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PHENYLKETONURIA IN CHILDREN:
PROGNOSIS WITH EARLY AND LATE DETECTION
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Oemninkeronypis (PKY) € crmagkoBUM MOPYIICHHSM aMiHOKHCIOTHOTO
00MIiHYy, sKE€ TMpH BIACYTHOCTI PAHHBOTO BWSBICHHI Ta JIKYBaHHS
HPU3BOAUTH 10 CEPHO3HUX KOTHITHBHUX 1 IICHXOHEBPOJIOTTYHHUX yCKIaAHEHb
[1, c. 162]. AxTyanpHiCTh TeMH 3yMOBJEHA 3HAUCHHSIM HCOHATAIBLHOTO
CKPHHIHTY Ta Cy4YacHHX METO/IB MiarHOCTHKH ISl 30epekeHHS SKOCTI
KUTTA Aitert [2, c. 12].

Etionorist ®KVY mnop’s3aHa 3 myrauisimu y reni PAH, mo Binnosinae
3a cuHTe3 (hepMeHTy (eHinamaninriapokcmnasy. Jepinnt nporo pepmMeHTy
CIOpUYMHSAE HAKOMWYCHHSA (eHiTanaHiHy B KpoOBi, Imo OJOKye CHHTE3
HelipoMeniaTopiB — modaMiHy Ta CEpOTOHIHY, IO TOSCHIOE XapaKTepHi
HEBPOJIOTiYHI CHMIOTOMH 3axBOpoBaHHSI. Ha paHHIX eTamax pO3BUTKY
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JUTUHH KIIHIYHI TPOSBU MOXYTh OYTH BIJICYTHI, OJHAaK i3 BIKOM y pasi
BIZICYTHOCTI JIIKYBaHHS 3’SBJSIFOTHCS 3aTPUMKa [ICUXOMOTOPHOI'O PO3BHUTKY,
pO3Jaay MOBEAIHKH, CYJJOMH, a TaKOX KOTHITHBHI mopyuieHHs. Came TomMy
KJIHIYHI TPOSIBH BKJIIOYAIOTh KOTHITUBHY 3aTPUMKY, CYJOMH, ITOBEIIHKOBI
po3naau Ta 3MiHM MKipu (TimomirMeHTaris). JloCcmiKeHHsS MOKa3aJu, 10
KOHIICHTpallis (eHinananiny moHany 600 MKMONB/I 37aTHA BUKIHKATH
MOPYIICHHST KOTHITHBHUX (DYHKIH y IiTed, TOAI SK ONTHUMAaIbHHUU pPiBEHB
Jutst Teparmii — <360 MKMOJIB/II.

Marepianun i Meroam. Y IOCHIIKCHHS BKJIIOUEHO MOiTEH i3 paHHIM
(BUSIBIEHUX Yy HEOHATaJIbHOMY CKPHHIHTY) Ta Mi3HIM (KIIHIYHO AiarHOCTO-
BaHuX) BusABIeHHIM OKVY. BuUkoprcTOBYBaINCh HACTYIIHI METOAU: KIIIHIYHI
criocrepekeHHss  (OLiHKa I[ICUXOMOTOPHOTO  PO3BUTKY, IIOBEIIHKOBI
MOPYIIEHHS, HEBPOJIOTIYHUHA cTaTyc); OlOXiMi4HI — BH3HA4YEHHs PIiBHIB
(eninananiny ta tHpo3uHy MmeronoM BEPX; renerwuni — MoJeKyJsipHO-
renernunuii ananiz (PAH); meiiponcuxosoriuni tectu (WISC-1V, mkana
Betini, omuryBambHUKM A OaThKiB); craructuuHui aHaniz (ANOVA,
perpeciitHi MoJIeNi A1 BU3HAUCHH (hakTopiB pu3mKy) [3, c. 2401353].

