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HcciienoBanue HeHPOKOTHUTUBHBIX QPYHKIUM JeTeil ¢ peHnIKeTOHypHe
Study of neurocognitive functions of children with phenylketonuria

Annomayun. B Poccuu HeonamanbHwill CKPUHUHE HA (DEHUIKEMOHYPUIO NPOBO-
oumcs ¢ 1980-x 20006 ¢ ucnonvzosanuem mecma I'ampu. C 1989 2. nabopamopHas
ouazHocmuKa ocyulecmeiaemcs HAd OCHOo6e dmroopumempu%cxoeo Mmemooa. B cma-
moe npedcmaefzeHbl pesylonamol UCCIe006AHUSL COCMOAHUSL UHmMEJINIEKmM)YajibHO20 U
pedesoco pa3sumusl, ocobennocme namviamu, 6HUMAHUA U SMOI/;MOH(JJleOIJ Cd)epbl
oemeli ¢ penunkemonypuei. llokazano, umo, He CMOMPS HA paHee BvlasieHUe 3a00]e-
8aHUsl, He 8ce20a YOAemcs COXPAHUMb 8bICOKUL YPOBEHb HEUPOKOSHUMUBHBIX (DYHKYULL
Oemeti. Hameuenvl nanpasnenus oanvHeliuie2o uUCcied08aHusi COCMOAHUS 8HYMpUCe-
MelHO020 83aUMOOEUCMBUSL 8 CeMbsX Oemell ¢ (heHUTIKeMOoHYpuell ¢ Yeblo NOCMPOeHUs
U NPOBEPKU MOOENU NCUXOJI020-NeOA202ULECKOU NOMOWU OemsM C (DeHUIKeMOHYPUell.

Knrwouesvie cnosa. @enunkemonypus, oemu ¢ ceHemu4eckou namoiocueil, ncu-
Xuyeckoe passumue Oemell

Annotation. In Russia, neonatal screening for phenylketonuria has been carried
out since the 1980s using the Guthrie test. Since 1989, laboratory diagnostics has been
carried out on the basis of the fluorimetric method. The article presents the results of a
study of the state of intellectual and speech development, features of memory, attention
and emotional sphere of children with phenylketonuria. It is shown that despite the
earlier detection of the disease, it is not always possible to maintain a high level of
neurocognitive functions of children. The directions of further research of the state of
intrafamily interaction in families of children with phenylketonuria are outlined in or-
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der to build and test a model of psychological and pedagogical assistance to children
with phenylketonuria.

Keywords. Phenylketonuria, children with genetic pathology, mental develop-
ment of children

DeHMIKETOHYPHUST — HACIJIeJICTBEHHOE 3a00JIEBaHKE, B OCHOBE KOTOPOTO JICKUT
HapylIeHUE aMUHOKHUCIOTHOTO 0OMEHa, B YaCTHOCTU oOMeHa ¢eHunananuHa. OeHunn-
aJaHWH — HEe3aMEHUMasi aMUHOKHUCIIOTa, KOTOpas MOCTYNaeT ¢ NUIIel — OeIKOBBIMU
MpOoayKTaMu. JIMarHo3 yCTaHaBIMBAETCA 10 PE3yJIbTaTaM HEOHATAIbHOIO CKPUHUHTA.

B nHacrosimiee BpeMst oxBaT 00cIe10BaHUEM HOBOPOKIECHHBIX COCTaBIsIET Ooee
90%. Ecnu B poaiome aHanu3 He ObLT B3SIT, TO €ro OEpyT Ha I0MY BO BpeMs MMaTpoHa-
’Ka MEIUIMHCKOM cecTphl. [lo MaHHBIM HEOHATAJIBHOTO CKPUHHWHTA, MPOBOJUMOIO B
83-x permonax Poccuu, heHMIKETOHYpHS BCTpedaeTcs ¢ yacTotor 1:7716 HOBOPOXK-
JICHHBIX JICTEeH, TO €CTh €KETOJHO BhIsiBIIsAeTCS Oosiee 200 mapiiei [2; 6]. B HacTos-
uiee Bpemsi B Poccuiickoit @enepanuu npokuBaeT 26 MIH. AeTeil B Bo3pacte 10 17
net. TakuM oOpazoM, ob1ree KoaudecTBo jaerer, umermux OKY u A, nocraTouno
BenuKo (oko0i10 3500 yenoBek).

