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AHOTAIIA

Ksanidikauiiina po6ora npucssdeHa 10CIIiKEHHIO (EHIIKETORYPIi y JiTel,

MICTUTh aHai3 CY4YacCHHMX PEKOMEHJalllid 1 MPOTOKOJIB 3 JIarHOCTUKM Ta JIKyBaHHS
(hEeHUTKETOHYPIi, a TAKOXK CTATUCTUYHI JIaH1 1010 3aXBOPIOBAHOCTI B YKpaiHi 32 OCTaHHI I SITh POKIB.
Pesynbrat n1ochiKeHHS MOXXYTh OyTH BUKOPUCTaHI JUIsl BIOCKOHAJICHHS KJIIHIYHUX aITOPUTMIB,
MiBUIICHHS €(DEKTUBHOCTI MEIMKO-TEHETUYHOTO HATJISAY Ta OCUJICHHS 1H)OPMOBAHOCTI OATHKIB i

JiKapiB Mpo 3HAYEHHSI pAHHBOT'O BUSIBJIICHHS MATOJIOTII.

CrpykTypa poOOTH: BCTYH, YOTUPU PO3JLIH, BUCHOBKH, CIIMCOK BUKOPUCTAHUX JKEpe Ta

JOJIaTKH. 3MICT BUKJIAJICHUH Ha 61 CTOpiHKaX,MiCTUTh 14 TaONHIIb.

KitouoBi cioBa: (heHITKETOHYpis, MiTH, TPOTHO3, PaHHS JiarHOCTHKA, HEOHATATbHUI

CKPHHIHT, JI€TOTEpaIis, ICHXOMOTOPHUH PO3BUTOK.

ANNOTATION

The qualification work is devoted to the study of phenylketonuria in children,
contains an analysis of modern recommendations and protocols for the diagnosis
and treatment of phenylketonuria, as well as statistical data on the incidence in
Ukraine over the past five years. The main content of the work is set out on 61
pages of printed text, contains 14 tables and structurally consists of an

introduction, four sections, conclusions and a list of sources used.

Keywords: phenylketonuria, children, prognosis, early diagnosis, neonatal

screening, diet therapy, psychomotor development.
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HNEPEJIIK YMOBHHUX CKOPOYEHb

OKYVY — deninkeronypis

[HHC — nenTpanbHa HEpBOBA CUCTEMA
MPT — MarniTHO-pe30HaHCHaA ToMorpadis
JAHK — ne3okcupuOoHyKIeiHOBa KUCIOTA
PHK — pubonykieiHoBa KucioTa

®OI1B — deninmipyBat

DAL — deninanerar

OAT'JI —DeninaneTuiarayTaMia

OJIT — deninakrar

OEA — OeHineTunaMin

ELIT — Enuedanonaris

OJIT" — Onirodpenis

AY — Aytuzm



BCTYII

AkTtyajabHicTh Temu. Deninkeronypis (PKY) — 1me pinkicHe cmnagkoBe
3aXBOPIOBAHHS OOMIHY PEUYOBHH, II0 XapaKTEPU3YETHCS MOPYIICHHSM METa0oI13My
aMiHOKHCIIOTH (eHinananiny. HaxomuueHHs ¢eHUTanaHiHy Ta HOro TOKCHYHHX
MeTaboIITIB Y KPOB1 Ta TKAHMHAX MPU3BOJIUTH 10 HE3BOPOTHUX YPaKEeHb LIEHTPATbHOI
HEpPBOBOI  CHUCTEMH, [0 TMPOSBISETHCS  3aTPUMKOIO  TCUXOMOTOPHOTO  Ta
IHTENEKTYyaJIbHOIO PO3BUTKY. (CBO€4acHa [1arHOCTHKA Ta IIOYAaTOK JIKYBaHHS €
KPUTUYHO Ba)XKJIMBUMU JJIs 3a1100ITaHHs TSKKAM HACIH1JIKaM 3aXBOPIOBAaHHS. 3 OTJISAY
Ha II€, BABYCHHS MPOTHOCTUYHUX (PAKTOPIB MPU PAaHHROMY Ta MI3HIIIOMY BHUSBIICHHI
OKYV y giTeit, a TakoX 1X BIUIMBY Ha MOJAIBIINN PO3BUTOK Ta SIKICTh )KUTTSI, HAOyBae
oco0mBOi akTyanbHOCTI [1]. Lle 7103BOMHMTH ONTHMI3yBaTH MPOTOKOJH CKPHHIHTY,
JIarHOCTUKU Ta JIKYyBaHHSA, a TAaKOXX pO3pOOMTH e(EeKTHBHILII CTpaTerii MeauKo-
COILIIAJIBHOTO CYNPOBOJTYy TaKUX IMAIlI€HTIB.

JiTssM 3 XBOPOOOIO BaXKKO KUTH, )K€ B CyYaCHUX pealisix € mpoOiemMu, sKi
BKJIFOYAIOTh JTOCTYIHICTh CHEI1aJ]i30BAHOIO XapUyBaHHS, SIKE YaCTO € JIOPOTHM 1 HE
3aBXJIU JIOCTYITHUM B YCIX PErioHax, COLIabHY aJanTailiio, OCKiIbkU MiTaM 3 OKY
MOXe OyTH CKIIaJHO OOTPUMYBATHUCS [IETH B IIKOJI a00 HA AUTAYMX 3aX0Jax,
MICUXOJIOTTYHUHN aCEKT, OCKIIBKU OOMEXEHHS B XapuyBaHH1 MOKYTh BUKJIMKATH CTPEC
1 MOYYTTS 130JIS1111, @ TAKOXK MEPEXi A0 TOPOCIOro BIKY, KOJIA BAXKJIMBO MPOJAOBKYBATH
JOTPUMYBATUCS JIETH MPOTATOM YChOTO KHUTTS, 110 HE 3aBXKIH JIETKO.

Mera jgocaimkeHHss. Bu3HauMTH TPOTHOCTHYHI  (akTopu  Tepediry
beHiTKeToHypii y AiTeH 3a7eXHO BiJl TEPMIHIB il BUSBICHHS Ta MOYATKY Teparii.

3aBaaHHA TOCJIIIKEHHA:

1. TIpoananizyBaTi 0COOMBOCTI KJIIHIYHOTO TIepediry GpeHIKeToOHYpiil y AiTeH 3

PaHHBOIO Ta MI3HBOIO JI1arHOCTUKOTO.



.

2. Buznaunty KopesiiiHi 3B'A3KM MIXK BIKOM MOYATKy JII€TOTEparii Ta piBHEM
IICUXOMOTOPHOTO Ta IHTEJEKTYaJIbHOTO PO3BUTKY aitei 3 OKVY.

3. O1iHUTHU BIUIUB PiBHSA (peHINAIaHIHY B KpPOBI Ha €()eKTUBHICTD JIIKYBaHHS Ta
JIOBTOCTPOKOBHI MMPOTHO3 3aXBOPIOBAHHS.

4. Po3poOuTH pekoMeHJalii HI0J0 MOKpaIleHHsS pPaHHBOI JIIarHOCTUKU Ta
onTUMIi3aIli JikyBaHHs jiteit 3 OKYVY.

O0'€eKT T0CTiIKeHHs1: BUSBIICHHS Yy AiTel (PeHITKETOHYPIi.

IIpeamer nochaimkenHsi. KiiHiKo-apakiiHIYHI MMOKa3HUKA Ta OCOOJIMBOCTI
IICUXOMOTOPHOTI'O Ta IHTEJIEKTYaIbHOTO pO3BUTKY AiTel 3 @KV 3anexHo Bix TEpMIHIB
BUSIBIICHHS 3aXBOPIOBAHHA Ta MIOYATKY JIKyBaHHSI.

Metoan pociaimxenHss. Y poOoTi OyayTh BUKOPUCTaHI HACTYMHI METOAM
JOCIIIKEHHS:

1. Kniniyni: 30ip aHaMHe3y, ¢i3UKadbHEe 00CTEKEHHS, OIlIHKA HEBPOJIOTIYHOTO
CTaTyCy Ta IICUXOMOTOPHOT'O PO3BUTKY.

2. JlaGoparopHi: BH3HA4YE€HHA piBHA (eHITaNaHiHy B KpOBi, OlOXiMiUHI
MOKa3HUKH.

3. IacTpyMeHTanbHi: 3a HEOOXITHOCTI, HeWposizyamizamiitai meroau (MPT
TOJIOBHOT'O MO3KY).

4, CraTUCTHYHI: METOAM MAaTeMaTHYHOI CTAaTUCTUKH JUIS aHajilzy Ta
IHTeprnpeTanii OTpUMaHUX JaHUX (KOPEJSIIHHUN aHami3, MOPIBHSUIBHUIA aHami3,
BU3HAYECHHS JIOCTOBIPHOCTI BIIMIHHOCTEH).

IIpakTHyHe 3HAYEeHHS] OTPUMAHMX pe3yabraTiB. OTpuMaHl pe3yNbTaTH
JI03BOJISITH TMTOKPAIIMTH PO3YMIHHS IPOTHOCTUYHUX aCHEKTiB (DEHUTIKETOHYpIi y JITeH,
oo copustTuMe Oulblll e()EeKTUBHOMY MEHEIKMEHTY TmalieHTiB. Po3polieHi
peKoMeH1alli MOKyTh OyTH BIPOBAKEHI B MeAlaTpUYHy MPAKTUKY JJI1 ONTUMI3aLlii
oporpaM HEOHATaJbHOIO CKPUHIHTY, TIOKPAlIeHHs paHHBOI JI1arHOCTUKHU Ta
1HUBITyai3allli JJiKkyBaJbHO-peab LT TAIMHUX 3aXO0/I1B, 110, Y CBOIO YEPTY, M1 ABUIIUTH

AKICTh KUTTS AiTelt 3 @KV Ta ixHiX poauH.
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AnpobGaniss  pe3yJbTaTiB  J0CJHiIKeHHs1 |1 myOaikauii.Pe3yismamu

Keanighikauinunoi pooomu npeocmaeneni na Miricnapooniii HayKoein Kondepenuii

‘ISMA’Incoemusa__ 2025p..m.Puca __ Jlameiniceka __ Pecnyonixka.2Mixcnapoouii
HAYK080-npakmuyninu____onaaun-kongepenuii’CYIYACHI HOCATHEHHA
EKCIHEPUMEHTAJIbHOLK/IIHIYHOL,EKQJIOTTYHOL BIOXIMII __ TA
MOJIEKYJIAPHOI B10JIOLII’07ycoe6musa 2025 p..m.Xapkis, Ykpaiua.

Ctpykrypa Ta o0car kpasidikauiiinoi poéoru. Ksamidikariiina pobdorta
BUKJIaJieHa Ha 61 CTOpPIHII IPYKOBAHOTO TEKCTY Ta CKJIAAETHCS YOTHUPHOX PO3ALIIB:
BCTYII, OIJIAJ JITEpaTypyd, OCHOBHOI YAaCTHHH, BHUCHOBKIB, CIIHMCKY BHUKOPHCTaHUX
JITEpaTypHUX JpKepen, 3 skux 13 BiTuusHsHUX Ta 17 - 1HO3eMHUX aBTOpiB. PobOoTa

MICTUTH 14 TaOIunb.



PO3JLT I

KJITHIKO-JIABOPATOPHI ACIIEKTU ®EHIJIKETOHYPII Y JITEA
OIJIAd JITEPATYPHN)

1.1. T'eHeTu4Hi acneKTH, eTioJIOTisI Ta MaToreHe3 QeHiJIKeTOHYpIi

Oeninkeronypis (PKVY) € omHieo 3 HAWMOMMPEHIMNUX CIATKOBHX XBOPOO
OoOMIHY PEYOBHH, 3yMOBJICHUX AedinuToM (epMeHTy GdeHUTalaHiH TiIpOKCHUIIa3H.
BHacmigok 1pOro MOpyUIyeTbCs MEPETBOPEHHS (EHLIaNaHiHy Ha THUPO3WH, IO
MPU3BOJUTH IO HAKOMMYEHHs ()eHIJIaTaHiHy B OpraHi3Mi Ta Ma€ TOKCUYHUI BILJTUB Ha
HepBoBY cucreMy. @KV ycnaakoByeTbCs 32 ayTOCOMHO-PELIECUBHUM THUIIOM, IpPU
IIbOMY HOCISIMH MyTalIlii € 00uBa OATHKH TUTHHH [2].

Oeninketonypis (OPKY) — me cmagkoBe MeTaboJIIuHE 3aXBOPIOBAHHS, IO
HAJICKUTh [0 TPYyNmu ami”HoanugomnaTtii. BoHa XapakTepu3yeTbCs MOPYIICHHSIM
MeTabo113My (peHlIanaHiHy, He3aMIHHOT aMiIHOKUCIIOTH, SIKa B HOPM1 IIEPETBOPIOETHCS
HA THPO3UH 3a jomnoMorow Qepmenty Qeninananinrigpokcmwnazu (DAID).
HecBoevyacHa niarHOCTHKa Ta BIJACYTHICTh JIIKYBaHHS MPU3BOJATH 1O HAKOMHYEHHS
deHinana”iHy Ta HOro TOKCUYHUX METAOOMITIB y KPOBI Ta TKAHWHAX, 110 3YMOBIIIOE
cepiio3He TIONIKOKEHHS [ICHTPaIbHOI HEPBOBOI cucTeMH [2, 3].

OKY ycnaakoByeThCs 32 ayTOCOMHO-PELIECUBHUM TUIIOM. Le o3Havae, mo mis
MPOSIBY 3aXBOPIOBAHHS JUTHHA MMOBUHHA YCIIaIKyBaTH JIB1 KOTI1 MyTOBaHOTO I'e€HY — I10
OJIHIM BiJl KO)KHOTO 3 0aThKiB. baThk, sIKI € HOCISIMU JIMIIE OAHIET MyTOBAHOI KOTIi
reHy, cami He mMatoTh cuMintomiB @KV, ane MoxyTh mepenaTtv 3aXBOPIOBaHHS CBOIM
mitsm [3].

OcunoBHoto mnpuunHoto DKV € wmyramii B reni PAH (Phenylalanine
Hydroxylase), saxuit komye depment Qeninananinrigpokcmiazy. ['en PAH
po3TanioBaHuil Ha JOBromy Iuiedi xpomocomu 12 (12q23.2). Ha choroauimHii aeHb

inenTrdikoBano nonan 1000 pizuux mytamiii y reni PAH, siki MOXyTh NPU3BOJUTH 10
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po3Butky ®KVY. i myTamii MOXyTh OyTH pI3HUMHU: TOYKOBI MyTalii (3aMiHa OAHI€T
HYKJICOTHTHOT OCHOBH ), HEBEJIMKI JIeJIellii, iHcepIlii abo nmepedymoBu [4].

PiznomaniTTs mytamiii y reni PAH moscHioe MmUpoKuil CHEKTp KIIHIYHHUX
nposisie. ®KY — Big kmacuunoi Tsbkkoi (opmu 10 Jerkux (opm, Takux sK
rinepdeninananidemis (I'A), npu skii piBeHb (eHUIANaHIHY TIIBUIICHUH, aje He
JOCATA€ KPUTUYHUX 3HAYCHb, 10 MOTPEOYIOTh CyBOpoi aietu [4, 5].

Etionoris ®KY 0Oe3nocepennbo MoB’A3aHa 3 TEHETUHYHUMHU MYTallisIMH B TeHI
PAH. IIi myramii npusBoAsITh 10 AediUTy ab0 BiJICYTHOCTI (PYHKIIIOHAJIBHOTO
dbepMeHTy deHimananiHrigpokcuiasu [4].

®eninananinrigpokcmiaza (PAI') — ue terpamepHuil pepMeHT, 10 MICTUTH
3a]130 1 Karajidye TIAPOKCWIIOBaHHS (eHlIalaHiHy g0 TuposuHy. Ll peaxiis e
KIIFOUOBUM €TanoM Yy KaraOomismi ¢eHiunananiny. Jlnsg 1i NpOTIKaHHA TaKOX
HeoOx1qHuM TeTparigpodiontepun (BH4) — kodakrop, sikuil pereHepyeThcs 3a
JI0TIOMOT 010 (hepMeHTy auriapontepuannapenykrasu (JIAITTP) [5].

[Tpu myramisx y reni PAH BinOyBaetbcs mopymeHHs cuHtesy PAI, ioro
HEIpaBUJIbHE 3ropTaHHs a00 3HIKEHHS (PepMEHTATUBHOT aKTUBHOCTI. Lle mpu3BoAUTH
710 OJIOKYBaHHSI METa0OJIYHOTO NUIAXY (DEeHITaNmaHIHy, 10 € TOJIOBHOK €Ti0JOTTYHOIO
JaHKor0 B po3BuTKy @KV [4, 5].

Y HeBenukoMy BiJICOTKY BUMankiB (6mm3bko 1-3%) mpuumnoro KV e He
nedext camoro depmenty DAI, a mopyiieHHsS CUHTE3y abo pereHeparii MHoro
ko(akTopa — terpariapodiontepuny (BH4). 1{s ¢opma 3axBOproBaHHS HA3WBAETHCS
HetunoBoro DKV abo gedimmrom BH4. Myrtamii B iHIIMX Te€HaX, IO KOIYIOTh
dbepmenTH, 3anyueHi B metabosizm BH4 (nanpuxnan, GCH1, PTS, QDPR, PCBDI1),
MPU3BOIATH 110 1IbOTO cTany. Jledinut BH4 mae 611b111 cepiio3Hi HEBPOJIOT1UHI MPOSIBH,
ockinbku BH4 € Takox xodakTopoMm sl CHHTE3y HEUpOTpaHcMiTepiB (IodamiHy,

CEpOTOHIHY), 1 BUMArae iHIIOro JIIKyBaHHS Ha J0JaTOK 10 aieToTeparii [6].
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OcHoBHi maroreHeTnuHi MexaHisMu @OKVY  moB’s3anl 3 HAKOMUYCHHSIM
HaJMIpHOI KUTBKOCTI (eHUTaNaHiHy Ta KWOro MeTabo’diTiB, a TakoX 3 Ae(iluTom
THpO3unHy [1, 2].

[Tpu gedimuti GAD peninananin He MOxke OyTH ePEKTUBHO NMEPETBOPEHUI Ha
THpo3uH. Moro KoHIEHTpamis B KpoBi pi3ko 3pocrae (rimepdeninamaninemis), a
HAJTMIIOK  (peHIJIaJlaHIHy MeTa0oM3yeThCAd aJbTEPHATUBHUMHU IIUISIXaMH, IO
MIPU3BOUTH 10 YTBOPEHHS TOKCHYHUX METAOOMITIB:

1. ®eninmipoBUHOTpagHA KUCIOTA.

2. Oeninarnerar.

3. DeHimTaKTAaT.

[li cnonmyku, #AKi OTpUMaIM Ha3By (EHIIKETOHHW (3BiACHM 1 Ha3Ba
«(peH1IKeTOHYPIs», OCKIIBKY BOHU BUSBIISIOTHCS B C€Yl), € HEUPOTOKCUYHUMH.

Hakonuuenns ¢eHiiananiny Ta Horo MeTadoJIiTiB YUHUTH IIKiIJIMBUI BIUIUB Ha
PO3BUTOK 1 (PYHKIIIOHYBaHHS TOJIOBHOTO MO3KY, OCOOJHMBO B KPHUTHUYHI IEPiOaH
po3BUTKY. Lle Bi1OyBaeThCs yepes KijbKka MEXaH13MiB:

1. KonkypeHnTHe 1HriOyBaHHS TPAHCIOPTY aMIHOKHCIOT: Bucoki piBHI
(dbeHUTaNIaHiHy KOHKYPYIOTh 3 IHIIMMHU BEIUKUMHU HEUTpPaIbHUMHM aMIHOKHCIOTAMHU
(ledinuH, 130JICMIMH, BajJiH, TpUOTO(aH, TUPO3UH) 3a TPAHCIOPTEPU UEpe3
remaroeHnedaniyauii 6ap’ep. lle NpU3BOAUTH 10 3HWKEHHS HAAXOJKEHHS ITUX
aMIHOKHUCJIOT Yy MO30K, [0 € KPUTHUYHO BAXKIUBUM JJISI CHHTE3y OUIKIB 1
HelpoTpaHcMmiTepis [2, 3].

