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METOAO0JIOI'UA

MeTopbl, HCIIOJIE30BAHHBIC JJIA C6OD&/ CCJICKIINM JO0Ka3aTCJIbCTB.

KnnHnyeckne MeToanvIecKue PeKOMEH AN COCTABIICHBI HA OCHOBE METOI0JIOTHHI
SIGN (Scottish Intercollegiate Guideline Network; URL.: http://www.sign.ac.uk).
JlokazaTenbHON 0a30il Isl peKOMEHIAIUHN SBIISIOTCS MyOJMKAIlMU, BOIICIIINE B
MEDLINE, EMBASE, ORPHANET, KoxpanoBckyto 6ubmuoreky, 6a3y JaHHBIX
OMIM. bBeumn wucnonb30BaHbl HMHTEPHET JaHHBIC, MPEACTABICHHBIE Ha
MexayHapoasbix  (http://newenglandconsortium.org) W HalMOHAIBHBIX CalTax
oOIIecTB peakux Oose3Held U OOIIEeCTBEHHBIX opranu3auui. [yOmHa mnowucka
coctraBmia ¢ 1994 no 2014 rr.

M@TOI[BI, HCIIOJIB30BAHHBIC JJI1 OLNCHKHKW KauCCTBA M CHJIbI JOKA34dTCJIBCTB.

OneHka 3HAYMMOCTH B COOTBETCTBUU C PEUTUHIOBOM CXEMOM IS OLIEHKU CHJIBI
PEKOMEHIalMii: KAYECTBEHHO MPOBEICHHBIE META-aHAIN3bl, CACTEMAaTHUYECKUE WU
pPaHAOMH3UPOBAHHBIE KOHTPOJIUPYEMBIE HCCIEAOBAHHUS C HHU3KHUM PHUCKOM
CUCTEMAaTUYECKUX OIIMOOK; BbICOKOKAYECTBEHHbIE CHCTEMaTH4YEeCKHuEe 0030pbl
MCCIICIOBAHUM CIIy4ai-KOHTPOJIb 1581051 KOTOPTHBIX HCCJIEJOBAHMIA;
BBICOKOKAUECTBEHHbIE 0030pbl UCCIIENOBAHUI Cllydyall-KOHTPOJIb UM KOTOPTHBIX
UCCIIEJOBAaHUM C OYE€Hb HU3KUM pPUCKOM 3((EKTOB CMEIIMBaHUS WU
CUCTEMATUYECKUX OIIMOOK U CPeIHEW BEPOSITHOCTHIO MPUUYMHHON B3aUMOCBS3U. B
COOTBETCTBHH C YPOBHEM JI0KA3aTEIbHOCTH (KaueCTBO J0KA3aTeNbCTB, Tabnuua 1)
10 XOAY M3JIOKEHUS TEKCTA MPEACTaBIEHA CTENEHb CUJIbl pEKOMEeHaanui (Tadbauua
2). Jlma OLEHKM KayecTBa, CHJIBI JIOKAa3aTeNbCTB M (HOPMYITHMPOBAHUS
pPEKOMEHJAaMI UCIIOJIb30BAJICSI KOHCEHCYC IKCIEPTOB.

WNunukaropsr nodpokadectBenHor npaktuku (Good Practice Points, GPPs)
0a3upoBaAINCh HAa KJIMHUYECKOM OMbITe pabodeil Tpynmbel 1Mo pa3paboTke
PEKOMEH AU .

DOKOHOMUYECKHM aHalu3 W NyOonuKauuu 1o (QapMakodKOHOMUKE HeE
aHANMM3UPOBAIMCh. Banmumuzaius pekoMeHaanui O0a3upoBajach Ha BHYTpPEHHEH

3KCHCpTHOﬁ OLICHKC. KOMMCHTapI/II/I, INOJIYYCHHEIC oT OKCIICPTOB,


http://www.sign.ac.uk/

CUCTCMATU3HUPOBAJINCE U O6CY)K,Z[8.JII/ICB npeaceaarciicM MW 4YJICHaMH pa60qel71

rpynnsl. [IpoekT pekoMeHaanuii OplT pelieH3upOBaH HE3aBUCUMBIMU IKCIIEPTAMHU.

Tabmuma 1. 'pamanmst ypoBHS JOKa3aTEILHOCTH

YpoBeHb Tom
JI0Ka3aTeb-
JIOKA3aTEIbCTB
HOCTH
JlokazatenbcTBa  MOJYYEHBI B PE3YyJbTATE  METa-aHAIN3a
0O0JIBIIIOTO yucia XOPOIIIO CIJTAHUPOBAHHBIX
I PaHIOMU3UPOBAHHBIX HCCIIENOBAaHUM.
PangomMusupoBaHHbIE  UCCIENOBAaHUS  C HU3KUM  YPOBHEM
JIO’KHOMIO3UTUBHBIX U JIO)KHOHETATUBHBIX OIIHOOK.
JlokazarenbCcTBa OCHOBaHbI Ha pE3yJIbTaTaX HE MEHEE OIHOIO
I XOPOIIO CIJIAHUPOBAHHOTO PAaHJIOMU3UPOBAHHOTO MCCIEAOBAHUS.
PangomMusupoBaHHbBIE  HMCCIEAOBAHUS  C BBICOKUM  YPOBHEM
JI0’KHOTIO3UTHUBHBIX U JIOKHOHETATUBHBIX OIITUOOK.
JlokazarenbcTBa OCHOBAaHBI Ha pe3yJbTarax XOPOLLIO
i CILJITAHUPOBAHHBIX HEPaHJOMU3UPOBAHHBIX VICCIIEIOBAHUM.
KoHTponupyemble HCCIICIOBaHUS C OJHOM TPYMIOW OOIBHBIX,
MCCIICIOBAHUS C TPYIION UCTOPUUECKOTO KOHTPOJIS U T.I.
Jloka3zaTenbCcTBa MOMYYEHBI B PE3YJIbTATE HEPAHAOMU3UPOBAHHBIX
v uccienoBanuii.  Hempsmble  CpaBHUTEIbHBIE,  OMUCATEIBHO
KOPEJUIALIMOHHBIE HCCIENOBAaHUS Y UCCIEHOBAHUS KIMHUYECKUX
CJIy4acB.
v JlokazarenbcTBa OCHOBAHBI Ha KJIMHUYECKHUX ciydasix
Y NIpUMEpax.

Tabnuma 2. 'pamanust cTeneHn CUiTbl pEKOMEH IaluN

Crenenn I'papganus

A JloxazaTenbcTBO | ypoBHSI WJIM yCTOMYMBBIE MHOTOYHCIICHHBIC
nanusie |1, 11 wim IV ypoBHS nokazarenbHOCTH.

B HoxazatensctBa Il, 11l wam 1V ypoBHs, cuuTarommecss B LEJIOM
YCTONYUBBIMU JJAHHBIMH.

C HoxazatenwctBa Il, Ill, 1V ypoBHsS, HO JaHHBIE B ILIEJIOM
HEYCTOWYUBEHIE.

D Cna0rnle TN HECHCTEMAaTHYECKHE AMIIUPUUYECKUE
JIOKa3aTeJIbCTBA.




JUi1 OKOHYATENbHON peJaKlMy U KOHTPOJIS KauyecTBa PEKOMEHAALNN ObLIH
MOBTOPHO MNPOPELIEH3UPOBAHbl WICHAMH padouyell Ipymlibl, KOTOPbIE MPHUILIM K
BBIBOJly, YTO BCE 3aMEUaHHMs U KOMMEHTApUU IPHUHATHI BO BHUMAHUE, PUCK

CHCTEMaTHYECKUX OITHOOK IIpu pa3pa60TKe peKOMCHI[aHI/Iﬁ CBCIACH K MUHUMYMY.

OIIPEJEJIEHUE
I'mnepgennnananunemus (I'®A) — rpynna ayTOCOMHO-PELECCHUBHBIX
3a00JIeBaHuUH, 00yCIIOBJIEHHBIX HapyLIEHUEM oOMeHa  He3aMEHUMOU

aMuHOKUCHOTHl (heHmnanannHa (DA), mocTynaromel B OpraHu3M YEJIOBEKa C
oenkoBod mmmied. 'A 00bEAMHSAET HECKOJBKO TEHETHYECKH TIeTePOTCHHBIX
dbopm HapyuieHus: oOMeHa (peHMIalaHuHA, CXOIHBIX 10 KIMHUYECKUM TPU3HAKAM:
kiaaccudeckasi  (Qpenmakeronypus (®KY), oOycinosieHHas aeduiurom
dbenunananua-4-runpokcunassl  (OAI) u runeppenmnananunemuu (I'DA),

CBsI3aHHBIC C HApyIlIeHHeM oOMeHa TeTparuapoouontepuna (BH4).
KO/l no MKB-10  E70.0 Knaccuueckast (peHUIKETOHYpHS

E70.1 pyrue Bunpl runepdeHunataHuHEMUU

AMMUIEMHUOJIOI UA

Yacrora OKVY 3HaYMTENBHO BapbUPYET B 3aBUCHUMOCTH OT IOIYJISALUU: OT
1:4370 B Typuuu go 1:80500 B SAnonun. HanbGonbliyro pacnpocTpaHEHHOCTh
3a00JIeBaHUE MOIYYUIIO Y JIULl €BPONICOUTHON pachl, OJHAKO, U Y HUX €r0 4acToTa
CYLLIECTBEHHO BapbHpPYET B PA3JIMYHBIX PErMOHAX W 3THHYECKHX rpymnmax. Ilo
JAHHBIM ~ €BPOINEUCKUX  IIEHTPOB CKPUHUHIAa  (PEHWIKETOHYPUH, 4YacTOTa
3a00JIeBaHUsl B BOCTOYHO-€BPONEHCKOW MOMYJISIIIMKM BBILIE, YEM B MOITYJISLIMIX
3anaja u roro-3anaga EBpomnsl. Tak, yacrora ®KY B Upnanauu cocrasnsier 1:4500
HOBOpOXxIeHHBIX, B FOrocnasum 1:7 300, torna xkak B Utamuu 1:12 280, ['penun
1:18 640. B CkannnHaBckux nomyisanusx yactotra @KV HCKIIOUMTENBHO HHU3KA,
ocobenHo B @unnsuauu (1:71 000) u IBeuuu (1:43 230). B Poccun no nanHbiM
HEOHATaJbHOTO CKPUHUHTA YacToTa (PeHWIKeTOHypuHu cocrtaBiser 1:7 000 u

Kojebnmercs mo perumonam ot 1:4 735 B Kypckoit obmactu mo 1:18 000 B



Pecnyonuke TriBa. B Cankrt-IleTepOypre yacrora @KV 1:7 600 HOBOpOXKIEHHBIX,
B Mockse 1:6 772. Haubonee uacto BcTpedaercs: knaccuueckas popma OKVY, na
JIOJIIO NTEPUH-3aBUCHUMBIX dbopm MIPUXOIUTCS 1-3% CIIy4acB

runep@eHmIaTaHiHeMHN.
9TUOIMATOI'EHE3

®enunkeToHypusi (B coBpeMeHHOU kinaccubukanmmu - DAIT 3aBucnumas
OKYVY) obycnosnena nepunuroM pepmenTa dhenunananHuHruapokcmiassl (OAT),
OPUBOJASIIMM K HAKOIUICHHIO B OMOJOTMYECKHX IJKUAKOCTIX (PeHMIIaJaHuHA
(runepdeHuNanaHMHEMUU) W TPOIYKTOB €ro pacnajaa. 3aboJeBaHHWE BBI3BAHO
MyTaleld TeHa ¢eHuIaTaHuHTuapoKkciasel (PAH), nokanu3yromerocs Ha

JUTMHHOM TIJIeYe XpoMocoMbl 12, yuacTtke 12q22-024.1.

Hapymiennss o0MeHa TeTparuapoOoMonTepuHa — TETEPOreHHAs TpyIma
runepeHmIaTaHiHEMUYECKUX COCTOSIHUM, BbI3BaHHAs JEPUIIMTOM OJHOTO W3
GbepMEeHTOB,  YYAaCTBYIOIIMX B  IIeMd  OMOXMMHUYECKHUX  IPEBpaIICHUI
terparuapoouontepuna. Jledbunutr wiam HemocTaToyHas aKTUBHOCTh (PEPMEHTOB
SIBJITFOTCST PE3yJIbTATOM MYTAIMil B COOTBETCTBYIONIUX TCHAX.