Jlo HacTosmero BpeMEHHU €AMHCTBEHHBIM 3()(PEKTUBHBIM M MAaTOTC€HETHUUYECKH
o0ocHOBaHHBIM MeTooM JieueHus: OKY sBisieTcss queroreparvs ¢ UCIOJIb30BaHUEM
CIEIUATN3UPOBAHHBIX AaMHUHOKUCIOTHBIX cMeceil 0e3 (peHuIamaHuHa U C TMOBBIIICH-
HBIM cojiepkaHueM Tupo3uHa [3]. Jluera 3akimrouaeTcss B MCKIIOUYEHUU U3 MUTAHUS
0enKOBBIX TPOYKTOB. B Poccuu HakomiieH O0JbIION ONBIT O OpraHu3aluu Je4eOHo-
ro MUTaHus OOJIbHBIX C (PEHUIIKETOHYpHUEH, pa3paboTaHbl OCHOBHBIC MPUHIIUIILI JHe-
TOTEPAINHH, CO3/IaHbl HOBBIE CIIEIMAIM3UPOBAHHBIE MTPOIYKTHI, TO3BOJISIOLIME OOecte-
YUTh NOTPEOHOCTU JACTEH B OCHOBHBIX MUINEBBIX UHIPEAUEHTAX, MUHEPAJIbHBIX BEIIe-
CTBaX, BUTaMuHax. [Ipu OTCYTCTBUU CBOCBPEMEHHON TMATHOCTUKH U JieueHuUsl 3a001e-
BaHME TPOSBIIIETCS OOBIYHO B BO3pacTe 2—6 MecsIeB, Korjaa y Masiblina oOHapy>KuBa-
I0TCSI TIPU3HAKKU TTOPAXKEHUS IIEHTPATbHON HEPBHOW CHUCTEMBI: pOAMTENEH OECIOKOST
BSUIOCTh peO€HKa, OTCYTCTBHE MHTEpPEca K OKPYKAIOIIeMy, HHOT/Ia TTOBBIIICHHAS Pa3-
JIPAKUTETHLHOCTh, OECIIOKOMCTBO, CPBITHBAHUS, HAPYIICHUE MBIIIEYHOTO TOHYca (4a-
1€ MbIIIEYHAs TUIOTOHHUS ), TPU3HAKU aTOIMMYECKOTO IepMaTUTa, 3a/IepKKa ICUXOMO-
TOPHOTO pa3BUTHUA, HUHOTAA cyaopord. C BO3pacTOM y JIET€l BO3HHMKAET TSHKENIOE MO-
pa)X€HUE HEPBHOM CUCTEMBI BIUIOTH JI0 YMCTBEHHOW OTCTAJIOCTH W Anwiiencuu. [lpu
CBOEBPEMEHHO HAa3HAYEHHOM MAaTOr€HETUYECKOM JICUEHHUH Kalo0bl UMEIOT OoJiee Jier-
KMl XapakTep WA OTCYTCTBYIOT COBCEM.