2. llopymeHHs cuHTe3y HEWpoOTpaHCMITepiB: THUPO3UH € MOMEePeIHUKOM
nodaminy, HOpaJpeHalliHy Ta aJpeHaliny, a TpunTodaH — MoNepeTHUKOM CEPOTOHIHY.
Jebinut 1nMX aMiHOKUCIOT y MO3KY TMPU3BOAWTH JIO TMOPYIIECHHS CHUHTE3Y
HEHPOTPaHCMITEPIB, 110 BiAIrPalOTh KIIOYOBY POJb Yy PEryJsisilii HACTPOIO, NOBEAIHKU
Ta KOTHITUBHUX (yHKIi# [3, 5].

3. Tlopymennss wieminizamii: @eHinasaHiH 1 WOTO METa0OJITH TOKCHUYHO

BIJIMBAIOTh Ha MPOLEC MIETIHI3ALI, SIKUHA € BaXXIUBUM JUIsl (POPMYBAaHHS MI€TIHOBOI
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OOOJIOHKM HEpPBOBUX BOJOKOH. JledekT MieniHy NOpU3BOAUTH [0 MOPYIIECHHS
IPOBIHOCTI HEPBOBUX IMITYJIBCIB [3].

4. TlopyuieHHsT €HEepPreTUYHOro MeTadosi3My Ta CHHTe3y OulKiB: TokcuyHi
MeTaboIITH MOXKYTh BIUTMBATH HAa MITOXOHAPIaIbHY (PYHKIIIIO Ta eHEPreTUYHUI 0OMiH
y KJIITHHaX MO3Ky, a TaKOX 1HTriOyBaTH CHHTE3 OUIKIB, IO € HEOOXITHUM IS
HOPMAJIbHOTO PO3BUTKY HEPBOBOT TKAHUHHU .

be3 nikyBaHHS, 1110 TOYMHAETHCA sikomora paHitie, DKV nposiBiseTscst BaXXKOIO
3aTPUMKOIO TICHXOMOTOPHOTO PO3BUTKY, MiKpoliealli€lo, eNUICNITUYHUMU HAIalaMH,
ayTUYHUMH PUCaMH, TINEPaKTUBHICTIO, a TAKOXX XapaKTEPHUM «MHUIIAYAM» 3aMaXoM
mKipu Ta cedl (yepe3 Qenumamerar). Y mitel 3 ®KVY wyacto cnocrepiraerbes
FINOMITMEHTAlllsl IIKIPU, BOJOCCS Ta pPalIy)KKd OuYed, OCKIJIbKA THUPO3UH €
TIOTIEPEeTHIKOM MeJaHiny [3].

Po3yMiHHS TeHETUYHHMX MEXaH13MiB, €TioJorii Ta natorenesy @KV e kirouoBuM
JUTSL PO3POOKHU €(PEeKTUBHUX CTpATET1H 11arHOCTUKU, JIIKYBaHHS Ta TPO(IIaKTUKU IILOTO
3axBOpIOBaHHs. PaHHe HeoHaTambHE CKPHUHIHTOBE OOCTEKEHHS Ta CBO€YACHE
MpPU3HAYEHHSI JII€TOTepamnii € BUPIMNAIBHUMHU JUIs 3amo0iraHHs HE3BOPOTHUM

HeBPOJ'IOFiIIHI/IM YHIKOAKCHHAM.

1.2. Kainiuni nposieu @KY Ha pi3HHX eTanax po3BUTKY JUTHHU

®enuiketonypis (PKVY) € cnagkoBuM MeTa0OJIYHMM 3aXBOPIOBAHHSAM, IO
XapaKTEPU3YEThCA  MOPYUICHHSIM OOMiHY aMiHOKUCIOTH (eHinanmaHiny [7].
He3Baxatouu Ha Te, mo0 @KV € BpomKeHUM CTaHOM, ii KIIIHIYHI NPOSIBU HE 3aBXKAU
OYEBH/IHI TIPH HAPOJKEHHI 1 PO3BUBAIOTHCS MOCTYITOBO, AKIIO HE BXKUTH CBOEYACHUX
3axomiB 1070 JikyBaHHs [8]. PanHs miarHOcTMKa Ta Ji€ToTepariisi € KPUTUYHO
BKJIMBUMH JUIs1 3a1100IraHHS HE3BOPOTHUM HEBPOJIOTTYHUM YIIKOKEHHSIM [16].

VY HoBonapomxkeHux nitedt 3 @KV, gkl He OTpUMYIOTh JIKyBaHHS, KIJIIHIYHI

CUMIITOMHM 3a3BUYail MMOYMHAIOTH TMPOSBISATUCA Yepe3 KUIbKAa MICALIB IMICIS
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HApO/KEHHS, OCKIJIbKM HAUIMIIOK (DeHIJallaHIHy TOCTYIIOBO HAKOMUYYEThCS B
opranizmi [13]. Ilpu HapomkeHHI OUIBIIICTH MITEH BUIISAAIOTH 3JO0POBUMH, IO
M1JKPECITIOE BaXIIMBICTh HEOHATAIBHOTO CKpUHIHTY [17].

Pannimu o3Haxku @KV, siki BUSABIICHH] B 3-6 MICAIIIB €:

1. dpaTiBnuBiCTb Ta HecNoOKii: HeMoBIIATa MOXKYTh CTaBaTH O1JIBII IIJIAKCUBUMH,
HECMOKIMHUMH, 3 TIOPYIIEHHSIMHU CHY.

2. baroBoTta: MOXXyTh crioCTepiraTUCs 4acTl BIAPUTYBaHHS a00 OIIOBaHHS MICIS
rOJlyBaHHS.

3. Cnemmdiuamii "mumaunit" 3amax: Lleit xapaktepHuil 3amax cedi Ta MOTY
OoOyMOBJICHHI HakKONMWYEeHHSIM (¢eHutanerary. BiH € BaxIMBOIO 11arHOCTUYHOIO
O3HAKOI0, X0Ua MOXKe OyTH HEOUEBUTHUM JJIsl OAaTHKIB.

4. UlkipHi nposiBU: Y NEIKUX BUIAJIKAX MOXYTh CIIOCTEPIraTHCS €K3eMaTO3H1
BHUCUITAHHS, 1110 HATQyIOTh aTOMYHUNA IEPMATHT.

5. 3aTpuMKa ICUXOMOTOPHOTO PO3BUTKY: X0ua 3HaYHI1 3aTPUMKU MOXKYTh OyTH
HE MOMITHI y TIepIIi MiCsIl, MOCTYNOBO OaTbKU MOXYTh BiJi3HA4YaTH, 110 JUTHHA HE
JIOCSITa€ TIEBHUX BIKOBUX €TaIliB (HAMPUKIIAJ, HE TPUMAE TOJIOBY, HE TIEPEBEPTAETHCS).

B 6-12 micsiB, 3a3BU4aid, Bxe W€ IpOrpecyBaHHs CUMIITOMIB POTPECyBaHHS
CHMIITOMIB, a came:

1. Mikpouedanis: Po3Mip roioBu Moxe OyTHM MEHIIMM 3a HOPMY IS
BIJIMIOBITHOTO BiKY, [0 CBLIYUTH PO TOPYIICHHS pO3BUTKY MO3KY [10].

2. Cynomu: MoXyTh po3BHBATUCS 1H(MAHTWIBHI cra3Mu ab0 1HIN BUAH
eHuIenTHYHUX Hamais [9)].

3. CiTinii KOdip HWIKIPH, BOJOCCS Ta paliy>kKku oueil: Uepes nediuut TUPO3UHY,
110 € TIOTIEPETHUKOM MeJlaHiHy, y AiTel 3 @KY yacTo BiA3HAYAETHCS TIMOMITMEHTAITIS
[12].

4. M'si30Ba rinepToHis: Mo)ke CriocTepiraTucs miABUIICHUN M'S30BUI TOHYC, 1110

NPU3BOJMTH 10 CKYTOCTI pyXiB [11].
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Kniniyai nposisu @KV y niTelt AOMIKIIBHOTO Ta MIKUIBHOTO BIKy (6€3
nikyBaHHs). be3 anmexkBatHoro mikyBauHs, KimiHiuHI mposiBu DKV cratore Oinbid
BUPKCHUMHU Ta HE3BOPOTHUMH, BIUTUBAIOYH HA BC1 ACIIEKTH PO3BUTKY AUTHHHU [16].

B nomkineHoMy Binii Bt 1 10 6 pokiB y JiTEH 39BISETHCS:

1. Baxxka po3ymoBa BifcTaiicTh: Lle HaiixapakTepHIui 1 HAHO1IbII pyHHIBHUN
Hacaiaok HeikoBanoi OKVY. Jlitu MaroTh 3HA4YHI MOPYIIEHHS! KOTHITUBHUX (YHKIIIM,
110 IPHU3BOJIUTH JI0 CEPHO3HUX TPYIHOIIIB y HABUaHHI Ta caMoo0cTyroByBanHi [9].

2. TloeminkoBi po3namu: MOXyTh CIOCTEpIraTucs TiNEepPaKTHUBHICTD,
ayToarpecisi, po3NlaAu AayTUCTUYHOTO CIEKTPYy, CTEPEOTUIIHI pyXu (HAMPHUKIALI,
po3roityBanHs, Oe3IIbHI pyxH pykamu) [9].

3. Hespouoriuni nopyiieHHs: Po3BUBalOThCS CTIMKI HEBPOJIOTIYHI CUMIITOMH,
Taki SK TPEMOp, aTaKcis, MIBHIICHI CYX0XMIbHI pedurekcu [9].

4. Oco0aMBOCTI 30BHIMIHBOTO BUMIIAY: Moke 30epiratucs TinomirMeHTarlis,
crnenudigyHui 3amax Tiia.

B mikinpHOMY BiIli Ta NiJTITKOBOMY TEepioi Hie :

1. I'mnGoka po3yMoBa BIJACTANICTh: Y MiIIITKOBOMY BIIll Ta y JOpOCIUX 0Oe3
nikyBanHga @OKVY npuszBoauth 10 TIMOOKOI pO3YMOBOi BiACTaJOCTi, IO BUMAarae
MOCTIHHOTO Harasay Ta gorisiay [16].

2. Ilcuxiarpuuni posnagu: KpiM NOBENIHKOBUX TOPYIIEHb, MOXYTh
PO3BHBATHUCS TICUXO03H, JICTIPECis, TPUBOXKHI po3iaau [17].

3. Eninencis: Cynomu MOKyTh 30epiratuics abo noripiryBaTucs [18].

4 CouianbHa Jne3agantaiis: Yepe3s BakKi KOTHITUBHI Ta TOBEHIHKOBI
nopyuieHHs, ocoou 3 HenikoBaHor DKV He 3maTHI 10 CaMOCTIMHOTO XHUTTA Ta
noTpeOyroTh cremianizoBanoi marpuMku [19].

3aBAsSKA HEOHATaJIbHOMY CKPHHIHTY Ta paHHbOMY MOYaTKy AieTorepanii (3
oOMekeHHsAM (eHITananiny), outbiicTh aitei 3 ®KY po3BuBaroThCss HOpMaIbLHO 2060

3 MiHIMaTbHUMH BigxuiaeHHsMu [20].
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1. HopmanbHuii 1HTeNeKTyanbHM po3BUTOK: llpu moTpumanHi JieTH 3
HApOKEHHS, 1IHTENEeKTyalbHUI po3BUTOK AiTel 3 DKV 3HaX0auThCs B MekKax HOPMHU
[20].

2. BiacyTHICTh HEBPOJOTIYHUX CHUMNTOMIB: PaHHe JiKyBaHHs 3amobirae
PO3BUTKY Mikporedaii, CyZ0oM Ta iHIIHX HEBPOJOTTYHUX MOpYIIeHb [21].

3. BijicyTHICTh XapakTepHOTIo 3araxy Ta rimomnirMenTarii: 11i o3HaKu 3HUKAIOThH
ab0 He MPOSABIAIOTHCA, SKIIO PiBEHb (eHUTANaHIHY B KPOBI MIATPUMYETHCS B MEKax
HOPMH.

[Ipote, HaBITH NpH JIKYBaHHI, MOXKYTb CIIOCTEPIraTUCS €Kl OCOOIUBOCTI:

1. Jlerki KOTHITHBHI Ta MOBEIIHKOBI TpyAHOLIl: Jleski IITH, HaBITh Ha MI€TI,
MOXXYTh MaTH HE3HA4YH1 TPYJHOINl 3 yBaror, BUKOHABUOI (PYHKIIIE€IO, IIBUJIKICTIO
00poOKu 1H(popMallii a00 CXMIBHICTD O TPUBOXKHOCTI 4M TimepakTtuBHOCTI [23]. Lle
MO>ke OyTH MOB'sI3aHO 3 KOJMBAaHHAMM PiBHs (peHITAIaHIHY, TCHETUYHUMH (PaKTOpaMHU
a00 IHIIMMH HE I0 KIHIT BUBYUCHUMH MeXaHi3MaMu [22].

2. HeoOXiHICTh MOCTIMHOTO JOTPUMAaHHS JI€TH: bynb-Kke MOpYIICHHS AI€TH,
0COOJIMBO y KPUTHYHI TIEPIOJIA PO3BUTKY MO3KY (II€PII POKU KHUTTSI, TyOepTar), MOKe
MPU3BECTH JJO TUMYACOBOr0 a00 HABITh CTIMKOIO MOTIPIICHHS KOTHITUBHUX (DYHKIIIH
[7].

Takum unHOM, KiHIYHI TTposiBU DKV 3HaUHO BapirolOTh 3aJI€XKHO Bl TOTO, YU
OyJo po3moyaTo JiKyBaHHS Ta HACKUIBKH TOCTIIOBHO BOHO TOTpUMYBasiocs. PaHHsS
JIarHOCTHKA Ta aJIeKBaTHa Teparlis J03BOJSIOTh YHUKHYTH OILJIBIIOCTI BaKKHX

HACJIKIB 3aXBOPIOBAHHSI.

1.3. Jladopartopna giarnoctuka ®KY: kiacuyHi Ta cyvyacHi migxoau

Knacuuni meromu nmabGopatopHoi miarHocTuku (eHinkeTonypii (OPKY) Oymu
OCHOBOIO HEOHATaJbHOTO CKPUHIHTY Ta MOHITOPUHTY 3aXBOPIOBAHHS MPOTITOM

necatwiiTh. Ll migxomu, xoua W YacTKOBO 3aMiHEH1 OUIbII Cy4aCHUMH, JOCI €
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BaKIMBUMM 178 PO3yMiHHS eBomonii miarHoctuku ®OKVY. Ixns edpextupHicTs i
OPOCTOTa BUKOHAHHS 3pOoOWMIM iX HE3aMIHHMMH Ha paHHIX eTamax pPO3BUTKY
CKPUHIHTOBHUX MPOTpaM.

Tect T'atpu, po3pobnenuit PoGeprom I'atpu y 1960-x pokax, cTaB mepumum
HIMPOKO BIIPOBAPKEHUM METOJOM HEOHaTallbHOTO CKpuHiHry Ha OKY [24]. Ile
OakTepiaibHUI 1HTIOITOPHUN TECT, IO IPYHTYEThbCs Ha 3matHocTi Bacillus subtilis
pPOCTH B CEpPEIOBHILI, IO MICTHTh IHTIOITOP, AKIIO B 3pa3Ky KPOBI € HAJIUIIOK
dbeninananiny (DA).

[Tpunuun merony: Ha QinbrpyBaibHUi namip HAHOCATh KPAIUIKO KamIAPHOT
KpOBI HOBOHAapOJPKEHOro. 3pa30K KpOBI MOMINIAIOTH HA arap, M0 MICTUTh CIOPH
Bacillus subtilis Ta iHri61TOp pocTy OakTepiii (Hanpukia, OeTa-2-TieHIanaHiH). SKio
koHIeHTpaliss @A B KpoBi epeBUIILyE IEBHUH MOPIr (3a3Bu4aii 2-4 mr/mm abo 120-240
MKMOJIb/JT), DA KOMIEHCY€E Ai0 1HTI01TOpa, T03BOJsIOUM OakTepisiM pocTu. Po3mip
30HH POCTY OaKTepiit mpomnopiiiiauii koHmeHTpaitii ®A B 3pasky [25].

llepesacu: npocToTa, HU3bKA BAPTICTh, MOXKIIMBICTh MACOBOTO CKPUHIHTY.

Heooniku: HamiBKUIBKICHUN XapakTep, BIIHOCHO HH3bKa YYTJIUBICTH 1
crienu1yHICTh TOPIBHAHO 3 CYYaCHUMHU METOaMH, MOKJIMBICTh XUOHOMO3UTUBHUX Ta
XUOHOHETATUBHUX PE3yJbTaTiB (HANPHUKIAA, y BHUMAAKYy PaAaHHBOTO 3a00py KpOB1 10
MoYaTKy OUIKOBOTO TOJyBaHHS a00 MpHU 3acTOCyBaHHI aHTUOIOTHKIB) [26]. He
J03BOJISIE IIarHOCTYBATH 1HII (hopMH TrinepdeHiyiagaHiHeMli, CIPUIUHEH] JeheKTaMu
terparigpobiontepuny (BH4).

[Ticns Tecty latpu 3'sBunmucs Oulbll TOYHI (DIYOPUMETPUYHI METOIU
Bu3HaueHHs PA. BoHM J103BOJIMIIM OTPUMATH KIJIBKICHI MMOKa3HUKU KOHIeHTpallii A
B KPOBI, 1110 OYyJI0 BaXKJIMBUM JIJIs1 TOYHIIIOTO MOHITOPUHTY Ta J11arHOCTUKH.

[Tpunuun Meroxy: 3acHoBaHui Ha peakiii @A 3 HIHTAPUHOM abO THIIMMHU
peareHTamMu, 110 yTBOPIOIOTH  (IYOPECICHTHI  KOMIUIEKCH. I[HTEHCHBHICTH
dayopecteniiii npsmo mponopiiitHa koHreHTpamii ®A. Hampuxman, kmacuunuit

metroq MakKamana (McCaman-Robins method) BuxopuctoBye peakiiro DA 3
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deninanaHigAeTiAporeHa3ow Ta Aiadopaszoro, M0 KaTaji3ye yYTBOPEHHS MPOAYKTY,
skuid (ryopectiroe [27].

Ilepesacu: Biapll BUCOKA YYTIMUBICTH 1 CHENU(IYHICTS MOPIBHAHO 3 TECTOM
["atpwm, kinbkicHe BU3HAUeHHS DA.

Heoonixu: BumarawTh creniagizoBaHoro oo6yanHands  (QyopuMeTpiB),
MOXJIMBE 1HTepdEepyBaHHs 3 THIIMMH aMIHOKHCIOTaMHU a0o0 JIKapChbKUMH 3aco0amu,
10 MOKE MTPU3BECTH JI0 XUOHUX pe3ynbTariB [8].

i xmacuuni Meroau 3akiand GyHIAMEHT ISl YCHINIHOI  MporpamMu
HeoHaTalbHOTro CKpuHIHTY OKYVY, 1110 103BOJINMIIO BPATYBATH TUCAYL AITEH Bl TIKKUX
HACJ1AKIB 3aXBOPIOBaHHs. OJIHAK 3 pO3BUTKOM TEXHOJIOT1H 3'siBUacs notpeda y O1IbII
HIBUJKUX, TOYHUX 1 KOMIUIEKCHUX JIIarHOCTUYHUX MIAX0AaX.

CyuacHi nabopatopHi miaxoau A0 niarHoctuku DKV 3HauHO poO3MIMPHIH
MO>KJIMBOCTI PAaHHBOTO BHUSABJICHHS, AUGEPEHININHOI JIarHOCTUKKA Ta MOHITOPUHTY
3axBOpIOBaHHS. BoHM 6a3yr0ThCa HA BUCOKOUYTIMBUX Ta CHEIU(BIYHUX aHATITUIHUX
miaTgopMax, M0 JJO03BOJISIOTH OJHOYACHO BH3HA4YaTH HHU3KY METaO0OoJITIB Ta
reHEeTHYHUX MapkepiB. TaHIeMHa Mac-CIEKTPOMETPis € "30JI0TUM CTaHaapToMm" y
HeoHaTajabHOMY cKpuHIiHTY Ha DKV Ta iHII1 criagkoBi MeTabo IiuHI 3aXBoproBaHHs [9].
[le#i mMeTOn PEBOMIOIIOHI3YBAB IarHOCTUKY, JTO3BOJIMBIIM OJHOYACHO aHaJI3yBaTH
JIECSATKH METa0O0ITIB 3 OJIHIET Kparuii CyXO0i KPOBI.