B nacrosiee Bpems uzBectHo Heckoiibko (hopm BH4 nedpurutabix ['OA:

- BH4-nedpumuraas I'®A (tun A) oOycioBlieHa HEIOCTATOYHOCTHIO 6-
nupyBounTerparuapontepuHcunTassl (PTPS), yyacTBytroneit B npouecce cuHTe3a
TeTparuipoOvonTepuHa w3 auruaponeontepud Tpudocdara. 3aboneBanue
BbI3BAHO  MyTaluedl  cTpykTypHoro  reHa  PTS  uuro3onbHONM — 6-
NUPYBOUITETPATUAPONTEPUH CHHTA3bl, YTO NMPUBOJUT K €€ HEJAOCTATOYHOCTH B
nedeHu u sputponurtax. ['en PTS pacnonoxken Ha JUIMHHOM Tuiede XpoMocoMbI 11

B paitone q22.3-23.3;

- BH4-nepurnurnas 'OA (B) BciaenctBue HETOCTAaTOYHOCTH TyaHO3HH-
tpudochar-muknoruaponassl | (GTPCH ), xomupyromuii TeH pacroiokeH Ha

xpoMocome 14q22.2;

-BH4-nedurnurHas '®A ©) 00ycnoBeHa neduIruTomMm

nuruaponrtepuauapenykrasel  (DHPR), BciieacTBue KOTOpPOro  pa3BUBAIOTCS


https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640

MeTabosnyeckue OJIOKM Ha MyTSX MpeBpauieHus (peHunalaHuHa B THPO3HH, a
Takke o0pa3oBaHUs MPEIIIECTBEHHUKOB HEHPOMEINATOPOB KATEXOJIAMUHOBOTO U
cepoToHMHOBOrOo psiga L-godsl u S-okcutpuntodana. 3aboneBaHuE BBI3BAHO
MmyTamue crpyktypHoro rena QDPR 1UTO301bHON TUTHAPONTEPUIUHPEAYKTAZbI.

I'er QDPR noxanu3oBan Ha xpoMocome 4p15.3;

- BH4-nedpurutaas I'®A (D) pasBuBaercss BCICACTBHE HEIOCTATOYHOCTH
nTepuH-4-anbda-kapounonamunaeruaparazsl  (PCBD), koTopble BcTpevaroTcs

pexe;

-BH4-nedunurHas I'dA BCJIEJICTBHE HEJIOCTAaTOYHOCTH

cernuanTepuHpeaykrassl (SP).
Tun nacnenoBanus Bcex Gopm DA u ®KY — ayTocCOMHO-PEIIECCUBHBIM.

B HOpMe B opranm3me dYenoBeKa OCHOBHOE KOJIMUECTBO (peHHJIaIaHHHA
YTUIN3UPYETCA MYTEeM MpPEBpaIleHUs €ro B TUPO3UH, KOTOPBI B CBOIO OUYEpe.lb
CIY)KUT cyOcTparoM I8 CHHTE3a OHWOreHHBIX aMHUHOB W MeJlaHuHa. Jlumb
HEOOJIBIIIOE KOJIMYECTBO (PeHUIaaHMHA HCMOJb3yeTCs [JIsi CHHTEe3a Oelka.
[IpeBpamenne L-penmnanannHa B L-TUPO3WH OCYIIECTBISETCS € TMOMOIIBIO

dbepmenTa dpennnananuHruapokcmassl (OGAT).

B ocHoBe mnartoreHeza runeppeHuUIAIAaHUHEMHN JIEKUT OJOKMPOBAHUE
T'MJIPOKCUJIMPOBaHUs (EHUIalaHuHA U MpPEeBpalieHUs] ero B TUPO3HH. lIpsMbiM
CIIEICTBUEM  HApyIIEHWUS  THAPOKCWIMPOBAHUS  SIBISIOTCS ~ HAKOIICHHUE
deHunanaHiHa B KPOBM M MOYE€ U CHIDKEHHME OOpa3oBaHUs THUpPO3UHA. Y
HEJICUEHBIX JHI[ ¢ (QEHWIKETOHYpHell U ee BapuaHTaMHu, OOYCIOBJICHHBIMHU
HEJOCTATOYHOCTHIO TETPAruApOOHONTEepHHA, KOHIICHTpalus (eHunanaHnvHa B
IIa3Me  JOCTUraeT  ypOBHS, JOCTaTOYHO  BBICOKOTO  JJii  aKTUBAlUU
ATBTEPHATUBHBIX TMyTeW MeTabomm3ma C oOpa3oBaHuEeM (PEHWINMHPYBATa,
denmnanerata, GeHWUIaKTaTa ®W  JAPYTUX  [POM3BOJAHBIX, OKAa3bIBAIOIINX
Tokcuuecknii A exT Ha pasznuuHble opraHbl M TKaHW (puc.l). B Haubombiien

CTETNIEHU CTPAJAI0T CTPYKTYPhI LICHTPAJIbHON HEPBHOU CUCTEMBI.


https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640

BoipaxkeHHOE TIOBPEXJIEHUE MO3ra MOXET ObITh CBSA3aHO C PSAJIOM
ahdexToB n30bITKA (EeHUTATAHWHA: JUIICHUEM MO3Ta JAPYTUX aMHHOKHUCIOT,
HEOOXOAUMBIX ISl CUHTE3a Oelika, YTO OOBSICHAETCS, BEPOATHO, TOPMOKEHUEM HX
BCACBIBAHUS B KEITYJOUYHO-KUIIEYHOM TPAKTE WIM HapyIIeHHEeM peadbcopOuuu u3
MOYCYHBIX KaHAJBIIEB B YCIOBHUSAX HM30BITOYHOTO COJAEp)aHUS (EHUIATaHWHA B
KUJKAX Cpelax oOpraHu3Ma, HapylieHHeM o0pa3oBaHUs WIM CTaOWiIM3aluu
noaupuOOCOM, CHIDKCHHUEM CHHTE3a MHEIMHA W HEIOCTAaTOYHBIM CHHTE30M
HOpPaJpEHAIMHA W CEPOTOHMHA, UMEIOIIMX HWCKIIOUYUTEIBHO BAXXHYIO pOJb B

CO3pCBAHUU U q)YHKHI/IOHHpOBaHI/II/I HGHTpaHBHOﬁ HCpBHOﬁ CHCTCMBEI.

deHunalaHiH ~ MOPEJCTaBIsieT  CO0OM  KOHKYPEHTHBI ~ MHTHOUTOP
TUPO3MHA3bl — KJIIOYEBOI0 (pepMEHTa Ha IyTH CHHTE3a MeJlaHuHa. biokanga sToro
IyTH Hapsgy C YMEHBIIEHHEM JOCTYIIHOCTH IPEIIECTBEHHUKA MeEJIaHuHA

(Tupo3uHa) 00yCIOBIMBAET HEJAOCTATOYHYIO MUTMEHTAIIUIO BOJIOC U KOXKH.

AxtuBHOCTh DAI' 3aBHCHUT OT TpeX OCHOBHBIX KodaktopoB: DPAI'C,
terparunpoouontepuna (BH4), wmonekymnspaoro «kucinopoga. Haubonbiuee
3HaYeHUE M3 HUX HMMeeT Terparuapoduontepud. OyHKIUS 3TOro Kodakropa
3aKJII0YAEeTCsl B JOCTAaBKE Kucaopoaa K akTuBHoOMYy LeHTpy DAI, B KoTtopoMm
MPOUCXOIUT pPEaKUuus THAPOKCUIUPOBAHMS (PeHwnananuHa. MHbIMH cioBamuy,
TETParuApoONONTEPUH CITYKUT BOCCTAHOBUTEJIEM JIJISI MOJIEKYJISIPHOTO KHCIIOpO1a
B IIpolieccax BCTpaWBaHUSl €ro B pAn cyOcTpaToB ((heHWNanaHWUH, THUPO3UH,
TpunTodaH). buonTepuH-3aBUCUMBIMU MOHOOKCUT€HA3aMH TaKKe SIBISIOTCA
TUPO3UHOBAs U TpUNTO(haHOBAs THIPOKCHIA3bl. Peakiiuu, B KOTOPBIX OMONTEPUH
urpaer poib Koakropa, npeAcTaBieHbl Ha pUCYHKE 2. B mpolecce 3THX peakuuii

Ko(akTop mepexoauT B TUruaAPoGopMy — TUTUIPOOUOTITEPHH.
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Neapterin =— Dihy drancopterin triphosphate GFRP |
== PIF§

-
6-Pyruvoyl-tetraby dropterin '\:j F:\
Tt

iR
P henyla lamine | Tyrosine Tryptophan Arg
Tetrmhydrobiopterin =
r Y
DHPE ‘ﬁ/ PAH == TH P oy
& !
. oo I L-DOPA wm1I topha
4-Dibyir oblopterin _._I_ Precln <+ Tyrosine L- SLH-Tryptophan l.‘;h‘
4a-carbinolamine .
¥ Y Nib
Dopamine Serotonin
Biapterin
Primapierin
N

[Hval [sHIAA]

Puc.2 Merabonu3m TeTparupoOuonTeprHa.
KJIACCA®UKAIMSA

Jlo mosiBIeHUs JaHHBIX MOJICKYJISIPHO-TEHETUYECKUX HcciaenoBaHuii ['OA
CUYUTAJIOCh, YTO TSKECTh 3a00JICBaHUS U CTETNIEHb MOPAKCHUST MHTEJICKTA 3aBUCST
TOIBKO OT YpoBHSI @A B KpPOBH, YTO TECHO CBSI3aHO CO CTENEHbIO aKTUBHOCTH
dbepmenTa. Ha 710l ocHOBe Obljia MpeJjiokeHa W BHEAPEHA B MPAKTUKY MEIUKO-

TEHETUYECKOTO KOHCYJIbTUpOBaHUS Kiaccupukamus ['DA, Gasupyromascs Ha
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nokazarensix ypoBHs DA B KpoBu 0e3 yuyeTa CTENEHH YMCTBEHHOW OTCTalOCTU
WIM IPYTUX KIMHUYECKUX NPOsBICHNI 3a001eBanus (Tad. ).

Ta6nuna 1. Pabouas knaccudukamnus OKVY, odycnosnernout nepunurom AT, B
3aBUCUMOCTH OT YPOBHS (peHMIAIaHWHA KPOBH 70 JICUCHUS *

VYpoBeHb (heHnIanaHuHa B CHIBOPOTKE
dopma 3ab01eBaHMS KpoBH**
MKMOJIb/J1 MT/ 11
Jlerkas runepdenunananunemus (I'OA, 120-600 2-10
He OKYVY)
YmMmepennas (msirkas, cpeansisi) OKY 600-1200 10-20
Kmaccnueckas (tsoxenas) ®KY >1200 >20

* - C.R. Scriver u S. Kaufman 2001, WB Hanley 2004, N Blau 2014.
**- k03 HUIHEHT TIepecyeTa MKMOJIB/JI B MI/mi1 paBeH 60.

Jeekan cunepgenunananunemun (I' @A, ne @KY) tpedyet HabM01eHUS U
npoBeAeHUs AU(depeHInaIbHON TMarHocTUKU. CTpororo AMETUYECKOTO JIeUEHUS
npu stoi gopme 'DA, kak mpaBuiio, HE HA3HAYAIOT, XOTS B MOCJIECIAHHUE TOJbI
PEKOMEHIYIOT HauuHaTh JiedeHue npu ypoBHe DA B kpoBu >360 mrmomns/a (N
Blau 2014). Jletu c¢ nerkoii ¢opmoit ['dDA mOMKHBI HAXOAUTHCS TOJ
CUCTEMAaTUYECKUM HaOIIOJEHUEM Bpaya B TEUYEHHE MEPBOrO0 T0Aa JKU3HHU C
KOHTpoJieM YypoBHA DA KpOBH, MPOBEACHHUEM HEOOXOIUMBIX IUATHOCTUYECKUX
MEpOMNPUATHNA € LEJIbI0 UCKIIOYEHUsS] NTePUH-3aBUCUMBIX (opM ['A u BbIOOpa

NAIbHENUIIIEN TAKTUKH JICUCHHUS.

Ymepennan (mazkasa, cpeonas) @OKY mnonpasymeBaeT COXpaHEHUE
JAaCTUYHOW aKTUBHOCTH dbepmenTa (eHMIIATAaHUHTHIPOKCUIA3bl, Tpedyer
Ha3HAUCHUS TUMO(CHUIATAHMHOBOW JIMEThI, a TaK)Ke IPOBEJCHHUS TecTa Ha

YYBCTBUTCIIbBHOCTD K TCPpAllM CHHTCTUYCCKHUM aHaJI0OTOM TeTpaer[p06H0nTepHHa.

Knaccuueckan (maxcenasn) @DKY  o0ycrnoBieHa  MUHUMAJIbHOU
aKTUBHOCTBIO (pepMeHTa, TpeOyeT HazHAYeHHUS CTPOTrod THMO(EHHMIIaTaHUHOBOU
JTUEThI, a TaKKe TPOBEACHHWS TeCcTa HAa YYBCTBHUTCIBHOCTH K TepaIruu

CUHTETUYECKUM aHAJIOTOM TeTParuapoOnonTepuHa.
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Ha ocHOBe pe3ynbTaTOB MOJIEKYJSPHO-TEHETUYECKUX HMCCIEA0BAHUN
CO3/1aHa COBPEMEHHas Kiaccu(UKalus, MpeACTaBIeHHAs B MEIUIIMHCKON Oase
nanHbix OMIM, koropass xopomo otpaxkaer tuonaroreHes I'GA um OKY
(Tabnuma 2).