B HOpMme (eHunananuH npespamniaeTcs B APyryro aMMHOKHUCIOTY — THUPO3HH, U3
Hee B JaJIbHEWIEM 00pa3yloTCsl OU€Hb BaXKHBIE JJIs1 OpraHrn3Ma HelpoMeInaTopsl (Ka-
TEXOJIAMUHBI U Jp.), TOPMOHBI (TUPOKCUH — TOPMOH IIUTOBUIHOW KEJ€3bl), IMHT-
MEHTHBIE BellecTBa (MenanuH). M3-3a aedekra depMenTa peHunaianuy He npeodpa-
3yeTcsl B THPO3WH, a HAKaIlJIMBAE€TCSl B KPOBU, YACTUYHO MPEBPALIAACH B TOKCUYECKHE
JUTSI TICHTPAJILHOM HEPBHOM CHCTEMBl OpraHWYECKUe KHUCIOTHI ((peHwmtykcycHas, de-
HUWJINIAPOBUHOTpaaHas u Ap.). Eciiv He npeaoTBpaTUTh 3TOT MNPOLIECC, TO Pa3BUTHUE pe-
Oenka Hapymaetcs. [Ipexe Bcero, crpagacT HHTEIIEKT.

[Tpu xoporeit H3y4eHHOCTH MEXaHU3MOB 3a00JIeBaHUSs, pa3pabOTaHHOCTU JHe-
ThI, 10 HACTOSILETO0 BPEMEHHU HE OBLIO MPOBEICHO JTOCTOBEPHOTO HCCIIEOBAHUS CO-



CTOSIHUS HEHPOKOTHUTHUBHBIX (PYHKIMI JeTeil ¢ PeHUIIKETOHYpHEH, a TakKe UX IMO-
[IMOHAJIBHOTO, COLMAJILHOTO Pa3BUTHS U OLIEHKHU KauecTBa KU3HU JIeTel U UX ceMel B
CBSI3U C HAJMYHMEM y peOeHKa TSKEJIOro reHeTUYECKOro 3a00JIeBaHUsl U HEOOXOAMMO-
CTH cOOMIOAaTh CTPOryIO AMeTy. B Xoje necarunieTHed mpakTU4ecKoil paboTel, cOopa
CBEJICHUN O pa3BUTUU JAaHHOW KaTEropuu jaereil Hamu Obuio obcnenoBaHo 312 yeno-
BEK B Bo3pacTe OoT 2 mecsueB a0 17 ner. /[lnarHo3 mocrtaBieH MO HEOHATAIbHOMY
CKpUHUHTY — 293 yenoBeka, no3gHee — 19 yenosek.

OnenuBanuch cieayrone (akTopbl HAPYIICHUs 37J0POBbSI U Pa3BUTHUS: YpO-
BEHb MHTEJUIEKTA, YPOBEHb PA3BUTUS PEUYH, OCOOEHHOCTH Pa3BUTHSl BHUMAaHUs, NaMs-
TH, a TAKXK€ pAJ ICUXOJIOTMYECKUX KAUYeCTB, HEOOXOAUMBIX JJI1 TAPMOHUYHON COLIMA-
JM3alUU YeI0BeKa: 0OCOOEHHOCTH OOIICHHUS, YMOIMOHALHO-BOJIEBOM c(ephl, MOBee-
Hud. [lo pesynapTaTtam 00cieoBaHUs MHTEIJIEKTa ObUIM MOJYYEHBbI CIAEAYIOIINE JIaH-
uele. Cpenu uccrnegoBaHHbIX aered 6,96% wumenu riay0okue HapylleHHs MO3HABa-
TEJIBLHOTO PAa3BUTHUS, COCTOSTHUE UX HEUPOKOTHUTHBHBIX (DYHKIIMI OLIEHMBAJIOCh Kak
KpaiiHe Hu3koe. [locie IomoaHUTENbHOro OOC/IeOBaHUS y MCUXHATpa 3THM JIETAM
ObLT ycTaHOBJIEeH nuarHo3 F71 (yMcTBEHHast OTCTalOCTh YMEpEeHHas1). Y 3THX JeTed u
IIOJPOCTKOB MEJUIEHHO Pa3BUBAIMCH BBICIIME ICUXUYECKUE IPOLECCHI, OTCTABaIU B
Pa3BUTUHU COLIMATIbHBIE HABBIKU (CaMOOOCIy)KMBaHHE, MOJIb30BAHUE TYaJeTOM U T.[.),
MoTOopHKa. HekoTopble manueHThl HYKIAJIWCh B MOXKU3HEHHOM Haj3ope. OOpazoBa-
TEJIbHBIE IIPOrPAMMBI, KOTOPbIE NPUMEHSUINCH I Pa3BUTUS 3TUX JETEH, JaBajd UM
CaMblil OrpaHUYEHHBII YPOBEHb Oa3MCHBIX HaBBIKOB.