Ipunyun memooy: 3pa3oK CyXxoi KpOBI €KCTParyeThCs, a MOTIM 10HI13yEThCs. [oHU
PO3AUISIIOTBCA 32 CHIBBIAHOLIEHHSM Maca/3apsjl y NepIioMy Mac-CIIEKTPOMETPI.
BuOpaHni 10HM (QparMeHTYIOTbCS, 1 (PparMEHTH aHami3ylTbCAd y JAPYyroMy Mac-
criekTpoMeTpi. Lle no3Bosie i1eHTH(DIKYBATH Ta KUIBKICHO BU3HAYUTH aMIHOKHUCIOTH
(30kpema, (eninamaHin Ta THUpO3WH) Ta anuikapHiTuHU. g DKV kmodoBum
NOKa3HUKOM € mijBuineHe criBBigHomeHHss ®A/Tupo3un (Phe/Tyr), mo € Ouibn
crienniYHUM MapKepoM, Hi’K TIPOCTO MiABuIIeHn# piBeHs DA [3].

Ilepesacu TamaeMHOT Mac-CIIEKTPOMETPIi:
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1. Bucoka 4yTnuBicTh Ta CHenu(IvHICTh: TO3BOJISIE BUSBIATA HABIThH JIETKI
dopmu OKYV Ta rinepdeninananinemii.

2. llIBuaKicTh: aHaII3 OJHOTO 3pa3Ka 3aiiMae JIiueH1 XBUJIUHH.

3. baraTokOMIIOHEHTHICTh: OJAHOYACHE CKPUHIHT Ha JIECATKA METaOOJIIYHUX
3axBOproBaHb (710 40-50 pi3HUX MATOJIOTIH), III0 POOUTH HOTO EKOHOMIYHO BHT1IHHUM.

4. 3MEHIIIeHHS KITbKOCTI XMOHOMO3UTUBHUX PE3YyJIbTATIB MOPIBHIHO 3 TECTOM
[atpum [1].

Heoonikamu % € BHCOKa  BapTIiCTb  oOJagHaHHsS, T1oTpeda y
BHCOKOKBaTi(h)iKOBAHOMY TIEPCOHAII JIJI IHTEPIPETAIlil pe3yybTaTiB.

[Ticnst BusiBnenHsa migsuiieHoro piBHs PA 3a gomomororo TMC abo iHIIKX
METO/11B, MOJIEKYJISIPHO-T€HETHUYHA J1arHOCTUKA € 00OB'SI3KOBOIO JJIS T1TBEPIKCHHS
niarHo3y Ta iieHtudikaunii mytarii y redi PAH. Lle 103Bossie TOYHO BU3HAUUTH THII
OKY, nporHo3yBaTu KJIiHIYHUHN TIepeOir Ta OLIHUTH BIJINOBI/Ib HA TEPAIIIo.

[Ipuniun MeTony BKIIOYae CcekBeHyBaHHsS TeHa PAH jans  BusiBiaeHHs
MaToreHHUx MyTalii. HaifuacTtime BUKOPUCTOBYIOTHCS:

CexBenyBanns 3a Cenrepom (Sanger sequencing): TpaJullIMHUA METOH IS
iIeHTrdIKaIil BiIOMIX MyTaIliii 800 TOBHOTO ceKBeHyBaHHs ek30HIB PAH [2].

CekBenyBanHs HoBoro mnokominHsa (Next-Generation Sequencing, NGS):
JT03BOJISIE  OJTHOYACHO CEKBEHYBATH BECh T€H a0o0 TMaHelb TeHIB, MOB'S3aHHX 3
MeTa0OIIYHUMU TOPYIICHHSMH, IO € MBUAMMUM 1 €()EKTUBHIMINM ISl BUSBIICHHS
PiIKICHUX MyTallii a00 CKJIaIHUX TeHETUYHHX mepeOymoB [3].

llepesacamu € minrBepkeHHs aiarHody OKVY Ha reHeTMyHOMY piBHI: Ja€
OJIHO3HAYHY  BIATOBiAb, BHUABJICHHSA KOHKPETHHUX MYTalliif: BaXIWBO JUIA
MPOTHO3YBAHHS TSHKKOCTI 3aXBOPIOBAHHS Ta TOTEHIIHOI BIAMOBIAI Ha TEpariro
canpontepuHoMm (BH4), ockiibku nesiki MyTallli acoriioBati 3 YyTJIUBICTIO IO 1IbOTO
npenaparty [4], BUSBICHHs HOCITIB MyTallill y CIM'SIX IS FeHETHYHOTO KOHCYJIbTYBaHHS.

Heooniamu € BuCOKa BapTicTh, MOTpeda B CHeEllai3oBaHUX J1abopaTopisx Ta

JIOCBIJI1 IHTEPIPETALlil TCHETUYHUX JTaHUX.
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Jlis TOBHOI M1arHOCTUKM Ta MOHITOpUHTY mnamieHtiB 3 DOKY MoxyTh
3HaJOOUTHUCS 1 1HIII JIaOOPATOPHI TECTH:

1. BuznaueHHs piBHS O10NTEpUHIB y cedi Ta KpoBi: Jlo3Bosie qudepeHiiitoBatu
knacuuny  OKY  Big  gedimuty  terparigpobiontepuny  (BH4-gedimuTHi
rinep¢eHigaianineMii), o moTpedye iHIIOro JiKyBaHHS [5].

2. Buznauenns aktuBHOCTI pepmenTy maurigponrtepununpenykrazu (DHPR) y
KITITHHAaX KpoBi: BaxknuBo ansa niarHoctuku nediunty DHPR, oaniei 3 dopm BH4-
nedinuTHOI rinepdeninananinemii [ 3].

3. Perynspuuit moHiTopuHr piBHa A B kpoBi: st KOHTpOItO eheKTUBHOCTI
nieroreparnii. YacToTa MOHITOPUHTY 3aJIEKUTh BiJ BIKY MalllEHTa Ta CTAa0LIBHOCTI
piBHIB DA, ane 3a3BUuail MPOBOAUTHCS KUIbKA Pa3iB HA MICSIb Y HEMOBIIST Ta PiJIIIe
y nmopociux [6].

B VkpaiHi, sk 1 B 6araTb0X po3BUHEHHUX KpaiHax, Jl€ IporpaMa HEOHATaJIbHOIO
CKPHHIHTY, 1110 103BoJIsi€ BUABIAITH PKY Ha paHHIX cTaaisX. 3aBIsSKHU BIPOBAIKEHHIO
CYy4aCHUX METOJIB JIarHOCTHUKH, 30KpeMa TaHJIEMHOI Mac-CIEKTPOMETPIi, KUIbKICTh
BUSBJICHUX  BHUITQJIKIB Ta  TOYHICTh  JIarHOCTUKM  3HayHO  3pocin.Cepen
HOBOHAPO)KEHUX MOKAa3HUK BUSABJIECHHS (DEHUIKETOHYpIi CTAHOBUTH MpUOIN3HO 1 Ha
7000-10000. IIlopoxy B VYkpaini HapomxyeTbcs Big 65 mo 75 miteit 3 OKYVY.
HeoHnoTanpHuil CKpPUHIHT, SKUH TPOBOAUTHCA i BusiBieHHs DKV Ta iHmmx
CHAJKOBUX 3aXBOPIOBaHb, 0XOIUTIOE 0J1M3bKO0 90.7% HOBOHAPOIKEHUX.

[li mani cBimuaTh Mpo €PEKTHUBHICTH HAIIOHAJIBHOI MPOTpaMu HEOHATAJIHLHOTO
CKPUHIHTY, 110 JT03BOJISIE BYACHO BUSBIIATH Ta HaJaBaTh JomnoMory Iitam 3 OKYV.
[TocTiitHe yA0CKOHAIEHHS JIA00OPATOPHUX MOTYKHOCTEH € KIIFOUOBUM J1JIs1 TOJIIBIIOTO

TMIOJTIMIIICHHS MMOKa3HUKIB PAHHBOI JIIaTHOCTUKH.
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1.4. Hacjaiagky HECBOE€YACHOT0 BUSIBJIEHHS Ta JiKYBAHHS

Ak 1 Oyno 3a3naueno Buie, OKY - 1e cepiiodHe ayTOCOMHO-pELIECHBHE
CIaJKOBE 3aXBOPIOBAHHS, CIpUYMHEHE AedinuToM ab0 3HIWKEHHSIM AaKTUBHOCTI
dbepMeHTY (eHITATaHIHTIPOKCUIIa3H, 1110 BIMOBIAA€E 3a MEPETBOPEHHS aMIHOKUCIIOTH
dbeHutananiny B THpo3uH. be3 1mporo ¢gepmenty (eninanaHin Ta WOro mMetradoIiTH
HAKOMWYYIOTHCS B KPOBI Ta TKAHWHAX, CIPUYHNHSIOYA TOKCHYHUN BILTUB, OCOOIMBO Ha
HEHTpaJIbHY HEPBOBY cucTeMy. Haciiiku HECBOEYaCHOTO BUSIBICHHS Ta BIJCYTHOCTI
anexBaTHOTO JiKyBaHHA PKY € rmmbokumu Ta HE3BOPOTHUMH, TIPU3BOISIH JI0 TIKKOT
1HBaJIITHOCTI.

OcHoBHa mpoOsiemMa MOJSITae y HEUPOTOKCHUHIN Jii BUCOKUX KOHIICHTPAILIIM
¢deHnana”iny Ta Horo noxigHux (QpeHurmipysar, QeHinanerar, ¢enuviakrar). Ll
CIIOJIYKU BUTHHO MPOHUKAIOTH Yepe3 reMartoeHeaniynuii 6ap'ep 1 HAKOMUYYIOTHCS B
TOJIOBHOMY MO3KY, JI€ TIOPYIIYIOTh PSiJT KPUTUYHO BKIUBUX O10XIMIYHUX MPOIIECIB:

1. ITpurHiueHHs cuHTe3y HeripomeaiaTopiB. DeHUIaTaHIH KOHKYPYE 3 1HIIUMHU
aMIHOKHCIIOTaMH 32 TPAHCIIOPT uepe3 remaToeHredatiunuii 0ap'ep ta 3a pepmeHTu,
K1 OepyTh y4acTh y CHHTE31 HEMpOMEI1aTOpIB, TAKUX K Ao(amiH, HOpaJpeHalIiH Ta
cepoToHiH. [edinmut 1uX pedoBUH KPUTHYHO BIUIMBAE Ha TMepeaady HEPBOBUX
IMITYJIBCIB, PETYJISIIIIO0 HACTPOIO, KOTHITUBHI (DYHKIIIT Ta PyXOBY aKTUBHICTb.

2. ITopymennst mieninizarii. MiemiH — 11e ®upoBa 000JIOHKA, 1110 0TOYY€E HEPBOBI
BOJIOKHA, 3a0e3Meuyroun MBUAKY Ta e€eKTHUBHY mepenady curHaiiB. Bucoki piBHi
(deH1nana"iny NepenKoIKaoTh HOPMaJIbHOMY CHHTE3Y JIIIJIIB Ta OLIKIB MIENIHY, 1110
MIPU3BOAUTH JI0 AeMI€iHI3allli a00 mopyiieHHs GopMyBaHHsI Mi€JIIHOBOI 00010HKH. 1le
MPOSIBISIETHCS. Y 3aTPUMII JTO3PIBAHHS HEPBOBUX IUISAXIB Ta 3HUKEHHI MIBHIKOCTI
MPOBEICHHSI IMITYJIbCIB, 110 MA€ MPSMUNA 3B'I30K 13 KOTHITUBHUMHU MMOPYLIEHHSIMH.

3. Enepretnunmii nedimut y wmo3ky. HakommueHHs deHinananiHy MoOxe
NOpYyLIyBaTH METa0oJII3M TJIOKO3M Ta (YHKIII0 MITOXOHAPIA, MPU3BOASYU [0

eHepreTuyHoro jaediuuty B HeilpoHax. lle poOUTH KIITUHM MO3KY BpPa3jIUBUMHU O
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NOIIKO/)KEHb Ta 3HIDKYE IXHIO 3JaTHICTH 10 HOPMAJbHOTO (PYHKIIIOHYBaHHS Ta
PO3BUTKY.

4. OxcupatuBHuUM cTpec. JlochmipkeHHS MOKa3yloTh, MO0  HAUJIUIIOK
deHTanaHiHy MOXE CIPUYHHITH MOCHJICHHS OKCHUAATHBHOTO CTPECY B MO3KY, IO
MPU3BOJUTH JI0 MOIIKOKEHHS KIITUHHUX KOMITOHEHTIB, BKiItouatoun JJHK, 6i1ku ta
JITTTH.

Hosonapomxeni 3 @KV 3a3Buuaii BUrIs1a10Th a0COMIOTHO 310poBUMHU. [lepi
KJIIHIYHI CUMIITOMU 3'SIBJISIOTHCS TOCTYIORBO, 3a3BUYail y Billl Bijl 3 10 6 MICAIIIB, SIKIIIO
HE po3noyaTo jierorepamito. CrnoyaTKy MOXKYTh CHOCTEpIraTucs Hecrneuu@iuHi
CUMIITOMM: MiABUIIEHA JPaTIBIUBICTb, OE3NpPUYMHHE OJIOBaHHSA, MOPYLIEHHS CHY,
MJISIBICTb, BIJICYTHICTh IHTEPECY J0 HABKOJHUIITHBOTO CBITY, cyaoMH (y 25% BUIAIKIB).
XapakTepHUM € Takox cnenupiuHuil "mumaunid" ado "BoBuMil" 3amax cedl Ta MOTY
JUTUHHU, 3yMOBJEHUN BUIUIEHHAM (¢eHutanerary. IIporpecyBaHHs po3yMoOBOi
BIJICTAJIOCTI - I1¢ BJ)K€ HaWTSHKUMM Ta HAMOUTBII XapaKTEPHHUM HACTIAOK HEIIKOBaHOI
OKYVY. 3aTpumka ICUXOMOTOPHOTO PO3BUTKY CTa€ OUEBUAHOIO JI0 KIHIIS IIEPIIOTO POKY
KUTTS. J{ITH BIICTalOTh Y PO3BUTKY MOBJICHHS, PyXOBUX HABUYOK (TT13HIIIE TOYNHAIOTh
CUJIITH, CTOATH, XOJUTH), 3HUKYETHCS 3JaTHICTh JO HaBUaHHS. SIKIIO JIKyBaHHS HE
pO3MOYaTo 10 POKY, MPAKTUYHO Yy BCIX MAIIEHTIB PO3BUBAETHCS IIMOOKA PO3YyMOBa
BI1JICTAJIICTb.

KpiMm 3aTpuMKu pO3BHUTKY, 3'SBISIOTBCS Ta MPOTPECYIOTh HEBPOJOTIYHI
nopymieHHs::  Mikporedanis (3MEHIIEHHH po3Mip TOJIOBU), Timeppedekcis,
NIJBUILLEHUN M'S30BUI TOHYC, TPEMOpP KIHIIBOK, €MIJIENTUYHI Hanaau (pi3Hi GopmH,
BKJIIOYAOYM 1H(AHTUIIBHI ClIa3MHM ), aTETO3 (MOBUJIbHI, MUMOBIIBbHI PyXH).

VY 3B'SI3Ky 3 MOPYIIEHHSM CHUHTE3y MEJIaHIHYy (KU yTBOPIOETHCS 3 THPO3UHY,
o BUpOOIseThes 3 (eHinanaHiny), y aited 3 @®KY wyacto cmoctepiraerbcs
TINOMIrMEHTAIlisl MIKIpH, CBITIIE BOJIOCCA Ta ONAakUTHI 04i. MOMIIMBI TakoX HIKIpHI

BHUCHITAHHS, CX0K1 Ha €K3EMY.



22

VY crapmiomy Billi, KpiM IHTEJIEKTyaJIbHUX MOPYIIEHb, MOKYTh BUHUKATH 3HAYH1
MOBENIHKOBI  MpoOJeMH: ayTHM4YHI  pPUCH, AarpecUBHICTb,  TINEPAKTHBHICTD,
CaMOCTHUMYJISALIIS, TPUBOXKHICTb.

HenikoBana ®KYVY € ogHi€r0 3 OCHOBHUX MPUYHH 1HBAIITHOCTI 3 TUTUHCTBA, 110
CTBOPIOE 3HAYHUI Tsrap JJig POJIMHU Ta CyCHuIbCTBA. JiTH 3 rIIMO0KOI0 pO3yMOBOIO
BIJICTAJIICTIO MOTPEOYIOTH MOCTIMHOTO HATJISAY Ta JAOTJISY, 10 0OMEKYE MOKIMBOCTI
OaThKIB JJIS MPAIECBJIAITYBaHHS Ta COIIATLHOTO KXUTTSA. BUCOKI BUTpaT Ha MEAMYHI
Ta coliaJbHI Tocayru: JlepkaBa Ta poJWHU HECYTh 3HauHI (D)IHAHCOBI BUTPATH Ha
peabumiTaliiHI 3aX0, CIEliali30BaHl OCBITHI 3aKJIagy, MEIUKAMEHTO3HY TEpaIito
CUMIITOMIB (HANpPUKIIAJl, AaHTUKOHBYJILCAHTH JJII KOHTPOJIO cynoM). JliarHo3 Ta
MOAJIbIIA 1HBATIAHICTh IUTUHU € BEJIMYE3HUM TCUXOJIOTTYHUM BUIPOOYBAHHSIM JJIs
0aThbKIB, 0 YacTO MPHU3BOJAUTH JI0 CTpecy, Aenpecii, CIMEHHUX KOH(IIKTIB Ta
COILIAJIBHOI 130J11111. 3HWKEHHS SIKOCT1 >KUTTS: Jlroau 3 HenmikoBaHoto DKY maroth
3HAYHO 3HIDKEHY SIKICTh JKHUTTS, OOMEXKEHI MOKJIMBOCTI JUIsl caMmopeasizallii Ta
MOBHOI[IHHOI 1HTerpalii B cycniabcTBO. Came yepe3 He3BOPOTHICTh HACIIAKIB Ta TOBHY
BIJICYTHICTh CHUMNTOMIB TIpU HAPOJKEHHI, HEOHATAJbHUW CKPUHIHT (MacoBe
00CTEXEHHs HOBOHAPOJKEHUX Ha CIaJKOB1 3aXBOPIOBAHHA) € €IMHUM €()EKTUBHUM
METOJ/IOM ToTiepe/KeHHsT po3BUTKY TskKUX popMm DKV, Tect na ®KY npoBoautbes
yCiM HOBOHAPOJ/KEHUM Ha 3-5 JCHb KUTTS MIJISXOM B3STTS KPOBI 3 M'ATKH. Y pasi
BUSIBJICHHSI TIABUUIEHOTO PiBHS (DEHUIANaHIHYy HErailHO MpU3HAYA€ThCA ClelliaibHa
JieTa 3 00OMEeXXEHHSIM O1J1Ka, sSKa T03BOJISIE 3ar00IrTH PO3BUTKY PO3YMOBOI BiJICTAJIOCTI.

3a nanumu LleHTpy MEIUYHOI T€HETUKH Ta PIAKICHUX 3aXBoproBaHb iMeH1 C.M.
['peuaninoi, B Ykpaini nomupenicte ®KY cranoButs npubnuszno 1 Bunagok va 7000-
8000 wnoBoHapomkeHnux. IIporsrom ocrannix mn'stu pokiB (2020-2024 poxu)
HEOHATAIBHUIM CKPUHIHT JO3BOJMB BHUSBUTH Ta CBOEYACHO PO3IMOYATH JIIKyBaHHS
3HAYHOI KUTBKOCTI JiTel 3 DKY.

HecBoeuacHe  BusIBIEHHS Ta  BIACYTHICTh  @JE€KBAaTHOIO  JIIKYBaHHS

(GeHITKEeTOHYpli MNPU3BOAATH A0 HE3BOPOTHUX Ta TSHKKUX YPaXeHb LEHTPaIbHOI
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HEPBOBOI CHCTEMHM, SKI MPOSBIAIOTHCS TTHOOKOI PO3YMOBOIO  BIJICTANICTIO,
HEBPOJIOTIYHUMH TOPYIIEHHSMU Ta 3HAYHUMH MOBEAIHKOBUMH posnagamu. Lli
HACITIKY HAKJIAJAal0Th BEIMYE3HUH COL1alIbHO-€KOHOMIYHUH Ta ICUXOJIOTIYHUHN TsIrap
Ha POJMHHU Ta CHUCTEMY OXOpPOHH 3/10poB'a. IIporpama HEOHATAJILHOTO CKPHUHIHTY €
HEBiI'€eMHOI0 YaCTUHOIO CYYacHOi mefiaTpii Ta MEIUYHOI T€HETHKH, IO03BOJISIIOUN
cBoeyacHo miarHoctyBatn DKV Ta, nuisixom cremiaiabHO1 Jl€TOTEpaInii, MOBHICTIO
3aroOIrTé PO3BUTKY KIIHIYHUX MPOSBIB 3aXBOPIOBaHHS, 3a0e3neuyoun JiTsam 3 OKY

MO>KJIMBICTh HOPMAJILHOTO (h13UYHOTO Ta IHTEIEKTYaIbHOT'O PO3BUTKY.

