH HOBOPOXKICHHBIX M HEJOHOIICHHBIX JeTell. Boimucana monu
HAOIOIEeHEe Y4acTKOBOW ciy>kObl B Bo3pacte 3 MecsieB. C poxkaeHHs oTMedanach rpy0as 3aaepixka
HEPBHO-TICUXUYECKOTO Pa3BUTHS: B3I He (PMKCHpOBaja, rojoBy HE yep>KrBaja, He epeBopauynuBaiach, He
monzana, He cujena W He xoauna. Ha mepBoM roay Xu3HH PeOEHOK TPHXKIbI TOCHUTAIM3UPOBAICS B
OTZAeNIeHUE HEBPOJIOTUU JJIsi MPOBeACHU O0CeIoBaHMUS U JIeYeHUs — Ha (OHE Teparuu MOJOKUTEIbHAs
JIMHAMHKA OTCYTCTBYeT. BrIcTaBieH NUarHo3: AeTCKUil 1epedpaibHbIi Mapannd, CIacTUYeCKU TeTpanapes ¢
pPE3KO BBIPAKEHHBIMHU JIBUTATEIbHBIMU HapylieHussMu. YpoBeHb GMFCSS5. B Bo3pacte 2 ner aeBouke
MPUCBOCH NaIMATUBHBIA cTaryc. B mocnemyromeM peOeHOK IBaXKIbl B TOA  E€XKETOAHO MPOXOIMII
oOcieoBaHUE M JIEYCHHE B OTIEICHMHM HEBPOJIOTUU. YUUTHIBAS TXKECTh COCTOSHUS U BBIPAXKEHHOE
paccTpoiiCTBO MHUTAaHUA 3aKOHHOMY TPEACTABUTENI0 peOeHKa HEOJHOKPATHO PEKOMEHOBAlld YCTaHOBKY
HA30TacTPaIbHOTO 30H/1a UM TaCTPOCTOMBI JIEBOYKE — MaTh PErYJIPHO OTKA3bIBalIaCh, CCHLIASCH HA TO, YTO
MocJiie JaHHOW MpouLedypbl peOeHOK yTpaTHT MOcCjeIHuEe HaBbIKU (cocaHue, mioTanue). Co ClIoB MaTepw,
JIeBOYKa IMUTAETCS 4Yepe3 POT CAMOCTOATEIBHO MPOTEPTON MHUIIEH JOMAIIHETO MPUTOTOBJICHHS B OObeMe
1 000-1 200 M3 B CyTKH, OJJHAKO OTMEYAaET MPOTrPECCHPOBAHUE HYTPUTHUBHOW HEIOCTATOYHOCTH — 3a
MOCJIETHUE MONITo1a peObeHOK moTepsil B Bece 2 KI. [1ocTOsIHHOM JIeKapCTBEHHOM Tepanuy HE MOTyvaer.

AHaMHe3 JKM3HH.

JleBouka OT 2-i1 GepeMeHHOCTH, 2-X PoAOB. bepeMeHHOCTh mpoTekana Ha (OHE yrpo3bl MpepbIBaHUS Ha
Cpoke 28 Hed., XpOHHWYECKOH (eTOoIIaleHTapHO HEIO0CTaTOYHOCTH, XPOHUYECKOH BHYTPpHYTPOOHOM
runokcuu 1ioga. OneparuBHbIe ponbl Ha cpoke 29 Henenb. [Ipu pokaeHnn macca Tena pedbenka — 760 T,
mrHa Tena — 30 oM, onenka o mkaie APGAR — 1/3 6anna. HeoHaranbHbIH CKPUHUHT MPOBEICH B CPOK,
MaTOJIOTHH HE BbIsIBIEHO. Haxonumack Ha HCKyCCTBEHHOM BekapMmiinBaHuu 110 1,5 net. Buramun D monydana
¢ 1 mecsma >ku3Hu. BaknumnHupoBana mo Bo3pacty. [lepeHecennwie 3aboneBanus — OPBU, OpoHxwur,
MHEBMOHMHU. AJllIeproanaMHes3 He oTarouieH. HaciencTBeHHbIN aHaMHe3 HE OTSTOILEH.

duzukaabHasg TMATHOCTHKA.

