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AHHOTADIUA

Ha ceromnsiiHuii NeHb HacleJCTBEHHBIE 3a0osieBaHMS OOMEHa SBIIIOTCS HauOoiee aKTyalbHBIMHU
HarpaBJIeHUsIMI B CHCTEME HEOHATOJIOTMYECKOW, MEeJUaTPUYecKOH M JiedeOHO-TIPOGHIaKTHIECKOW IOMOIIH.
PanHsst nuarHocTMKAa W BBISBICHHE TPYNI pPHCKa (PELeCCHBHBIE HOCHTENIM ) — HEOTheMJeMas 4YacTh B
npoduIakTUKe AaHHOW matonoruu. Kpurtepmem mans moctaHoBku aumarHoza DKV  gBmgercss ypoBeHb
(heHMIAIAHNHA B CBIBOPOTKE KPOBH (TIOBBIIIEHHE €0 ypoBH). OlpeneneHne akTHBHOCTH (pepMEeHTa IIPOBOAUTCS
MyTeM OMOTICHY TIeUeHH, HO TaHHBIH TECT SBISAETCS HHBA3UBHBIM , COOTBECTBEHHO, €T0 IIPAKTHUECKH HE TIPOBOSIT.
VY 310poBBIX MIlaJIeHIIEB YPOBEHb (heHMIIaJaHNHA TIPU HCCIIEIOBAHUH B CHIBOPOTKE KpOBH mpesbimaer 34-101
MKMOJIB/N. [Ipu 3HAUNTENTFHOM CHI)KEHHH AKTUBHOCTH (epMEHTa (eHMIaTaHHH-4-THIPOKCHIA3bl YPOBEHBb
(ernmnanannHa noseimaerca 10 900-1200 MKMOINB/J, TPH OCTATOYHOW AKTHBHOCTH (EPMEHTAa BO3MOIKHEI

kone6anus ot 120 1o 900 MKMOIIB/II.

ABSTRACT

Certainly hereditary metabolic diseases are the most important areas in the system of neonatological, pediatric
and therapeutic and prophylactic care. Early diagnosis and identification of risk groups (recessive carriers) is an
integral part in the prevention of this pathology. The criterion for the diagnosis of phenylketonuria is the level of
phenylalanine in the blood serum (an increase in its level). Determination of enzyme activity is carried out by liver
biopsy, but this test is invasive, accordingly, it is practically not performed. In healthy infants, the level of
phenylalanine in the blood serum exceeds 34-101 pumol / L. With a significant decrease in the activity of the
enzyme phenylalanine-4-hydroxylase, the level of phenylalanine increases to 900-1200 umol / L, with residual
enzyme activity, fluctuations from 120 to 900 pmol / L are possible.

KaioueBble ci1oBa: GpeHMIKETOHYpHS, (EHUIANIAHUH, KOPPEISLHS, HHTEIUICKT.
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B ocHoBe ®KVY sexar OHoXxumHYecKue
HapyuieHus. Eciu roBopuTh 0 Kiaccudeckoi opme
®KY, TO OCHOBYy  maToreHe3a  COCTaBJAET
HEJIOCTaTOYHOCTh AKTUBHOCTU (PEPMEHTOB, KOTOpBIE
Y4YacTBYIOT B ITpoLIecce MpeBparieHus GpeHnIaaannHa B
tupo3ud. OxuH m3 (epMeHToB — (peHUHIANTAaHUH-4-
THIPOKCHIIA3a, U BOCCTAHOBJICHHS M HOPMAaIbHOTO
(hyHKIMOHUPOBAaHUS TAaHHOTO (hepMeHTa HEoOXOAUM
Ko(pepMeHT- JTUTUAPOOHONITEPHH, KOTOPBIi
BoccTaHaBnuBaeTcs ¢ nomompio HAJIO-H, B
pe3ynbTare gyero oopasyercs TerparuaponTepu [1].

[lpn wHapymeHun oOMeHa (QeEHWIaJaHWHA B
JFOOBIX  OMOJIOTHYECKUX IKHJKOCTSIX B OpraHu3Me,
cleyeT TOBBIIIGHHE €ro  KOHLEHTpaluu U
HaKOIIJICHUE TOKCHUYECKHX MIPOAYKTOB ero
Mmetabonm3ma. KommeHcaTopHO, BClieICTBHE HEXBATKU
(eHnNanaHNMHA, CHIDKAETCS YPOBEHb THPO3MHA,
MPOMCXOIUT AucOananc aMHHOKUCIOT [1,2].