BucHoBku 10 po3ainy I.

B ormam miteparypu Oyno BcTraHoBieHO, 1o (eHuikeroHypis (PKY) e
TeHETUYHOI0 METa0OJIIYHOI XBOpPOOOIO, sIKa 3yMOBJIEHa MYTalllAMH Yy TeHi
dbeHIanaHIHTIpOKCHIa3y, 10 NPU3BOAUTH JI0  TMOPYIIEHHS  METaboJi3My
¢dennananiny. Kiminiuai nposiBu @KV BapiooioTh 3al€XHO BiJ BIKY AWTHHH Ta
CBOEYACHOCTI JIIATHOCTUKW - BIJl JIETKUX TMOPYIIEHb PO3BUTKY 1O TSKKHUX
HEBPOJIOTIYHUX YCKJIaJHEHb. JlabopaTopHa AlarHOCTHKA, fIKa BKJIIOYA€ KIACHYHI Ta
CydacHI MOJIGKYJSIpHI METOIH, € OCHOBOIO [IJIsl BHUSBIICHHS 3aXBOPIOBaHHS.
HecBoewacHe BUSBICHHS Ta JIIKyBaHHS TNPU3BOAWTH JO CEPHUO3HUX HACHTIJKIB,

BKJIFOYAIOYHM KOTHITUBHI PO3JIaJy 1 HE3BOPOTHI YPAKEHHSI HEPBOBOI CHCTEMHU.
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PO3/11 11
PAHHC BUSIBJIEHHSI ®KY: IEPEBATH TA MOKJIUBOCTI MEJIUYHOI
JIATHOCTUKH

2.1. Opramni3anisi Ta 3Ha4YeHHSI HEOHATAJIBHOT0 CKPHHIHTY

HeoHnaranbHuii CKpUHIHT € OJHUM 13 KJIIOUOBUX HAMNpsIMIB Cy4acHOI IeaiaTpii,
a/pKe JIO3BOJISIE BHUSBIISTHU CIIaJIKOBI METa0OJIYHI 3aXBOPIOBAHHS Ha JIOKJIIHIYHOMY
etari. ®eninkeronypis (OKY) HanexxuTh 10 rpynu TaKuX 3aXBOPIOBAHb, JI€ CBOEUYACHE
BUSIBJICHHS BU3HAYA€ IPOTHO3 PO3BUTKY JUTHHU. YTIEpIIE 171es MaCOBOTO OOCTEKEHHS
HOBOHapoKeHUX 3’aBuiacs y 1960-x pokax 3aBasgku poboram P. Tarpi, skwmii
PO3pOOKB TECT ISl BUSIBJICHHS IM1IBUIIIEHOT0 PiBHS (heH1IaNaHIHy Y KPOBi. 3r0J10M Iiei
niaxig OyB MOMIMPEHHM Yy OIBIIOCTI KpaiH CBITY, BKJIIOYHO 3 €BPOINEUCHKUMU
nepxxkaBamu, CIIA, Kanamoro ta fAnoniero. ¥V kpainax €C mporpamu CKpUHIHTY
OXOILTIOIOTH MOHAJ 99% HOBOHAPOIKEHHX, IO TPAKTUYHO BUKJIIOYAE BUTIAIKH M13HBOT
nmiarHoctuku KV [6].

B Vkpaini macoBuil HeoOHaTaNbHUI CKPUHIHT Oysi0 O(ILIMHO BIOPOBAKEHO Y
2010-x pokax, BiamoBigHo 0 HakaziB MO3. IIporpamMa oXoIuIr0€ HU3KY CHAIKOBHUX
MeTaboiyHuX XBopoO, cepen skux @KV e npiopureTHOrO yepes ii MOMMPEHICTh Ta
BaYKK1 HACJIJIKK Y pa3i BIZICYTHOCTI JIiKyBaHHs. 3a0ip KpOBi MPOBOAUTHCS HA 3—5 JCHD
KUTTS JUTHHU IUIIXOM HAHECCHHS KUIBKOX Kparellb KpOBI Ha CHeliaJIbHUN
¢unpTpyBasibHUMi  mamip. OTpuMaHi 3pa3kd  JOCIHIKYIOTBCS Y CHELIali30BaHUX
7a0opaTopisix, MICHsT YOTO pPe3yabTaTH MepelaloThCs 1O IMOJOrOBUX OYyIWHKIB Ta
neaiaTpiB 3a MicleM mnpoxuBaHHd. 3a ganumu MO3 Ykpainu, 3aBIsSKH CKPUHIHTY
BUSIBISIETHCS O1M3bK0 1 Bumanky @KV nHa 7-10 TrCSY HOBOHAPOHKEHUX [7].

3HauYCHHS CKPUHIHTY Ba)KKO MEPEOIIHUTH. 3a BIICYTHOCTI PAHHBOI 1aTrHOCTUKHU
y JiTel IBUIKO PO3BUBAETHCS TSHKKA PO3YyMOBA BIJICTAJICTh, MMOBEAIHKOBI PO3JIajy,

cynomMuui cuaapoMm. CBO€UacHUN TOYATOK JIETOTEparii T03BOJSE 3amoOIrTH UM
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ycknanueHHsaM. Jlocnimpkenns, nposenaeHi y Himeuunni Ta BenukoOpuranii, noBenu,
IO BUTPATH HA BIPOBAKCHHSI CKPUHIHTY 3HAUYHO MEHIII, HIX BapTICTh JOBIYHOTO
JIKyBaHHS Ta COIIlaJbHOI IMIATPUMKH TAIIEHTIB 13 TSHKKUMU HEBPOJOTTYHHUMHU
nopymeHasMu [8]. TakuM 4MHOM, CKPHHIHT € HE JIUIIE MEIUYHO, a i €KOHOMIYHO
OOTPYHTOBAHOIO CTPATETIEIO.

Haiibinpm sickpaBuM npukiaagoM KopucTi ckpuHiHry € OKY. bes nikyBanHs
BOHA BEIE [0 HE3BOPOTHUX YpPaKEHb LIEHTPaAJIbHOI HEPBOBOI CUCTEMM, PO3yMOBOI
BIICTAJIOCTI Ta TOBEIIHKOBUX TOpylieHb. BogHouac jmiera 3 0OMEXEHHSIM
¢deHnananiny, po3noyara a0 14-ro AHsS KUTTA, 3a0€3leuye HOPMAIbHUN PO3BUTOK
nutian [10]. B anHanmoriyHuit cnoci® paHHE BUSBICHHS TINOTUPEO3Y J103BOJISE
3aMmo0IrTH KPEeTUHI3MY, a BUSBJICHHS MYKOBICHIMJIO3Y - 3HU3UTH PU3UK JUXAJTbHUX
YCKIIaJHEHb Ta iH}ekIii [6].

Kminiuni nocmimxenns y Hinepnannax, CILIA ta SImoHii cBig4aTh Mpo iCTOTHE
MIJBUIICHHS TPUBAJIOCTI JKUTTS Ta SKOCTI XUTTA Yy JITCH, SIKUM TaTosioris Oyna
BUSIBJICHA JIO TIOSIBH MTEPIIUX CHMITTOMIB [2].

3 €eKOHOMIYHOTO TOTJISITY, HEOHATAIBHUI CKPUHIHT - 11€ IHBECTHUIIIA Y 30POB’ S
Hallli. 3a mipaxyHKaMu eKcrepTiB €BponeichbKoi pajau, BUTPATH Ha OJTHE CKPUHIHTOBE
oOcTexeHHs1 cTaHOBIATH Bl 10 10 50 €Bpo, Tomi sIK JOBIYHE JIIKyBAaHHS TMAIliEHTA 3
HeBuiaikyBaHoo MKY Mmoxke caratu monan 1 miiH €Bpo [6].

VY nocnimxeHHi, mpoBeaeHoMy B HimewuwHi, HOBEAEHO, 110 BIPOBAKECHHS
CKPHUHIHTY J03BOJIMJIO 3MCHIIUTH KIJIBKICTh BHMAAKIB 1HBAJIIIHOCTI cepell TITeH Ha
60%, a BUTpaTH Ha colliayibHi BuIiaTh Ha 40% [4].

B ymoBax ykpaiHCBbKOi CHCTEMH OXOPOHH 3/10pOB’S €(DEKTUBHICTh CKPUHIHTY
MIATBEP/PKEHA 3MEHIICHHSM KUIBKOCTI BHUMNAAKIB TSDKKUX — YCKIAQTHEHb, IO
noTpeOYyIOTh TpPUBAIOI TOCHITaNI3allli, a TaKOXX 3HIDKCHHSIM HaBaHTaXXEHHS Ha
MeIU4Hy cucremy [5].

Xo4a CKpUHIHT MPOBOAUTHCS 0e3 1H(POpMOBaHOI 3roau OaTHKIB y OUIBIIOCTI

KpaiH, BKJIIOYHO 3 YKpaiHOO, MNUTaHHS OloeTMKU HalyBae jaenaiai  OuIbIIol
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aKTyanpbHOCTI. BaxnuBumu € iHpopMyBaHHS OATHKIB PO MOXKIIUBI pe3yIbTaTH, IPABO
Ha BIIMOBY, a TAaKOX 30€peKCHHSI KOH(INEHIIIHHOCTI reHeTHYHO1 iH(opmartii [6].

VYV nesxkux kpainax (Hanmpukian, y @panmii Ta Kananl) 6aTbku MaroTh MpaBo
o(imiitHO BIAMOBHUTHCS BiJ ydacTi B CKpHHIHTY. BogHouac 06i3HaHICTh HaceleHHS
11010 B)KJIMBOCTI TECTYBAHHS ICTOTHO 3HU)KYE PIBEHb BiZIMOB [7].

MaiiOyTHe HEOHATAJIbHOTO CKPUHIHTY I[IOB’S3aHE 3 PO3LIMPEHHSIM MaHesen
OOCTEeXXEHb 32 PaxXyHOK HOBHX TEXHOJIOTiH, 30KpeMa TaHJAEMHOI Mac-CIEeKTPOMETpIi
(TMS) Ta cexBenyBanHs HOBOro mnokomiHHS (NGS). BoHU 103BOJISIIOTH BUSBISITH
JECATKH 1 HaBITh COTHI PIAKICHMX 3aXBOPIOBaHb OJHOYACHO NPH MiHIMaJIbHIN
KUTBKOCTI OiomaTepiany [8].

B VkpaiHni mnanyeTbest po31IMPEeHHs HalllOHAIBHOT IPOTrpaMu CKpUHIHTY 10 20+
HO30JIOT1H, BKJIIOYAIOUM CIHAJIBHY M’ SI30BY aTpodito, BaXKKl IMyHOIe(DILUTH Ta
NOpYLIEHHSI METAa00JI3My JKUPHUX KUCIOT [6]. Lle 103BOJIMTH 3HAYHO MiJIBUIUTH

P1BEHb PAHHBOI JIarHOCTUKH Ta 3MEHIIUTH CMEPTHICTD Y TIEPIIl POKH KUTTS.

2.2. CyyacHi 0ioxiMiuHi Ta MOJIEKYJISIPHI MeTOAU TiIarHOCTUKH

OcHOBHUM METOJOM TiepBUHHOI miarHocTUk DKV 3anuimaeTbcs BUSHAUYCHHS
piBHS (eHUIajJaHIHy Yy CyXUX Kparisix KpoBi. IIpoTe, po3BUTOK J1abopaTOpHUX
TEXHOJIOIH JO3BOJIMB 3HAYHO MIJABUINUTA TOYHICTH 1 IIBHUAKICTH J1arHOCTUYHUX
nporeayp. HaitGinemn 1HGOpPMATUBHMM BBa)Xa€ThbCsl METOJ TaHAEMHOI Mac-
cnektpomeTpii (TMS), sikuii 103BOJISIE OTHOYACHO BU3HAYATH KOHIIEHTpALlli JEeKIITBbKOX
aMIHOKHCIIOT Ta auuiakapHITHHIB. lle nae 3Mory mnpoBOAWTH MYJbTUIIICKCHUN
ckpuHiHr He yuire Ha PKY, ane i Ha IECATKY IHIIMX CIIaIKOBUX XBOpPoO oOMiHy [9].

Kpim TMS, muUpoKO  3aCTOCOBYEThCS  BUCOKOE(PEKTHBHA  pIIUHHA
xpomatorpadis (HPLC), sxka m03BOjsil€ TOYHO OIIIHIOBATH  CITIBBIIHOIIICHHS
dbeHuUTaaHiHy Ta TUpPO3MHY. llell MOoKa3HUK € BaXIMBUM I AUQEpPEHIIHHOT

niarHoctuku kinacuanoi OKVY Bix iHmmx ¢opm rinepdeninananinemii. Y BUmagkax
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CYMHIBHUX pe3yJIbTaTiB BUKOPUCTOBYIOTHCS MOJICKYJISIPHO-TEHETUYHI METOIU —
cexkBeHyBaHHs reHa PAH Ta moB’s3aHuX 13 HUM peryasaTOpHUX AUISTHOK. CydacHi
naneni NGS (next generation sequencing) A03BOJISIIOTh BUSBUTH MoHaA 900 BimomMux
MyTalii, aconiioBanux i3 ®KY [5].

IToeqnanHs O10XIMIYHMX Ta TEHETHYHMX METOMIB 3abe3leuye HE JIMIIE
1ITBEPPKCHHS JI1arHO3Y, aJie M ]Ja€ 3MOT'y IPOTHO3YBAaTH TSHKKICTh ITepediry XBOpoOoHu.
Hanpuknan, HasBHICTD «M SKMX» MYyTalllil KOpeIoe€ 3 KpamuM MPOTHO30M 1
MOXJIMBICTIO O1IBIN JIiOepaabHOi AieTH. KpiM TOro, reHeTUUHHMM aHalI3 € KIIOYOBUM
JUTS TITaHYBAHHS CIM 1 Ta IPEHATAJIbHO1 IIArHOCTUKY Y OaThKIB, SIK1 BKE€ MAIOTh IUTUHY
3 OKYVY [15].

HoBum Hanpsmom y miarHoctumi @®KY Ta crnopigHeHUX TMOPYIIEHb €
BUKOPUCTAHHS MYIbMUOMHUX NIOX00i6, 30KpeMa METa00JIOMIKU Ta TPAHCKPHUIITOMIKH,
SK1 JTO3BOJIAIOTH OIIIHUTH HE JIUIIEC HASBHICTh MyTaIlld, a ¥ (QYHKIIOHAJbHUA CTaH
KJIITHH 1 TKAHUH B YMOBAX MOPYIIIEHOTO 00MiHy (heHunananiny [5]. Taki MeToau MaroTh
MOTEHIIIAJT JJIsl 1HIMB1AYyalli30BaHOI MEIUIIMHU — BU3HAYEHHS YyTJIMBOCTI JI0 Teparlii,
MPOTHO3YBAHHS PU3UKY YCKIIAHEHB, 4 TAKOX BUOOPY ONTUMAJIBHOI JII€TOTEpAaITii.

Jenani wdacrtime y TOPakKTUKy BIOPOBAKYEThCS  mpeyusiiHa (mouHa)
diaeHocmuKa, siKka BpaxoBy€ HE JIUIIEe TeHETHYHUNA TPOo(disib, a ¥ emireHeTuyHi 3MIiHH,
BIUTUB (haKTOPIB CepeAOBHINA, OCOOJMBOCTI MIKpoOiOMYy Ta IHIINI 1HIAWBITyaJIbHI
XapakTepucTuku mnaunieHta [6]. Lle oco0mmMBO akTyanabHO i aTUNOBUX (OpM
rinepdeHinaianineMmii, siki MOXKYTh HE BIMOB1IaTH KiiacuuHii kapTuHi OKY.

VY kJIiHIYHIN OpakTHIli TakoX HaOyBae nomupenns meroanka MLPA (Multiplex
Ligation-dependent Probe Amplification), 1o 103BoJisie BUSBISATH BEHKI Aeierii a0o
nyrutikarii B reHi PAH, siki He 3aBKIM BUSIBIISIIOTHCS TIPH 3BUYATHOMY CEKBEHYBaHHI
[7].

BusnaueHHss reHOTHNYy [a€ 3MOTYy HE JIMINE MIATBEPAUTH J[JiarHo3, a U
kiacudikyBatu ctymiab TsDKKOCTi DKV 3a mporHo3oBaHMM piBHEM 3aJIMIIIKOBOI

aKTUBHOCTI (pepMeHTy ¢eHinanaHinriapokcunazu. Hanpuknan, myrauii p.Arg408Trp
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a60 p.Tyr414Cys 3a3Bu4aii aCOIIIOIOTHCS 3 KIIACUYHOTO, TSKKOI0 popmoro DKV, Tomi
sk p.Ser349Pro a6o p.l11e65Thr - 3 M'sikoro, o pearye Ha canponTepud [8].

[Ile omHUM MEPCHEKTUBHUM HANPSIMKOM € aHali3 Mo3aiyuzmy y raMmeTax Ta
TKaHWHAX, SKUA TO3BOJISIE TIOSCHUTH JesiKl BUnaaku cnaakoBocti KV y cim’sx 6e3
SBHOTO HOCIWCTBA B 0aTbkiB. TakoX II€ BIAKPUBAE INUIAX 10 OUIBII TOYHOTO
T€HETUYHOr0 KOHCYJIbTYBaHHS MPH IUIaHyBaHHI BaritHocTi [9)].

KpiM niarHOCTUKH, Cy4acHI MOJIEKYJISIPHI TEXHOJIOT1i TAKOX BUKOPUCTOBYIOTHCS
JUIsl. MOHITOPUHTY €(EKTUBHOCTI JIIKyBaHHS. 30Kpema, OIllIHKa PIBHIB METa0OJIITIB
¢deHnananiny y ceui Ta miadmi MerogoM LC-MS/MS no3Bossie KOpUryBaTu IIETY

OUTBIII TOYHO, HIXK TIPY BUKOPUCTAHHI JIMIIIE KIIHIYHUX moka3HuKiB [10].

2.3. [Iporuo3 ta sIKiCTb KMTTS IPH PAHHbOMY BHSIBJICHHI

Panne BusBnenHs @©KY € BupllIalbHUM YUHHUKOM Yy (OpMYBaHHI
CHPUSTIUBOTO MPOrHO3y. [iTH, y SKHX JIIKyBaHHSA PO3MOYATO MPOTATOM NEPIIUX 2
THXKHIB JKUTTS, 3a3BHYail HE MAarOTh BUPAKEHUX KOTHITUBHHUX MOpPYIIeHb. BoHu
MOKYTh HABYATHCS y 3BHUAWHUX MIKOJIaX, 3700yBaTH BHUIIY OCBITY Ta COIliaJbHO
agantyBatucs. JlocmpkeHHs, mpoBeaeHI B Himepmanmax, mokaszand, IO PIBEHb
IHTENEKTYyaJIbHUX 3[11I0HOCTEN y MaIlieHTIB 3 paHHbOIO AlarHocTUKO DKV npakTuuno
HE BIJPI3HIEThCA BiA 3aranbHOi momyisii [12]. SIKiCTh KUTTS HAli€HTIB 3HAYHOIO
MIPOIO0 BU3HAYAETHCS NOTpPUMaHHSAM mietoreparii. OOMexeHHs (eHUIanaHiny y
XapuyBaHHI 3JIMCHIOETHCS MUIAXOM BUKOPUCTAHHS CIELIAIBHUX aMIHOKUCIOTHUX
CyMIIIIeH, SKi HE MICTATH I1i€i aMIHOKHCIIOTH, ajie 30aradeHi BCiMa HEOOXiTHUMH
HyTpieHTamMu. Han3Bu4yailHO BaXIMBUM € PETYyJISIpHUN JTaOOpaTOPHUN MOHITOPHHT,
SAKUU JO3BOJISIE KOPUTYBATH AIETY 3aJIEKHO BIJl BIKYy, Baru Ta (pi310J0TIYHUX MOTPEO
nutuHu. HemoTtpuMaHHS JI1€TH HABITh Y CTApIIOMY Billl MOKE MTPU3BECTH JI0 3HIKCHHS

KOTHITUBHUX (PYHKIIH, MPOOJIEM 3 KOHIEHTPALIIEIO YBArK Ta EMOLIHHOIO CTAOUTBbHICTIO

[13].
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CydacHi miaxXxoau A0 JIKYBaHHS BKJIIOYAIOTh HE JIMIIE [IETY, a W HOBI
TEparneBTUYHI MOXJIUBOCTI. 30KpeMa, BHUKOPHUCTAHHS TMpENapariB CanponTepUuHy
(kodhakTop TeTpariapoOioNTeprHy) MOXKE 3HUKYBATH PiBEHb (DeHIIaNIaHIHY Y YACTUHH
nariedTiB [14]. V mepcnekTuBl po3risiialoTbcss METOAM TeHHOI Teparlii, sSKi 3[aTHi
YCYHYTH NPUYUHY 3aXBOPIOBaHHS. TakMM YMHOM, PaHHE BUSBIICHHS y MOEIHAHHI 3
Cy4YaCHUMHU METOJIaMH JIIKYBaHHs J103BOJIsI€ 3a0e3meuntu JiTaM 13 DKV BHCOKI mancu
Ha TIOBHOITIHHE XUTTS [15].