[Ipn mocTynneHUM [EBOYKU B OTACIIEHHE HEBPOJOTUHM COCTOSHHE TsDKelloe 3a c4eT rpy0oit
HEBPOJIOTUYECKON CUMMOTOMATUKH, OOMEHHO-Tpoduueckux HapymieHuil. KokHble NOKpoBBI OneqHbIe,
yucteie. [ToaKoKHO-KUPOBasl KJIeT4aTka pa3BuTa ciabdo, pacmnpeaeneHa paBHoMmepHo. Poct 128 cm (-5,7<SD),
Bec 14 600 r (-6,3 < SD) — GenkoBo-3HEpreTHUECKas HEIOCTaTOYHOCTh TSKEJION crerneHn. JInmdarnueckue
Y376l HE TaNbNUPYIOTCS. B porornorke 6e3 BOCHAMMTENbHBIX M3MEHEHHH, CIM3UCTas 000J0YKa PO30BOTO
usera. HocoBoe nibixanue cBoOOIHOE.

I'pynnas xneTka numuHapudeckord Gopmel. [Ipu mepKyccuu BBICIYIIMBACTCS SCHBIA JIETOYHBINA 3BYK. [Tpu
ayCKyJIbTAIlMW JIbIXaHWE BE3WKYJISIPHOE, XPUIIOB HeT. YacToTa NIbIXaTelnbHBIX IBMKEHUH — 19/MuH., SatO2 —
98%. I'panuubl cep/iia HE U3MEHEHBI. TOHBI cepila ACHbIe, pUTMUYHBIE. YacToTa CepleuHbIX COKpaICHHUI
— 88 yn/muH. JKMBOT BTSHYT, MATKHN, JOCTYIICH Majblallid BO BCeX oTjaenax. [leyeHp mo kparo pedbepHOit
oyrd, Kpail osnactuunblif. Cene3eHka He mnaimbnupyercs. CTyl, €O CIOB MaMbl, HEpEryIspHBIH,
CaMOCTOSITENIbHBIN — OJIMH-/IBA pa3a B HEAEIIO0, PHU 3aMl0pax UCHOIB3YIOT MUKPOKIN3MbI. ModencyckaHue
cB0OOIHOE, TOCcTaToyHOE. Moda COTOMEHHO-KENITOTO 1IBETA.

Co3HaHue COXpaHEHO, BereTaTuBHOe cocTtosiHue. Yepen ruapornedanbHON GOpMbl, OKPYKHOCTh TOJ0BHI 60
cM, VIII kopugop — 97-i1 neHTwIb. [ 0J0BY HpH TpaKIMK 3a PyKH HE MOATIATUBAET. 3padyku S = D, HHUCTarma,
Kocornasusi HeT. JI[BrkeHus Ia3HbIX 070K B monHoM oObeMe. HocoryOuwie ckmaaku S = D. [leBuanus
s3bIKa OTCYTCTBYeT. CaMOCTOSTENbHO HE KyeT, NMUTAaeTCsl NMPOTepTON MHUIlEel, MOMepXUBaeTCs IMpHU eJie.
ImorarensHbIit pedrexc cHuxkeH. PednextopHo-aBurarensHas cdepa: He XOIUT, BEIpaKEHHbIE KOHTPAKTYPhI
KoHeYHOCcTel. TOHyC MBIIII] BEICOKHI B KOHEUHOCTSIX. MBbIllIeuHas cujia CHIKEHa B KOHEYHOCTSX 10 1 Oana.
Cyxoxunbhble pediexcel ¢ pyk S = D, Boicokne. CyxoxwibHbIe pediekcbl ¢ Hor S = D, BBICOKHE.
MenuHreanabHble 3HaKU He onperenstorcs. CumntoM baOWHCKOTO MONOKUTENBHBIN € IBYX CTOPOH. Ta30BbIX
HapymeHuid HeT. He cuaut, HE CTOUT, He XOauT, He nepeBopaunBaeTcs. [lo mkane DDS (omeHka TsxecTH
mucharun) — 1 6amn (Tspkenast nucdarmus).
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Jlannble  oOcliefoBaHUsA:  pEHTreHorpadus OpraHoB TPYAHOM  KiIeTku — 0e3  MaToJNOrHH;
ANIEKTPOKApANOrpaMMa — CHUHYCOBas TaXWKapAus, HapylleHHWEe MPOBOAMMOCTU IO MPaBOl HOXKKE MydKa
l'uca, HapylieHHe MPOLIECCOB PEMONIPU3AIMN B MUOKap/IEe; KOMIBbIOTEpHAs: TOMOrpadusi TOJIOBHOTO MO3ra —
OKKJIFO3MOHHAs Tunpouedanus; snekrposnuedanorpadus — peruoHagbHas muienTudopMHas aKTUBHOCTh
M0 JIEBOMY TMONYIIApHIO; OMOXMMHUYECKHA aHaju3 KPOBU: THMHONpOoTerHeMus (oOmuit 6emok — 50 1/m),
cuzieporieHus (ChIBOPOTOYHOE *kene30 8,1 1/1), rumormmkemMus (ITIOKO3a KpoBH — 2,8 MMOJIB/); oOmui
aHau3 KpoBH: reMortooud — 129 r/mn, spurpouuts! — 3,9x10'2, miBeToBoii mokaszarenb — 0,9, TPOMOOIUTHI —
250 x 10°, nefikorutel — 9,6 x 10°, cermenTosmepubie — 55%, mMoHOIUTE — 10%, mumdoruter — 25%,
najoukosiiepHsie — 5%, 303uHOPMIBI — 3%, 6a30¢ubl — 2%; 00K aHATU3 MOYH — O€3 MaTOJIOTHH.