Tabnuna 2. Otuonarorenerndeckas knaccupukanus OKY u TOA*.

Kon HaszBauue naroJio ®depme e Jlokanu3anus
BaHHE MATOJIOIMH MEHT H
OMIM P rema
DATI 3aBuUCuMas
261600 | PeHmIKCTORY U ¢enunananuH-4-runpoxcuinasza (PAH) PAH |[12922-g24.2

(DKY, OAT nedunut)

['unepdeHnnananHuHeMus,
261640 ||BH4-nedumut, A 6-mupyBomnreTparuaponrepuncuarasa (PTPS) PTS ||11922.3-923.3
(®enunkeronypus 11 Tuma)

['inepdennnanannHeMus,

233910 BH4-nedumur, B

ryanosuaTpudocoarimkioruapoiaza (GTPCH)|| GCHI (|14022.1-922.2

['unepdennnanaHuHeMus,
261630 ||BH4-medumut, C muruaponrepuanapenykraza (DHPR) QDPR||4p15.31
(®enunkeronypwus 11 Tuma)

10qg22
264070 lunepdenmnananuHeMus, ||[nTepuH-4-anbQa-KapOUHOIAMHUHICTHIPATA3a PCBD
BH4-nedunur, D (PCD)
[unepdeHnIaIaHuHEMus, 1.1.1.153
182125 cenuanrtepuHpeaykrasa (SR) SPR

BH4-nedumur

*-http://www.nchi.nlm.nih.gov/omim/?term=HPA

Denunkemonypus,  ooOycnoBiaeHHas — npedpunuroMm  pepmenta  DAT,
BCTpeYaeTcs B OONBIIMHCTBE Cy4yaeB rurnepdeHUIaIaHUHEMUH, BBISBICHHBIX B
X07I¢ HeOHaTaIbHOTO CKpUHHTa (97-98%).

T'unepghenunananunemuu, CBSI3aHHBIC C HapyIIeHuEM oOMeHa
TeTparujipoouonTepuna (paHee HasbiBaeMble «artunuyHass DKVY») cocraBusior
okono 2-3% Bcex ciayudaeB ['@A. Oty cocTostHUS 0OYCIOBIEHBI JEPHUITUTOM
pasIMYHBIX (EPMEHTOB, YYaCTBYIONIUX B CHHTE3¢ WJIA BOCCTAaHOBIICHUU
terparuapoouontepuna (BH4). BH4 saBnsercs koakTopoM HECKOIBKHX BaXKHBIX
dbepMeHTOB, B TMEpBYI0 ouepenab (EHUIATAHMHTUIPOKCHIA3bI, a TaKkKe

THUPO3UHTIUAPOKCHUIIA3EI, TpI/IHTO(i)aHFI/IILPOKCI/IJIaSBI N CHHTa3bl OKCHIA a30Ta.



https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
http://humbio.ru/humbio/biochem/0001d8d5.htm
http://humbio.ru/humbio/pathology/x00021f3.htm
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261630
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
http://humbio.ru/humbio/pathology/x0001df4.htm
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
http://www.ncbi.nlm.nih.gov/omim/?term=HPA
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BH4-3aBucumbie popmbl @KY uMEOT CXOJIHbIE KJIMHUYECKHE NPOSBICHUS C
HesneueHoi knaccuaeckon OKY. Ilpu s3tux GopmMax OCHOBHYIO POJIb B IMATOTCHE3E
UrpAcT pe3Kas HEAOCTATOYHOCTh HEHPOMEAMATOPOB KATEXOJAMHHOBOIO U
CEPOTOHHHOBOI'O Psla, MOATOMY MOHOTEPANUS ITUETOM HE HAECT IMOJOKUTEIBHOTO
pesynbrara. [laToreHerndecku OOOCHOBAaHHOW Tepanuel mJisi TaKuX OOJBHBIX
ABJISIETCS Ha3HaYeHUE CHUHTeTHYeckoro ananora BH4 — camponrepuna
JUTHIPOXIIOPUIA, KOTOPBIM UCHOJB3YETCA B KOMIUIEKCE C IUETOTEpanueil i 0e3
Hee (B 3aBUCUMOCTH OT (hOpMBI OOJIC3HH ) U CHUMIITOMATHICCKON MEAMKAaMEHTO3HON
Teparuen.

lpyeue eunepgenunananunemMuu MOTYT BCTpEYaTbCS NPH  Pa3IMYHBIX
(U3HOTOTUYECKUX U ATOJIOTUYECKUX COCTOSHUSIX.

Tpansumopnas ¢opma I'PA B mepuo]l HOBOPOKIEHHOCTH - BPEMEHHOE
noBeiliecHne ypoBHI ®OA B KpoBu peOeHKa, B OOJBIIMHCTBE CIIy4aeB
OOyCIIOBJIEGHHOE HE3PEJOCTbI0  (PEPMEHTATUBHBIX CHUCTEM HOBOPOXKIEHHOTO
(HampuMmep, NMpuU TIIyOOKON HEAOHOIIEHHOCTH WU (PYHKIIMOHAIIBHOW HE3PEJIOCTH).
[TpoBommpyronumu (hakTopaMu pa3BUTHS STOTO COCTOSHHS Yy MIIQJICHIIA SBJISIFOTCS
MIPEXKIEBPEMEHHBIE POJIbI (BCIICICTBUE YE€TO HE YCIIEBACT MOBBICUTHCS AKTUBHOCTH
naparuapoKCuGEeHWIMIPYBATOKCHUIa3bl) U Upe3MEpHOE ynoTpeOsieHne OeaKOBOM
MUY MaTephlo. B pe3ynbpTaTe HaOII0aeTCs MOBBIIIICHHAs MPOAYKIIHS CyOcTpara,
WHTUOMPYIOUIEr0 COOCTBEHHBIN (DEpMEHT, BCIE/ICTBHE YEr0 YpPOBEHb TUPO3MHA U
(deHunanaHiHa B KPOBHM YBEJIMYMBAECTCS JI0 MAaTOJOTMYECKUX 3HAYEHUM.
BrnocneactBun OMoXMMHUYECKHE TOKa3aTean HopManu3ytoTcs. KiumHudeckue
MPOSIBJICHUS JINOO OTCYTCTBYIOT, TMOO OYEHb HE3HAYUTEIbHBI.

T'unepgenunananunemus, COnposoNCOaOwas — nopadcenue  nevyeHu
PasauyHot smuonocuy (BUPYCHOE, MEAUKAMEHTO3HOE, TOKCHYECKOE) WU JIpyTue
HACJEJICTBEHHbIE HapylleHuss oOOMeHa BellecTB (JEHIUHO3, KiaccuuecKas

rajlakTO3eMusl U JIp.), UMEET BTOPUUHBINA XapaKTep.
KINHNUYECKAS KAPTHUHA

Manudecraums  genurkemonypuu ecieocmeue Oegpuyuma DAl npu

OTCYTCTBHH JICUCHHA Pa3BUBACTCA HaA IICPBOM oAy KU3HU, OOBIYHO B BO3pacTe 2-6
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MecsiteB.  [lepBeIMU  TIpOsiBIIGHUsIMH ~ OOJIE3HU  CIIyKaT BsUIOCTh peOCHKa,
OTCYTCTBHE WHTEpEeca K OKPYXaIIEMY, WHOTJa TOBBILICHHASA
Pa3APKUTEIIBHOCTh, OECIIOKOWCTBO, CPBITMBAHUS, HApPYIIEHUE MBIIICYHOTO
TOHyca (dJalie MbIIMIeYHas] THUIOTOHMS), CYJIOPOTH, IPHU3HAKH aTOIMHYECKOTO
JepMaTuTa. B NCUXOHEBPOJIIOTMYECKOM CTATyCE OTMEYAKOTCA 3aJE€PKKA CTATHKO-
MOTOPHOTO M TICHXOPEUEBOIO  Pa3BUTHS, BO3MOXHO  (OpMUPOBAHHUE
MUKporehanui, CHUMITOMATHYECKOW OSIHICTICHHA, a HEKOTOPBIX  CIydasx
ruaporiedanuu.  XapakTepHbl Takhe (PECHOTHIMHYECKHE OCOOCHHOCTH — Kak
TUIONIUTMEHTAIlUA KOXKHU, BOJIOC, PaayXHOW 000mouku ria3. OOpaimaer Ha ceOs
BHUMaHHE CBOCOOPA3HBIA «MBIIITUHBINY 3allaX MOYU OOJIbHBIX.

ONUIENTHYECKUE TMPUCTYIIBI BCTPEYAIOTCA MOUYTH Y MOJIOBUHBI OOJBHBIX U B
HEKOTOPBIX CIIy4dasiX MOTYT CIYXKUThb TMEpPBbIM MpU3HAKOM Oosie3HH. OOBIYHO
OTMEYAIOTCsl TeHEePaTu30BaHHbIE MAPOKCU3MbI IO TUITY MH()AHTHIBHBIX CIIa3MOB B
BUJICE «CaJaaMOBBIX» CYIOpPOT, «KHBKOB», MOTYT HaOII0AaThCsi aOCaAHCHI.
[IpucTynbl HOCAT YHNOPHBIA XapakTep W IJII0XO MOAAAIOTCS aHTUKOHBYJIbCAHTHOU
tepanuu. I[lpum oTcyTcTBUM crnenUpUYECKOTO JIeYeHHUs OOJIe3Hh MEICHHO
MpOTpeccupyeT. YMCTBEHHAs OTCTaJOCTh JOCTHTaeT, KaK IPaBHIIO, TTyOOKOMH
crenenn, 1Q cocraBmser okomno 20 emuHun (Hopma 85-115 enunum). B
TICUXOJIOTUYECKOM  CTaTyce OOJIbHBIX OTMEUAalOT HapyIICeHHEe WIPOBOM U
MPEAMETHON JEATEeIbHOCTH, OTCYTCTBHE AUPDEPEHIIMPOBKUA SMOIMOHAIBHBIX
peaKkiui, HEJOCTATOYHOCTHh JKCIPECCUBHOM M MMIIPECCMBHOW peun. Moryt
HaOJII0IaThCS  JIBUTATENIbHBIC, IICHXOMATONOMO0HBIE W IHM30(PESHOIOA00HbBIC
paccTpoucTaa.

B cnydae ecnu y pebenka ¢ rumnepdeHUTATAaHUHEMHUEH, BBISBIEHHOTO Ha
[IEPBOM JTall€ HEOHATAJbHOIO CKPUHMHIA W HaxXOAALIEroCs Ha JHETE C
orpaHuueHHeM  (EeHWIATaHWHA,  OTMEYAeTCs  BBIPAXXEHHOE  HapyIlICHUE
HEBPOJIOTHYECKOTO CcTaTyca, Heobxoaumo wuckiaouate BH4-3aBucumbie hopmbl

['DA.
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Knunuueckue ocobennocmu BH4 oegpuyumnvix cocmosnuil

BH4-nepummraas ['PA  (A) BeaeAcTBHE — HENOCTATOYHOCTH — 6-
nupyBomiterparuaponrepuncudrasel  (PTPS), BH4-agedpunurnas I'OA (B)
BeaenctBue  HepgocratouHocth  GTP  nwmkmormaponaser  (GTPSH), BH4-
nedunuTHaS I'®A (©) BCJICJICTBHE HEJ0CTaTOYHOCTH
muruapontepuauapenykrassl  (DHPR), BH4-pebunurnas ['d®A BceaenctBue
HEJOCTAaTOYHOCTH CemranTepuHpeaykTa3sl (SPR) MMeoT cXomHble KIMHHYCCKHE
CUMIITOMBI, KOTOPbIe MaHU(DECTHPYIOT TOCIE 2-X MECSIEB KU3HU M JTOCTUTAIOT
MaKCUMaJIbHOTO  TIPOSABJICHHUS K O6-TH  MecsllaM  JKU3HH.  XapakTEepHO
MIPOTPECCUPYIONIEe HAPYIICHHE TICHXOMOTOPHOTO Pa3BHUTHsI, dKCTpPAIHUpPAMUIHBIC
paccTpoiicTBa B BHJI€ H3MEHEHHUS MBIIICYHOTO TOHYcCAa (TUIIOTOHMSI MBIIIII]
TYJIOBUILIA M TUIMEPTOHYC MBI KOHEYHOCTEH), TPEMOp, aTakCus, MO3JHEE —
HapYIIEHUS TTOXOJAKH, MMaTOJOTHICCKHUE Pe(IIeKChI, THIIepcaTuBaIns, HapyIieHne
TEPMOPETYJISLIUM, TCEeBA00YIb0apHbIE pACCTPOMCTBA B BHJE 3aTPYIHEHUS
TJIOTaHUs, TOMEPXMBAaHUN BO BpeMs NpHieMa IHIIU, MHUKporedaius, CyIopory,
OKYJIOTUPHBIE KpHU3bl (DMU30JIMYECKOE COJPYKECTBEHHOE OTKJIOHEHHE TJia3
OOBIYHO HAIMpaBIEHHOE BBEPX M JIATEPAIbHO, PEIKO — BHHU3 WA CTPOTO
JaTepalibHO), dK3€Ma, THIOMUTMEHTAIUS KOXH. Y TaKWX JeTed MpU POKICHUU
HEPEJKO OTMEUaeTCsl HUu3Kast macca Tena. [Ipu qiuTenbHOM OTCYTCTBHUM JICUCHUS B
0a3aJpbHBIX TAHTJIUSAX TOJOBHOTO MO3Ta (OPMHUPYIOTCS KalbIU(PUKATH, KOTOPHIC
MOTYT ObITh OOHAPYKEHBI C TOMOILBIO KOMIIBIOTEPHOI TOMOTpaduu.