IToripu nocsirnenns y nmikyBanHi DKV, moBHOIIHHA colliajibHA ajarTaiis
NAIlE€HTIB 3AJIMIIAETHCS CKIAJIHUM 3aBAaHHAM. OKpiM KOTHITUBHOI C(epH, y ALlIEHTIB
YacTO BUSBJISIIOTH M1ABUIIEHUI PIBEHb TPUBOKHOCTI, IEITPECUBHI PO3JIaJU T 3HUKEHY
AKICTh CHY, OCOOJMBO B MIAJITKOBOMY Ta JopocioMy Bimi. Lle 3ymMoBieHo sk
XPOHIYHUM BIUIMBOM (peHUTANIaHIHY HA MO30K, TaK 1 ICUXOJIOTIYHUM HABAHTAKEHHSM,
MIOB’I3aHUM 13 TPUBAIUM JOTPUMaHHIM 0O0MeXyBaibHOT mieTH [11].

VY 11bOMy KOHTEKCTI OCOOJIMBOTO 3HAYEHHSI HAOYBAE NCUXO0N02IUHA NIOMPUMKA
MaiieHTiB Ta iX poauH. JloBeneHO, M0 y4acTh y MporpamMax IMCHUXOCOIIAJIbHOTO
CyNpOBOJIy TIJBHINYE KOMIUIAEHC JO JIKyBaHHS 1 TOKpallye eMOI[MHUA CTaH
nauieHTiB [12]. V psaal kpaiH MyJbTHAMCHMIUIIHAPHUN MiAX1J BKJIIOYAE HE JIMILE
JiKaps-MeTaboicTa Ta JIE€TOJora, a W IICHXO0JO0ra, COILIAJIBHOTO IpalliBHUKA Ta
OCBITHBOTO KOHCYNbTaHTa [13].

Takox BiA3HAYEHO, IO SKICTh KUTTS Jopociux mnamieHtiB 3 DKV, ski
OTPUMYBAJIM PAHHE JIIKYBaHHS, X04a ¥ Kpala, HiXK y HeJllarHOCTOBaHUX OC10, ajie Bce
1€ NOCTYNAETHCS MOKA3HUKAM 3arajbHO1 HOIMYJISL1i, 0COOIMBO Yy chepax KOTHITUBHOL
THYYKOCTI, COILIabHOI IHTErpallii Ta mpodeciitHoi peamizarii [ 14].

Y 1bOMy KOHTEKCTI HOBI TEpameBTHUYHI TMIIXOAd HaOyBalOTh OCOOIMBOI
aKTyaJbHOCTI. 30KpeMa, neesanraza — (pepMeHTo3aMiCHa Teparisi, 110 BUKOPUCTOBYE
neruiboBaHuil  (peHuIanaHiH-aMOHIaK-Jlla3 — BXKE TMPOJAEMOHCTpyBaja 3JaTHICTh
3HIDKYBATHU PiBeHb (DEHIIaTaHIHy 10 O€3MeYHNX MEX HABITh Y TIOPOCITUX MAII€HTIB, SIK1

HE BIJIMOBIIal0Th Ha canponTepuH [ 15].



30

KpiMm TOro, aktuBHI AOCHIIKEHHS Yy cdepl reHHoi Tepamii BiIKPUBAIOTH
NEPCIEKTUBY MOTEHIIHHOTO «OAHOPa3oBoro» JikyBaHHa DKV mnuisxom BBeACHHS
dbynkuionaapHOi Komii reHa PAH 3a nonomororo ajgeHoacouiioBanux BipyciB (AAV).
Kniniynai BunpoOyBanHs nepiioi ¢a3u Be MPOoJAeMOHCTPYBAIN O€3MEeYHICTh MIAX0AY
1 3HKCHHS (peHiIananiny y Kkposi [16].

Bucokuil piBeHb SIKOCTI dHUTTS TaKOX IMOB’A3aHUM 13 JIOCTYNOM JO SKICHOTO
MEAMYHOTO XapuyBaHHs. Y 0araTboxX KpaiHax Jaep)kaBa IOKPHUBAE BHUTpPATH Ha
Creliaji3oBaHl aMIHOKUCIOTHI cymimr. BomHowac B VYkpaiHi 11 cucteMa IIe
nepeOyBae Ha cTajii pepOpMyBaHHs, 110 CTBOPIOE HEPIBHICTh Y JOCTYIl O Teparii

3aJIeKHO Bij periony [17, 18].

BucHoBok 10 po3ainy II

JlocmikeHHsT TOKa3aiM, 10 OpraHi3allii HEOHATaJbHOTO CKPUHIHTY €
Hale()EKTUBHIIIONO CTPATETIEO0 Il paHHbOTO BUsiBlieHHS DKV, 1110 3HaYHO MOKpaIiye
MIPOTHO3 3aXBOPIOBAHHS.

[TincymoByrO4H, MOYKHA CTBEpPJKYBATH, 1110 PAaHHE BUSABJICHHS Ta KOMIUICKCHE
nikyBanHga @KV 103BoJjsie marfieHTaM BECTU MOBHOI[IHHE KUTTS, 3J00yBaTH OCBITY,
CTBOPIOBATM POAMHU Ta peayi3oByBaTHCs B mpodecii. BogHouac 3abe3mnedeHHs
TPUBAJIOTO  MOHITOPUHTY, TICUXOCOLIAbHOT MIATPUMKH Ta  BIPOBAIKCHHS
IHHOBAIIMHUX MIAXOAIB JO Tepamii € HEOoOXITHUMH YMOBaMH [JIsl MIATPUMKHU

CTabUIBHOTO CTaHy 37I0POB’Sl Ta BUCOKOI SKOCTI KHUTTSI.
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PO3/1J I
MI3HE BUSIBJEHHS ®KY: KJIIHIYHI OCOBJIUBOCTI TA
YCKJAJHEHHS

3.1. Ili3ua KIiHIYHA JiarHOCTHKA: TUIMOBI CHUMIITOMH TAa BUKJINKHA

Oeninkeronypis (PKY) € cmankoBuM 3aXxBOPIOBAaHHSIM OOMIHY PEUOBHH, SIKE 32
BIJICYTHOCTI CBO€YACHOI J1arHOCTUKU TPU3BOAUTH 10 BAXKKUX HEBPOJIOTIUHUX Ta
KOTHITUBHUX nopyueHb. Knacuuna gopma ®KVY 3ymosnena gediuuroM dpepmeHTy
deHianaHiHr1IPOKCUIa3y, BHACIIOK YOT0 BiIOYBAETHCS HAKOMYEHHS (heHITaTaHIHy
(Phe) y xpoBi Ta TKaHWHAax, 0 MAa€ TOKCUYHUUN BIUIMB HAa ILIEHTPAJIbHY HEPBOBY
cuctemy [19].

VY kpaiHax 13 pO3BUHEHOIO CUCTEMOIO HEOHATaIbHOI'O CKPUHIHTY 3aXBOPIOBAaHHS
BUSIBIIIETHCSL B TEPII JHI JKUATTS JUTHHH, IO JTO3BOJISIE PO3MOYATH JIKYBaHHS 0
HAaCTaHHS HE3BOPOTHMX 3MiH. OpHAaK B yMOBaxX HEJIOCTATHBOIO OXOIUIEHHS
CKPUHIHI'OM, HU3bKO1 MOIH(POPMOBAHOCTI METUIHUX MPaIliBHUKIB 200 0aTHKIB, a TAKOXK
yepe3 JIOTICTHUYHI TPYAHOILl y TpaHcHopTyBaHH1 OiomarepianiB, ®KY moxe Oytu
BUSBJICHA 13 CYTTEBHMM 3alli3HEHHSAM — 1HOJI Yy Billi 1-3 pokiB i HaBiTh mi3Himie [10,
11].

V nartienTiB 3 HecBoeyacHO BUsBiIeHO0 DKV 3a3Buyaii BiJI3HaUYa€ThCA 3arajibHa
3aTpUMKa TCHUXOMOTOPHOTO PO3BUTKY, 3HM)KEHHS M’SI30BOTO TOHYCY, MiJBHILIEHA
JpaTiBIMBICT, TOPYIICHHS CHY, TimepkiHesu, wmikpouedarmis [12]. Omgaum i3
XapaKTEPHUX TMPOSBIB, KU YacCTO MPUBEPTAE yBary MeAiaTpiB — 1€ CBOEPITHUI
«MHUIIAYU» 3amax Tia, M0 3yMOBJICHUH HAKOMUYEHHAM (DEHIJIKETOHIB y cedi, 0TI Ta
ciuHi [13]. B geskux BUNamKax TakoX CIHOCTEPIrarOThCs CYJOMH, ayTHCTUYHI PUCH,
HOPYIIIEHHS MOBJICHHSI, TPYAHOIII Y (hOpMyBaHHI COIliaTbHUX HaBUYOK [14].

JliBunHKa BIKOM 2 pokH Oyrna HampaBjieHa A0 JUTAYOTO HEBpOJora yepes

3aTPUMKY PO3BUTKY Ta emi3oau 30yMKeHHS. 3a JaHUMH aHaMHEe3y - BariTHICTb Ta
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nosioru 0e3 YCKJIaJHEHb, HOBOHATAJIbHUU CKPUHIHT HE TpoBoAMBCS. OO0’€KTHBHO:
JUTHHA HE TOBOPHJIA KOJIHOTO CJIOBA, HE pearyBaja Ha iM’si, Majia BUPaXKEHY M’ SI30BY
rinoToHito. Crnernudiuauii 3amax Tijga OyB IMOMIUYCHHH 111 y Billl 6 MICSAIIIB, OJTHAK HE
posiuiHeHnii sk cuMnToM. JlabopatopHe OOCTEKEHHS BUSBWIO MiJBUIICHHS PiBHS
dbeninananiny moraxn 1500 mxmoss/i [25].

VY 6inbm nerkux Bunagkax GKY moske nepediratu 31 CTEpTUMU CUMIITOMAaMH,
110 111e OLIbIIe YCKIIAIHIOE 11 CBOE€YACHY 1arHOCTUKY. YacTo Taki JiTH PO3IIHIOIOTHCA
K “NOBUIBbHI”, “HEyBaxH1”, a00 Taki, 0 “BIJCTAIOTh y PO3BUTKY, O€3 MPOBEACHHS
rIMOIIoro oocTexkeHHs [26].

Onna 3 TOJNOBHUX TMPUYMH IMMI3HBOI JIIaTHOCTHKW - BIJACYTHICTH a0o0
Hee(DEeKTUBHICTh CKPUHIHTOBUX MPOrpaM. Y CUIILCHKHUX Ta Majo3abe3nedeHnx perioHax
30ip Ta TpaHCHOPTYBaHHS 3pa3KiB KPOBI MOXe OyTH 3aTpuMaHUM a00 BUKOHAHHUM 3
HOPYIICHHSM TeMIepaTypHoro pexumy [22]. Hepinko TpamisioThCs CUTYaIlii, KOJIH
pe3yJabTaTH CKpUHIHTY abo0 He JOXOAiATh [0 CIMEHMHOro Jikaps, abo He
IHTEepPIPETYIOThCS Halle)kHUM yrHOM [20].

[HII0FO IPUYMHOIO € HU3bKa HACTOPOXKEHICTH JIIKAPiB MEPBUHHOT JIAHKHU 11010
cumntomiB @KY. UYepe3 piakicTh 3axXxBOPIOBaHHA Oarato meAiaTpiB HIKOJM He
CTUKAJIUCS 3 HOTO KIIACHYHUMHU TPOSBAMH, 1110 MPU3BOJIUTH 10 XUOHOTO TPAKTyBaHHS
CHUMITTOMATHKH SIK HACJIIIKIB IEpUHATAIBHOI MAaTOJI0T11 @00 collianbHUX YHHHUKIB [19].

Takox BapTO BIJ3HAYUTH MNPOOJEMYy BIACYTHOCTI MYJbTHAUCLMILUIIHAPHOTO
X0y 10 PpaHHbOI AiarHOCTUKU. JIikapi-HEBpOJIOTH, JIOTONENU, TCUXiaTpu, SKi
MEPIIUMH CTUKAFOTHCS 3 JITHbMU 3 BIICTABAaHHSIM Y PO3BHUTKY, HE 3aBXKIA MAIOTh IOCTYTI
0 METabOJIIYHOTO OOCTEXKEHHSI a00 HaBITh HE MiAO3PIOIOTh MOXKJIUBICTh HASBHOCTI
BPOKEHOT0 MopyIieHHs 00MiHy peuosuH [10].

V pa3si nizupoi aiarnoctukn OKVY crocrepiraetses GopMyBaHHS HE3BOPOTHHUX
CTpykTypHUX 1 dyakuionansHux 3miH y [IHC. HaiiGinem BupakeHi 3MiHH
PO3BUBAIOTHCSA MPOTATOM Mepiux 12—24 MICSIB KUTTSA, KOJU TOJOBHUNA MO30K €

HAMOLIBII YyTIMBUM [0 TOKCcM4HOTO BIumBY [11]. 3o0kpema, y maIi€eHTiB
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CTIIOCTEPIraeThCsl 3MEHIICHHSI 00’ €My OU101 peYOBHMHHU, TIMOMIENIHI3AIIs, TOPYILIEHHS
HEHpPOHAIBHUX 3B’SI3KIB, 110 MATBEPKYEThes naHuMu MPT-nocnimkens [12].

Bigomo, mo mith, skuM Tepamis Oyia npu3HaydeHa MIiCHsA 2 POKIB JKHUTTS, y
NepeBaKHIA OUIBIIOCTI BWIAJAKIB MAalOTh TOPYIICHHS KOTHITUBHUX (DYHKIIIMH,
TPYAHOILl y HaBYaHHI, €MOIIHI pO3Jajy, 110 NPHU3BOJWUTH 1O IHBAIiAMU3allli Ta
comianpHOI ae3amganTarii [13].

JIns 3MEHIICHHS YacTOTH i3HKO1 AiarHocThKH PKY HeoOXigHO:

1. 3a0€3MEeUUTH YHIBEpCaIbHE IMOKPHUTTS CKPUHIHTOM Ha HalllOHAJIBHOMY
PiBHI, BKJIIOYAI0YM BaXKKOAOCTYIIHI PET10HU;

2. PO3pO0OUTH CydacH1 MPOTOKOJIU AiM JUIsl TE1aTPiB Ta HEBPONATOJIOT1B MPU
BUSIBJICHHI ITII03PUIMX CUMIITOMIB;

3. 3a0€3MeUYnTH  MYJIbTUAUCHUIUIIHAPHY  CHIBIOpALl0 MDK  JIKapsAMH
MIEPBUHHOT JIAHKH, JTA00paTOPIsIMU Ta TEHETUYHUMU IIEHTPAMH;

4, BIIPOBA)KYBATH OCBITHI MPOTpaMH JUIsI MEIUYHUX MPAIIBHUKIB 00
KJIIHIKH Ta paHHBOT IIarHOCTUKH BPOJKECHUX METaOOIUYHUX 3aXBOproBaHb [14—16].

[Tizus xminiyna miarHoctuka @KV e cepito3Horo mpoOiieMor0 it CUCTEMHU
OXOPOHHM 30pPOB’s, a/Ke JIIKyBaHHSI, PO3MOYaTe MIiCIsl BUHUKHEHHS HEBPOJIOTTUHHUX
YCKJIaHEHB, HE 37]aTHE MOBHICTIO BIIHOBUTH (YHKIIIT IIEHTPAILHOT HEPBOBOI CHCTEMHU.
Takum 4yMHOM, IHBECTHIlT B PO3MIMPEHHS CKPUHIHTOBUX MPOTpaM, HaBUaHHS JIiKapiB
Ta MOKPAIIECHHS JOTICTHKU € SKOHOMIYHO JOIUIBHUMH Ta COLIabHO 3HAUyIMMH [17,
18].

JutnHa BikoM 1 pik 8 MicsiB MOCTYIUJIA 31 CKApraMu Ha 3arajibHy 3aTPUMKY
pO3BUTKY. Y aHaMmHe31 BIJCYTHICTb HEOHATAJILHOTO CKpHUHIHTY. O0’€KTHUBHO:
Mikporiedarnis, TiMOTOHIsI, 3HUKEHHS PEakilii Ha 30BHIIIHI MOAPAa3HUKH. BcTaHOBICHO

nigBuiieHHs piBHs Phe y kposi nonax 1200 mxmods/i [18].
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3.2. IIcuXOHEeBPOJIOTiYHI HACJIIIKHN Ta KOTHITUBHI PO3Jaau

Oeninkeronypis (PKY), mo 3amummiuacs 0e3 paHHbOI 1arHOCTHKU Ta
JIKyBaHHS, Ma€ BUPAXEHI Ta 4aCTO HE3BOPOTHI HACTIAKHU JUJISl LIEHTPAIbHOI HEPBOBOI
cucteMu. ['0JIOBHOIO MIIIEHHIO TOKCUYHOTO BIUIMBY (eHunananiny (Phe) € romoBHumii
MO30K, OCKUIbKM HOr0 HAQJJUIIOK MPUTHIYYE CUHTE3 HEHpOMEIiaTopiB, MOPYIIYE
OOMiH aMiHOKHCIIOT i CIIPUYMHSIE OKUCHE MOIIKOKEHHS HeHpoHiB [8].

Phe koHKypye 3 IHIIMMH BCIMKAMH HEHUTPaJIbHUMH aMiHOKHCIIOTAMHU
(HampukJan, TUPO3MHOM 1 TpunTopaHOM) 3a  TPAHCIOPTYBAaHHS  uepes
remaToeHnedaniuauii 6ap’ep. Lle nmpu3BOAUTH 10 3HWKEHHS CHHTE3y J0QamiHy,
CEpPOTOHIHY Ta HOpAJpEHANIHy - KIOUYOBHUX HEHpoMemiaTopiB, HEOOXITHUX JJIA
HOpPMaJILHOTO (DYHKITIOHYBaHHSI KOPHY TOJIOBHOTO MO3KY [9].

Ha Tmi uporo y aiteit 3 mizHbo BusiBieHO0 DKV po3BuBaoThCA MOpPYIICHHS
KOTHITUBHUX (DYHKIIIH, yBarv, MOBJIEHHs, TOBEIIHKOBI PO3JIaJid, a TAKOX Yy YaCTUHI
BUIQJIKIB — CYJIOMHHUIH CHHIPOM 200 ayTu3MonoaioHi mposisu [1].

[IcuxoneBposoriuHi HacHiAKY Mi3HKOI AiarHocTuku OKV € pizHomaHITHUMU 32
TSOKKICTIO. HalfuacTiie crnoctepiratoThCsi Takl MOPYIIECHHS:

1. InTenexryansna HemocratHicTh. Y 70-90 % BumagkiB 1iTH MaioTh
3HmkeHHs [Q Hrkue 70 6aniB, 10 BIANOBIAA€E PIBHIO JIETKOI 200 OMIPHOI PO3yMOBOIi
BijcTayocTi [2].