Ha3znaueno neueHue: mocCTeNbHBIN PEXUM, 30HA0BOE NuTaHue + cmech Knunytpen mo 200 mu 3 pasza B
CYyTKH (pacueT MUTaHHUs MPOW3BoAWiICS 1Mo Mmerony Kpuka (kkan/cyt.) = (YpoBeHb OCHOBHOIO OOMEHa X
dakTop MBIIIEYHOTO TOHYyca X dakTop akTMBHOCTH) + Dakrop pocra = (798 % 0,9 x 1,15) + 500 = 1 325
kkan/cyt). P-p. Jlekcamerazon 1 mr B/M, BanempoeBas kucinora mo 2 My 3 pa3a B CyTKH, Ta0. AlleTa3zojlaMu/I
0,25 mo 1 Tab6. 1 pa3 B cyTku, Tabd. kamus U mMaraus acnaparuHar 0,25 mo 1 Ta6. 3 paza B CyTKH, CHPOI
Jlaktyno3za 66,7 mr/100 ma o 10 M 1 pa3 B cyTku, p-p. Xonekansiudepon 15 000 ME/ma no 2 karum 1 pa3
B CYTKH.

Kaunnuecknii nmarmos.

Jetckuil 1iepeOpanpHBId Mapaind, CACTHYECKUI TeTpamape3 ¢ Pe3Ko BBIPAKEHHBIMU JABUTaTEIbHBIMU
HapymeHusmMu. YpoBeHb GMFCSS. TlceBnoOynb0apHsbiii cunmpoM. ['pydast 3aaep:kka HEPBHO-TICUXHUYECKOTO
pa3Butus. beiakoBo-3HepreTuueckas HeJOCTATOYHOCTD TSKeNOoH crerneHu. DyHKIMOHABHBIE 3a0PhI.

JluHaMHMKa M UCXOAbI.

