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KO B3POCJIBIM ITPU ®PEHUJIKETOHYPUU

Pe3tome. @enunkemonypus (PKY) sensiemes nacniedcmeenno 00yCcio8ieHHbiM HAPYUeHUeM 00MeHa
HEe3AMEeHUMOU amuHokuciomol enunaranuna (PA), pazsusaiowumcs 6 pezyiomame oepuyuma epmenma
Genunananun-4-euopoxcunazvt (PAH) uau ezo xogpaxmopa mempacudpobuonmepuna. Heceoespemennoe
YCMaHosieHue OuazHo3a U OMCYMCMeUe a0eK8amHo20 NedeHus Npusoosim K 2AyOOKOU UHBATUOU3AYUU
oemeti. NOPAXCEHUIO HEPEHOU CUCMEMbl U YMCMBEHHOU OMCMAanoCmu.

Lens. Ilpocnedums 3a OUHAMUKOU USMEHEHUs XapaKmepa H#canod, QeHomunuyeckux ocobeHnocmet,
OaHHbIX Nabopamoprvix oOcredosanuti y nayueumos ¢ @KY ¢ momenma ycmanosienusi ouaznoza npu
HEOHamanbHOM CKPUHUHEE, 8 Npoyecce pa3sumus U pocma, 8 nybepmamHom nepuooe, a 3amem 80 83pPOCLOM
so3pacme.

Mamepuanst u memoowt ucciedosanuii. bviio nposedero obciedosanue 6oiee COMHU NAYUEHMOS,
Komopbie cOCmosm HA OUCNAHCEPHOM Yueme C YCMAHOBNeHHbIM Ouacnosom DKV, u3z Hux oOonee
30 83pocnvix u 6onee 60 demeltl.

Pezynomamot uccnedosanuit u oocyycoenue. Oocnedosanvt 2 epynnol nayuenmos ¢ PKY 6 sozpacme
0o u nocre 14 nem. Illpoananuzuposan xapaxmep xcanod, KIUHUYECKUX NPOSGIEHUL, pPe3yIbmamos
1a60pamopHo2o U UHCIMPYMEHMAIbHO20 00CAe008aHUA 8 OUHAMUKE C Nepuood HOBOPOICOEHHOCMU U 00
nepuooa nybepmama, a maxdice y 83p0Civix NAYUeHmoas.

Bb1600b1. B npoyecce ananusa nomyyeHHvIX pe3yibmamos 0bliu COeNlaHbl 8b18600bl 0 He0OX00UMOCMU
OONOIHeHUs cywecmeyoueli cxemvl OUCHAHCEPHO20 Habtdenus nayuenmos ¢ OKY & sasucumocmu om
UHOUBUOYANLHBIX ~ OCODEHHOCmel, 6 YACMHOCMU HeobXo0uMO NpoBOOUMb  UCCe008anue  YUKIA
MemUAUPOBAHUS, OYEHKY COCMOSHUS KOCMHOU U COCOUHUMENbHOU MKAHU, d Maxdce ocoboe GHUMAaHUe
YOeniamos NCUX0I02UYECKOMY 300P08bI0 NAUUEHINOS.

KiarueBble caoBa: @OKY  (Qpenunkemonypus);  cKpunume;
AMUHOKUCIOMbL KPOBU, 20MOYUCTHEUH, (DONAMHO-MEMUOHUHOBBIL YUKIL.

oducnancepHoe  HabmoOenue;

Axmyanvnocms: 3pGekTHBHO OTpabOTaHHAS
CHUCTEMa MacCOBOTO HEOHATAIBHOI'O CKPUHUHTA,
KOTOpas cymiecTByeT yxe Oonee 30 yiet, mo3Bonmia
BOBpeMsl yCTaHOBUTh aAuarHo3 @®KVY wu Hauath
JUETOTEepaIuio, Onarogaps 4YemMy CQOPMHPOBAHO
MOKOJICHHE B3pOcibIX mroaeit ¢ GKY.

Ileny: V3yunTh W3MEHEHHE XAI00, CHCTEM-
HBIX TIPU3HAKOB MPH OICHKE ()EHOTHIA M KJIUHH-
YECKUX JAHHBIX, B MPOIECCE B3POCICHUS IETeH C
OKYVY st BeIpaOOTKH afeKBaTHBIX (HOpM AHCIIaH-
CEpHOT0 HAONIONEHUS, a TaK)Ke W3YYHUTH BIUSHHUE
(akTopoB, MeHsAOUIME 00pa3 KHU3HU OOJBHBIX C
OKYV.