VY 23,3% nerert 1 MOJPOCTKOB OTMEUAETCS HU3KHM YpOBEHBb pa3zButud. [locie
o0OcnenoBaHus y ICUXUaTpa UM ObLI MocTaBiieH quarno3 F70 (yMCTBEHHast OTCTanoCTh
nérkas). Takue netn oOydyayiuch B CIIEHUATBHBIX KOPPEKIMOHHBIX IIKOJAX IS IE€Ter
C HapyLICHUSMH UHTEIUIEKTa. TakuM 00pa3oM, MPAaKTUUYECKU Y TPETH 00CIETOBAaHHBIX
JeTel ypOBEHb Pa3BUTHUS UHTEIUIEKTa HE COOTBETCTBOBAJI HOPMATUBHBIM MTOKA3ATEIISIM.

47,% nereil UMeNH OTKIIOHEHHUSI OT HOPMBI 110 OTZIEJIbHBIM MOKA3aTelsIM HEUpo-
KOTHUTUBHBIX (YHKIIMH, MMOCJE TIIyOOKOro oOcieAoBaHus y HUX OblJla OTMEYEeHA 3a-
JEpKKa MICUXUYECKOr0 U PEYEeBOr0 Pa3BUTHsI, KOTOpPas COXPAHsIIACh HA NMPOTKEHUH
BCEro Mepuoja MKOJIbHOro 00y4yeHus. JleTu He MOriau B OOBIYHOM TEMIIE CaMOCTOS-
TEJIbHO OCBaMBaTh 0011€00Pa30BaTENIbHYIO MIKOJBHYIO MPOrpamMMy, HYXAAJIUCh B TO-
ONEPALMOHHON MOMOIIN, WHAWBUAYAJIbHOM COIPOBOXICHUU WM CHM)KEHHHM TEMIla
o0yueHus.

Pe3ynbpTaThl 00CIEe10BaHNs PEYEBOT0O Pa3BUTHA.

[Tonnoe orcyrctBUEe peun — 9,2%, 3aukanue — 12,5%, nuzaptpus — 44,4%,
mucnamus — 12,5%. Ilo temmy pa3sBUTHS pEYM — CHUCTEMHOE HEIOPAa3BUTHE PEUYU —
30,4% neteit, obmmee HemopasBuTue peun — 56,6%. K moBeIimeHnio mim Kojie0aHusIM
ypoBHs (heHUIIaTaHMHA B KPOBU OKa3aJIMCh YyBCTBUTEIbHBI BHUMAHUE U ONEpAaTUBHAS
namMaThb. Hapymenue GyHKIMOHUPOBAHUS 3TUX MpoIeccoB 0OHapyxeHbl y 91,4% 00-
clieIoBaHHbIX JieTell. KpoMe Toro, s moJaBisioniero 00IbIIMHCTBA U3 HUX XapaKTe-
pBl TaKh€ HEBPOTUYECKHE CHUMIITOMBI KaK 3MOILMOHAJbHAS JIAOMJIBHOCTh, BIICYATIIH-
TEJIbHOCTb, YYBCTBUTEIBHOCTb, HAPYLIEHUSI CHA, TPEBOKHOCTH, JIOKAJIBHBIE CTPaxXH,
TUKH, HEBPOTUUECKUM dHYpe3 U T.14. Jletn nmenu HeycTonuuByto, cnadonuddepenim-
POBAHHYIO CaMOOLIEHKY, CHI)KEHHYIO CIHOCOOHOCTBH JE€MCTBOBAaTH CaMOCTOSITENIBHO U
I[eJICHATIPABJICHHO, HU3KUM U CPEJHUM YPOBEHb COIMAIBHOM ajanTaiuu, WHQaHTHIIb-



HYIO COLIMAJIbHYIO MO3UIINIO, a TaKXKe, YTO HEMAJIOBAXKHO ISl COOMIOCHUS TUETOTe-
parnuu — OTCYTCTBUE KPUTUYHOCTH K pe3ysibTaTaM CBOUX JIE€WCTBUN, UMITYJIbCUBHOCTh
B [TIOBE/ICHUM.