2. [TopyrieHHs: MOBJIEHHSI: 3aTPUMKA MOBJICHHEBOTO PO3BUTKY, OOMEKEHUM
CJIOBHMKOBUH 3arac, TpyJHOIIl Y TOOY/I0B1 peYEHb.

3. ['inepakTUBHICTh, MOPYIIEHHS yBaru: THUIIOBI JUIsl JOMIKUIBHOTO BIKY,
HPU3BOJIATH IO TPY/HOIIIIB y HaBuaHHi [3].

4, Cynomuuii cungpoMm: 3yctpiyaerbess y 10-20% BumagkiB, dYacTo
MOETHYEThCS 3 eNeKTpoeHnedanorpadpiuaumu 3miHamMu Tuny 'rincaputMii’ a6o

"mapokcu3MabHOI akTuBHOCTI" [4].
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S. [ToBeniHkOBI po3naau Ta €MOIliiiHA HECTaOUIbHICTh. JAPATIBIMBICTD,

arpeCcUBHICTh, CXUJIBHICTB A0 CaMOi30JIAIIi.

Tabnuys 3.1
YacTrora OCHOBHHUX INCHXOHEBPOJIOTIYHUX MPOSABIB NPHU Ni3HLOMY BHUSABJICHHI
OKY
IIposiBn Yacrora TskKicTh Komenrapi
%
3umxeHHs 1Q 7090 nomipHa — YacTo CynpoBOIKY€ETHCS
BUpaXEHA | BTpAaTaMM COIlaJIbHUX HABUYOK
MoBgeHHeB1 50-70 nomipHa [Ti3H1# MOYaTOK MOBJICHHS,
NOPYLIECHHS CKJIQJHICTh Y KOMYHIKAI1
[TopymieHns yBaru, 60-80 JIerKa — Yacrimae y mKijapHOMY Bl
T'IIEepPaKTUBHICTb MOMIpHa
Cynomu 10-20 Jerka — Yacrimie npu mi3Hii Teparmii
cepenHs
EmoriitHi po3naau 30-50 oMipHa Jenpecisi, TPUBOXKHICTb,
arpecis

Hitn 3 HecBoeuacHo BusBieHO DKV wyacTto MaroTh cepilo3Hi TpyaHOLIl 3
comiamzaii€eo. Hepinko BOHU CTHKalOThCs 3 OyJIIHTOM, HEPO3yMIHHSM 3 OOKy
nejaroriB ado 130JA11€0 B HaBUabHOMY cepenoBulli. be3 cBoedacHOi KOpekirii
KOTHITUBHUX Ta MOBEAIHKOBHUX MOPYILIEHb TaKl JIITH HE JIOCATAIOTh HAJEKHOTO PIBHSA
akajieMigHoi a0o npodeciiiHoi pearizarii [5].

VY nesxux Bumnagkax ®KVY ngiarHocTyeThCs BKE€ B JIOPOCIOMY BIlll Ha eTami
OOCTEe)XKEHHSI TAllIEHTIB 13 PO3YMOBOIO BIJCTANICTIO HE3 SICOBAHOI €TIOJIOrii, IO
1KPECITIOE BAXKJIUBICTh BpaxXyBaHHS META0OIIYHUX TPUINH HEBPOJIOTTYHUX PO3JIAJIiB
HaBITh y opociux [6].

KniniyHi gociipkeHHs CBig4aTh, LI0 ICHYE YiTKa 3aJIEKHICTh MIXK BIKOM
MOCTAHOBKM JIlarHO3y Ta CTYNEHEM TCUXOHEBPOJIOTIYHUX YpaxkeHb. [iTh, ski

po3MoYany JIKyBaHHS 70 1 MICSIs )KUTTS, 3a3BUYall MalOTh HOPMaJIbHUN IHTEJIEKT 1
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BIJIBIIYIOTh 3BHYAiHI OCBITHI 3aKyianud. HaToMmicTh MaIli€eHTH, y SKUX Tepario O0yio
po3noyaro micis 1 poky, y moHaa 80 % BUNaAKIB MalOTh BiJICTABAHHS B PO3BUTKY [7].

Kputnuaum mepiogom € mepiri 6 MICSIIB JKUTTS, KOJM MO30K OCOOJIMBO
YyTAUBUA 70 TOKCMYHOro BIMBY Phe. V 1mell mepiog BHCOKI KOHIICHTpAIIii
aMIHOKUCIIOTH BHUKJIMKAIOTh TOPYIICHHS (OPMYBaHHS CHUHAICIB, TajJbMyBaHHS
Mi€JTiHI3al1i, a TakoX (YHKIIIOHAIBHI 3MIHU y JIOOOBUX JUISTHKaX KOPU T'OJIOBHOTO
Mo3ky [9].

[IcuxoneBposoriyni Hachigku mi3Hbo BusiBieHOi DKV He Timbku 0O0MeXyroTh
MO>KJIMBOCTI OCOOMCTICHOTO PO3BUTKY JHUTHHH, ajl€ # CTBOPIOIOTh TpPHUBAJE
HAaBAHTAKEHHA Ha CIM 10, CACTEMY OXOPOHH 3[I0POB’ s, OCBITH Ta COLIaJIbHOTO 3aXUCTY .
CBoeyacHa JiarHOCTMKA Ta pPaHHIM MOYATOK Tepamii — €auHl e()EeKTUBHI MUISXU
npodIIAKTUKU [IUX YCKIIAHECHb.

3 METOO MOKPAIIEHHS CUTYaIlll JOUUIBHO:

1. BIIPOBADKYBAaTH IOTVIMOJIEHI KOTHITUBHI CKPUHIHTH IS JiTed 3
MOPYILICHHSIMU MOBJICHHS 400 MOBEIIHKH;

2. MIPOBOJAWTH HaBYaHHS IS (PaxiBIIB OCBITHHOI cepH MO0 BHSIBIICHHS
"yepBOHMX MPaNopLIB" MCUXOHEBPOJIOTIYHUX MPOOIIEM;

3. YAOCKOHAJIUTH IMPOTOKOIN MYJIbTUIUCIHUIUTIHAPHOTO OOCTEXKEHHS IS
JITEH 3 03010 HA 3aTPUMKY PO3BHUTKY.

Takum YMHOM, ICUXOHEBPOJIOT14HI YCKJIaJTHEHHS € HAallCEPUO3HIIINM HACTIAKOM
ni3Hpoi piarHoctuku OKVY, 1 came Ha ixHIO mpodiIakTHKy Mae OyTH CIpsSIMOBaHa
TOJIOBHA CTPATETis MEIUIHOI TOTIOMOTH TaKUM TIaIll€EHTaM.

VY nopocrnoro mamieHta (24 poku), y SKOTO JiarHo3 He OyB BCTAHOBJICHHM B
JTUTUHCTBI, 3a(1KCOBAaHO 3HAYHE 3HIDKECHHS [Q, MOBENIHKOBI MOPYIICHHS T4 PO3BUTOK
¢bo61i. JlikyBaHHs OyJio po3MoYaTo JIMIIE IIICHS TOCTAaHOBKM JIIarHO3Y, aje 3
O0OMEKEHUM TOTIMIICHHSIM KOTHITUBHUX (DYHKITIH.

Yum moBime aymia MO3Ky nepeOyBae mija BIUIMBOM (heHUTaIaHiHy 0e3 KOPEeKIlii,

TAM OUIbII HE3BOPOTHI 3MIHM BHHHMKAIOTh Yy HEPBOBIM TKAHWHI - KJIITUHU TUHYTb,
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HEeWpOHAIbHI 3B’ SI3KH WHYIOTBCS, M0 OOMEXYE MOMKIUBOCTI TEPANEBTAYHOTO
) Yy

BTPYYaHHs HaBITh MICIS MOYATKY JIKyBaHHSI.

3.3. JIaGopaTopHi MapKepH XpPOHIYHOIO nepediry

Oeninkeronypis (OKVY), mo He Oyna aiarHocToBaHa B MEPII THXKHI KUTTS 200
Ma€ HEpEeryJaspHE JIIKyBaHHSA, MEPEXOAUTh Y XPOHIYHY (HOpMy 3 TOCTYIIOBUM
Hakonm4eHHsM ¢enutananiny (Phe) B opranizmi. Llelt cran xapakTepus3y€eTbes CTINKUM
NOPYLIEHHSIM 00OMiHY pE€UYOBHH, 3MIHAMHU Y HEMPOO10XIMIYHOMY TTPO(]1JIl Ta BTOPUHHUM
MOIIKOKEHHSM KJIITHH, OCOOJMBO HEPBOBOI TKAHWHMU. Y TAaKUX BUMAAKaX, OKPIM
KJIACHYHOTO BU3HAuYeHHs piBHSA Phe y KpoBi, JOLUJIBHO 3aCTOCOBYBATH JOJATKOBI
Ja00paTOpPHI MapKEPH, sIK1 BITOOPaKarOTh TSXKKICTh Mepediry XBopoou, e(heKTUBHICTh
Teparii Ta CTYIiHb YpaKeHHs opraHiB-mimenei [9, 10].

KirouoBi 010xiMi4H1 Mapkepu npu XpoHiyHoMy niepediry OKV:

1. PiBeHp (eHinanaHiHy B TIUIa3Ml KpOBI: TOJOBHUN J1arHOCTUYHHMA
Kputepiil. Y Hopmi KoHieHtpailis cranoBuTh 0,06—-0,12 mmouns/n. [Tpu OKVY - moxe
nepeBuIyBaT 1,2 MMouib/i i Oibire [10].

2. CmiBignomenns: Phe/Tyr - BaxknuBuii 1HIUKATOp METaOOIIYHOTO
nucOanancy. TUpo3uH € monepeTHuKoM Aodaminy, 1 Horo AeIIUT CBIAYUTH PO OJIOK
CUHTE3y HeMpOoMeI1aTopiB.

3. HasBHicTh (eninmmipyBaTy B cedi - MNPOAYKT aJIbTEPHATUBHOTO NUIAXY
MeTtabomizmy Phe, cBITUUTE PO IEKOMITIEHCAIIIIO MPOIIECY.

4, [Toka3HMKH OKHCHOTO CTPECY - TaKi K MajJoHOBUM mianpaeria (MDA), sxi
CUTHATI3YIOTh PO YIIKOKEHHS MEMOpaH KIIITHH.

S. Heiipocnietmdiuni Oinmku (S100B, NSE) - mapkepu MNONIKOMKEHHS

He#pormii Ta HeHpOHiB, 0COOIUBO aKTyasbHI IPU TPUBAIOMY BUCOKOMY piBHi Phe [12,

13].
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Tabnuys 3.2
OcHoBHI J1a0opaTopHi MapKkepHu NPHU XpoHiYHOMY nepediry PKY
IToxa3Huk Hopma IIpu ®KY KiiniyHe 3HaYeHHS
denutamanig 0,06-0,12 >1,2 Toxcuunuii nia [THC nipu
(MMOJIB/T) TPUBAJIOMY TT1IBUIIECHHI
Tupo3usa (MMOJIB/1) 0,05-0,15 3HUKEHUN [TopyiienHs: cuHTe3y
nodaminy
Phe/Tyr 1:11-3:1 >10:1 Mapxkep MeTaboIIgIHOTO
nrcOanaHcy
deninmnipyBar <0,1 >1,0 AJNbTepHATUBHUM IIISAX
(mr/ ) MeTaboIi3My
MDA (MxMoJb/i1) 05-1,0 20-40 OKHCHE ITOIIKOHKEHHS
MeMOpaH
S100pB (ar/mm) <0,1 0,2-0,5 | Mapkep ypakeHHsI HEHpOTIii
NSE (ar/mon) <12 >20 [HaKaTOp MOMIKOMKEHHS
HEHWPOHIB

VY namieHTiB, SIKI TPUBAIUN dYac HE OTPUMYIOTh [I€TOTEpAIliio, PIBEHb
(dheHUTalaHIHy 3aJIMIIAEThCS CTA0ILHO MiABUICHUM. Lle mpu3BOIUTH 10 XPOHIYHOL
IHTOKCHKAIIl1 MO3KY, 3MIHH OLJIKOBOTO MPO(]1II0 MIIa3Mu Ta MOSBH BUIBHUX PaAUKaiB.
3okpema, 3poctanHsg MDA cBIAYUTE PO NEPOKCUIHE OKUCIICHHSI JII/IIB, 1110 € OJTHUM
13 MEXaHi3MiB KJIITHHHOTO MOIIKOKEHHS [5].

PiBenp S100B y CHOMHHOMO3KOBIA PIAMHI Ta KpPOBI YacTO BHSBISETHCS
M1JBUIIIEHUM Y TIAI[I€HTIB 13 3aTPUMKOIO ICUXOMOTOPHOTO PO3BUTKY, 1110 CBIAYUTH PO
aKTHBAIliF0 200 MOIIKOMHKEHHS aCTPOIUTIB - KJIITHH, 110 3a0€3Meuy0Th MeTabOIuHy
niaTpuMky HelpoHiB (10). ITapanensHo miaBuiryeThess NSE, e cnenudiyHuii eH3uMm,
1110 BUBUIBHAETHCS MPH ACCTPYKIii HEHpoHiB [7].

Taki 3MiHM 0COOJIMBO TTOMITHI Y JiTel BIKOM IMOHAJ 2 poku 03 JIIKyBaHHS a0o 3
MOPYIICHHSM JIETH. Y HUX YacTO CIOCTEPIra€ThCs 3HIDKCHHSI MACH Tijia, 3arajibHa
acCTeHisl, 3aTPUMKA 3POCTY - 03HAKH CUCTEMHOTO METaOOIIYHOTO MOPYIIIEHHS.

OxkpiM OCHOBHUX MOKA3HUKIB, Y IPAKTHUIIl BCE YACTIIIE 3aCTOCOBYIOTh:

1. AMiHOAUIOTPaMYy - JJIsl KOMIUJIEKCHOT OIIHKY CIIEKTPa aMIHOKHUCIIOT.
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2. MarsiTHO-pe30HaHCHY CIIEKTPOCKOIII0 MO3KY - JJI1 HEIHBA3UBHO1 OI[IHKU
Phe-nakonmuenns y [THC.

3. ['eHeTnyHe TecTyBaHHSA - JJIA YTOYHEHHs MyTaiid y reHi PAH Ta
nporHo3y nepediry xsopoou [10].

JlaGoparopHi Mapkepu xpoHiuHoro mnepebiry ®KY wMawoTh Haa3BHYalHO
BYKJIMBE 3HAYEHHS JIJIs1 IMHAMIYHOTO CIIOCTEPEKEHHS Ta IPOrHO3Yy. BOHU 103BOJISIOTH
HE JIMIIIE OLIHUTH €(PEKTUBHICTh JIKYBaHHS, ajie ¥ BUSBUTU PU3HK YCKIAAHECHB IIIE 10
MOSIBU KJIIHIYHUX CUMITOMIB. 30KpeMa:

1. Bucokuii piBenb MDA wmoxe mnependayaTd pO3BUTOK KOTHITUBHHUX
NOpYILIEHb HaBITh IPU NOMiIpHOMY MiABUIIeHH] Phe.

2. 3wmina crhiBBigHomeHHs Phe/Tyr curnanizye npo HEOOXIAHICTh KOPEKIIIi
TIETH.

3. [TosiBa geHiNMipyBaTy B ceul BKa3ye Ha 3HIKEHHS €()EeKTUBHOCTI Tepartii
a00 MOPYIICHHS TIETUYHOTO PEKUMY.

Takum 4rHOM, OAaraTOKOMIIOHEHTHUH MIJIX1A A0 Ja00OPaTOPHOTO MOHITOPUHTY
JIO3BOJIAE 1HAMBIMyaTizyBaTH BeleHHS mamieHTiB 3 DKV, cBoewacHO 3MiHIOBATH
TaKTHKY JIIKyBaHHS 1 3HIKYBATH PU3UK TIOBMOTPUBAIINX YCKIIATHEHb.

VY nariienra 3 piBaeM Phe = 2,3 mmons/n, Tyr = 0,06 MMOJIb/1, CITiBBIIHOIIEHHS
Phe:Tyr = 38:1 - 1ie CBIqUMThH MPO TOHKKHUK JUCOATAHC aMIHOKHCIIOTHOIO OOMIiHY Ta
BUCOKUN pu3uK HelporokcuyHocTi. [ligBumenuit S100B (0,25 Hr/mi) migrpumye

rinoTe3y akTUBAIlll KIIITUHHHOTO YIIKO/XKEHHS Y HEPBOBIM TKaHUHI.

3.4. O0MexeHHs TepaneBTHYHOI e()eKTUBHOCTI NP Mi3HbOMY BHSIBJICHHI

JlikyBanns ¢eninkeronypii (PKY) 6a3zyeThcst Ha CyBOpiii HU3bKOOIIKOBIN JI€TI
3 oOMexeHHsM (eninananiny (Phe) 1 3acrocyBanHI crneriani3oBaHUX CyMilIel, 10
3a0e3MeuyloTh OpraHi3M  HE3aMIHHUMH  aMiHOKucioTamu 6e3 BMmicty Phe.

EdekTuBHICTh Teparii npsiMO 3aleXUTh BiJ BIKY MOYATKy JIIKyBaHHSA. UuM mi3HimIe
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BUSIBJICHE 3aXBOPIOBAHHS, TUM HIDKUOIO € TEpaneBTUYHA BIAMOBIIb Ta MEHIIOKO -
MOJKJTMBICTh 3BOPOTHOT'O PO3BUTKY HEBPOJIOTIYHUX ycKiIaaHeHb [10].

Mexa e(exkTUBHOCTI Jdi€eToTepamii BHU3HAYAETHCA IIEPIOJOM  AKTUBHOTO
¢dbopMyBaHHS TOJIOBHOTO MO3KY - 0COOIMBO B mepiii 6-12 micsiB xuTTs. Bizomo, 1mio:

1. k1o MKyBaHHS PO3MOYATO O 3 THUXKHIB JKUTTA, TUTHHA MA€ MIAHC Ha
HOpMAaJIbHHI 1HTEIEKTYyalbHHH po3BuToK [10];

2. [Touatok Tepamii micias 6 MICSIIB 3HAYHO MIJABUINYE PU3UK CTIAKOL
PO3YMOBOI BIICTaJIOCTI,

3. [Tpu BusBnenni @KV micas 1 poxky, HaBITh CyBOpe TOTPUMAHHS I1€TU HE
JI03BOJISIE TIOBHICTIO BITHOBUTH (DYHKIIIT IIGHTPATBHOI HEPBOBOI cuctemu [11].

[TpuurHY 3HMKEHHS €(hEKTUBHOCTI JIIKYBaHHS MIPH MI3HbOMY BHUSIBJICHHI

1. He3BopoTHI CTpyKTypHI 3MIHM B TOJIOBHOMY MO3KY - XpOHIYHA Jis
BHCOKHX KOHIIEHTpaIliii Phe cipuunHsie mopymieHHs Mi€liHi3allii, 3aru0esib HeHpPOHiB,
3aTPUMKY PO3BUTKY CHHANITHYHMX 3’ €qHaHb [12].

2. 3HI)KEHa YYTIUBICTh JO Tepamii - y cTapmux JiTed abo I0opociaux
HEHPOTOKCUYHUN BIUIUB BXE€ CHPUYMHUB (YHKIIOHATBHI JediluTH, SKI HE
i/1alI0ThCS 3BOPOTHOMY PO3BUTKY.

3. dopMyBaHHS CTiIMKOT HEHWpOMATOJNOrii - AyTUCTUYHI PUCH, CYIOMHUU
CUHAPOM, BUPaXEH1 MOPYIICHHS MOBIICHHS HE 3HHUKAIOTh HAaBITh 3a 11€abHOTO
KOHTpoJIto piBHS Phe.

4, 3HIKEHHS] KOMIUIAE€HCY TAIIEHTIB - CTApIIi JITH TipIIe aanTyioThCs 10
CYBOpOi MJIETH, YaCTO BIAMOBJISIOTBCS BIJ CyMIIIEH dYepe3 CMak, IO YCKJIAIHIOE
HiATpUMaHH JIiIKyBaJbHOTO edekty [13].