CymiecTByIOT ABa pa3iuvHbIX (EHOTHMA BCJICACTBHE HEIOCTATOYHOCTH 6-
nupyBountTerparuaponrepuncuaTerassl  (PTPS).  Haubonee wacto (80%)
BCTpPEYAIONIAsCA TsDKENasl IIeHTpajbHas (TUmH4YHAas) (opma COMPOBOXKIACTCS
PE3KUM CHIDKEHHUEM COJIep)KaHusl OMOTEHHBIX aMHUHOB B IepeOpOCTHMHAIBHON
KUIKOCTH,  OMNpPEACIICMBIX  HM3MEPECHHEM  METAa0OJUTOB  CEPOTOHMHA U
KaTexXoJIAMMHOB B JUKBope. Brtopas, ymepennas, mnepudepuitHas dopma
CONPOBOXKJIAETCSI HOPMAJIBHBIM COAEPKAHUEM MEIUaTopoB, yMepeHHoU ['PA u

YMEPEHHO BBIPAXKEHHOU KIIMHUYECKON CUMIITOMATUKOM.


https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
http://omim.org/entry/261640
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s BH4-nedbunuraoii A (D) BemeacTBue HEIOCTAaTOYHOCTH NMTEPHH-4-
anbda-kapouHoaamuHeruaparassl (PCBD) Taxke xapakTepHbI crienuUuecKue
W3MCHCHHS MBIIICYHOTO TOHYCA: IMOCTypajbHas HECTAOMIBHOCThH, THITOKWHE3US,
MBIIIICYHAs JUCTOHHUS (THIIEPTOHYC KOHEUHOCTCH, CHIDKCHHBIH TOHYC MBIIIII]

TYJIOBUIIA).

JAUATHOCTUKA

Buoxumuueckue memoowi

Bcee ¢opmbr A MOXHO NHAarHOCTUPOBATH YK€ B IEPBbIE HEAEIU WIU
JaKe JTHU KU3HHU peOeHKa, KOrja KIMHUYECKUE MPOSBIICHUS €IIE€ OTCYTCTBYIOT.
Jlis 3TOro mpoBOAST OMOXMMHYECKMH CKPUHUHI HOBOPOXJCHHBIX Ha HaJU4He
runeppenunanannaemunt (A). IlompoOHast cxema TpOBENEHHUS HEOHATAIBHOIO

CKpUHUHTA MPEJCTaBICHA HA PUCYHKE 3.

B MupoBoil mpakTuke MaccoBOro o0OC/I€JOBaHHUsS HOBOPOXKICHHBIX Ha
(EHUIIKETOHYPHUIO BBIACISIOTCA JBa 3Tana: ONpeaesieHne ypoBHs (heHUIIaTaHUHA
(Takxke cooTHoleHUs1 (EeHUJATAHUH/TUPO3UH) B KPOBU M IuddepeHiraibHas
JMAarHoCTUKa BbIABICHHBIX (Qopm ['DA. Jlng omnpeneneHus coaepKaHus
(deHunanaHiHa B KPOBH HOBOPOXKJIEHHOTO pe0EHKa WCIOJIb3YIOTCS pa3HbIe

MCTOIUYCCKHNC ITOAXOIbI:

- @aoopumempusi — KOJIWYECTBEHHbBI OWOXMMHUYECKHMH METOJ OIpEAeIeHUs
(¢eHmwnanaHMHa B KPOBM C  IOMOLIBIO COBPEMEHHBIX aBTOMATHUECKHUX
¢moopumerpoB.  Illupoko  ucmosb3yercs Uisi  MNPOBEACHHUS  MAacCOBOTO
aBTOMATU3UPOBAHHOTO CKpUHUHTA (A).

- MAHOeMHAs MAacc-CneKmpomempus, — aHAIUTUYECKUH METOJ HCCIEeI0BaHMs,
OCHOBAHHBIN Ha OMNPEJIETICHUU OTHOIIEHUSI MACCHI K 3apsly HOHOB, 00pa3yIOLIUXCs
IPY MOHU3AIUHN UCCIIETyEMBIX KOMITOHEHTOB poOklI, OCYILECTBIISIET
KaueCTBEHHYI0O M KOJHMYECTBEHHYIO MJICHTU(UKALMIO aMUHOKHUCIOT. Merton
MO3BOJISIET OJHOBPEMEHHO ONpPENeNsATh ypOBEHb (eHWIIaJaHuHA M THUPO3UHA,
COOTHOILIEHHE KOHUEHTPAMil I103BOJIIET KOCBEHHO OLEHUTh CTEIEHb CHU)KEHUS

aKTUBHOCTH (DeHMIIAIAHUHTUIPOKCHUIIA3HI (A).


https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://docviewer.yandex.ru/r.xml?sk=y76f90497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640
https://ru.wikipedia.org/wiki/%D0%9C%D0%B0%D1%81%D1%81%D0%B0
https://ru.wikipedia.org/wiki/%D0%AD%D0%BB%D0%B5%D0%BA%D1%82%D1%80%D0%B8%D1%87%D0%B5%D1%81%D0%BA%D0%B8%D0%B9_%D0%B7%D0%B0%D1%80%D1%8F%D0%B4
https://ru.wikipedia.org/wiki/%D0%98%D0%BE%D0%BD%D0%B8%D0%B7%D0%B0%D1%86%D0%B8%D1%8F
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-
PonunbHbIi oM (cTaloHap, MOJUKIMHUAKA)
C6op 00pa3ioB kpoBH, goctaBka B MI'K
\
v
-
Jlaboparopust maccoBoro ckpunnara MI'K
L Omnpenencaue @A B CyxoM MATHE KPOBU
[ DA <2,0 mr/on ] DA 2,1-4,0 mr/an [ DA > 4,0 mr/an ]
\ 4 A\ 4
brnank-perect [Ipurnamenue
b 1 g pebenka B MI'K,
A4 NpOBEJIEHHE
HOpMa YTOUHSIIOLLIEH
DA <2,0 mr/an ] [ DA > 2,0 mr/on IUArHOCTHKHU

[ DA 2,1-10,0 mr/ma J DA 10,1-20,0 mr/mn J [ DA >20 mr/mn J

\ 4 A A 4 A\ 4 A 4
)

[ Jlerkas DA Hrepun- Ymepennas OKY [ Kiaccuueckas J

3apucuMas I ©A DKY

J

Haomronenne 8 MI'K
MeauKo-TeHeTHIeCKOE KOHCYJIbTUPOBAHUE

Puc. 3. Cxema HeoHaTaJIbHOIO CKpUHUHTA Ha (eHmnkeTonyputo. MI'K —
MEUKO-TeHETUYECKasi KOHCYJIbTalus

buonornyeckum  MarepuaioM Il BCEX ~ UCCIEAOBAaHUM  CIIyKaT
BBICYIIICHHbIE TMSATHA KalWUIAPHOW KPOBU HOBOPOXKIEHHBIX Ha TeCT-OJaHKax.

[TonpobHOE ommMcanue mpaBwmI 3a00pa KPOBH MPECTABICHO B MPUIIOKEHHH 1.
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['maBHbIM  KpuTepueM JuarHocTuku ['DA  sgBisSeTCSs  MOBBILIEHHOE
coaepkanue (heHnIanaHuHa B KpoBU. 171 BceX yka3aHHBIX METO/I0B ypoBeHb DA
B KpoBu uesnoBeka Bbime 2,0 mr/mn (120 mMxMoib/i1) KBaTuPUIUPYIOT Kak
runepdenmnananniemMuto. ['@A ¢ ypoHem Bbiie 10,0 mr/mn (600 mMxMoIib/in)
OTHOCST K pa3nu4HbM ¢popmam OKV.

Huddepennmansuas auardoctuka (ll-it 3Tam) mnpoBoauTcs € IENBIO
BoisiBiieHuss BH4-3aBucumbix ¢opm ['A u ans ompeneneHus: MOTEHIIMAIBHO
qyBCTBUTEIBHBIX O0NBbHBIX ¢ DAl 3aBucumoit ['@A (penunkeronypueii). Ilocie
NOJTBEPXKJIEHUST Y HOBOpoxkAeHHOro PAI-3aBucuMoi rumnepgpeHmIaIaHUHEMUN
OPOBOASAT TECT Ha TOTEHUIUATbHYIO UYBCTBUTEIBHOCTh K CalpoONTeprHA
JUTUIPOXJIOPUY, TOCIE YEro Ha3HauyaroT JIeYEeHHE. YPOBEHb (eHWIaJaHMHA B
KPOBH JI0 Hayasa TECTUPOBAHUS 10JKEH ObITh >450 MKMOJIB/II.

JononHutenbHyo uHGOpManuoo s AudepHeuanbHOl JUArHOCTUKH
MOKHO TIOJyYUTh HpPHU HCCIEAOBAHWU MNTEPUHOB MOYM, CHIBOPOTKHM KpPOBH U

CIIMHHOMO3TOBOH JKHJIKOCTH (Tadymia 3).

Tabnuna 3.JlnarHocTudeckue rMmokaszaTenu (eHWIaHAaHWHA U NTEPUHOB B KPOBH,

Moue u crimHHOMOo3roBoi xuakocTr (N. Blau et al. 2014) *.

Phe | Neo Bio Pri Neo Bio SHIAA HVA SMTHF aKTHBHOCTH
K) | ®M) | ®M) | ®M) | (CMK) (CMX) (CMX) | (CMX) (CMXK) DHPR
(L9)

¢dbepmeHT
AdGTPSH | n n n n ! ! n-| ! n n
ArGTPSH 1 ! 1 n ! ! ! 1 n n
PTPS ) ) ! n 1 ! ! ! n n
SR n n n n n 1> ! ! n n
PCD 1 1 n-| 1 n n n n n n
DHPR 1 n 1 n n 1 ! | n-| !
*- AAGTPSH-ayrocomuo-moOMHHAHTHBIH  JeduuuT ryaHo3uH-Tpudochar-ipkaoruaponasst I,  ArGTPSH-
ayTOCOMHO-PEIECCUBHBIN neuuT ryaHo3uH-Tpru(ochaT-IUKIOTHIPOTIA3EI I, PTPS-6-
[UPYBOWJITETPArUAPONTEPUHCUHTA3A, SR-cenuanTepuHpeayKTasa, PCD-nrepun-4-anbda-

kapOuHonmamuHAernaparaza, DHPR-muruaponrepumnapenykrasa, Phe-penwrananns, Neo-ueomrepun, Bio-
ouorrrepuH, Pri-npumanrepun,. SHIAA-S-ruapokcuungonykcycHas kuciora, HVA- roMOBaHHUIMHOBAs KHCIIOTA,
SMTHF — 5-metuterparuapogonar, K-xpos, M-moua. CMK-crinHOMO3roBast )KHAKOCTb.
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Monexkynapro-eenemuyeckas  OUACHOCMUKA ABISETCS BAKHBIM ITAIOM

obcnenoBanus. CylniecTByOIME HAOOPHI O3BOJISIOT ONPEAEISTh YaCThle MyTalluu
B rene PAH, umetomuecs y 80% 6ompabix OKYVY. [Ipu oTCyTCTBUU HCCIEayEeMbIX
MyTalMil y NAlMEHTa PEKOMEHIYETCs NMPOBEIACHUE CEKBEHUPOBaHUS reHa PAH.
Taxoxe npooautcst JJHK nuarnoctuka myranuii u cekBeHupoBanue reHoB (PTPS,
DHPR, PCD wu nap.), Konupyoomux H3BECTHbIE (PEPMEHTHI Pa3INYHBIX CTaIHi
MeTabonu3mMa TeTparuapoouonTeprHa.

B nacrosiiee Bpemst uzBectHo Oonee 800 myraumii B rene PAH, criekTp u
pacupoCTPaHEHHOCTh ~ KOTOPBIX ~ MMEET  JATHUYEeCKHe ocoOeHHocTu. Jls
€BpPONECOUIHON packl MaKOpHOM wmyTtanued B reHe PAH sBnsercs myrtanus
R408W, B To Bpems kak B Smonmn u Kurtae mannHas myrtanus He HaiineHa. Bo
MHOTHX €BPOIIEUCKUX MONYJSIIHUSIX C OTHOCUTEIBHO BBICOKOM YacTOTOM
peructpupyrorcsa ciaeayromnme wmyrtaruu: 1VS12ntl, R261Q, R252W, R158Q,
P281L, 1VS10nt546, 165T.