B lom nosyroann >xu3HN peOSHKA, CTPaIAIOIIETO
OKYV (pa3HBIX CTENCHEH TSHKECTH ), OTMEYAIOTCS TaKHUe
Hecriemuduueckue mopaxenns [[HC:  Bsmocrts,
3aTOPMOKCHHOCTh PE(IIEKCOB, MOTYT OTMEUaThCsl U
MPOTUBOMOJIOXKHBIE 3(PEKTHI

MOBBIIIEHHAsT ~ aKTUBHOCTb,
CyJIOpOTH.

Ilenb - Ha  OCHOBAaHMM OMOXUMHUYCCKHUX
KOHIICHTpAIMi (eHWIaJaHnHA B BCHO3HOW KpPOBH
MPOCIEANTh 3aBUCHUMOCTh  MEXAYy KOJHYECTBOM
(eHMMaNaHNHA B KPOBM M YPOBHEM HHTEIUIEKTa Yy
nereit ot 0 go 18 ner.

Bagaun

PaccMoTpeTs 3MHICOMHONIOTHIO, 3THOJOTHIO H
naroreHe3 QeHUIKETOHYPHH;

[Mpoananu3upoBaTh  KIMHHYECKYIO
(heHITNKeTOHYpHH;

W3y4nTh METO/IBI AMATHOCTHUKHY U JICUCHUS,

BEBISBUTD KOPPETALNI0O MEXAYy KOJIWIECTBOM
(eHHTAIAaHMHA B  CBIBOPOTKE KPOBH U YPOBHEM
MHTEJUIEKTA Y TTAlMCHTOB B UCCIEAYEMBIX IPyTIIax.

Marepuaisl U METOBI

Koppensironsrii aHaJIN3 TIPOBONIICS,
OCHOBBIBASICH ~Ha  pe3ysibTarax OHMOXMMHYECKHX
aHATM30B Tepudepruieckoil KpOBM IAIMEHTOB (5
AHAJIM30B, B3SATHIX B OJJHO U TOXE BpeMsi), 3a0paHHON y
50 marenToB ¢ TspKenoit popmoit @KV B Bo3pacte oT
0 no 18 net. OnieHKa ypoBHS HHTEIUIEKTA MTPOBOAUIACH
C IIOMOINBIO  IIKalbl H3MEPEHUs  HUHTEJUICKTa
J.Bekcnepa.

Kpurepuem nns nocraHoBku pauarHosa OKY
SBIISICTCS YPOBEHb (DEHMJIATaHWHA B CHIBOPOTKE KPOBH
(moBeImIeHNE ero ypoBHSA). OnpeneneHine akTHBHOCTH
(epMeHTa TPOBOIUTCS MyTEM OWOICHM II€YEHH, HO
JITaHHBIHA TECT SIBJIAETCS] MHBa3UBHBIM , COOTBECTBEHHO,
€ro MpakTHYeCKH HE TPOBOAAT. Y  3I0POBBIX
MIIaJIEHLIEB YPOBEHb (eHnnananuHa pu
MCCJIEJIOBaHUH B CBIBOPOTKE KPOBH NpeBblimaet 34-101
MKMOJIB/N1. [Ipy 3HAUNTEIEHOM CHIPKEHUH aKTHBHOCTH
(depmenTa (eHMITATAHWH-4- THIPOKCHIIA3Bl YPOBEHBb
(dbennnananuHa nmoBeimaetcst 10 900-1200 MxMoB/i1,
IPH OCTATOYHON AaKTHBHOCTH (DEpMEHTa BO3MOXKHBI
kosrebanus ot 120 1o 900 MKMOITB/.