Oco0eHHO TPEBOXKHBIM SBJSIETCS (HDaKT HAMYUS TIPAKTUYECKHU Y BCEX MOAPOCT-
koB (¢ 12 1o 16 net) ¢ ®KY aHO30rHO3UYECKOTO OTHOIICHUS K 00JE3HH — KaK OyITO
6omne3nu HeT. [locTosTHHBIE HAPYIIIEHUS! TUETHI, JKeJIaHUuE «ObITh KaK BCe». DTO CHMKA-
€T UX UHTEJUICKTYalbHbIN YPOBEHb U YXYAIIAET MOKA3aTEIH 3I0POBBSI.

CoBpeMeHHBIN TOAXOJ K CEeMbE, BOCHUTHIBAIOMICH OONBHOTO peOeHKa, pac-
CMaTpUBAET €€ KaKk peaOUIUTAIMOHHYIO CTPYKTYpPY, U3HAYaIbHO 00JaJaronlyio mo-
TEHIIMAJILHBIMUA BO3MOKHOCTSIMH CO3JIaHUS MAKCUMAIHHO OJIAarOMPUSATHBIX YCIIOBUH TSI
pa3BUTHSI U BOCIIUTaHMsI PEOEHKA, UTO HE COOTBETCTBYET PEATbHOCTH.

@dakT HapylIeHHs 3J0pOBbs peOEHKA BBI3BIBAET y POAUTENICH OCTPBIA dIMOLHUO-
HaJIbHBIN OTBET. YacTo crneAcTBUAMH OOJIE3HU CTAHOBATCS CHIDKEHHE MATEPHAIBHOTO
0JIaromnoay4yus CeMbH M HAPYIICHHE KOHTAKTOB C MPUBBIYHBIM COIIMAIIBHBIM OKPYKe-
HueM. [locTosiHHBIN cTpax 3a KW3Hb peOeHKa U €ro pa3BUTHE IePOPMUPYIOT BCIO CH-
CTEMY BHYTPUCEMEWHBIX U JETCKO-POAUTEIBCKUX OTHOIIEHUM. Hepeako poaurenu He
OCO3HAIOT OOJIE3HEHHOTO MPOUCXOXKIEHUS U3MEHEHUM B MOBEACHUM peOCHKa, MbITa-
I0TCSI HATH 3TOMY UHOE OOBSICHEHUE, HE BUJISAT HEOOXOUMOCTH OOpaIlleHHsI K CIIeIIU-
AMUCTY. DTO OTOABUTACT CPOKH JUATHOCTUKH, KBUTU(PHUIIMPOBAHHOTO MEAUIIMHCKOTO
BMEIIIATEILCTBA U, KaK CIEACTBUE, CHIDKAEeT d3(PeKTUBHOCTD JeueHus. Hemonnmanue
CYLIHOCTH OOJIE3HU, MPEABSIBICHUE K ChIHY WM J04YepU TpeOOBaHUU, HE COOTBET-
CTBYIOIIIMX HUX BO3MOXKHOCTSIM, KaK MpPaBUJIO, MPUBOJIUT K (OPMHUPOBAHUIO Y peOEHKa
BTOPUYHBIX COLIMAIBHBIX MOCIEACTBUM O0JIE3HU B BUJIE HAPYIICHUN MTOBEJICHMS, COIIH-
anpHOM ne3zamantanuu. [lon BiusitHuEM OONE3HM MCKAXKAETCs COLUANIbHAS CUTYyallUs
pa3BUTHs peOCHKA U B LIEJIOM BCEU CEMbH, UTO TPEOYET OTIEIBLHOTO U3YUEHUS U OIpe-
JIEJIeHHs] XapaKkTepa U BUIOB MOMOUIH.