[Tocne mepBuyHOTO 00CIENOBaHUS peOCHKY PEKOMEHI0OBaHA YCTaHOBKA HA30racTpajibHOrO 30HJa, HO Mama
JIEBOYKM Obllla KaTerOPUYECKH MPOTUB. YUHUTHIBASI CIOKHOCTH C OpraHU3allMell HyTPUTHUBHOM MOIICPKKHU,
ObUIO MPHUHSITO pElIeHHe HavyaTh MapeHTepaibHOe (BHYTpUMBEHHOE KamenbHoe) BBeneHue 10% pacTtBopa
iroko3bl o 100 M 1 pa3 B cytku. Crnenuanu3upoBaHHYIO CMECh J€BOYKa Mojyyana 4yepe3 OyTbUIOUKY,
MPOTEPTYI0 MHUILy — W3 JIOKKHA, BeCh OObEM MHTAHHUA YyCBaWBalla, OTMEYAJOCh IONEpPXHUBAaHUE TPHU
KOPMJICHHUHU. 3a BpeMsl HaXOXKIeHHs peOeHKa B OTACICHUN HEBPOJIOTHH COCTOSTHHE CO ClIa00 MONOKUTETHHON
JUHAMUKOHM, 3a 5 nmHel neBouka mpubOaBmia B Bece 200 rpammoB. Ha 6 cyTku sedeHuss mama peOeHKa
Hamycana OTKa3 OT TOCMUTANIM3AaIMK MO0 ceMelHbIM oOcTosaTenbcTBaM. Ilepenana mupopMaius B IETCKYIO
MONUKIUHUKY U TenedoHorpaMma B OTAeN HONUIMH. JleBouka BBIMMCAaHA M3 CTAallMOHapa B TSHKEIOM
COCTOSIHUH T10]1 HAOJIO/IEHNE YYaCTKOBOM MaJUTMaTUBHOM CITYKOBI.

[IporHo3 3aboneBaHus HEOIArOMPUSATHBIA. YUUTHIBasS TSHKETYI0 HYTPUTHUBHYIO HEIOCTaTOYHOCTD,
OTCYTCTBHE MPUBEPKEHHOCTH K JICUCHUIO y 3aKOHHBIX MpeCTaBUTeNel pebeHKa, MPOTHO3 IS )KU3HHU TaKKe
HEOMaronpusTHBIN.

Kiaununuyecknii npumep Ne 2.

JeBouka 10 set, moctynuia B OTJEIEHUE HEBPOJIOTUH C KalobaMu Ha OTCYTCTBUE aKTHBHBIX JBIKEHUH B
KOHEYHOCTSIX, MHO)XECTBEHHBIE KOHTPAKTYpbl, HEBO3MOXXHOCTb MOJJCPKUBATh IO3y Tela, €KEIHEBHBIC
CYIOPO’KHBIE IPUCTYIIHL.

AHamHe3 3a00/1eBaHUSA

JleBouka OonbHa c poxnaeHus. Pomgunace Ha cpoke 32 Henmenw, B pPaHHEM HEOHATAlbHOM IEPUOJE
OTMEYAJIUCh TeHEePAIN30BaHHBIE CYyJOPOTH, JbIXaTellbHas HEAOCTaTOYHOCTh, MOyyasa JIeYeHHUE B YCIOBUSAX
OTAENIEHUS] peaHHMallid M MHTEHCUBHOM Tepamuu, B JalbHEHIIEM MepeBelleHa B OTAENEHUE MMaTOJIOTHUU
KpaeBOW JIETCKOM KIMHMYECKOW OONbHMIIBI. BpIMcana JoMOM B BO3pacTe JBYX MecsAleB. B mepBom
MONYTONH KU3HU OTMEYATHCh MPUCTYNbl TeHEPaIM30BAHHBIX CYIOPOI, MOJydaja JIeYeHHWEe B OTICIICHUU
HeBpojoruu. [To nanueiv D01 — nudPy3Hble U3MEHEHNUS OMO3TEKTPUUYECKOM aKTUBHOCTHU BBIPAKEHHBIE.