Mamepuanst u memoodvi: B XapbKOBCKOM
MEKOOJJACTHOM  CHEIHAIN3UPOBAHHOM — MEIUKO-
TEHETUYECKOM  IIEHTpE —  ICHTPE  PEAKUX
(opdannbix) 3a005eBaHUi HA JUCITAHCEPHOM yUETe
gaxoaurcd 100 mamuenToB ¢ nuaraozoM OKVY.

Pesynomamot u 06cyrcoenusn: sl TaHHOTO
oOcnenoBanust ObUTH CHOPMUPOBAHBI 2 TPYIIITBI
nanueHToB ¢ @KV — B Bo3pacte 1o u nociue 14 ner,
JIUarHO3  KOTOPBIM  ObLI  YCTAHOBJCH  MpPH
HCOHATAILHOM CKpUHMHTE. Bce manueHThl ObLTH
o0ciieToBaHbl COTJIACHO CXEMBI JAHMCIIAHCEPHOTO
naomoneanst (Ilpukaz MO3 VYkpaunsr Ne457 ot
13.11.2001 r.).

Kputepuu o0OcnenoBanus BKIIOYATH: KalOObI,
(DEeHOTUITMIECKHE  OCOOCHHOCTH,  pPEe3yJIbTaTh
KIMHUYECKUX  OOCIENIOBaHUNA: OHMOXUMHUYECKUHA
aHallM3 KPOBHM, AMHHOKHCIOTHI KPOBH, JaHHBIC
YIBTPa3ByKOBOTO W HEHPOPU3NOIOTHIECKOTO
o0caegoBanusl.

B rpynne no 14 ner naubomee wacTo BCTpe-
YallMCh JKaJIo0bl Ha TOBEJEHYECKHE HapyIICHUS:
TUTIEPAKTUBHOCTH, TTOBBIINIEHHYIO BO30YIMMOCTD, B
IIKOJILHOM BO3PacTe — HAPYIICHHE KOMMYHHUKAIIUU
CO CBEPCTHHUKAMH, KOHQJIUKTHOCTD, THOO HA000POT
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3aCTEHYMBOCTb; I'OJIOBHBIC OOJM; HapyIIEHHE CTY-
J1a; CKOIMOTHYECKYIO JedopMaIfio O3BOHOYHHUKA.
VY maunumentoB crapiie 14 yer ObuiM XanoObl Ha
M30BITOYHEIN BeC; TOJIOBHBIE 0OJIH; TpeMOp; OOJH B
CyCTaBax, KOXKHbIC BBICHINTAHUs, OOJH B KHBOTE,
W3KOTy, a TakXe HapylleHHMe KOMMYHHMKaTHBHOM
(YHKUMM — 3aMKHYTOCTb, IIO3JHEE pa3BUTHE
ABTOHOMHOCTH (T.€ CIIOCOOHOCTH K HE3aBUCHUMOM U
CaMOCTOSITETTFHOM JKHU3HHU).

[Ipu omenke ¢enoruma y nereit ¢ ®KY mo
14 ner oOpamann Ha ceOs BHUMAaHHE NPH3HAKH
COCIMHUTEILHOTKAHHOM ~TUCIIa3ud — THUIEPMO-
OUIBHOCT CYCTaBOB, CKOJIMOTHYECKAsl OCaHKa,
THIIEPITACTHYHOCTD KOKH U OBICTpOE 0Opa3oBaHue
CHUHIKOB. Y MallMEHTOB B rpymmne crapiie 14 jet
oTMeuancsl N30bITOK MOAKOKHO-KHPOBOH KieTyat-
KM, BBICHIITAHUS HAa KOXE, CYXOCTh KOXKH, paclIipe-
HHUE MOJKOXHBIX COCYJOB M SIPKO-PO30Basi OKpackKa
JIAJJOHEH.

IIpn oueHke OHMOXMMHUYECKHX IOKa3aTelen
KpOBH B 00EHMX TpyNNax OTMEYaJoCh MOBBIIICHHE
YPOBHS JIAaKTaTAETUAPOTeHA3bl U CHIKEHUE 00LIeT0o
xonectepuHa. B rpymme mo 14 et Takxke oOHa-
PY’KEHO MOBBILIIEHNE YPOBHS aclapTaTaMUHOTPaHC-
¢epaspl, menouHoi Gocdaraspl, odmEero OUIUPY-
Ouna, kpeatnHdpochokuHaszel. B Tpymnme crapiue
14 ner — moBbllIeHHE YPOBHs oOmiero Oenka, CHU-
XKEHHE YPOBHSI KPEaTHHUHA U MOYEBOIl KHCIIOTHI.