B cucreme rocygapCTBEHHOW MEAMKO-TICUXOJIOTO-TIEAArOTHYECKON MOMOIIU
00JpHOMY peOCHKY TaKO€ 3BEHO, KaK CEeMbs JTUOO BOOOIIIE OTCYTCTBYET, JINOO BBHIHYXK-
JICHHO WCIIOJIHSIET HE CBOMCTBEHHBIC (DYHKITMM MJIAJIIIETO MEIUIIMHCKOTO U 00CITYKHU-
BAIONIET0 MepcoHana. B pesynbraTe paspbiBatoTcss Wik JehOPMHUPYIOTCS €CTECTBEH-
HbIE CEMEIHbIC B3aUMOOTHOIIIEHHS, MEHAETCS cucTeMa yHKIIMNA CEMbH OTHOCUTEIIBHO
pebeHKa BIUIOTh JI0 UCUE3HOBEHUSI HEKOTOPHIX M3 HanboJiee BaXXHBIX. JIMUHOCTH caMo-
r0 POJUTENS, B3AUMOOTHOIICHHS peOeHKa C POAUTENIAMH MOKa HE SBJSIIUCH MpeaMe-
TOM PACCMOTPEHUS U 1EJICHANPABICHHON TOMOLIH.

COBOKYITHOCTh MPOOJIEM, CBS3aHHBIX C JICYEHUEM, YXOJOM M Pa3BUTHEM pPeOCHKA,
MOPOY HACTOJBKO BEJIMKA, YTO MHOTUE POAMTENN HE MOTYT C HEl cripaBuThcs. HYacThiM 1o-
CIICICTBUEM HAJIMUMsl TOKENIOW OoNie3HH Yy peOeHKa CTaHOBATCS HapylleHHs OpadyHo-
CEMEHHBIX OTHOIICHHUH BIUIOTH JI0 UX pa3pbiBa [5]. Poxuteny kpaiiHe TsHkeno mepekuBaroT
COOOIIIEHNE AUarHo3a peOeHKa, C TPYAOM aIaliTUPYIOTCS K TPOIIECCY JIeUeHus1, COOTI0Ie-
HHIO peOCHKOM JTHETHI, PETYJIIPHOCTH 3a00pa KpOBH peOeHKa 1 T.1. [4]

Takum 00pazom, o pe3ynbTaTaM MPOBEIECHHOTO HCCIICIOBAHUS MOXKHO 3aKITIO-
yuTh ciuenyromiee: et u noapoctku ¢ OKY u 'DA Hyx)naroTcs B IOCTOSIHHOM KOH-
TPOJI€ U CO3JaHUU CHEIUAIbHBIX YCIOBUM JI JICUEHUSI U BocuTaHus. MIx ceMbu 1uist
COXpPaHEHUS TPYJOBOrO MOTEHIHANIAa POAUTENEH TAKXKE HYXKAAIOTCS B OKa3aHUU IMICH-
XOJIOTHYECKOW ToMouur. Jljisi OnpenesieHus 3TUX YCJIOBUM M YTOYHEHMS CYIIHOCTH



CHEIHAbHBIX MOTPEOHOCTEN AeTel U UX ceMel, B HACTOALIEe BpeMsl HaMU ITPOBOIUT-
csl cucTeMHoe ucciienoBanue. Llenb nccnenoBanusi: 000CHOBaHUE, TIOCTPOECHUE U MPO-
BEpKa MOJIEJIA TICUX0JIoro-neaarorundeckoi momony aetsiMm ¢ ®KY u I'A u ux poau-
TEJsIM; BBIpAOOTKA CTPATETUU U OIpPEACIICHUE CIOCOOOB AMArHOCTUKH TICUXOJIOTHYe-
CKOT'O COCTOSIHUS JE€TEN U POIUTEIICH.
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