K koHiy mepBoro roma >KM3HM — BBIp@KEHHAs 3a/epKKa HEPBHO-TICUXMYECKOTO pAa3BUTHUS — HE
bukcupyeT B3NN, HE YAEPKUBAE€T TOJOBY, HE TMOJN3aeT, HE CHAWUT. BbICTaBiIeH AMAarHo3: JETCKUil
1epeOpasibHbII mapaand, CIaCTUYECKUH TeTpanapes3 ¢ pe3KO BhIPAKEHHBIMU JIBUTATEIbHBIMU HAPYIICHUSIMU.
Ypoeenr GMFCSS. T'enepanuzoBanHas smwiernicus. bynbOapHbiii cuHApOoM. PeOGeHKy NpHCBOEH CTaTyc
najyivaTUBHOTO manueHTta. [Ipm KopMieHHMM Mama OTMedala BBIPAaKEHHBIE CIOKHOCTHU: TMOIMEpPXUBaHUS,
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TPYAHOCTH C TJIOTaHHEM, C MOJJEp)KAaHUEM HEOOXOTUMOW Jid MpHUeMa MHIIU MO03bl — B CBSA3H C 3TUM
yMeHbIIajacs o0beM MNoTpeOisieMol MHIM, JIeBOYKa CTajla TepATh Bec. Bo Bpemsi odepenaHOl IIIaHOBOMH
TOCMUTAIN3AIMN B OTAEJIEHUE HEBPOJOTHMU B Bo3pacTte 1 roj 2 Mecdla, YYUTHIBAs TSKECTh COCTOSHUS,
pebeHKy yCTaHOBJIEHA TaCTPOCTOMA, CKOPPEKTHUPOBAH 00bEeM MUTAHUS, 10100paHa SHTepallbHas MUTaTeNbHas
CMeCh, pOIUTETN OOydeHbI yxoay 3a ctomoil. [loctossHHO monydaer JleBotmpameram mo 2,5 mi 2 pasza B
cytku, Kionazenam 2 mr mo 2 tab. 2 pasa B cyTku, cupon Tpumentan mo 1 miu 2 pa3a B CyTKH, p-p.
Xonekanwsiudepon 15 000ME/ma o 2 karumm 1 pa3 B cyTku — Ha GOHE TPOBOAMMON TEPaIUK COXPAHSIOTCS
eXeTHEBHbIC CyJOPOXKHBIE MPUCTYIHL. [[BaXkIbl B rofl I€BOYKA TOCIUTAIN3UPYETCS B OTAEIIEHUE HEBPOJIOTUI
JUTS KOPPEKIUU JIEKapCTBEHHON Tepanuu U 00beMa MUTAHUS.

AHaMHe3 JKM3HH.

HleBouka ot 1-it OepemeHHocTH, 1-Xx pomoB. TeueHne OEPEMEHHOCTH OCIOXKHSIOCH TSDKEIION
MPEIKIAMIICUEN, OTCIOWKOM IIalueHThl Ha cpoke 32 Henenu. IIpoBeeHO SKCTpEeHHOE KecapeBO CEUEHHUE,
Macca Tena npu poxaeaunn — 1 150 rp, nmuaa Tena — 34 cM, omenka no mkaie APGAR — 2/4 Ganna.
HeonaranbHbllf cCKpyHMHT — 0€3 marojoruu. Haxomuiach Ha MCKYCCTBEHHOM BCKapMiuBaHUM J0 | rona.
Buramun /[ nonyuana ¢ 1 mecsma xwu3Hu. BakiuHupoBaHa mo Bospacty. Ilepenecennble 3aboneBaHus —
OPBMU, nneBMoHuM. AjsieproaHaMHe3 He oTsroleH. HacnencTBeHHbI aHaMHE3 HE OTSTOIIEH.

duzukaabHasg TMATHOCTHKA.

[Ipn mocTynneHUu COCTOSHUE JIEBOUKH CpeHEH CTENEeHU TSHKECTH 3a CUET JBUTATEIbHBIX PACCTPOICTB,
CYIOpOXKHOTO cuHApoMa. KokHble TMOKPOBHI OJIEAHO-PO30BOTO I[BETa, 4YHCTHIE. [loaKOXKHO-KHpOBast
KJIeTYaTKa pa3BUTAa YMEPEHHO, pacmpeneiaeHa paHoMepHo. Poct — 132 cm (-1<SD), Bec — 33 kr (+-1<SD),
UMT = 18,9 — d¢usuueckoe paszBuTue cpeaHee, rapMoHudHoe. Ilepudepuveckue mumdoysabl He
yBeIMUYeHBl, Oe300ye3HeHHbIe. B poromioTke 0e3 BOCHANUTENbHBIX M3MEHEHUH, clu3ucTas o000lIouka
po3oBoro 1BeTa. HocoBoe apixanue cBoOOIHOE.