PesynbraTn. JlitTh 3 paHHIM [iarHO30M Malld Kpamli KOTHITHUBHI
pe3ynpTaTH, MEHIIEe HEBPOJOTIYHUX TMPOSBIB Ta Kpamlly COIalbHY
IHTETpaLilo y MOPIiBHAHHI 3 TPYIIOK MI3HBOTO BUSBIICHHS. BusBIeHO 3HAYHI
BIZIMIHHOCTI piBHIB ()eHiJIaJaHiHy Ta NpOoQLUIB METaOOJITIB MK IpynamH,
IO BiOOpaXkae CTYMiHb METa0OJIYHOrO KOHTPONIO Ta PHU3UK YParKeHHs
IMHC [4, c. 381]. Craructuunuii aHamiz (t-TecTd, ¥2, perpeciiHi Momeni)
JIO3BOJIUB BCTAHOBUTH JIOCTOBIPHUII BIUTMB 4acy BCTAaHOBJICHHS J[iarHO3y Ha
KIiHIIEB1 KJIIHIYHI Ta HEHPOIICHXOJIOTI4YHI Pe3yJIbTaTH, 10 KOPENIIOE 3 JaHUMHU
nonepenHix myoumikaniii [5, c. 1052].

[Tpn ananizi_KOTHITUBHOTO PO3BUTKY y JiTEH 3 paHHIM AiarHO30M Malld
cepenniit IQ y mexxax Hopmu (90—105), Toai SIK y TpyIi Mi3HEOTO BUSBICHHS
cepenniii IQ cramoBuB 65-72 (mi0 BigMOBimae Jerkidi abo MHOMIpHIN
po3yMoOBiif BifmcTamocti). BcraHOBiIEHO UiTKHET 3B’S30K MK BiKOM
BCTAHOBIICHHSI JiarHO3y i KOTHITHBHUMU pe3yabratamu (r =—0,68; p<0,01).

[Tpu anHanizi_HEBPOJIOTIYHUX MPOSBIB Y TPy IMi3HBOTO BUsBICHHS 42%
JUTeH Majii emiIeNTUYHI Halaau, TO/I K cepesl paHHbOI rpynu — juiie 4%.
IToBenminkoBi mpoOneMu (TIMEPaKTUBHICTh, arpecis, ayTH3MOIOIiOHI
CHUMIITOMH) criocTepiranuchk y 36% niTed i3 mi3HiM niarHo3oMm npotu 9%
Yy paHHBOMY.

IMpu anamizi_O0ioXiMIYHMX TIOKa3HWKIB CepelHii piBeHb (eHiTaTaHiHy
y IiTelt 3 paHHIM BHUABJICHHSIM cTaHOBUB 280+40 MxMmoub/n Ha QoHi gieTH,
y mizHbOMY — 9504120 MKxMouns/n. BusiBneHo miaBuIieHi piBHi (GeHiIoNTOBOI
KHCIOTH Yy CeYi y MIi3HId Tpymi, MmO BimoOpaxano OLTBII BHUPaXCHUH
HEHPOTOKCHUYHUH e(eKT.
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IMpu ananizi comianbHoi ajganTauii 88% miTel i3 paHHIM AiarHO30M
BiJIBIZlyBaIM 3BUYANHI IIKOJM, TOMI SIK Cepeil IMI3HHOIO BHSBICHHS JIUIIEC
22% MOTJIM IHTEeTPyBaTHCs B OCBITHIH mpoliec 6e3 crenialbHOl MiATPUMKH.

TakuM 4yMHOM, OTpMMaHi y poOOTi JaHi CBiY4aTh NMPO Te, IO PAHHE
BUSIBJICHHS. (DEHUTKETOHYpii € KII0YOBMM (DaKTOPOM Y IONEpe/KEeHHI
KOTHITUBHHMX 1 HEBPOJIOTIYHMX po3naaiB y aiteil. CBo€yacHWH MOYaTOK
JiKyBaHHS 3a0e31evye BUCOKY SAKICTh XKHUTTS, TOJI K Ii3HE iarHOCTYBaHHS
3HAYHO 3HIDKYE eQEeKTHBHICTh Tepamili Ta NPH3BOMUTH JO THKKUX
yCKIagHeHb. HeoHaTampHMI CKPUHIHT 1 CydacHa MiarHOCTHKA MAlOTh OyTH
JIOCTYTIHI 1 CTaHJApTH30BaHI HAa HALIOHAJIBHOMY pIBHI UL MiHIMizarii
BHUIIAJKIB IMI3HHOTO BHUSBJIEHHS.
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