Hccnenys ypoBeHb aMHHOKHCIIOT KPOBH METO-
noMm BOXX, y nereit ¢ ®KY B rpynme no 14 ner
OTMEYaJIOCh TIOBBIIIEHUE CIEAYIOIUX aMHHOKHUC-
JOT: METHHHUHA, TNIOTAaMHHA, TaypHHA, TPEOHUHA,
AMHMHOKHCIIOT C Pa3BETBJICHHOM LIENbI0 — BAJIMHA,
nefHa, U30JeflHa U CHIKEHHE YPOBHS CepHUHA
u mmnuHa. B rpynme GompHBIX DKV crapmie
14 ner oTMeydanoch NMOBBILIEHUE YPOBHS METHOHUHA,
TUPO3MHA, TpunrtodaHa, BajlWHA W alaHUHA, a
TaK)Xe CHWKEHUE YPOBHSI IIPOJIMHA, LIUTPYJIHHA.

[Tpu ynpTpa3zBykoBOM 00CIEOBaHHH B 00EHX
rpynmnax OTMeYaluCh TEepUBACKYJIIpHBbIE H3MEHe-
HUS TapeHXuMbl neuyeHu, npusHaku JOKBII, yme-
pPEHHAs TenaTtoMeraausi 1 MeTaOOJMYECKHE BKIIIO-
YEHUS B ITOYKaX.

Hccnenopanue HEMpOPHU3MOIOTHUSCKUX MTOKA-
zateneit (D3I, POI, 3X0O-2C) nokazano cieny-
IOUIMe pe3yNbTaThl — B 00EMX TPyNIax OTMEUYCHBI
MIPU3HAKN MPPUTALUU CPEIUHHBIX CTPYKTYp M 3aT-
pyJHEHHE BEHO3HOr0 OTTOKa, B Tpyiie A0 14 et
TaKkkKe 3a(UKCHpPOBAHBI TNPHU3HAKK ITOBBIIICHHON
BO30YIUMOCTH KOPBI TOJIOBHOT'O MO3ra, a B TpyIIe
crapmie 14 JeT TpHU3HAKW HMHTPaKpaHUAIBHOU
THIIEPTEH3UH.

Y4uThIBas U3MEHEHHSI B aMHHOKHUCIIOTaX Kpo-
BU (TIOBBIILICHHE YPOBHS METHOHHMHA, ITUCTEHHA, a
TakkKe (PEHOTHUNHYECKHE TPHU3HAKK HapyIIEHUs
(onaTHO-METHOHWHOBOTO 1IMKJIA) B TPYIIIE CTaplie

14 ner OBUIO TPOBENEHO MOTIOIHHUTENBHOE OOCIIe-
JIOBaHUE ypOBHA romouucrenHa. I[lo pesyabratam
JaHHOTO oOcnenoBaHust y TpeTu OombHBIX DPKY
crapmie 14 et OBUIO BBISBICHO TOBLIIICHHUE
YPOBHS TOMOLIUCTEWHA BBIIIEC § MKMOJB/J (Y JBOUX
OOJLHBIX — BBIIIE 45 MKMOJIB/IT).

HecmoTpst Ha npakTUYeCKu HOPMAaJIbHBIA ypo-
BEHb KaJIbIUS B KPOBH B O0CHX IPYIINax, YIUTHIBAs
BO3MOKHOE Pa3BUTHE OCTEOINOpO3a BCIIEACTBHE COO-
JIONIEHHUSl JAWEThl C WCKIIOUEHWEM MOJIOYHBIX U
KHCJIO-MOJIOUHBIX MPOAYKTOB MALUEHTaM B TPYIIINE
crapmre 14 mer OBIIO MPOBEACHO IEHCHTOMET-
puueckoeoOCIieIoBanHume, KOTOpOE MoKa3ajo
CHI)KCHUE MHHEPAIbHONW IUIOTHOCTU KOCTEH Y
MIOJIOBUHBI 00CTICTyeMBIX.