BoJIbIIIMHCTBO T€HETUUECKUX U3MEHEHMI TeHa PAH — 3TO MUCCEHC-MYTalluu
BO BceX 13 3K30HAX reHa WM HETPAHCIMPYEMbIX (PIIAHKUPYIOIIMX YYacTKax IeHa,
cocrapisione 59% Bcex BapuaHTOB. Taxke 0OHapyKEHbI MyTaIlUH CIUIAHCHHTA,
HOHCEHC-MYTalliu, MyTalluu CABUTA paMKU CUMTHIBaHUs, O0Jee KpyIHbIE JeJIeHun
U MHCcepuuu. Pa3zHple MyTanuu BIMSIOT Ha padoty depmenta PAH B pa3au4HOU
CTENIEHU — 3TUM MOXET OOBACHSATHCS OO0JIbIIOE pasHooOpasue mokazatens A B
kpoBu OonbHbIX DKYVY. Bonbmoe komuuectBo Mmyrtanuii rena PAH (manpumep,
R408W) npuBoasaT k pe3uayanbHoM akTUBHOCTH (epmenta DAL Ilpu apyrux
mytarmusax (E390G, Y414C,A300S) TonepaHTHOCTh K (DEHWIATAIHWHY BBIINIC U
kimHuyeckast kaptuna OKY menee Boipakena. Takum 006pa3om, o COBPEMEHHBIM
nanabiM (Hentz C. et al., 2013) pesynbratel reHotunupoBanus npu OKY
NOTEHLUATBHO 00J1a/1al0T MPEIUKTUBHBIM 3HAUCHHEM.

Cnenyer OTMETUTH, YTO NPH OMNpPEAENIEHHbIX MyTauusx B TeHe PAH,
obycnosiugarowux ocmamounyro akmueHocms (Qpepmenta DOAI, BBeaeHue
kopakropa BH4 wnm ero cuHTeTHYecKuMX aHAJIOrOB B TEPANMIO MPUBOJIUT K

ITOBBIINICHHUIO NJIM BOCCTAHOBJICHHUIO dKTHBHOCTH q)eHPIJIaJIaHI/IHFI/I,Z[I)OKCI/IHaBI)I, qTo
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IIO3BOJISIET PACUIMPUTh JMETY C YBEJIMYECHHEM B PAallMOHE KBOTBHI HATYpajabHOIO
Oeka.

Ilpu omcymcmeuu OaHHBLIX HEOHAMANLHO20 CKPUHUHESA JUATHOCTHKA
3a00JIeBaHUsl OCHOBBIBAETCS HA COBOKYNHOCTH T'€HEAJOTMYECKOr0 aHaMHe3a,
pe3yabTaTOB KIMHUYECKOTO W OMOXMMHUYECKOro obcnemoBaHus. B aTtux ciydasx
IJIAaBHBIM JUIsl YCTAHOBJIEHMSI JMAarHo3a OCTaeTcsl OMOXMMHYECKUH KpUTEpUi -
BBICOKOE CoOJIep)KaHMe (eHWJIaTaHWHA B CBIBOPOTKE KpoBU. B nmampHeitmem

PEKOMEHAYETCSI IPOBEACHUE MOJIEKYISIPHON TUArHOCTUKH.
INPUMEPBI ®OPMYJINPOBKU ITUATHO30B

- Kinaccuueckas peHMIIKETOHYpHS
- OeHUNKeTOHypHs
- ['unepdenmnanaHuHeMus, 00ycOBJIEHHAs HapylIEeHUEM oOMeHa

TeTparuapooduontepruna (¢ ykazaHueM KOHKPETHOM (hOPMBI).

JIEHEHUE

OcHOBHas 1€ J€YeHUs] — CHU3UTh DA KpPOBHU, MOBBICUTH TOJIEPAHTHOCTH
(mepenocumocTh) DA, MOTy4aeMOTo ¢ HATYpaIbHOU MUIIEH, N30ekKaTh TIKEIOU
HEBPOJIOTUYECKON CUMIITOMATUKU U YIYUYIIUTh KAYECTBO KU3HMU.

ITaTorenetnueckuMm wmetogom JedeHus DAI-zaBucumoit ®KY u I'OA
SBJISICTCS JUETOTEpamus, OCHOBAaHHAsI Ha PE3KOM OTrpaHWYCHHMH (peHUJIaTaHUHA B
paloHe OOJIbHBIX JETeH 3a CueT HCKIIOYEHUSI BBICOKOOEIKOBBIX IMPOIYKTOB.
Henocraromee koanuecTBO OCKa BOCIOJHSCTCS 3a CUYET CIICIHATU3HPOBAHHBIX
JIe4eOHBIX MPOAYKTOB, YACTUYHO WJIH MOJHOCTHIO JIMIICHHBIX (heHmTaiannHa (A).

Jns BH4-nedunutaeix popm ['A naToreHETHHUECKUM METOJIOM JICUCHUS
ABJISIETCA CUHTeTHYeckuid aHanmor BH4 — camponTepuHa AUTHAPOXIIOPUA H
runod)eHUIaJJaHMHOBAs JUETa.

Jluemomepanuss — TATOTEHETUYSCKHM OOOCHOBAHHBIM M JIO HACTOSIIETO
BpeMeHH HauOonee H¢GeKTuBHbI MeTo[ JeueHus kiaccuueckon OKYVY.

I[I/ICTOTepaHI/IH JOJIDKHA OBITH HAyaTa He IMO3JHEC IICPBLIX HEACIIb ) KU3HU pC6CHKa.
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CornacHo COBPEMEHHBIM JaHHBIM, TUETUYECKOE JICYeHHE HA3HA4yaloT MpU
ypoBHe DA Ha ckpuHHHTe >360 MKMOIB/1 (>6 Mr/m1).

Paunion OGosnbHoro ®KVY cTposT mo mnpuHLUIY PE3KOro OrpaHUYCHHUS
dbeHunanaHnHa, MOCTyNawIero ¢ numieil. M3 nutaHus UCKIOYaloT TPOIYKTHI C
BBICOKHM COJiep>)KaHneM Oenka (COOTBETCTBEHHO U (PEHMJIANaHWHA): MSICO,
MSICOITPOIYKTHI, PhIOY, PHIOOMIPOIYKThI, TBOPOT, S0, 00O0OBBIE, OPEXH, IIIOKOJIA]
u 1p. JlomycTumbie B queTe HaTypalibHBIE TPOIYKTHI, TAKAE KaK JKEHCKOE MOJIOKO,
JIETCKUE MOJIOUHBIE cMecu (s JeTeil B Bo3pacTe A0 1 roxaa), oBouu, GPpyKThl U
HEKOTOpbIE JIpyTU€ TMPOIYKTHI C HHU3KUM COJAEpKaHWEeM Oejka BBOAST B
COOTBETCTBHH C MOJICYETOM COJIEPIKAIETOCs B HUX ()eHUITaTaHIHA.

[Ipu pacyeTax nUTaHUS PEKOMEHIYETCS OPUEHTUPOBATHCS HA HOPMBI
(bU3HOTOTHYECKONH TOTPEOHOCTH B OCHOBHBIX HYTPUEHTAX Il OOJBHBIX JETel
Pa3JIMUHBIX BO3PACTHBIX TPyl B cooTBeTcTBUM ¢ MP 2.3.1.2432-08 (Tabnuus! 4,
5), JomycKaeTcsi YMEHbIIIEHHE KOJIMYecTBa cyTouHoro oOenka (He 6omee 10%) B
3aBHCHUMOCTH OT TOJIEPAHTHOCTH OOJIBHOTO K MHUIIE U K (PeHUITATIaHNHY, & TAKKE OT
COCTOSIHUS HyTPUTHBHOTO CTaTyca.

Tabnuma 4. CpegHecyTouHbIe HOPMBI MOTPEOHOCTEH B OCHOBHBIX MHIIEBBIX

BCHICCTBAX W SHCPIUM AJIsd I[CTGf/'I IEpBOIo roaa KU3HU (Ha KI' MaCChbI Tena)

Bospact DHeprusi, benok, Kupsl, VYraeBojsl,
(mec.) KKaJj/ KT /KT /KT /KT
0-3 115 2,2 6,5 13
4-6 115 2,6 6,0 13
7-12 110 2,9 9,9 13

Ta6nuna 5. Hopmbl ¢pu3nosiorndeckoi moTpeOHOCTH B OCHOBHBIX MHUIIEBBIX

BEIIIECTBAX M DHEPTUM JJIs JeTel cTapiie rojaa™

Bospact DHeprus, benok, Kupsr, VYraeBojsl,
KK I/IeHb** T/JCHb I/ICHb
ot | roma g0 2 ner 1200 36 (28) 40 174
ot 2 et 10 3 neT 1400 42 (33) 47 203
ot 3 neT 1o 7 et 1800 54 (46) 60 261
ot 7 net o 11 net 2100 63 (54) 70 305
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ot 11 ner no 14 ner 2500 75 (64) 83 363
MaJIbYUKQ

ot 11 net no 14 ner 2300 69 (59) 77 334
JIEBOYKH

ot 14 net no 18 ner 2900 87 (74) 97 421
FOHOIIIN

ot 14 ner no 18 aer 2500 76 (64) 83 363
JIEBYIIIKA

* MP 2.3.1.2432-08 «Hopmbl pu3nonornueckiux NOTpeOHOCTEH B SHEPrUU M MHUIIEBBIX BEIIECTBAX IS
pasiuuHBIX Tpynn Hacenenus Poccuiickoit deneparmmy» 1.5, Tadm.5.4.

** B ckoOkax yka3aHO OpHEHTHPOBOYHOE MoTpebienne Oenka 3a cYET crennaIn3upoBaHHON cMmecu 0e3
¢benunnanaHuHa.

benok 3a cueT eCcTeCTBEHHBIX MPOAYKTOB B JIMETE PACCUUTHIBACTCS, UCXOMS
U3 JIOMYCTUMBIX CYTOYHBIX KonuuecTB DA ¢ ydyetom, yto 1 r Oenka comepkut
npuonu3urenbHo 50 Mr ®A. B 3aBucHMOCTH OT TEPEHOCHMOCTH THIIEBOTO
dbeHmIananHa A0MyCcTUMOE U Oe30macHoe Koan4ecTBO @A B CyTKH COCTaBIISIE€T OT
90 no 35 Mr/kr maccel Tena i IeTeid MepBOro roja *Ku3HU. B nutanuum nerei
cTaple rojia JOMyCTUMOe KoirmdecTBo PA mocTeneHHO cHukaeTca oT 35 mo 10
MT/KT Macchl Tejia peOeHKa (Tadymna 6).

Tabnuma 6. JlomycTuMoe KONMMYEeCTBO (DCHMIAJIAHWHA B NMHUTAaHUU JETEH C

OKY B 3aBUCHUMOCTH OT BO3pacTa

Bo3spact gereit KonuuectBo peHunananmnna
(MI/KT Macchl Tena B CyTKH)
ot 0 10 2 Mecs1eB 90-60
2-6 MecsIEeB 55-45
6-12 mecsiieB 40-35
1-3 35-25
3-7 25-20
7 ¥ cTapiie 20-10
Henocraromee KOJIMYECTBO Ocnka BOCIIOJIHSICTCS 3a CUeT
CHECIUAIM3UPOBAHHBIX JICUCOHBIX TMPOAYKTOB - CMeceld aMHHOKHCIOT 0e3

dbeHnnanaHHa ¥ HU3KOOETKOBBIX MPOAYKTOB MUTAHUS. AMHUHOKHCIIOTHBIC CMECH
pasnuyaroTcs 1o coxaepxkanuto Oenka (ot 13 r go 77,5 r ma 100 T cyxoro

NPOJYKTa) W JAPYTUX TMUTATEIbHBIX BEIIECTB (YTJ€BOAbI, UPbI, BUTAMUHBI,
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MHKpPO- M MakpodJeMeHThl). Bce cmecm B CBoeM cocTaBe HE coaepxar
benmnananudH. AMUHOKHCIIOTHBIE cMecHu ¢ coaepxanueMm 13-15 r 6enka B 100 r
CyXOH cMmecu TpeaHa3HaueHbl A AeTed mepBoro ronaa xus3Hd. Jlersm Oonee
CTapIlero Bo3pacTa Ha3HAYalOTCS CMECH C 0ojiee BBICOKMM COJEp)KaHHEeM Oelka

(npunoxxenue 2).

Ha mnepBoMm roay >Ku3HHM HEOOXOIHMM €KEIHEBHBIA IOACYET KOJIMYECTBA
deHmnananHa, MOJy4aeMOro C THIIEH, ymoTpeOasieMoi MalueHTOM, Y4eT

O€JIKOB, )KUPOB, YTJIIEBOIOB, JHEPTUU B CYyTOYHOM PALUOHE.