VY psai gocnimpkeHs Oys10 MoKa3aHo, 1110 HaBITh 3a JOCSTHEHHS I[ITbOBOTO PiBHS
Phe (<360 mxmounb/n) y aiTeil ctapuie 1 poky, KOTHITHMBHI (DYHKIIT 3aJIMIIAIOTHCS
sHmwkeHnMu. Hanpukinan, y nociimkensi Pater et al. (2018) 3 25 narienTamu 13 mi3HBO
BusiBjieHor0o DKV, cepenniii 1Q cknaB numie 64, He3Bakaroud Ha JTOTPUMAHHS JTIETH

noHan 2 poku [14].
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[H111 aBTOpU Bi3HAYAIOTH, IO TOBEAIHKOBI PO3JIau (TIMEpaKTUBHICTh, arpecis,
TPUBOXKHICTh) YacTO 30€epIratoThCs HaBITh MPU HOpMaTizallii G10XIMIYHUX MOKa3HUKIB,

110 CBIYHTD IIPO HE3BOPOTHICTh YaCTHHU HEUPOIICUXOJOTIYHMX 3MiH [15].

Tabnuys 3.3
CyuacHi TepaneBTH4YHiI 00MeKeHHS
IIpobsiema Onuc
OOmexeHa 3BOPOTHICTD Hetiporokcuunicts Phe y panHbOMY Billi He
KOTHITUBHUX 3MIH KOMITEHCYETHCS MI3HIIINUM JIIKYBaHHIM
MeHma epeKTUBHICTh AIETH Crapuii 1iTH MEHILIEe JOTPUMYIOThCA CYBOPOIi

HU3bKOOLIKOBOT I1€TH

BiacytnicTe MoTHBariil y miuniTKiB | YacTo BUHMKAaE HEOaKaHHS JOTPUMYBATUCH

pEXKUMY Yepe3 MCUXOJOTTUHUN JTUCKOM(OPT

Bucoka BapTicTh JIIKyBaHHS Cywmini Ta 1i€TUYH1 TPOTYKTH — JOPOTi, HE

3aBJIM JIOCTYIIHI B perioHax

HenocratHs KUTbKICTh BiacyTHICTh CUCTEMHOTO CYITPOBOIY

MYJIbTUIACIUTUTIHAPHOT M ATPUMKH JIoTOIEeAa, ICUX0JI0Ta, HEBPOJIOTa

[Tonpu oOMeKeHHs, MEBH1 MO3UTUBHI PE3yJIbTaTH MOXJIMBI HaBITh IPH MI3HHOMY
BUSIBJICHHI, 32 YMOBH KOMILIEKCHOTO IM1IXOTY:

1. [11n01p ageKBaTHOI N1€TU 3 YpaxXyBaHHAM BIKY Ta CYNyTHbOI NAaTOJIOTI];

2. 3acrocyBaHHs HerpomeTaOoniyaux npenapatiB (L-kapHiTHH, BiTaMiHA
rpynu B, omera-3 xupHi KHCIIOTH);

3. PoGoTa 3 mcuxosiorom i jororeaoM, COpsSMOBaHa Ha coIliajiizaifiio Ta
MOBJIEHHEBUHM PO3BUTOK;

4, Oninka e(heKTUBHOCTI 32 I0MTOMOT00 HEUPOIICUXOJIOTTYHOTO TECTYBaHHS,

a He Jimnie 610XiMiYHUX Toka3HuKIB [17, 18].
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BucnoBknu 10 po3aiay 11

ITizne BusiBIeHHS (DEHIIKETOHYpIi CYTTEBO OOMEXye e(PEeKTHBHICTH Teparii,
MepIn 3a BCE Yepe3 HE3BOPOTHI 3MIHU B IIEHTPAJIbHIM HEPBOBIH CHCTEMi, IO BXKE
B1JIOYJIMCA JJO MOMEHTY BCTAHOBJICHHS J11arH03y. B Takux BuIagkax JIiKyBaHHS HOCUTb
MEPEeBAXHO MIATPUMYIOUUHN XapaKTep, a TOJIOBHOIO METOIO0 CTA€ MOKPAIEHHS SKOCTI
KUTTSI, @ HE IOCSTHEHHS TOBHOTO BiTHOBJICHHS.

Lle miaKpecioe BaKIUBICTh MAaCOBOTO CKPUHIHTY HOBOHAPOXKEHUX, PAHHBOTO
MOYaTKy Tepanii Ta MYJbTHIUCUMUIUIIHAPHOTO CYMPOBOAY SK KIHOYOBUX (PAKTOpIB

npoUIAKTUKU TKKUX hopm OKVY.
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PO3LJI IV
BJIACHE JOCJ/IIIKEHHSA: IIOPIBHAHHSA KJITHIKO-IABOPATOPHHUX
JAHUX Y JITEX 3 PAHHIM I III3HIM BUSIBJIEHHSIM ®KY

4.1. XapakTepucTHKA 00CTEKEHOI BUOIpKH TiTei

Y Oynp-aKOMy KIIHIYHOMY JOCTI/DKCHHI OCOONHMBA yBara MPUIUISETHCS
peTeNbHOMY OIKCY BHOIPKM MAII€HTIB, OCKIIBKK caMe€ BiJ 1 pernpe3eHTaTUBHOCTI,
BIKOBUX, JeMOrpaiuyHUX Ta KIHIYHUX XapaKTEPUCTUK 3aJI€KUTh BaIHICTh
OTpUMaHUX pe3ynbTariB. g mocaiymkeHHs mizHIX GopM (eninkeTonypii (PKY)
BKJIMBO BPAaxOBYBATH BIK BUSIBJICHHS, TPUBAJICTh BIJACYTHOCTI JIIKYBaHHS, PiBEHb
(dbeHUTaNaHiHy, a TaKOXK HasIBHICTh HEBPOJIOTIYHUX CUMITOMIB.

O6ctexxeno 50 miteir 13 miarHo3oM mi3Hboi DKV, ski mepebyBanu Ha
JIMCITAHCEPHOMY OOJIIKY Yy CIeliali30BaHOMY IEHTP1 MeTabOJIYHUX 3aXBOPIOBAHb
npoTAToM ocTaHHIX 3 poki [19]. BikoBwii miama3oH naii€HTiB CTAHOBHB BiJ 1 poKy 10
12 pokiB (cepenniit Bik - 6,4 = 2.8 poku). Cepen Hux Oyno 28 XJIOMYUKIB Ta 22
JIBYMHKH, IO BIANOBIJA€ cHiBBIIHOMIEHHIO 1,27:1, 1m0 cmiBnajgae 3 JaHUMHU 1HIIAX
nocaimkens [20].

JIiist ygacTi y JOCTIKEHH1 AITH BIATOBIAIM HACTYITHUM KPUTEPISM:

1. [TinTBepmKkeHM a1arHo3 (EHUTKETOHYPIi 32 TOMOMOIOK MOJIEKYJISIPHO-
FeHETUYHHUX METO/IIB.

2. Bik Ha MoMmeHT oOcTexxeHHs Bij 1 10 12 pokiB.

3. BifcyTHICTh NOBHOILIIHHOTO JIIKYBaHHS a00 MOYATOK JI€TOTepamii He
paHite 6 MICSIIB )KHUTTSL.

4. HasiBHiCTh MTUCHMOBOT 3roju 0aThKiB [21].

Buxmouanucs nitv 3 1HIIMMHA METaOOTIYHUMH MOPYIIEHHSIMH, T€HETUIYHUMHU

CHUHAPOMAaMH Y1 BAJKKUMHU COMAaTHYHHUMHU 3aXBOPIOBAHHAMMU.
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3a comiaJbHUM CTAaTycoOM OUTBIIICTh cimel (68%) Hamexanw 10 CepeaHbOTO

kiacy, 20% - mo Hu3bkoro, ta 12% no Bucokoro [22]. OcBiTHi# piBeHb OaTHKIiB

nepeBaXXHO cepenHid (ocHOBHa abo cepedHsi ocBiTa) - 74%, 110 BIUIMBAJIO Ha
MOJKJIMBICTh IOTPUMAHHS CKJIQJIHUX JIETUIHUX PEKuUMiB [23].

VY oOinbmocti giter (62%) ¢deHinkeToHypis BHsABIEHA Micias 6 MicsIiB, IO

BU3HAYAJIO Mi3HIN o4yaTok Tepanii [24]. OcHOBHUMU ckapramu OyIIu:

1. 3aTpuUMKa ICUXOMOTOPHOTO PO3BUTKY - Y 78%.

2. [TopyiienHs MoBJieHHs - 64%.

3. Eninentuyuni nposisu -y 22%.

4, [ToBemiHKOBI po3iaau (TimepaKkTUBHICTE, arpecis) - 30% [25].

Cepenniii piBeHb (heHUIATAHIHY Yy IUJIa3Ml KpOBI Ha MOMEHT OOCTEKECHHSI
cranoBuB 1,85 + 0,65 MMOJIIB/1, TII0 3HAYHO NepeBHIye HOpMy [26]. CriBBiqHOIICHHS
Phe/Tyr 6ymno B Mexkax 8—15, 110 CBIAYUTH PO BUPAKEHUN METAOOTIYHUM TucOanaHc.

3 orJsiAy Ha TPUBANICTD BIJICYTHOCTI @00 HETOCTATHOCTI JIIKyBaHHS, y 96% miTeit
CHOCTEPITaINCh O3HAKH XPOHIYHOI 1HTOKCHUKAIIII, III0 CYITPOBOIXKYBAIOCh 3HUKEHHAM
MOKa3HMKIB SIKOCTI )KUTTS 3a TaHUMH OTIMTYBAJbHHUKIB 1151 0aThKiB [27].

OTtpumani aemorpadiyi Ta KJIIHIYHI XapaKTePUCTUKU BUOIPKH B1AOOPaKarOTh
TUTIOBY KapTuHy Mi3HK01 @KV B peanbHiil nMpakTHili, M0 MiATBEPHKYE BIAMOBIAHICTh
JOCTIIKCHHST CBITOBMM cTaHaapTam [28]. BikoBa cTpykTypa MaIlieHTIB J103BOJISE
OXOMUTH KPUTUYHI TEpPIOAM PO3BUTKY LEHTPAIBbHOI HEPBOBOI CHUCTEMH, IO €
BKJIMBUM JIsI OLIIHKHU BIUTUBY XBOPOOU HA KOTHITUBHI (PYHKIIIi.

3HauHa YacTKa JITed 13 3aTPUMKOIO PO3BUTKY Ta IHIIUMH HEBPOJIOTTYHUMH
NposiIBAMHU MIJKPECTIOE€ HarajibHy MOTpeOy y BIPOBAHKEHHI OUIbII ePEeKTUBHHUX
IIporpaM paHHbBOI JIIarHOCTUKH Ta peadimTarii.

XapakTepucTuka o0CTexeHO01 BUOIPKH IEMOHCTPYE TUIOBI 03HAKH Mi3HBOI PKY
Ta 00yMOBJIIOE HEOOXIHICTh KOMILJIEKCHOTO MYJbTUIUCIUIIIIHAPHOTO MIIXOTy JUIs

KOpekii cTaHy mamieHTiB. Jlemorpadiuni Ta KIHIYHI TapaMeTpy BiJANOBIIAIOTH
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KPUTEPISIM BITOOPY Ta PENPE3CHTYIOTh HACEICHHs, IO MepedyBae y rpyIi pU3MKy 3a

Mi3HIM BUSIBIICHHSIM 3aXBOPIOBaHHS.

4.2. MeT010J10Tifl JOCTiKEHHA

[IpaBunpHEe TIaHyBaHHS Ta YITKO BHU3HAYE€HA METOMOJIOTISA € OCHOBOIO OYIIb-
SKOTO KIIHIYHOTO AOCHKEeHHS. B nmanomy posnini omucaHo BHOIPKY, KpuTepii
B1100pYy, METOAM 300py JaHMX, 1HCTPYMEHTHU JIarHOCTUKH Ta CIOCOOM OOpOOKH
1H(popMarllli, MO BUKOPUCTOBYBAJIUCA I AOCHIHDKEHHS Mi3HBOI (PEHIIKETOHYpIi
(DKY).

O6’exTOM AOCHIKeHHS OyiM JiTH 3 Mi3HIM BusBIeHHsIM DKV BikoMm Bix 1 10
12 pokiB. [IpeameToM € KIliHIYHI, JTa0OPATOPHI, ICUXOHEBPOJIOTIYHI MOKA3HUKH Ta iX
KOpEJISIIIisl 3 TPUBATICTIO Mi3HBOTO JiKyBaHHS. OOcTexkeHo 50 miTel, BIAMOBIIHO J0
KPUTEPIIB BKIFOUCHHS Ta BUKIIOUCHHS, ONMCAHUX Y MonepeaHbpoMy po3aiii [19, 21].

Metoau 300py TaHUX:

1. Kiiniune o0OCTEeXEHHs. OI[iIHKa HEBPOJOTIYHOTO CTaTyCcy, piBHA
MICUXOMOTOPHOT'O PO3BUTKY, peECTpallid CKapr 1 aHaMHE3Y.

2. JlabopaTopHi AOCHIPKEHHS: BU3HAYCHHsI PiBHS (DeHUIaNaHIHy B KpPOBI
METOIOM BHCOKOC(EKTHBHOI piguHHOT XpomaTorpadii (BEPX) [26, 29].

3. [IcuxoHeBpOJOTiYHE TECTYBAaHHSA: 3aCTOCYBaHHS CTaHAAPTH30BAHUX
IIKaJT JIJIS1 OI[IHKK KOTHITMBHUX (DYHKIIIH Ta moBeaiHKOBHX nopyiieHs [30].

4, AHKeTyBaHHSI 0aTbKiB: OI[IHKA COLIAJIbHO-TICUXOJOTIYHOTO CTaHy CiM’i,

PIBHSI KOMIUTAEHCY Ta SKOCTI )KUTTsI qutunu [27, 30].

Tabnuys 4.1
CTpykTypa 10C/iIKeHHSA
Eranm pociigkeHHs PesyabTaTn
1. [TinroToBumii eTan [TinGip BUOIpKHU, OTpUMaHHS 3r0I1 0ATHKIB

2. Kniniune oOGcTeKeHHs O1iHKa HEBPOJIOTIYHOTO CTaTyCy, 301p aHAMHE3Y
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3. JITaGopatopH1 JOCHTIIKEHHS Busnauenns piBHs Phe, GioxiMiunuii aHami3
4. IlcuxoHeBpoOJIOTIYHE 3acToCyBaHHS HEHPOICUXOIOTTUHUX METOAUK
TECTYBaHHS

5. AHKeTyBaHHS Ta IHTEPB 10 30ip corianbHO-TICUXOJIOTIUHOT 1H(OopMaIIii
6. O0poOka naHux CraTucTHYHUMN aHAalli3 pe3yNbTaTiB

[HCTpYyMEHTH Ta 00N HAHHS

1. BEPX-cucrema Agilent 1260 Infinity mis BusHauenHs ¢eHinananiny B
ia3mi kposi [19].

2. Tect mxamu Wechsler Intelligence Scale for Children (WISC-1V) mus
OIIiHKH iHTeNeKTY [20].

3. AHKeTHI  ¢GopMH, po3poOJIEHI HA  OCHOBI  CTaHJAapTU30BaHUX
OITUTYBAJBHUKIB SIKOCTI )KUTTS Ta KOMIUTacHey [22, 21].

4, Cratuctuune mnporpamHe 3a0esmeueHHs SPSS v25 nns  anamizy
OTpPUMaHUX JaHuXx [22].

JIst aHAiI3y 3aCTOCOBYBAJIUCS SIK ONMKCOBA CTATHCTHKA (CEPEIHE, CTaHIApTHE
BIJIXWJICHHSI, MEJl1aHa), TaK 1 IHPEepEeHTHI METO/IH:

1. Kopensuiitnuit anami3z [ BUSABJICHHS B3a€MO3B’S3KIB MK piBHEM
(deninananiny Ta KOTHITHBHUMH TTOKa3HUKaMu [23].

2. Tect Manna-YiTHi JUIS MOPIBHSIHHS JIBOX rpyn 3a
HENPSIMOPO3MOIUICHUMH TTapaMeTpamu [24].

3. Penpeciithuii anami3 it MOACITIOBAHHS 3aJICKHOCTI (DYHKITIOHATBHUX
TIOKa3HMKIB BiJI TPUBAJIOCTI JIiKyBaHHS [25].

JlocipkeHHs TpOBeCHE BIMIOBIIHO 0 MPUHIMITIB [ €IbCIHCHKOT IeKTapariii, 3
oTpuMaHHsAM iHGOpMOBaHOT 3rofu Bia OathkiB [26]. KoHdinenuiiiHicts iHGopmartii

3abe3reuyBajach yepe3 aHOHIMI3aIllI0 TaHUX.
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Tabnuys 4.2
OCHOBHI XapaKTepPUCTHKU BUOIPKH 32 METOIaMU 00CTeKEeHHS
MeTtoa o0cTeKeHHSHA KinbkicTh BiacoTok Bix 3arajJnbHoi
3aCTOCYBaHb BuOipku (%)
Kiiniune o0cTexxeHHs 50 100
JlaGopaTopHi JOCIIIKEHHS 50 100
[TcuxoHeBpoJIOTIUHE 48 96
TECTyBaHHS
AHKeTyBaHHs 0aTbKiB 50 100
Tabnuys 4.3
MeTtoau J1a0OPATOPHOTO A0CTiAKEHHS
IHoka3Huk MeTtoa gocaiaKeHHs Ipunan/peakTuBu
PiBenp (peHinanaHiHy B KpOBi BEPX Agilent 1260 Infinity
CniBignomenns Phe/Tyr BEPX Agilent 1260 Infinity
3aranpHUM aHaNi3 KPOBI ABTOMaTHUYHUUI Sysmex XN-1000
reMaToJIOTTYHUN
aHaji3aTop

OOMeXeHHSI METOL0JIOT11:

1. OO6mexeHuit po3Mip BUOIPKH Yepe3 PIAKICTh 3aXBOPIOBAHHS.

2. BifcyTHiCTh  JOBrOTPHBAJIOrO  CIIOCTEPEKEHHSI MICIA  3aKIHYEHHS
JOCITIIKEHHS.

3. MosximBa cy0’eKTUBHICTB Y pe3yJIbTaTaX aHKETYBaHHS Uepe3 COLlialbHUN

Oaxanuii epexT (27).
O6pana MeTo10J10T1s 3a0e3neuy€e KOMIUIEKCHUN TIX1 10 JOCTIKEHHS M3HBOT
beHITKeToHypii y MiTeH, MOETHYIOYN KJIIHIYHI, TaOOpaTOpHI Ta MCUXOHEBPOJIOTIUHI

METO/IM 3 YPAaXyBaHHSAM COILIaTbHO-TICUXOJIOTTYHUX (PAaKTOPIB. 3alpoONOHOBAaHA CXeMa
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300py Ta OOpOOKM JaHMX JO3BOJISIE OTPUMATH HAaiWHI, BaJifHI pe3yJbTaTH, IO

CIPUATAMYTH KPalIOMy PO3YMIHHIO BIUIMBY Mi3HHOTO JIKyBaHHS HA CTaH AITEH.

4.3. KiiniuHi 0co0,1uBOCTI nmepediry 3ajie;kHo BiJ 4acy JiarHOCTHKH

[Ti3ne BusBneHHa QeHuikeToHYpli (PKY) cyTrreBo BrUIMBae Ha KIHIYHUN
nepelir 3axBOPIOBAaHHS Ta BH3HAYa€ XapakTep 1 TSOKKICTh HEBPOJIOTIUHUX,
MICUXOHEBPOJIOTIYHUX 1 COMAaTHMYHHMX MpOsiBIB. Yac MIarHOCTHKH BiJIrpa€e KIOUYOBY
poJib Y (hOpPMyBaHHI CUMIITOMATUKHU Ta MPOTHO3I.

Panne Bussnennss @KV (10 3 miciiiB) 103B0JII€ pO3MOYATH AIETOTEPAITIIO, 1110
3anobirae po3BUTKY TsDKKUX ypaxeHb [IHC. HatomicTs mizHsa miarHoctuka (micis 6
MICSIIIB 1 OJIbIIIE) aCOLIIOETHCS 13 OLIBII BUPAKEHUMH KOTHITUBHUMH, PYXOBUMH Ta
noBeaiHKoBUMH nopytieHasMu [30].