I'pynnas kierka nunuHApUdeckon Gopmbl. [IepkyTOPHO B JETKUX BBICTYIIUBACTCS SCHBIIM JETOYHBIN 3BYK.
AyYCKYNBTaTUBHO JIBIXaHHE BE3UKYJSIPHOE, XPUIIOB HET. YacToTa JAbIXaTeNIbHBIX ABMKeHUH — 20/MuH, SatO2 —
99%. I'panuubl cep/iia HE U3MEHEHBI. TOHBI cepila SACHbIe, pUTMUYHBIE. YacToTa CepIeUHbIX COKpaICHHUI
— 90 yn/muH. JKUBOT BTSHYT, MSTKHW, JOCTYIICH IMAJIbIIAIIMK BO BCeX oTAenax. Ha mepemHeir OpromrHoit
CTeHKEe — TacTpocToMa, (PyHKIIMOHUPYET UCIIPABHO, KOXkKa BOKPYT Hee MHTakTHA. [leuens mo kparo pedepHoit
IyTH, Kpaid osnactuuHblid. Cene3eHka He mnanbnupyercs. CTyn peryiaspHbId, €XKEIHEBHBIM, MSTKHI.
Moueuncnyckanue cBoOoHOe, 6€3001e3HEHHOE.

Co3HaHue COXpaHEHO, BereTaTuBHOE coctosiHue. Yepen ruapornedanbHoil GopMbl, OKPY>KHOCTH TOJIOBBI —
55 cMm, VI xopupop — 90-ii neHTuiab. [0JIOBY mpH Tpakiuu 3a pydyKH HE MOATATHUBAET. 3padyku S = D,
HUCTarMa, Kocorsiasusi HeT. J[BikeHusl mia3HbIX 500K B moimHoM oOwveme. HocoryOnsie ckmaaku S = D.
JleBuarus s3blka OTCYTCTBYeT. CaMOCTOSITENFHO HE KYET, MUTAETCS Yepe3 racTpocToMy (MU JoMalIHero
MIPUTOTOBIICHUS, HHTEpPAJIbHOW MUTATENILHON CMEChI0), BeCb OObEM MHUTaHUS YCBAaUBAeT, PBOTHI HET.
PednexropHo-aBurarensHas cdepa: HE XOAWT, BbIPAXKEHHBIE KOHTPAKTYypbl KOHeyHOcTeW. ToHyc MBIl
BBICOKHI B KOHEYHOCTAX. MpblllleuHas cuja CHIKEHAa B KOHEUHOCTsX /10 1 6amna. CyxoxuiabHble peduieKchl ¢
pyk S = D, Beicokue. CyxoxuibHble pediaekchl ¢ HOor S = D, BbIcOkHe. MeHUHTHANbHBIC 3HAKU HE
onpenenstorcs. CumntoM baGMHCKOTO MOTOKUTENBHBIN C IBYX CTOPOH. Ta30BbIX HapylieHUi HeT. He cuaur,
HE CTOWT, HE XOIUT, He mepeBopaumBaercs. [lo mkame DDS (omenka tsoxkectn nucdarmm) — 2 Oama
(Tspxenast qucdarus).

Jlannble  oOciefoBaHUsA: peHTreHorpadus OpraHoB TPyAHOM  KiIeTku — 0e3  MaToJNOrHu;
AIIEKTPOKApANOrpaMMa — CHHYCOBasl TaxHKapausi; KOMIBbIOTEpHas ToMorpadusi TOJOBHOTO MoO3ra —
OKKJIIO3MOHHas  ruapouedanus; diekTposHuedansorpapus —  perucTpupyercs dSnuiaenTudopmMHas
aAKTUBHOCTH B 3aTHUIOYHO-BHCOYHBIX OTBEACHUAX; OMOXMMHUECKHUI aHAIU3 KPOBU — 0€3 MaToJ0TUuH; 00t
aHau3 KpoBH: reMorioous — 135 r/m, spurporutel — 4,1 x 10'2, nBeToBoit mokasareas — 0,98, TpoOMOOIUTEHI
— 314 x 10°, nefikorutel — 5,1 x 10°, cermentosaepasie — 50%, MoHOIUTEI — 8%, MTUMOIUTEI — 29%,
najoukosiiepasie — 5%, 303uHOPHIIBI — 2%, 6a30duiibl — 2%; 00K aHAIU3 MOYU — O€3 MaTOJIOTHH.