Pacder cyTo4HO# 103bI CHIEIUATM3UPOBAHHOIO MPOIYKTa MTPOU3BOJUTCS I10
bopmyie: (Ps-Pn) x 100
P,

rae Ps - cyTouHoe KonruecTBO Oelnka,
Pn - 6enok ecTecTBEHHBIX MPOIYKTOB,
P - konmnuectBo Oenka B 100 T cyxoro creruaaIn3upoOBaHHOTO MPOYKTa

IIpumep pacyera nuranus pedenky ¢ PKY
PebGenok 3 ner, Mmacca Tena 14,5 kr

1. Obwee cymounoe konuuecmeo 6enxa 6 payuone 60161020 (cm. maon.5): 54,02
2. Jlonycmumoe cymoynoe Koauuecmeao geHunaianuna (cm. maon.6):
25x 14,5 =363 me
3. Honycmumoe xonuuecmeo benxka ecmecmeennvlx npooykmos (le benxa cooepacum 50 me
Genunananuna):
363:50 =732
4. Konuuecmeo benka 3a cuem CReYUAIUUPOSAHHO20 NPOOVKMA Ha
ocnoge cmecu L-amunoxucnom 6e3 penunanranuna:
54,0-7,3=46,7 2
5. Cymounoe konuvecmeo amunokuciomuou cmecu (100 e codepocum 20 2 benka):
46,7 x 100:20 = 233 ¢
6. Pexomendyemoe cymounoe KoIuuecmeo icupa 6 payuone (cm. maou.5): 60 e.
7. Pexomenoyemoe cymoyHnoe xoauuecmeo y2ne60008 (cm. maon.5): 261 2.

[Ipu opranu3zanuy AUETOTEpauy HEOOXOJIWMO YYHTHIBATH KIIMHHYECKYIO
dbopmy 3aboneBanus, ypoBeHb MA B KpoBH, BO3pacT peOCHKA; HYTPUTHUBHBIN
ctatyc (¢u3udYecKoe pa3BUTHUE), TOJEPAHTHOCTh pedeHka K mnuiieBoMy DA,
konuuectBo DA u HaTypanbHOTO O€iKa, MOJIy4aeMoro C MHUIIEH, KOJUYECTBO

OCHOBHBIX IMMIICBLIX BEIICCTB U OHCPIruu B JIe4eOHOM panroHC.
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[Ipu Ha3HaUYEHUM AUETHI BAXKEH UHAUBUAYAIbHBIN U quddepeHInpOoBaHHBIMN
MOAXOJ, K HCIOJb30BAHUIO CHEIUATU3UPOBAHHBIX M HATYpPaJbHBIX MPOJYKTOB
COOTBETCTBEHHO BO3pACTy peOeHKa.

Hnst Gonbubix DKV He3zaBHUCHMMO OT BO3pacTa, COXpaHseTCsl 3alpeT Ha
MPOIYKTHI, Hambojee Oorateiec DA, Takue Kak MSCO, pbl0a W W3ACIUS U3 HUX.
TBopor, TBEp/bIE ChIpbI, 0000BBIE, KypUHBIE silla, OPEXU MOTYT B OIPaHUYEHHOM
KOJIMYECTBE BXOJUTh B PAlMOH NAlMEHTOB CTapIlIero BO3pacTa C Y4YE€TOM
tosiepanTHOCTH K DPA. He pexomenayercs ymorpebienue mamueHTamu ¢ OKY
npoaykToB «fast food», ra3upoBaHHBIX HAMMMTKOB C TOJCIACTUTEIIMHU (acmapTaM
uiu niuineBas fo6aska E951), cogepxkamumu OA.

Taxmuxa  Ouemomepanuu  npu  CORYMCMBYIOUWUX  3a0D0N€BAHUAX
(BbIpaXkCHHAsi THUIEPTEPMHUsS, HMHTOKCHKAIMSI, PA3JIMYHbIC JTUCIICTICHYCCKUC
SBJICHUS), @ TAKXKE MPU OTKA3€ OT MpHUEMa aMUHOKUCIOTHON CMECH 3aKJII04aeTCs B
KPAaTKOBPEMEHHOM (Ha 2-3 J1HS) NPEeKpalleHud JUETOTepanuu C 3aMEHOU
Je4eOHBIX POYKTOB HA HaTypalibHbIE C HEBBICOKUM cojiepkanueM oOenka. [locre
CTUXaHMsSI OCTpPOro TMepuojaa OO0JIe3HM B paldoH peOeHKa BHOBH BBOIUTCS
CHEIUAIN3UPOBAHHBIA MPOAYKT, HO 3a 0oJiee KOPOTKUN TEpUoj, YeM B Hayaje
neuenusi. Ecnu pedbenok ¢ @KV He oTkazpIiBaeTcs OT MUIIM BO BpeMs OOJI€3HH, TO
JICYCHHE COMYTCTBYIOMIUX COMAaTUYECKUX MPOBOAUTCS MO OOIIECTIPUHATON CXeMe U
He TpeOyeT MpeKpalieHus: JueToTepanuu.

Meouxamenmosnasn mepanusi @A u OKY

Cunrternyeckuit ananor BH4 — camponTtepuHa AUTrHApPOXJIOPU (TOProBOe
Ha3BaHue KyBaH) sBJISIETCS NAaTOTEHETHMUYECKUM MeETOJ0M JedeHus aius BH4-
nepunutHbix  popm T'@A w  BcrmomoraTeabHBIM  METOIOM JIeYeHUs
yyBcTBUTENBHBIX K BH4 Tepanuu popm knaccuueckoit DKYVY.

Tecmuposanue nomenyualbHOU 4y8CMEUMeIbHOCMU K JICUEHUIO U JICUCHHE
CarpoNTEPUHOM TMPOBOAUT U KOHTPOJUPYET Bpay, KOTOPBI OCYIIECTBISET
jieyeHre U Haomoaenue mnamueHToB ¢ DKY.

Omeem mHa Jedyenue npenapamom CaNpONTEPUHA AUTHAPOXJIOPUIOM

OICHHUBACTCA II0 CTCIICHU CHMKXCHHA KOHICHTPAIUU (I)CHI/IJ'IaJ'IaHI/IHa B KpPOBH
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O0JILHOTO TP COOJTIOACHUHN CTAaOMIIBHOM TUNoQeHnIaIaHuHOBOM nueThl. [lanuent
CUMTAETCAd YYBCTBUTEIBHBIM, €ClIM pa3Hunia ypoBHa DA, mnomydeHHOro 1O
OKOHYaHWHU NEPHOJIa OIEHKH OTBETa Ha JeUeHHUE, U UCXOAHOTO ypoBHI DA mepen

HayaJioM Ipuema npemnapara cocrasisieT 30% u 6oee.

[Ipy HEOOXOAMMOCTH JJUTEIbHAs MEIUKAMEHTO3Hasi Tepanusi y OOJIbHBIX
OKY, oTBeHarnMX Ha JEYEHUE CANPONTEPHHA IUTHIPOXIIOPUIOM CHHKEHUEM
ypoBHsI @A B KPOBH, IPOBOJUTCS B KOMOWHAIIUN C TUETON MPHU WCIIOIH30BAHUN

AMUHOKHUCJIOTHBIX CMECEH, KOJIMUE€CTBO KOTOPBIX ONpE/EseT Bpay.

Meouxamenmosnas mepanusi npu BH4-0edhuyumnoix cocmosnusx ¢ I'@A u bes
I'®A: mnavanpHass J03a CalpoONTEpUHA JAUTHAPOXJIOPUIA Y OOJBHBIX C
HejoctatouHocThio BH4 cocTaBnsier oT 2 10 5 MI/Kr mMaccel Tena npu npueme 1
pa3 B neHb. Jlo3a MoxeT ObITh yBenuueHa o 20 MI/KT mMacchl Tella B JAeHb. Jlis
JOCTH)KEHHSI ONTUMAJIBHOTO TepaneBTHYecKoro 3d@exra cyTrodyHas J103a

[npcrapara MOXKCT OBITH pa3aciiCHa Ha 2 umm 3 IIpucMa B TCUCHUC IH:.

B xommuiekc neuenus Takxke BXoasT npenapathl L-godsi (10-15 mr/kr/cyT) B
coueranuu ¢ kapoumnodoii (1-1,5 mr/kr/cyt), S-okcutpunrodan (10 mr/kr/cyr), S-
dbopmunTeTparuapodoaaT B CpeIHEN 103 25 MI/CyT, B HEKOTOPBIX CIIy4asx JueTa

c orpannuenueM @A u ponuesas kucnora (tadbauua 7).

Tabnuna 7. Cxema tepanuu npu paznudiabix BH4 neguimTHeIX cOCTOSIHUSIX

(c T'DA u 6e3 TDA)*

CpenctBa | BH4 | L- KapGumona | S-ruapokcu Huera c | @onuenas
epanuu Jomna tpuntodan** | HU3KUM | KHCIIOTa

DepMeHTHI DA
GTPCH + + + + - -
DRD/ayrocomHo- - + + - - -
JOMUHAHTHBIA  THI
GTPCH
PTPS  ymepennas + - - - - -
dbopma
PTPS TsDKeIas + + + + - -
dbopma
DHPR - + + + + +
SR - + + + - -
PCBD + + + + _ B

*-tabnuna cocrasieHa no gaHHeiM N.Blau 2014.
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**- mpenapar He 3apeructpupoBaH B Poccuiickoit denepanunu

BEJIEHUE ITAIIMEHTOB

3a0oyieBaHNE NUArHOCTUPYETCS B PE3yJbTaTe HEOHATAJIBHOIO CKPUHUHIA,
BBISIBJICHHbIE OOJIbHBIE HAxXOJATCS Ha JUCIAHCEPHOM YYe€Teé B MEAMKO-
TEHETUYECKUX  LEeHTpax  (KOHCyNbTAlMAX), TI/I€ HA3HA4YaeTcs JIEUYCHHE,
BKJIFOUAIOLIEE AUETOTEPAIIUIO U OCYIIECTBIISIETCSI KOHTPOJIb 3a aJIeKBaTHOCTBIO €T0
IIPOBE/ICHHUS.

Pexomennyercs cienyromas cxema KOHTpoJIs 3a cogepkanneM @A B KpoBH
y 601pHBIX DKV

-B Bo3pacTe 10 3-X MecsAueB - 1 pa3 B Hemeno (0 MOJy4eHUs CTaOMIIbHBIX
pe3ynbTaroB) u nanee 1 pa3 B 10 nue,

-c | roma 1o 6 et — He MeHee 2 pa3 B MecHIl,

-c 7 o 12 ner - He meHee | pasza B MecaL,

-niocne 12 net - 1 pa3 B 2 mecsa,

TepaneBTuueckuit quanazoH ypoBHs DA B CHIBOPOTKE KPOBU MOXKET OBIThH
pacuIMpeH B 3aBUCMMOCTH OT BO3pacTa U OCJIa0JIeHUs TUETUYECKUX OrpaHUYCHUMN

(Tabmuna 7).

Tabnuua 7. PekoMenayembiid ypoBeHb DA B CHIBOPOTKE KPOBH Y OOJIbHBIX

OKYVY, naxoasgmuxcs Ha JICUCHUH

Bospacrt Yposenb DA
Y TEPUOJIbl )KU3HU MAIMEHTOB MKMOJIB/JI MI/ T
0-6 net 120-360 2-6
7-9 net 120-360 2-6
10-12 mer 120-360 2-6
13-15 ner 120-600 2-10
16-18 ner 120-900 2-15

Ha ¢one nedyenuss HE0OXOAUMO MPOBOJUTH KOHTPOJL 3a HYTPUTHUBHBIM
CTaTycoM  OONBHOTO, (U3MYECKUM W  HMHTCIUICKTYaJIbHBIM  Pa3BUTHEM.
bonpmmacTBO  geret ¢ OKY  HaxomsaTcs  Ha  dTame  aMOyJaTOpPHO-
MOJIMKJIMHUYECKOTO HAOJIIOICHUS], TJI€ OCYIIECTBIISIETCS KOHTPOJIb 32 COCTOSIHUEM
MX 3J0pOBbS C TMPHUBJICYCHHUEM BpAuY€d CIEUAINUCTOB, HCIOJIb30BAHUEM

byHKIIMOHAIBHBIX MeTOI0B uccienoBanus (Y3U, 330, MPT), a Takke KOHTpOJIb
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KJIMHUKO-71a00paTOpHBIX ToKa3zarened (00mue aHaau3bl KPOBU M MOYM, OOLIUI
Oenok u ero (hpakiuu, Mo MOKa3aHUSAM JMIUAHBINA NMPOQUIb, TII0K03a, hepputTuH,
KpEaTUHUH, CBHIBOPOTOYHOE XKejie3o W Jp.), | pa3 B roay peKOMeHIyeTcs
UCCJIEOBATh AMUHOKHUCIOTHBIM  cHekTp KpoBu. OOmwmii aHamu3 KpoBHU
pEeKOMEHyeTCsl IeNiaTh He pexe | pa3a B 6 mecsIes, Onoxummuueckuii — 1 pa3 B
roga. Koncyneranusa ncuxosora mia 6onbHbix DKV moapocTkoBoro Bospacra
SBJIICTCSI 0053aTeLHON W JOJKHA MPOXOAUTH ekeromano. Kontponas ¢ocdopHo-
KaJIbIIUEBOT0 OoOMeHa (Kambluii, Ghochop, OCTECOKAIBIIMH, MAapaTTOPMOH H Jp.)
JIOJKEH MpOoBOUTHCS ¢ | rona xkus3Hu. [Tanmentam crapiie 13 et pekomeHayeTcs
IIPOBEICHUE IEHCUTOMETpUH 1 pa3 B TOJ.