VY nmocnmipkyBaHii BUOipi AiTedt (n=50) moaiut 3a BIKOM J[IarHOCTUKU HAaBEJICHO

y Tabnuui 4.4.
Tabnuys 4.4
Po3noain aiTeii 3a BikoM JIarHOCTUKH
I'pyna 3a BikoM aiarHOCTHKH KinbkicTh aiTei Biacorok (%)
o 3 micsiiB 12 24
Bin 3 no 6 micsiiB 16 32
ITicas 6 micsiiB 22 44

Kniniuni cumnmomu 6 piznux epynax:

BigmiHHOCTI y KIIIHIYHIA KapTWHI mpenacTarieHi y taonuigx 3.2., 3.3., 4.4.
[amienTy, y SIKMX JlarHO3 BCTAHOBJICHO MI3HIIIE 6 MICAIIB, JEMOHCTPYBAIHN 3HAYHO
BUIIlY YaCTOTY:

1. 3aTPUMKH IICUXOMOTOPHOTO PO3BUTKY (82%);

2. MOBHHX po3nafis (73%);



3. cynmomMHuX HamamiB (27%);

4, MOBEIIHKOBUX MOpyLIeHb (36%).
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Tabnuys 4.5

IHomupeHicTh 0CHOBHUX KJIIHIYHUX CUMIITOMIB 32J1€5KHO BiJl 4aCy JiarHOCTUKHU

Cumnrom o 3 micsiniB 3—6 micauiB | Ilicaa 6 micauiB
(%0) (%) (%)
3aTpuUMKa ICUXOMOTOPHOTO 25 56 82
PO3BUTKY
[TopymieHHst MOBJIEHHS 17 44 73
Cynomu 8 19 27
[ToBeninkOBI po3naau 12 25 36

[1i3HEe BUSIBICHHS IMOB’S3aHE 13 PO3BUTKOM OUIbII BHPAKEHUX HEBPOJIOTTYHHX

3MiH, 30KpeMa TINEePTOHYCY,

aTakcii Ta mnopymeHb KkoopauHamii. [li mposiBu

OOyMOBJIEHI HAKONWYEHHSM (PeHUIaNaHIHy Ta TOKCUYHHMM BIUIMBOM Ha MO3KOBY

Tkanuny [13, 14].

VY rpyni 3 mi3HIM J1arHO30M CTaTHUCTUYHO 3HAYYILE YacTIIIEe CIOCTEPIratoThCs

KOTHITUBHI TIOpYIIEHHS, 3HIDKeHHS 1Q, mopymieHHs yBaru ta nmam’siti. Lle BiamoBigae

pe3yJibTaTaM MiKHAPOJIHUX JOCTIKEeHD [22, 23].

Tabauys 4.6

IIcuXoHEBPOJIOTiYHI MOKA3HUKH Y JiTeH 32JI€KHO BiJl 4acy JiarHOCTUKHU

IToxa3nuk o 3 micsiniB 3—6 micsauiB ITicas 6 micaniB
(cepenne = SD) (cepenne = SD) (cepenne = SD)
1Q 98 £5 85+8 70 £ 12
PiBens yBaru (6ai) 45+0.5 32+0.7 2.1+0.8
[Tam’s1Th (O2IT) 4.8+0.4 3.6 £0.6 24+0.7
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[li3He niarHOCTYBaHHS MPU3BOAUTH JO HE3BOPOTHUX 3MIH y IIEHTpPaIbHIiH
HEPBOBI cucTeMi, MmO OOMexye e(eKTHUBHICTH Tepamii. Yum paHilie po3mnoyaTto
JIKyBaHHS, TUM KpaIHi MPOrHo3 (yHKI[IOHAILHOTO BiHOBICHHS (28, 24).
OTpumaHni 1aHi MiATBEPIKYIOTh, 110 Yac JIarHOCTUKH € KIIOYOBUM (PaKTOPOM,
AKAW  BHU3HA4Ya€ KIIHIYHUA  1iepelir  ¢geHuikeToHypli. I[li3He  BUABICHHSA
CYNPOBOJKYETHCSA OUIBII TSKKHUMH CHUMIITOMaMHM, IO YCKJIQJHIOE pealduliTaiio Ta
MOTIPIIYE SAKICTh JKUTTS MAIIEHTIB.
PanHs miarHOCTHKA Ta CBO€YACHE JIIKYBaHHS € MIPIOPUTESTHUMH 3aBIaHHSIMU IS

CUCTEM OXOPOHU 310POB 1.

4.4. TlopiBHSUIbHMIT aHAJI3 J1a00PATOPHUX NMOKA3HUKIB

JlaGopaTopHi TOKAa3HUKH BIJITPAOTh KIIOYOBY pOJb y J1arHOCTHII,
MOHITOPUHTY Ta OIIHII edekTuBHOCTI Tepanii ¢eHunkeTonypii (PKY). OcobnuBuii
IHTEpPEC CTAHOBHUTH IOPIBHSHHS LMX IOKAa3HUKIB Yy MAI€EHTIB 13 PI3HUM YacoM
MIaTHOCTHUKH, IO AO3BOJISIE OLIHUTHU BIUIMB II3HHLOIO BHSBJICHHS Ha META0OIIYHUU
CTaTyC Ta MPOTHO3.

['onoBuuM Gioximiuaum mMapkepom y DKV € piBens deninananiny (Phe) y kposi.
Joro miaBHINEHHS CBiMYATH MPO MOPYILICHHS OOMiHY aMiHOKHCIOT uepe3 nediluT
depmenty Qeninananinrigpokcunazu [29]. Takox BaKJIMBUM € CHIBBIIHOIICHHS
¢eninananin/tupo3un (Phe/Tyr), 1o xopentoe i3 THKRKICTIO 3axBoproBanHs [30].

VY nocmimkyBaniii BuOipii 50 miteit piBeHb Phe cyTTeBo Bimpi3HIBCS 3aJIeKHO
BiJ yacy miarHoctuku (Tabmnuis 3.1). ITamieHTH 3 Mi3HLOKO AIarHOCTHKOIO MajIH BHIII

3HA4YEeHHsI, 110 CBITYUTH MPO JOBTOTPUBATY JEKOMIICHCALII0 OOMIHY.
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Tabnuysa 4.7

PiBeHb ¢eniniananiny B KPOBIi 3aJ1€5KHO BiJl Yacy JiarHOCTHKH (MOJIb/JI)

I'pyna 3a yacom giarnoctuku | Cepenne £ SD | Minimym | Makcumym
o 3 micsiiB 180 £ 40 110 240
Bin 3 mo 6 micsiiB 320+ 70 210 410
[Ticist 6 micsriB 520 £90 430 640

[Tinumene cuiBBigHOmIeHHss Phe/Tyr BimoOpaxkae mopymieHHS OOMIHY 1 €

INPOTHOCTUYHO HecrpuaTiuBuM (hakropom [30].

Tabnuys 4.8
CniBBiIHOIIEHHA (PeHLIATIAHIH/TUPO3HH Yy IPynax
I'pyna 3a yacom Cepeane = SD Minimym | Makcumym
JiarHOCTHKH
o 3 micsiB 2.1£0.5 15 3.0
Bix 3 mo 6 micsmiB 3.8+0.7 3.0 5.2
[Ticnst 6 micsiB 6.0+1.2 4.5 7.8

OkpiM OCHOBHMX, BHBYAJIUCS 3arajbHi IMOKa3HUKH KpOBI Ta O10XIMIYHUUI

podiJib, 0 MOTJIM BiIOOpaXKaTH CTaH MEYiHKHU, HUPOK 1 3arajibHe 3/I0POB'sl MAIIEHTIB

(12).

Tabnuys 4.9
OcHoBHI 0ioxiMiuHi MOKa3HUKHU B rpynax (cepeane £ SD)
IToxa3znuk o 3 micsiniB 3—6 micsauiB ITicas 6
MicsaliB

ANAT (OJ/n) 22+5 30+7 38+ 10
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AcAT (O/m) 25+6 33+8 40+ 11
3aranpHuii 61710K (T/11) 70 + 4 65+5 60+ 7
Kpeatunin (MKMOJIB/) 48 £8 52+10 58 +£12

[TinBumeHHst akTHBHOCTI NIediHKOBHX epMeHTiB (ATAT, AcAT) y mamieHTiB i3
MI3HIM J1arHO30M MO’K€ CBIJYUTH TMPO IMOYATKOBI 3MIHM B TemaTolMTax dYepe3
meTabomiuanii ctpec [13]. 3HrbkeHHS 3arajgpbHOro OiKa BiOOpaXkae MOPYIICHHS
CUHTETUYHOI (PyHKIIIT TEYIHKH.

[TopiBHsIBbHUN aHAII3 Ja0OpPATOPHUX TMOKA3HUKIB MIATBEPKYE, IO MI3HIIIE
BCcTaHOBJIEHH: A1arno3y @KV nos’s3ane 13 ripiiuM MeTadoII1YHIM KOHTPOJIEM 1 OLITbIIT
BUPAXECHUMU MOPYIICHHSIMHU B CUCTEMax OpraHi3My.

BuacHe BUABIEHHS 3aXBOPIOBaHHS Ta PETYJSIPHUA KOHTPOJb  PIBHS

(deH1nananiny € HeoOX1JHUMU JJIs MONEPEIKEHHS YCKIaHEHb.

4.5. CTaTUCTHYHA OLiHKA pe3yJbTaTiB

CratuctuyHa OIlIHKa OTPUMAHUX JIaHUX € HEBIJI €MHOI0 YaCTHHOIO
TOCTIDKEHHSI, 10 JI03BOJISIE OO'€KTUBHO OIIIHUTH JIOCTOBIPHICTh BUSIBJICHUX
3aKOHOMIPHOCTEH, BU3HAYUTH 3HAUYIIICTh BIAMIHHOCTEM MIX TpynaMu Ta 3poOUTH
BHUCHOBKH II[0JI0 BIUIMBY Yacy JIIarHOCTUKW Ha KIIIHIYHI Ta JJa00OpaTOPHI MOKA3HUKU Y
naiieHTiB 3 gpeHukeTonypietro (OKY).

Jiist aHanizy JaHuX BUKOPUCTOBYBAJIMCS TaKl METOIH:

1. OIKMCOBA CTATUCTHKA (CEpeHE 3HAUCHHS, CTAH/IAPTHE BIXUJICHHS);

2. kputepiit CtproienTa (t-TecT) 11 HOPIBHSIHHS ABOX IPYIL;

3. anami3 BapianciB (ANOVA) 115 mopiBHSHHS TPhOX 1 O1IIbIIE TPYTI,

4, HermapamMeTpuuHuid Kputepii ManHa-YiTHI AJid  JaHuX, 00 HE

BIJIMOBIJIaI0Th HOPMAIBLHOMY PO3MOJILTY;
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d. Kopemsimiiiauit  anamiz  (koedimient [lipcona) s BU3HAYEHHSA
B32€MO3B’SI3KY MK ITOKa3HUKaMHU;

6. pIBEHB 3HAYYIIOCTI MpuiiMaBcs sik p<0,05.

Tabnuys 4.10

OnucoBa CTATHCTHKA OCHOBHUX KJIIHIYHUX MOKA3ZHUKIB

IHoka3Huk Cepenne = SD Minimym | Makcumym
Bik miarHoctuxu (Micsiii) 5,632 1 15
PiBens ¢eninananiny (MoJib/i) 350 £ 150 100 650
1Q 77 £15 50 110
TpuBanicts nieroteparii (poKu) 34+2,1 0,5 7

JIJist TOpPIBHSIHHS CepeHIX 3HAUYEHb MK I'pylaMu 3 PI3HUM YacOM J1arHOCTUKU
oy 3actocoBanuit ANOVA, 1110 1MoKa3aB CTaTUCTUYIHO 3HauUyIi BiamiHHOCTI (P < 0,01)

y piBHSX QeHUTananiny, |Q Ta 4acTOTi HEBPOJIOTIYHUX CUMITOMIB.

Tabnuys 4.11
Pesyabratn ANOVA 32 KJIIHIYHMMH MOKA3HUKAMM
IMoka3Huk F-3nauenns P-3HAYEHHS
PiBenp ¢eHinananiny 14,5 <0,001
IQ 18,2 <0,001
YacToTa cyioMm 6,9 0,002

BusiBneHo 3Hauymuii HETaTUBHUN KOPEJAIIWHUNA 3B’S30K MDK BIKOM
miarmoctrku Ta 1Q (r=0,72; p<0,001), 110 cBiA4UTH PO T€, IO Mi3HIIIe BCTAHOBICHHS
JI1arHO3Y aCOIIIOETHCS 31 3HIKCHHSIM KOTHITUBHUX (DYHKITIH.

Tako> BiI3HaU€HO MO3UTUBHUM KOPEISIINHUN 3B’ 30K MI>K BIKOM J11arHOCTUKHU

Ta piBHeM Qeninananiny (r = 0,68; p<0,001).
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OTpuMaHi pe3yabTaTH CTATUCTUYHOTO aHAII3y MiATBEPKYIOTh 3HAUHUN BILJIUB
yacy AlarHOCTHKH Ha kiiHiuHi mpossu OKVY. BinnosigHo, paHHA [1arHOCTHKA CIIPUSIE

KpaloMy KOTHITUBHOMY PO3BUTKY Ta KOHTPOJIIO METa0O0IIYHOTO CTaHy.

BucHoBkmu a0 po3aiay IV.

[IpoBeneHe AoOCHiKEHHS MIATBEpIXKYye, 10 panHHe BusisieHH OKY €
KJIIFOYOBUM (PaKTOpOM IS YCIIIIHOTO JIIKYBaHHS Ta NPOQPIIAKTUKUA THKKUX
yCKJIaaHeHb. BmpoBakeHHs Ta JOTPUMAaHHS HEOHATaIbHOTO  CKPHUHIHTY,
BUKOPUCTAHHA CYYaCHUMX METOAIB JIarHOCTUKM Ta PEryjasipHUA MOHITOPUHT
010XIMIYHUX MapKepiB 3a0e3MeUyl0Th MOKPAIIEHHS KIIIHIYHOTO MPOTHO3Y 1 SKOCTI
xuTTa aite 3 OKVY. [1i3He BUsABIEHHS XBOPOOU 3HAYHO YCKIIQJHIOE TEPANCBTUUHHIMA
IpOLEC Ta MPU3BOAUTH O BAXKKUX IMCUXOHEBPOJIOTTUHUX PO3JaiB, IO MIAKPECITIOE
HEOOXIJTHICTh MIJABUINEHHS O013HAHOCTI Cepell MEIWYHUX TMpAIliBHUKIB Ta OaThKIB

1010 BaXKJIMBOCTI PAHHBOT 11arHOCTHKHU.
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BUCHOBKU

B ormsani miteparypu Oyno BcTtaHoBieHO, 1o (eHuikeToHypis (DPKY) e
TeHEeTUYHOI0 METa0OMIYHOI0 XBOpOOOIO, sIKa 3yMOBJEHA MYyTalliiMU Yy TeHi
(dbeHUTaIaHIHT1IIPOKCIIIa3d, 1[0  MPU3BOJAUTHL 1O TMOPYIIEHHA  METaboJi3My
deninananiny. Kiminiuai nposisu @KV BapiioioTh 3aleXHO BijJ BIKY JUTHUHU Ta
CBOE€YACHOCTI [IarHOCTUKU - B JIETKUX TOPYIIEHb PO3BUTKY [0 THKKHUX
HEBPOJIOTIYHUX YyCKJIaJHEeHb. JlabopaTopHa AlarHOCTHKA, sSKa BKJIIOYAE KJIACHUYHI Ta
CydacHI MOJIGKYJSIpHI METOIH, € OCHOBOIO [IJIsl BHUSBIICHHS 3aXBOPIOBAHHS.
HecBoeyacHe BHSBIEHHS Ta JIKyBaHHA HPHU3BOAUTH JI0 CEPHO3HUX HACIIJIKIB,
BKJIFOYAFOUM KOTHITHBHI PO3JIaJid 1 HE3BOPOTHI YpasKeHHS HEPBOBOI crctemu [1].

JlocmipkeHHsT TOKas3aiM, 110 OpraHi3alis HEOHATaJbHOrO CKPUHIHTY €
Halle()eKTUBHIIIOO CTpaTerieto Juisg paHHboro BusiBiieHHs DKV, 1m0 3HauHO nokpaiiye
mporHo3 3axBoproBaHHs. CyyacHi O10XIMIYHI Ta MOJICKYJSIpHI METOJIU J1arHOCTUKH
3a0€31eUyI0Th BUCOKY UYTJIMBICTH 1 CIEHU(IUHICTD, IO TI03BOJISIE MTOYATH JIIKYBaHHS
Ha paHHIX eTanax. PaHHe BUABJICHHS TOKpAIIy€ SKICTh JKUTTS TAIE€HTIB, 3HUKYE
PU3UK TSDKKUX HEBPOJIOTIYHMX YCKJIaJHEHb Ta 3a0e3nedye HOPMajJbHUM PO3BUTOK
auTHHH [2].

ITi3us kainivyHa giarHoctuka @KV mop’s3aHa 13 TUHIIOBUMH CUMIITOMAaMU, CepPe]T
AKUX TIOMITHI 3aTpMMKa IICUXOMOTOPHOIO pO3BHUTKY, KOTHITHBHI pO3Jaad Ta
HEBPOJIOT1YHI yCKJIaJHeHHSA. [ICMXOHEBpOJIOTIUHI HACHIJKH BKIIOYAIOTH TSKKI
KOTHITUBHI TOPYIICHHS, WII0 3HAYHO YCKJIAQJHIOIOTH COIlali3alil0 Mall€HTIB.
JlaGopatopHi Mapkepu XpOHIYHOTO Mepediry cBiAYaTh MOpO JEKOMIIECHCAIIII0
MeTabonizmy dheHutanaHiny. BusBieHo oOMexeHHs TeparneBTHYHOT €(pEKTUBHOCTI TIPH
Mi3HROMY BHSIBJICHHI, IO TAKPECITIOE BAXKIUBICTh PAaHHBOT 1IarHOCTHKH [3].

VY nociimkeHHi 0XxapaKTepru30BaHO BUOIPKY JITEH 13 PI3HUM YaCOM J[1arHOCTHKHU
®KYVY, 3acrocoBaHo cy4yacHi MeTOAM OOCTeXEeHHs Ta aHamizy naaHux. KiiHiyHi

OCOOJIMBOCTI Mepediry 3aXBOPIOBAHHS CYTTEBO 3ajieKalM BiJl 4acy BCTaHOBJICHHS
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JiarHO3y: PaHHE BUSBJICHHS aCOIIIOBAIOCS 3 MEHII BUPAKCHUMHU CHUMITOMaMH Ta
KpalluM KOTHITUBHUM PO3BUTKOM. [lopiBHsIIbHUI aHAami3 71a00paTOpPHUX MOKA3HUKIB
M1ITBEPIUB 3HAYHE TT1JIBUIIICHHS PiBHS (PeHIIanaHIHy y AITeH 13 M3HIM J11arHO30M, 110
CBITYUTh TIPO HEANCKBATHUH METa0OMIYHUNA KOHTpOJb. CTaTUCTHYHA OIlIHKA
pe3yJbTaTiB MATBEPANIA JOCTOBIPHICTh BUSBICHUX BIIMIHHOCTEH Ta B3a€EMO3B’A3KIB
MIXK YaCOM JIIarHOCTUKH 1 KJIIHIKO-JIa00paTOPHUMH MOKa3HuKamu [3].

[IpoBeneHe AocCHiKEHHS MIATBEpIXKYye, 0 paHHe BusisieHH OKY €
KJIIFOYOBUM (DAKTOpOM JJI  YCIIIIHOTO JIIKYBaHHS Ta NPOQIIAKTUKUA THKKUX
yCKJIaAHCHb. BrIpoBa/keHHS Ta JOTPUMAaHHS  HEOHATAIBHOTO  CKPHUHIHTY,
BUKOPUCTAHHA CYYaCHUX METOAIB JIarHOCTUKU Ta PEryjasipHUA MOHITOPUHT
010XIMIYHUX MapKepiB 3a0e3MeUyloTh MOKPAIIEHHS KIIHIYHOTO MPOTHO3Y 1 SIKOCTI
xuTTa aitei 3 OKY. I1i3He BUSABIEHHS XBOPOOU 3HAYHO YCKIIAJHIOE TEPANEBTUUHHIMA
MpoLIeC Ta MPU3BOJAUTH O BAXKKUX IMCUXOHEBPOJOTIYHUX PO3JIAJIB, IO IMiIKPECITIOE
HEOOXITHICTh MIJABUINEHHS O013HAHOCTI Cepell MEIUYHUX TMpAIliBHUKIB Ta OaThKIB

1010 BYKJIMBOCTI paHHBOT JliarHOCTUKH [4].
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