Henp neuenus ®KVY - cHwkeHue conep:kaHus
(ennnananrna B kpoBU. OCHOBHBIM METOJIOM JICUEHUS

rurneppedIieKcus,

KapTHHY

SIBJISIETCSL TMeToTepanus. BciiencTBue oYeHb HU3KOH
akTuBHOCTH (epmenta DAI, HaszHawaeTcs crporas
runo(eHUIaIaHUHOBAs TUETa B KOMIUIEKCE C TECTOM
Ha YyBCTBUTENBHOCTh K TEpalud CHHTETHYECKUM
aHajioroM Terparuapoduontepuna. [Ipun HazHaueHUH
IOUETHl CIEOyeT Y4YUTHIBaTh: BO3PACT peOCHKa, €ro
WMHIUBHyaJIbHbBIE 0CcOOEHHOCTH, COYETaHUE
HaTypalbHBIX M CIEHUATH3UPOBAHHBIX HPOIYKTOB,
KoMopOuaHbIH ¢oH. TakTHka BeAeHHS MAaIFieHTa C
OKYVY monpasymeBaeT clieAyIomye MOMEHTHI [5]:

ONpEZCTICHHE  TOJEPAHTHOCTH  IAIMEHTa K
(eHMNANaHNHY Ha TEPBBIX dTamax JAWETOTEPaIHH, C
pacyeToM WHIMBUAYaJbHOTO pAaliOHa Ha Ka)JO0ro
TAIMeHTa B OTAEIBHOCTH;

-o0ecrieueHre MaIMEHTOB aMHMHOKUCIOTHBIMU

cMecIMU oe3 (eHMANaHNUHA,
mudepeHIMPOBaHHBIME B BO3DACTHOM AacIleKTe, a
TaKKe CHCHUAIU3UPOBAHHBIMH  HHU3KOOCIKOBBIMU
NPOIYKTaMH

-o0y4ueHue poxauteneii (OMEKyHOB) OCHOBHBIM
MIPUHIOMIIAM pacyeTa JIeueOHOTO palnoHa;

€XKEMECSYHBIN KOHTPOJIb YPOBHA (PCHUIIAIAaHHNHA;

BO)XHBIM AaCIIEKTOM SIBIISIETCSl TEPUOAMYECKUI
KOHTPOJIb CO CTOPOHBI Bpayei- CIEIHAINCTOB
(HeBpoJiora, reHeTHKa, IICHXO0JIora | JIp.) U , B CiIydae
HE00XO0/IMMOCTH, IPOBECHNUE KOPPEKLINH JICUCHHS;

-IIpY HEOOXOAMMOCTH IIPOBOJIAT JIOTIOTHUTEIBHOE
oOcneoBaHME M Ha3HAYeHHE MM KOPPEKLUs
a/IeKBaTHOW MEIMKaMEHTO3HOW TEPAaITHH.

B xome mccnemoanus namuentsl ( 0 1o 18 jer)
ObUTH pa3fenieHsl Ha 3 TPYIIBI, KPUTEPHEM JCICHUS
CIy)XWJI ypOBHS HHTEIJIEKTa. B Tpymme ¢ HU3KUM
YpOBHEM HHTEIUIEKTa -8 dYeloBeK, CO CpenHuM-16
4enoBeK, ¢ BRICOKNM-20 denoBek. O0Imas Koppemsus
st 50 manueHToB, y4YacTBYIOUIMX B HCCJIEJOBAaHHU:
BIMsiHUE (eHWJIaJaHUHA B KPOBM MAIMEHTOB Ha MX
YpPOBEHb WHTEIJIEKTa cocTaBisieT 64% (BbIcOKas
KOppeIsilys), 3aBUCHUMOCTb IapamMeTpoB oOpaTHas.
CrenoBarenbHo, 4eM BBIIIE coJiepiKkaHue
(eHMNANaHMHA B CHIBOPOTKE KPOBHM, TEM HIIKE
YPOBEHb MHTEIJIEKTA.

Crenyer pgeTambHO — pacCMOTPETh  3HAYCHHUE
ko3 punrenrta KOppEISLIH JuIst Kax 101
nccieyeMoi rpynnsl B oTaenbHocTy. | rpynma — ot 0
J0 6 et — koppesinus cocrasuna 73%, Il rpynma — ot
7 no 12 ner- xoppensamus coctasmiaa §2%, III rpymmna
ctapie 12 net- koppemnsiuus coctasmuia 61%.