Ha3znaueHno nedeHue: MoCTeNbHBIN pEeXUM, 30HI0BO€ muTaHue +cmech Kmunyrpen mo 100 mim 3 pasa B
CYTKH (pacueT MUTaHUs MPOW3BoAWiICS 1Mo merony Kpuka (kkan/cyt.) = (YpoBeHb OCHOBHOIO OOMEHa X
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dakTop MbIIeYHOTO TOHyca X MdakTop aktmBHOCTH) + DakTop pocta = (944 x 0,9 x 1,15) + 500 = 1477
kkan/cyt). P-p. Jlekcamerazon 1 mr B/M, JleBoTHupaneram mo 2,5 mut 2pa3za B cyTku, Tab. Toanepuzon 50 mr
mo 2 tab. 2 pasa B cytku, Tab. Anerazomamua 0,25 mo 1 Ta6. 1 pa3 B cyTku, Tab. Kajaus U MarHus
acnaparuar 0,25 mo 1 tab. 3 paza B cytku, p-p. Xonekanbiudepon 15 000 ME/mi o 2 karun 1 pa3 B
CYTKH.

Kaunnuecknii nmarmos.

Jetckuil 1iepeOpanpHBIid Mapaind, CACTHYECKU TeTpamape3 ¢ Pe3Ko BBIPAKEHHBIMU JABUTATEIbHBIMU
HapymeHusmMu. YpoBeHb GMFCSS. BynbOapHbIii cHHIpOM. DNUJIENICHs CTPYKTYpHasi, poKaabHasi, CIIOKHbBIS
MHUOKJIOHUYECKHE MapOKCU3MBbI eXeHeBHbIe. [ pydast 3aeprkka HEpBHO-TICUXHUECKOro pa3Butua. Hocurens
racTpOCTOMBI.

JluHaMHMKa M UCXOAbI.

3a BpeMs TOCIUTANIM3AINK TPOBEACH MepepacyeT MUTaHUs Ha (PaKTHMUECKYI0 Maccy Teja, MaMa JIEBOYKH
OTMEYaeT CTaOWJIbHYIO TOJIOKUTENBHYIO BECOBYIO NpHOaBKY, OTCYTCTBUE mpobinem co ctyinom. Ilo
pesyabrataM npuMeHeHus: aaantupoBaHHoro omnpocHuka STRONGkids — puck pa3Butus HYTPUTHBHON
HEJIOCTAaTOYHOCTh HHU3KMA. BO3MOXXHOCTH JepkaThb IOA KOHTPOJEM TMHUTaHHE peOeHKa C MOMOIIbIO
racTpOCTOMBI ONarOTBOPHO BJMSIET HA TIICHUXOJOTHYECKUN MHKPOKIUMAT B CEMbE, UYTO CIOCOOCTBYET
CO3/IaHUI0 KOM(OPTHBIX YCIOBUH IS )KU3HM MMAJUTMATUBHOTO MAIUEHTA.

[Iporno3 3abosneBanust HeOmaronpusATHbIA. OJHAKO CBOEBPEMEHHO CKOPPEKTUPOBAHHBIE PacCTpPOICTBa
MUTAHUS 3HAYUTEIBHO YIYUIIHIN Ka9eCTBO KU3HU KaK CaMOM MallMeHTKH, TaK U 4IEHOB ee ceMbu. [loaTomy
MIPOTHO3 JIIsl )KU3HU JAHHOTO peOeHKa OTHOCUTENHHO OIarONMpUsITHBIH.

3akiroueHue.