HeBoukam ¢ KV pekomenayercs noaaep:;xuBath cojaepxanue A B kpoBu
Ha ypoBHe 10 4 wmr/mn (240 MKMOJB/J) HE3aBUCHUMO OT BO3pacTa C IEJbIO
npodUIAKTUKA B JaJbHEUIIEM CHHIIPOMA «MAaTEPUHCKON (PEHUIIKETOHYPUU» Y

OyIyIiero moToMcTBa.

HPO®UJTAKTUKA

[Ipodunaktuka GEeHUIKETOHYPUHU U TUNIepPEeHUTATAHUHEMUN TPOBOIUTCS B

HCCKOJIBKUX HAIIPABJICHUAX:

- MPOCHEKTUBHOE MEAUKO-TEHETUUYECKOE KOHCYJBbTUPOBAHUE MAP, IUIAHUPYIOLINX
OEpEMEHHOCTh C pEKOMEHAAIMEN 00CIeI0BaHNs Ha FeTEPO3UTOTHOE HOCUTEIBCTBO
yacTeix myTanuii B reHe PAH. Tlpu BoiaBienuun OKY B ceMbe — oOcienoBaHue

POACTBEHHHUKOB JUUISI YTOYHECHUS I€TCPO3UTOTHOTO HOCUTEIILCTBA My TalllH,

- B cembe, rae umeercs pedeHok ¢ @KV, npu nocneayromieid 6epeMeHHOCTH
POBEJCHUE MPEHATAIbHON IUAarHOCTUKU YISl ONPEAENICHUS] HAIWYUS NaTOJIOTHH

y IJI0]1a;

- IPOBEAECHUE HEOHATAIBHOTO CKpHHUHTa ¢ oxBaroM 100% HOBOpPOXKIEHHBIX,
MO3BOJISIONIETO PAHO BBISBUTH 3a00JICBaHHE, CBOCBPEMEHHO HAdaTh JICUCHUE U

N30€KaTh TKEIBIX HpOS[BJIeHI/II\/’I IaTOJIOTUH,
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-npoUIaKkTUKa  POXKIACHUS neTen c CUHIPOMOM «MaTEPUHCKOU
dbeHuIKeToHypun» OT KeHImWH, OombHBIX @KV, myrem opranusanum
MICUXOJIOTUYECKON MOMOIIU JIEBOYKAM-TIOAPOCTKAM 10 BOITPOCAM HEOOXOJUMOCTH
COOJIIOJIEHUsI CTPOTOM TUNO(pEHUITAIAaHUHOBON TUETHI B MyOepTaTHBIN MEpHO/I, a
TAK)K€ KOHCYJIbTATUBHOM NOMOIIM IO BOMNpOCaM IUIAHUPOBAHUS CEMbU U

OepEeMEHHOCTH.
NCXOJbI 1 ITPOI'HO3

[IporHo3 3aboJsieBaHUsS 3aBUCUT OT CBOCBPEMEHHOW JUArHOCTHUKH,
MAaKCHUMAaJIbHO PaHHETO HA3HAUYECHUS AUETOTEPANNU U aIEKBATHOTO €€ BBINOJIHEHUSA
Y KOHTpOJA. bosblioe 3HaUYeHUE MMEET MPUBEPKEHHOCTh JICUCHUIO BCEX YJICHOB
ceMbH OOJILHOTO, a B JIaJIbHEUIIIEM - U CaMOT0 TMaIlUeHTa, JIJI 3TOT0 HEOOXO0IUMO
OpPraHU30BaTh  ICHUXOJIOrO-TIEAArOTUYECKYI0 MOIJCPKKY, KOTOpas JIOJDKHA
HAYMHATHCS C MOMEHTAa POXKJICHHS OOJIBHOTO peOCHKA.

B cinywae HecoOmoieHus  peKOMEHAAMH 1O  JUETOTepanud U
HEJIOCTAaTOYHOM KOHTpOJI€ 3a ypoBHEM DA B KpPOBU MOTYT UMETh MECTO TAaKHE
OTHAJICHHBIC TOCJEJICTBUS, KaK CHWXKEHHbIA KOI(DPUIMEHT UHTEUICKTA,
HapylIeHUsT pPeYd MW TaMITH, MNOpoOJeMbl C KOHICHTpalMell BHUMAaHUSA,
PacCTPOMCTBA MOBEACHHS.

B caydae, ecnm manuMeHThl HE TNPUHUMAKOT CHEHAAIM3UPOBAHHBIC
aMHUHOKHUCJIOTHBIC cMecu Oe3 ¢eHMIIaJlaHhHA, a HaxOJATCSA Ha JUETE C PE3KHM
OTPAHUYECHHUEM BBICOKOOEJIKOBBIX MPOAYKTOB, BO3MOXKHO Pa3BUTHE CHUMIITOMOB
XPOHUYECKON HEIOCTATOYHOCTH MUTAHUS, HYyTPUTUBHOTO Je(UIIMTa BUTAMUHOB,

MaKpO- ¥ MHKPODJIEMEHTOB M IPYTUX ICCEHITMATBHBIX (PaKTOPOB.

s xknaccuyeckot @KV, BhISIBIEHHON B MEpPBBIC HENETU JKU3HU PEOEHKA,
IIpU COOJIIOCHUN PEKOMEH AU Bpadyel 1o JICUSHHIO, IIPOTHO3 0 3a00JIEBaHUIO
OmaronpusTHBIA. JleTwm MOcemarT MaccoBbIe JETCKHEe H 00pa3oBaTeIbHBIC
YUPEKICHUS, 3aHUMAIOTCA B JOIOJHUTEIBHBIX KpPYXKKaX, B JaJIbHECUIIEM

IMOCTYIIArOT B BBICIIHNC y‘-Ie6HBIe 3aBCACHUA.
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[Tpunoxenue 1

IIpaBusa 3a60pa KPOBH Y HOBOPOIKAEHHOIO /IJIsl CKPHHUHTA HA

HacJIeJICTBEHHbIEe 00J1€3HH 00MeHa

3a00p KpOBU y HOBOPOXKJIECHHOIO MPOBOJAUTCS Ha 4-5-M neHb xu3Hu (y
HEJIOHOIICHHBIX JeTel Ha 7-U JAEHb KU3HMU), HO HE paHee 4eM Yepe3 2 JIHS Moclie
HayaJyia SHTEPAJIbHOrO MUTAHUS. 3a00p KPOBU paHee 4-X JHEH KM3HU HexenaTelleH
u3-3a OOJBLIOTO YHUCJA JIOXKHOMOJOXKUTEIBHBIX M JIOKHOOTPUIATEIbHBIX

pE3YyIABTATOB TECTUPOBAHUSI.

OOpazen kpoBu OepyT U3 MATKM HOBOPOXKAEHHOrOo pedeHka yepe3 3 yaca
nocie kopmieHus. lIpenBapurenbHO HEOOXOIMMO COrpEeTh CTOIy pPeOEHKa,
00epHyB €€ B MOJOTEHIIE, CMOUYEHHOE TEIJION Bo10M (He BhIlie 42 rpaaycoB) Ha 1-
2 MUHYTHI, 3aTeM MPOTEPeTh O00JACTh MMYHKIIMU CTEPUIBbHON candeTKoH,
cMmoueHHo 70% cniuproMm. Bo n3bexanue remonnsa KpoBu o0paboTaHHOE MECTO

CJeAyeT MPOMOKHYTh CyXOl CTEpUIBLHOM candeTKOM.

MecTo mpoKoia pacmojOKEHO METUAIbHO OT JIMHUW, TPOBEACHHON OT
OONBIIOTO Majblla A0 MATKH, WIM JaTepaJibHO OT JIMHHUM, NPOBEACHHON OT
MU3HMHIIA [0 TISATKH (3alITpuxoBaHHas o0jacTh Ha puc. 2). [nyOuna
NYHKTUPOBAHUS HE JIOJDKHA MPEBBIIATh 2-5 MM, T.K. Npu Oosiee riayOoKoM

ITPOKOJIC BOBHUKACT OIIACHOCTb OCTCOMHCIIUTA.

Puc. 2. 3a6op oOpa3ziia KpoBU U3 MATKHA HOBOPOKIECHHOTO

[Tpokosi oCyIIecTBIsE€TCS OJHOPA30BBIM CKapU(PUKATOPOM, TIEpBas Karuis
KPOBHM CHUMAETCSI CTEPWIIBHBIM CyXHM TaMIIOHOM. BTopas Karisi KpoBH HAHOCUTCS
Ha TecT-OJIaHK, MPOMUTHIBAEMBbI KPOBBIO TMOJHOCTHIO M HACKBO3b B YKa3aHHBIX
MecTtax (Kpyxku). UpesmMepHoe CIaBIMBAHME MeECTa MPOKOJIa MOXET BBI3BATh

reMoJin3 Uin IpUuMCIINBAHUEC K O6p8,3Hy TKAHEBOU KHUIKOCTH.
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KpoBb HaHOCHTCSI TOJILKO Ha JHUIEBYIO CTOpOHY OnaHka. Ha kaxmyro
00JaCTh KPOBb HAHOCUTCS TOJIBKO OJIMH pa3. 3alpellieHO HaclauBaTh Ha YxkKe
HAHECEHHYIO0 KPOBb BTOPOM CIJIOM, 3TO UCKAXKAET PE3ybTaThl uccienoBanus. Ecin
KpOBM Majo, Jy4Illle MPaBWJIBHO 3allOJHUTh MEHBINE 00JacTeil, 4eM Bce, HO

HCIIPAaBUJIBHO.

B cBs3u ¢ TEM, YTO CKPpUHHUHI ITPOBOAUTCA Ha HCCKOJIBKO Oose3HeH O6MCHa,
IKITCH OOJIXKHO OLITH HE MCHEE ISTH. BI/II[ IKITCH OOJIXKCH OBITH OJMHAKOBBIM C

o0enx CTOpPOH TecT-0IaHKa.

braHK ¢ KpOBBIO BBICYIIMBACTCS B TOPU3OHTAIHHOM ITOJIOKEHUN HA YUCTOU
00€3KMpPEHHON TMOBEPXHOCTH B TEUYCHHE 3 4YacOB MPU KOMHATHOM TeMmIeparype
(15-22°C). He momyckaercs COMPHKOCHOBEHHE OIAHKOB MEXIY COGOIl BO BpeMs
cymikd. Henb3s wmcronbp3oBaTh Jr0ObIe BUIBI HarpeBa OJjaHKa IS YCKOPEHHS

CYIIKH (COJIHEUHBIN CBET, )eH, OaTapes u T.I1.).

B 00MeHHOI KapTe HOBOPOXKIEHHOTO JI€JIaeTCsi OTMETKa O MPOBEACHHOM
3abope KpoBU. B ciiyyae oTCyTCTBHUS B JOKyMEHTAllUW HOBOPOXJEHHOIO peOeHKa
OTMETKHU O 3a0ope oOpaslia KpOBH, NMPU €ro MOCTYIUIEHWU MOJ HaOJI0JIEHUE B
JETCKYIO TOJUKIMHUKY 10 MECTy JKUTEJIbCTBA WIH NEPEBOAE MO MEIUIMHCKUM
MOKa3aHUsIM B OOJIBHUYHOE YUpEKIeHUE 3a00p 00pas3ia KpoBH OCYLIECTBISETCS B
YKa3aHHBIX MEAUIMHCKUX YUYPEXKICHUSIX B COOTBETCTBUU C PEKOMEHIALUSMH.
BoicymieHHbI TecT-01aHK ¢ 00pa3loM KpOBU OTIIPABISIETCS € COONIOJCHHUEM

TEMIIEPaTypHOTO PEKUMa B JIA0OPATOPHUIO HEOHATAIBHOTO CKPUHUHTA.