Jns  maumentoB III  uccnemyemoil  rpynmsl
(crapme 12 7jer) 3HaueHme kol dummenra
KOppessluk caMoe Hu3Koe. Pe3ynprar pacuera
OOBSICHSETCS C TOYKH 3PEHHS B3aMMHOTO BIIHSHHUE
(axkToOpoB ApYr Ha Jpyra, IMEHHO — HAJIWYME TaKHX
rapamMeTpoB, Kak COLManbHBIH  QakTop, OTKa3,
HapylleHHe, IOTPEIIHOCTH B AMETe, BO3pacT Haualia
JedeHust, He coOmoneHus rpaduka 3abopa KpoBH U

NnpoBepkH  KoHUeHTpauuun DA, oTka3 Wi
HEPETYJSIPHOCTh MPOXOXKACHUS CIEIHUAINCTOB Y3KHUX
npodunelt — HEBpoJOr, IMcuUxojor u TA. JlaHHBIE

NapaMeHTpbl U MOBJIMSJIM Ha YPOBEHb WHTEIUIEKTA
nauuesTos B III rpymnme, a COOTBETCTBEHHO, H
3HAUEHUE KOPPEJISILIUOHHON 3aBUCUMOCTH.
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3axroueHue

deHunanagaHuH - TOKCHUYHOE BEIIECTBOM, €ro
MOBBIIEHHOE  COJEpKaHMe B KpPOBH BeAeT K
HapyIICHUIO JAEATEJIBHOCTH LEHTPaJbHOH HEpBHOI
CHUCTEMBI, BBI3bIBas MNpPH ATOM CHIDKCHHE YPOBHS
MHTEJUIEKTa, 4YTO BJIEYeT 3a COOOH HEraTHBHBIC
MOCJIEACTBUA Uil PasBUTHA  peOEHKa,  €ro
NCUXOJOrMYECKON alaNTallny.

B pesynbrare uccnenoBanus ObUIO BEISICHEHO, UTO
3aBUCHMOCTH COZAEpKaHUS (PeHHUIATaHUHA B KPOBH OT
ypoBHs uHTeIUIekTa y nereit ¢ ®KY obOpaTHas: dem
BBILIE coJepkaHWe (eHwnanaHuHa, TeM Huke IQ
pebeHKa, YTO JOKa3bIBAETCS BHICOKUMHU MOKA3aTeIsIMU
obmieit koppemsiunu (64%).

CBoeBpeMeHHasl AMarHOCTHKa (PEHMJIKETOHYPHH
SIBIISICTCA TPUOPHUTETHBIM HAIPaBICHUEM B JIEUCHUU
JITaHHOM MaTOJNOTUU.

Panneit JUATHOCTHKH MOJIpa3yMeBacT
HEOHATaJbHBIIl CKPHHUHI HOBOPOXIEHHBIX JIETEH.
IIpuopuretneiM sBnsercs 100% oXBaT CKPHHUHIOM.
[Ipouenypa HEOHATAIPHOTO CKPHHHMHTA (IIATOYHBIN
TecT) HEOOXOMUM MMl PAaHHETO BBIIBICHHS JETeH C
HACJICICTBCHHBIMH MATOJIOTUSAMH, PAHHETO JICUCHHS
TaKUX MalHeHTOB, IMPEIOTBPAILEHUS HEOOpPaTUMBIX
HU3MEHEHUH, a TaKxKe CHIDKEHHS pucka
UHBAJIUAN3ALIH.

KommekcHbIN MOAXO0] K JICUEHHIO MAIMEHTOB.
[Maruents! ¢ ®KY HyXknar0Tcs B COBMECTHOM IOAX0JIE
K JICYCHUIO TaKUX CHENHMAINCTOB, KaK HEBPOJIOT,

TEHEeTHK, TCUXHUATP,
nuetorepanuu OKVY.

KoMmiaeHe manwieHToB, OCOOEHHO jgeTed —
HEOTheMJICHHAs YacTh JieueHus. UYeTkoe coOmoaecHue
JIUETOTEPaNNU U €5KEMECIYHBIN KOHTPOJIb YpOBHS DA -
HEOOXOIMM BCEM IMAIlMEHTAM BHE 3aBHMCHMOCTH OT
TskecTd TedeHus OKY.

neauarp, Crneuuajauct 1o
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