JleMoHCTpUpYsI JaHHBIE KIMHUYECKHUE CIIy4au, Mbl XOTUM MOKa3aTh BaXKHOCTh BHUMATEIHHOTO OTHOILICHUS
K mpoOiieMe TUTaHus JeTeil ¢ JeTCKUM IiepeOpalbHbIM MapaiudoM. B mepBom ciyuyae peOeHOK HMeeT
TSOKENbI Ae(UIIMT Macchl Tea, BBI3BAHHBIM OTCYTCTBHEM JOCTAaTOYHOTO MUTaHUS BBHUAY Jucharuw,
MPOAOJDKEHHE CAMOCTOATEIBHOTO MHUTAHHUSI TOJIBKO YCYTYOUT TSDKECTh COCTOSHUSI JIE€BOUKH, BIUIOTH IO
JIeTaNbHOTO UcxoAa. Bo BTOpoMm ciydae eBouka HE MMEET HYTPUTHBHON HEIOCTATOYHOCTH, MOCKOJIBbKY e
ObUT TIOAOOpaH ONTUMANbHBINA CIOCOO MHUTAHHS B COOTBETCTBUU C TXKECTHIO €€ cocTosHus. Hamuume
racTpOCTOMBI TIO3BOJIMJIO YJIYYIIUTh KadeCTBO JKU3HM KaK CcaMoro peOeHKa, Tak U ero OJU3KHX
CBoeBpeMeHHasi KOPPEKIUS BBISBICHHBIX HApYIICHUH, MOAOOpP ONTHUMAbHOTO W HAJEXKHOIO crocoda
KOpMJIEHHS (B YaCTHOCTH TacTPOCTOMBI) Yy TAIIMEHTOB C TsDKENOW Aucdarveid CrocoOHBI CHHMXKATh PHUCK
HYTPUTUBHOM HEIOCTAaTOYHOCTH M CBSI3aHHBIX C HEW COCTOSHUUN (aHemHus, TPOPUUECKHUE PAcCCTPONCTBA,
MIPOJIEKHU, THKENOe TeueHHe MH(EKIIMOHHBIX 3a0ojeBaHMil, ocTeomneHus). JlocTarouHoe U panroHanIbHOE
MUTAaHUE SBISETCS OJHUM M3 BAXKHBIX IYHKTOB, HEOOXOMUMBIX ISl obOecredeHHuss KOM(OPTHOM KU3HU
MaJNIMaTUBHOTO MaIyuenTa. bnaronaps Pa3BUTHUIO MIPOMBIIIIIEHHOCTH o MIPOU3BOICTBY
CHEIHMAM3UPOBAHHOTO TMUTAHUS TOSBUIACH BO3MOXKHOCTh KAa4€CTBEHHO CKOPPEKTHPOBAaTh HYTPUTHUBHBIE
po6seMbl y OONBIIMHCTBA NAllMeHTOB. HeManoBa)kHast pojiib OTBOAUTCSA BOBJICUEHHOCTH OMU3KHUX peOEHKA B
OpraHM3aIlK KaYeCTBEHHOTO YXO0/a. 3a4acTyl0 yXa)XXHBAIOIINM, TaK K€ KaK U caMOMYy IallueHTy, TpeOyeTcs
MoOpaJbHas MOAJIEPKKA CO CTOPOHBI MEAUIIMHCKOTO MEPCOHAA.

Taxum o6pazom mpobiemMa HyTPUTUBHON HETOCTATOUHOCTH Y JETeH ¢ NETCKUM LepeOpallbHbIM MapainuoM,
HY)KJAIOMIMXCS B TaJJIMATUBHOM TOMOIIM, SBISIETCS OYEHb AaKTyaJbHOW, CIOXHOW H  TpelyeT
MYJIBTUIUCIUILIMHAPHOTO MOAX0AA ISl €€ PEeIIeHUsI.

Ceéedenusn o punancuposanuu u Konphaukme unmepecos.
ABTOpBI 3asIBISIOT 00 OTCYTCTBUU KOH(MIMKTa HHTEPECOB.
HccnenoBanuie He uMeno GUHAHCUPOBAHMUSI.

Ceéedenusn o éxknade asmopos.

Kapruna O.A. — 40%, cyiiecTBeHHBI BKJIaJ B HAy4YHO-HCCIENIOBATENbCKYI0 pPaldOoTy, HamucaHUe
MEPBUYHOTO BapUaHTa CTAThU.

Hlepbak B.A. — 30%, nopaboTka ¥ HCIpaBI€HHE PYKOIUCH, OKOHYATEIbHOE YTBEPXKICHHE IS
MyOJTUKAIIAH.
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lepbaxk H.M. — 15%, nopaboTka 1 ucmpaBlieHUE PyKOITUCH;
AxcenoBa T.A. — 15%, nopa®oTka 1 UCIIpaBlIeHUE PYyKOITUCH.
Hugpopmayus o coomeemcmeuu cmamovu HAyUHOU CREYUATLHOCHIU.
[Mennarpus — 3.1.21.
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