OBCYXJIEHHUE U BbIBObI

Lenbio cXeMbl peraaMeHTHPOBAHHOTO TUCTIAH-
cepHOro HaONroIeHus W 00cieoBaHUS OOJBHBIX
OKYV sBisieTcsi CBOGBPEMEHHOE BBISIBIICHHUE HapyIIIe-
HUA B WX COCTOSHUHW 3[IOPOBBS C TOCIEIYIOIIEH
Koppekiueil. OpHako, aHANM3UPYsS Pe3yJIbTaThI
MIPOBEICHHOTO 00CIIEeIOBaHMs, BO3HUKAaeT HEOO-
XOJMMOCTh CYIICCTBEHHOT'O JOIOJHEHUSI CXEMBbI
JIICTIAHCEPHOTO HAOIFO/ICHHS B Pa3HBIX BO3PACTHBIX
rpyTmmax.

VY4unThIBas MOBBHIIICHHE YPOBHS METHOHHWHA H
TOMOIMICTENHA Y TAIMeHTOB B TpYyIIe crapiie
14 ner, HeoOXOAUMO BKIIIOUHTH JAHHBIE ITOKa3aTe-
JU B MEepeueHb 00s3aTeIbHBIX MapKepoB 00CIIe0-
BaHUSl YK€ TpPU BO3HUKHOBEHHH IEPBBIX KJIMHU-
YECKUX TMPU3HAKOB — TOSIBIIEHHE MOBEIECHIECKUX
HapyIeHuH, n3MeHeHnit Ha D01 U sApKO-pO30BOMA
okpacke nanonelt [2]. Hapsiny ¢ mouckom myTaruit
reHa PAH, HeoOxoumo ucciaenoBaHue mouMopd-
HBIX BapUAHTOB T'€HOB T€HOB (POJATHOTO IIMKIIA —
MTHFR, MTRR, MTR. CoeBpeMeHHOE BBISIBICHUE
MPEIPACIIONIOKEHHOCTH K = BBICOKOMY  YPOBHIO
TOMOLIMCTENHA 3HAYUTENIFHO CHMKAET PHCK pas-
BUTHUS COCYJIUCTBIX TPOMOOIMOOIHI, TICUXUIESCKUX
paccTpoiCTB W KOTHUTUBHBIX  HapyIICHHU.
[lockonmbKy  OCHOBHBIM  IPHHIWIIOM  JICUEHUS
oompHBIX DKV sBIsIETCS MUETOTEpAIUsS CO CTPOTO
perIaMeHTHPOBaHHBIM YHOTpeOleHneM Oenka |
MPUMEHEHUE CHCIHUAIN3UPOBAHHOW CMECH, He
conleprkarield (heHWITanaHWH, HO coAepKalleil mpu
3TOM BCE OCTAJIbHBIE AMHHOKHCIIOTHI, JJIT OOMBHBIX
C TOBBIIICHHBIM YyPOBHEM TOMOIIMCTeWHA (0CO-
OCHHO TPY HAJTUYHH TOMO3UTOTHOCTH IO TOJIUMOP-
¢usmy MTHFR), HaubGonee mnaToreHEeTHYECKUM
METOJIOM JIe4eHHUs ObUI0 OBl HCITONIE30BaHUE
CIEMATN3NPOBAHHOTO THTAHWUS, HE COAEPIKaIIero
Kak (eHUIalaHnHa TaK ¥ MeTHOHMHA [ 1, 3].

BrlsiBJIeHHE BBICOKOT'O PUCKA Pa3BUTHS OCTEO-
noposa y 6onsHbeIX ®KY 00ycnaBiamuBaeT HeoOXo-
JIUMOCTB 0053aTEhHOTO TPOBEACHUS JEHCUTOMET-
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puH B IyOepTaTHOM MEPHUO/IE, TOCKOIBKY COTIIACHO
Matepuanam KoHrpecca SSIEM 2016r. y 90%
maneHToB ¢ ®KY B Bospacte or 8 mo 45 ner
oOHapyXKMBAETCsA HU3KAas MUHEpaIHM3alMs KOCTHOM
TkaHu. HeoOXoauMo Takke OILEHUTh KIHMHUYSCKU
COCTOSIHME COCTUHHUTENhHOW TKaHU B YaCTHOCTH
MIpH HapyIIEHUH OCAaHKH, YaCTHIX HOCOBBIX KPOBO-
TEUCHUSX IyTEM HCCIICIOBAHUS YPOBHS TJIMKO3a-
MHHOTJIMKAHOB W OKCHIIPOJIMHA B CYTOYHOM aHa-
nuze mouu [1].

VY manueHToB B rpynmne crapiue 14 ner Hepen-
KO OTMEYAJIOCh YBEITMYEHNE MACCHI TeJla, HECMOTPS
Ha COONIONEHHNE JAUETHUYECKUX peKoMeHmarui. Jlims
BBISICHEHVSI TIPUYMHBI JAHHOTO COCTOSIHUSI HEOOXOIH-
MO HCKJIIOUUTH TaK Ha3bIBAEMBIE «UYEPHBIE CTOPOHBD»
muerotepanuu y mnanuertoB ¢ PKY. Haubonee
YaCTBIMH TIPUIMHAMH SIBIISTFOTCS TIOBBIIIIEHHOE COZEP-
JKaHWE YTJICBOAOB B TIHIIE, HEPETYJSIPHBIC 3aHSTH
croptoM. DPPEKTUBHBIM METOJOM KOHTPOJIS SIBJIS-
€TCSl MHIUBUIyallbHAs OLEHKA JAUETOJIOrOM COJEp-
JKaHWE HYTPHEHTOB B MHIIE, a TaKXe KOHTPOIb
TIMKEMUYIECKOTO MHAeKca [5].

He menee Ba)XHO BOBpeMs BBISIBUTH HaIH4HE
NcuxoJoruyeckux npobieM y 6onabix OKV eme B
JICTCKOM BO3pacTe W BOBpPEeMs UX yCTpaHUTh. HeoO-
XOJUMOCTh TIOCTOSTHHO COOJIOATh CIIEIHAU3HPO-
BaHHYIO IHETy MOXeT (OpMHpPOBaThH B peOCHKE
YYBCTBO OTUYXXJICHHOCTH B OOIIIECTBE CO CBEPCTHHU-
KamMH, a y poxutenedt nereit ¢ @KV nHaobopoT
NPUBOAUT K THUIEPOINEKE C JETCTBA M MOXKET
3aMeUINTh HOPMAallbHBIA  TPOIECC  OTIENICHUS
MTOIPOCTKOB OT POAMTEIHCKOW CEMbU M HApPYyIIUTh
pa3BUTHE MX coIuanbHON 3pernoctu [4]. [ToaTomy
netu ¢ OKVY HyxkgalTcs B OUEHKE UX TCUXOJIO-
THYECKOTO CTaryca, KBaIH(PHUIIMPOBAHHOW IICHXO-
JIOTUYECKON TOMOIY Y CIIEIHAIHCTOB, KOTOPBIS

ObUTH OBl O3HAKOMJICHBI CO CHEIM(HUKON MX 3a00-
neBaHusa. B myOepratHoMm mepuome neth ¢ DKY
(0coOeHHO NIeBYIIKH) 00S3aTEeIbHO JIOJIKHBI OBITh
03HAKOMJICHBI C OCOOCHHOCTSMH TUIAHUPOBAHUS
OCpEMEHHOCTH — TMPOBEJICHUM 0053aTEBHON Tpe-
KOHIICTIIIHOHHON TOATOTOBKE O0OWX CYNpPYroB CO
CTPOTHM VPOBHEM KOHTPOJSA (eHmIataHnHa B
KPOBHM W TEPEXOJ0M Ha 0oJiee CTPOTYIO JUETY C
OrpaHMYCHHEM  OCJIKOBBIX  MPOIyKTOB. Jletn
JIOJDKHBI 3HATh, YTO IMPH YETKOM M TMPABUIBHOM
COOJIFO/ICHUH BCEX PEKOMEHAANui, B OyayIieM oHU
MOTYT HMETh 370pPOBOE IMOTOMCTBO M WX CEMbS
MOJKET CTaTh MOJIHOIICHHOM STYeHKOI 00IIeCTBa.
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BUBYEHHS LIJISIXIB TPAHC®OPMAILII MEJUKO-TEHETUYHOI JJOMOMOTH BIJ JITE
JI0 JOPOCJIUX MPU ®EHLIKETOHYPI{

PE3IOME. ®@cnirkemonypia (OPKY) € cnadkoeo obymosieHum nopyulenHam O0OMIHY He3aMiHHOI
aminoxuciomu eninananiny (@A), wo poszsusacmvci 6 pezyromami Oegpiyumy pepmenmy
geninananin-4-ciopoxcunasu (PAH) abo iiozo xogaxmopa mempaziopobionmepina. Heceoecuacne
6CMAHOBIEHHs  0iacHO3y 1 GIOCYMHICMb A0eK8AMHO20 JIKYBAHHA NpU300ams 00 2nuboKoi
ineaniousayii dimetl: ypasiceHHs HEPBOBOI cucmemu i po3yMo8oi 8i0CmMaioCmi.

Mema. [Ipocmescumu 3a OUHAMIKOIO 3MIHU XAPAKMEPY CKape, heHOMUNOsUX 0coOMU8OCmel, OaHUX 1A00-
pamopHux obcmedgicenv y nayicumis 3 @KY 3 momenmy ecmanosanenms 0iacHo3y npu HEOHAMATbLHOMY
CKPUHIHZY, 8 npoyeci po36umKy i 3p0CManHs, 6 nydepmamHomy nepiooi, a nomim y 00pociomy iyi.
Mamepianu ma memoou oocnioxycenna. byno nposedeno obcmeosicents nonad commi nayicHmia, sKi
nepebysaromv Ha OUCNAHCEPHOMY 00Ky 3 ecmanosieHum Oiacnozom OKY, 3 Hux 6Oinvuue
30 oopocaux i nonao 60 dimed.

Pezynomamu 0ocnioscenv ma o6zoeopenns. Obcmediceno 2 epynu nayienmis 3 @KY y 6iyi 0o i nicis
14 poxis. Ilpoananizoeano xapaxmep ckape, KAIHIYHUX NPOsGI8, pe3yIbmamis 1abopamopHozo ma
iHCMPYMEeHMATbHO20 0OCmedceHHs 6 OuHaMiyi 3 Nnepiody HOBOHAPOOICeHOCmi i 00 nepiody
nybepmamy, a makoxic y 00poCiux nayieHmis.

Bucnoexu. B npoyeci ananizy ompumanux pe3yiomamie 0yau 3p0o0aeni 6UCHOBKU NpOo HeoOXiOHICHb
00NOBHEHHs ICHYIOUOT cxemu OUCNAHCEPHO20 cnocmepedicenns nayienmie 3 ®KY 6 zanesxcnocmi 6io
iHOUBIOYANbHUX OCOOIUBOCMEN, 30KpeMa HEeODXIOHO NpOo8OOUMU OOCIONCEHHS YUKTY MEMUIIOBAHHS,
OYIHKY CMaHy KICMKO80i i CnOIY4HOI MKAHUHU, 4 MAKOXC 0COOAUBY Y8azy NPUOINAMU NCUXOLO2IUHOMY
300p08 10 nayicHmia.

Karouosi cnoBa: @KV (geninkemonypis); cKpuuine, OUCnaHcepHe CnoCmepentCeHs, aMiHOKUCIOMU
KpOGI, comoyucmein, Qoaammno-memioHino8ul YuKi.

O.B. Khmil, E.Ya. Grechanina, Yu.B. Hrechanina

STUDYING THE WAYS OF TRANSFORMATION OF MEDICAL CARE FROM CHILDREN TO
ADULTS IN PHENYLKETONURIA

Summary. Phenylketonuria (PKU) is a hereditary disorder of the essential phenylalanine amino acid
(FA), which vresults in deficiency of phenylalanine-4-hydroxylase (RAS) enzyme or its
tetrahydrobiopterin cofactor. Untimely diagnosis and absence of adequate treatment lead to deep
disability of children: CNS affection and mental retardation.

Goal. To follow the dynamics of changes in the nature of complaints, phenotypic features, laboratory
data in patients with PKU from the moment of diagnosis in neonatal screening, during development
and growth, in adolescence, and then in adulthood.

Materials and methods of research. More than a hundred patients have been examined, who are
under the regular medical check-up with a diagnosis of PKU, of which more than 30 are adults and
more than 60 are children.

Research results and discussion. We have examined 2 groups of patients with PKU before and after
14 years of age. The nature of complaints, clinical manifestations, results of laboratory and
instrumental examination in dynamics have been analyzed from newborn to pubertal period, as well
as in adult patients.

Conclusions. In the process of analyzing the obtained results, conclusions have been made about the
need of addition the existing outpatient monitoring scheme for patients with PKU, depending on
individual characteristics, in particular, it is necessary to study the methylation cycle, bone and
connective tissue estimation, and pay special attention to the psychological health of patients.
Keywords: PKU (phenylketonuria),; screening, medical check-up,; blood amino acids; homocysteine;
folate methionine cycle.
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