HenpaBuibHas MMOArOTOBKAa TAlMEHTAa K B3ATHIO KPOBH, HapyIICHUE
TEXHUKH B3ATHs TPOOBI, TPABWJI XpaHEHUS W TPAHCIIOPTHUPOBKH OMOJIOTHUECKOTO
MaTepuansa, MOXET TIPHBECTH K OIMMOOYHBIM pe3yjbTaTaM J1abopaTOpPHBIX
ucciaenoBaHuii. JIOKHOTIONOKUTENBHBIC PE3YIbTaThl CKPUHHWHTA TPUBOMAT K
YBEIMYCHHUIO KOJUYECTBA HEOOXOIUMBIX TMOBTOPHBIX HCCJIEAOBAHMA M pacxoja
pPEaKTUBOB, K HEOMPABJAHHOMY TICUXOJOTUYECKOMY CTPECCY Yy POIUTEICH.
Jlo’)kxHOOTpHUIIATEILHBIC PE3YNIBTATHl MOTYT MPUBECTH K MPOITYCKY CKPUHUPYEMOTO
3aboneBanusi. B mporecce HaOmofeHus 3a peOCHKOM MeauaTp MOYKET BBISIBUTH
KIIMHUYECKUE CHMIITOMBI, XapaKTEPHBIC I HACJICACTBEHHBIX OOJIC3HEH oOMeHa,
JaXe TPU OTPUIATEIBHBIX pe3yJibTaTax CKpUHUHTA. B sTOM ciydae ciemyer

POBECTH YIIIyOJIeHHOE 00cae0BaHue pedeHKa.
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[Tpunoxenue 2

XuMu4ecKHii COCTAB CNENHAIN3NPOBAHHBIX MPOAYKTOB J1e4e0HOI0 MUTAHUS
st 60abHBIX DKY (B 100 T cyxoro npoaykra, Juisl 5)KHIKUX MPOAYKTOB YKa3aHO OTJICILHO)

HaumenoBaunue
MPOAYKTA

benoxk
(9KBHUBAJICHT), T

Kup, r

Yrnepodsl, T

DHepreTuveckas
IICHHOCTb, KKaJ

[TpoayKThI A1 JeTelt IePBOro roja KU3HU

Adennmak 13 13 25 52 485
Adennmak 15" 15 23 51,7 474
Hyrpuren 14 — phe 14 23 B T.4. 52 460
PREMIUM* JILITHKK
Anamuke XP LCP
MD mun ©KVY-0 13 23 BT.U. 59 495

JIITHXXK
COMIDA-PKU A 11,8 27,4 B T.4. 52,6 506
dopmyna + LCP JIITHXXK

[Tponykrel ans 60apHBIX DKV crapue 1 roga

Adennmak 20" 20 18 50,4 444
Adennmak 40" 40 13,5 31 405
Hyrpuren 30" 30 0 54 336
Hyrpuren 707° 70 0 6,9 308
Hytpuren 75"° 75 0 1,3 305
Hyrpuren 20 — phe 20 18 48 434
PREMIUM*
Hyrpuren 40 — phe 40 13,5 28 393
PREMIUM*
Hyrpuren 70 — phe 70 0 0-12 280
PREMIUM"?
I1-AM 1 75 0 0 300
I1-AM 2 75 0 0 300
I1-AM 3° 75 0 0 300
XP Maxkcameiin 39 menee 0,5 34 297
XP Makcamym 25 menee 0,5 51 309
W3znden (100 m) 6,7 2,0 51 65
Jlonexce (62,5mm) 10 - 4.4 58
[1-AM 77,5 0 0 310
MaTepHHCKHﬁZ
MD mun OKVY-1 20 0 73 372
MD muin PKVY-2 40 6,1 46,9 402
MD mun PKY-3° 69,1 0 23 368
MD mun KV 69,1 1,9 23 385
HpeMI/IyM2
COMIDA-PKU B 31,1 15 40,6 422
dopmyna
COMIDA-PKU B 31,1 14,2 40,5 419
dopmyna Knybauka
COMIDA-PKU B 31,1 14,8 40,6 422
dbopmyna Kapamenn
COMIDA-PKU B 31,1 14,2 38,7 415

dbopmyna [Hlokonan
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COMIDA-PKU B 31,1 13,1 41,1 412
dbopmyna

Anenscun-JInmon

COMIDA-PKU B? 73 0 0,5 296
COMIDA-PKU C 45 0 38,9 335
dbopmyna

COMIDA-PKU C 45 0 36 331
dbopmyna

Anenscun-JInmon

COMIDA-PKU C? 75 0 0,4 302
COMIDA-PKU C? 75 0 0,4 302

KallCyJIbl

CIICHUATIM3UPOBAHHBIC ITPOAYKTEI OTCHYECTBCHHOI'O IPOU3BOACTBA .
CIICHHUATIM3UPOBAHHBIC ITPOAYKTEI, KOTOPHIE MOI'YT UCIIOJIB30BaThCA B JUECTOTEPAIIMU KECHIIUH C

2-

®KY B nepuoj NpeKOHIICTIIIUOHHOM MOJATOTOBKY U BO BPeMsl OEpeMEHHOCTH
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e CnuHCOK cOKpaleHui

AJGTPSH AyTOCOMHO-TOMUHAHTHBIN ACPUITUT TYaHO3HH-
TpudochaT-IUKIOTHIPOIIA3HI |

ArGTPSH AyTOCOMHO-PELIECCUBHBIN 1e(ULIUT TyaHO3UH-
TpudochaT-IUKIOTHIPOIIA3HI |

BH4 KodakTop TeTpabuonTepuH

DHPR (hepMeHT TUTHUIPONTEPUANHPETYKTA3bI

GTPCH dbepMeHT TyaHO03uHTPUGOCHATIUKIOTHIPOIIa3hl

OMIM on-line mendelian inheritance of man - anekTponHas
0a3a naHHbIX "MeHAeNeBCKOE HACIeI0BaHUE Y
gyenoBeka”

PCD (dbepmeHT nTepun-4-anbda-
KapOWHOJIAMHUHICTUAPATA3HI

PTPS dbepMeHT 6-MUPYBOUIITETPArUIPONITEPUHCUHTA3BI

SR dbepMeHT cenuanTepuHpeIyKTa3a

A runep@eHmIaTaHuHEMHUS]

MI'K MEIUKO-TEHETUYECKAsT KOHCYJIbTallUs

DA (dbeHunanaHuH

OAT (dbepMeHT (eHUTaTaHUHTUIPOKCUIIa3a

OKY beHunKeTonypusl




35

CIIMCOK JIUTEPATYPbI
. Blau N, Burton BK, Thony B., F J van Spronsen, S.Waisbren.

Phenylketonuria and BH4 Deficiencies. UNI-MED Verlag AG. Bremen-
London-Boston. 79p.

. Blau N, Hennermann JB, Langenbeck U, Lichter-Konecki U.
Diagnosis,classification, and  genetics of  phenylketonuria  and
etrahydrobiopterin (BH4) deficiencies. Mol Genet Metab 2011;104:52—-S9.

. Burton BK, Grange DK, Milanowski A, et al. The response of patients with
phenylketonuria and elevated serum phenylalanine to treatment with oral
sapropterin  dihydrochloride (6R-tetrahydrobiopterin): a phase I,
multicentre, open-label, screening study. J Inherit Metab Dis 2007;30: 700-
707.

. Chace DH, Millington DS, Terada N, Kahler SG, Roe CR, Hofman LF.
Rapid diagnosis of phenylketonuria by quantitative  nalysis  or
phenylalanine and tyrosine in neonatal blood spots by tandem mass
spectrometry. Clin Chem 1993;39:66-71.

. Cunningham A, Bausell H, Brown M, et al. Recommendations for the use of
sapropterin in phenylketonuria. Mol Genet Metab 2012;106:269-276.

. Hanley WB. Adult Phenylketonuria. Am J Med. 2004;117:590

. Howell RR. National Institutes of Health Consensus Development
Conference  Statement: phenylketonuria: screening and management,
October 16-18, 2000. Pediatrics 2001;108(4):972-982.

. Guthrie R, Susi A. A simple phenylalanine method for detecting
phenylketonuria in  large  populations of newborn infants.
ediatrics1963;32:338-343

. Gordon P, Thomas JA, Suter R, Jurecki E. Evolving patient selection and
clinical benefit criteria for sapropterin dihydrochloride (Kuvan®) treatment
of PKU patients. Mol Genet Metab 2012;105:672-676.

10.Levy HL, Milanowski A, Chakrapani A, et al.; Sapropterin Research

Group.Efficacy of sapropterin dihydrochloride tetrahydrobiopterin, 6R-



36

BH4) for reduction of phenylalanine concentration in patients with
phenylketonuria: a phase Il randomised placebo-controlled study. Lancet
2007;370: 504-510.

11.Lee PJ, Ridout D, Walter JH, Cockburn F. Maternal phenylketonuria: report
from the United Kingdom Registry 1978-97. Arch Dis Child 2005;90:143—
146

12.Matalon KM, Acosta PB, Azen C. Role of nutrition in pregnancy with
phenylketonuria and birth defects. Pediatrics 2003;112(6 Pt 2):1534—-1536.

13.Ng TW, Rae A, Wright H, Gurry D, Wray J. Maternal phenylketonuria in
Western Australia: pregnancy outcomes and developmental outcomes in
offspring. J Paediatr Child Health 2003;39:358-363.

14. Singh RH, Rohr F, Frazier D, et al. Recommendations for the nutrition
management of phenylalanine hydroxylase deficiency. Genet Med, e-pub
ahead of print 2 January 2014.

15.Tessier R, Nowak E, Assoun M, et al. Maternal phenylketonuria: low
phenylalanine might increase the risk of intra uterine growth retardation. J
Inherit Metab Dis 2012; 35:993-999.

16.bapanoB A.A., boposuk T.D., Jlamono K.C., bymryesa T.B., Macnora O.I.,
KyszenkoBa JIM., Crynenukunn B.M., 3BonkoBa H.I'. u np.
Crenuanu3upoBaHHbIE TPOAYKTHl JIEUEOHOTO TUTaHUS IS JAeTed ¢
(deHunkeronypued. Meroaudyeckoe mnHCcbMO. 3-€ u3naHue. Mockaa.
2012.84c

17.bopoBux T.D., Jlanono K.C., I'pubakun C.I'., CkBopuoBa B.A., bymyeBa
T.B., Bo3znecenckas T.C., 3annataukoB A.JI., 3axapoBa MN.H., 3BoHKOBa
H.T'., KapramermeBa H.H., Koposuna H.A., Kypaesa T.JI., Kyraduna E.K.,
MazankoBa JI.H., Makaposa C.I'., Myxuna [O.I'., Herpebenko O.K.,
[ToranoB A.C., Pocnabniea E.A., PwribakoBa E.Il. u ap. Knunudeckas
JIMETOJIOTUsS JETCKOro Bo3pacTa. PykoBoactBo misi Bpadeit // Ilox

penakuuen T.9. boposuk, K.C. JIanono. Mocksa, 2008.


http://elibrary.ru/item.asp?id=20991504
http://elibrary.ru/item.asp?id=20991504

37

18.bopoBux T.D., Jlanogo K.C., bymyesa T.B. u ap. [duerorepanus mpu
KJIACCUYECKON (PEHWIKETOHYPUHU: KPUTEPUU BHIOOpA CIEIUATU3UPOBAHHBIX
poaAyKTOB 0e3 penunnananuna Bompocsl coBpemerHoi neguatpuu 2013; 12
(5): 40-48).

19.bymyeBa T.B. CoBpemeHHBIN B3I Ha MpoOieMy (DEHUTKETOHYPHH Y
JeTel: JUarHocThka, KIWHUKA, JiedeHue. Bompocsl coBpeMeHHOMN
neguatpun 2010, Tom 9, Nel 1, c. 57-162.

20.bymryeBa T.B., KysenkoBa JI.M., Boposuk T.D., Hazapenko JL.II. u mp.
OTkpbITOE HECpaBHUTENbHOE KiuHUYeckoe uccnenoanue III daszpr 1o
OIICHKE YacTOThl OTBETa M OE30MAaCHOCTH CANpOINTEpUHA Yy MAIlUEHTOB C
dbenunkeronypued u runepdenunarannHemueid. BectHuk Poccuiickoit
akajieMuu MeIuIMHCKUX Hayk.-2014-No 7-8 c1p. 69-77.

21.Tomuxuna T.A., JltomanoBa O.P. [Icuxonorndeckuii cTaTyc JIMYHOCTH JICTCH
C (peHUIKETOHYpHUEH, MOTyUYalOMUX AUETOTEPANUIO C PaHHETro Bo3pacTa //
Kyb6anckuit HayunbIit MenuuuHCKuid BecTHUK.- 2011.- Ne8(122).— C.50-53.

22.Jleaucenkoa E.B.  KysnenoBa JL.LM. Bnusame — matepuHCKON
(GEeHUITKETOHYpUH Ha HMCXOJ OCpEeMEHHOCTH U poJAOB. Bompockl aetckoii
muetonorun 2009.1.7, Ne3, ctp.55-59.

23.Jlanono K.C., PribakoBa E.I1., Conmomanuna JI.B. Crnenmanu3upoBaHHOE
geyeOHOE TUTaHWE Uil JAeTe ¢ (eHuwIKeToHypued. PykoBOACTBO 1O
dbapmakoTepanuu B TeAUATPUUM U JCTCKOM xupypruu. KioumHuueckas
renetuka. Ilox pexn. Ilaperopoanesa A.Jl., Tabonuna B.A., Mocksa, 2002,
c.132-138.

24 Marynesuu, C.A. KommbproTepuzanuss W MporpaMMHOE OOecreueHue
HEOHATAIBHOTO CKPWHHWHTA Ha HacleACTBeHHBbIC Oonesnu oomena / C.A.
Marynesuu // Menunmackas renetuka. - 2009. —T.8, Ne3 (81). - C.35-38.

25.Martynesuu C.A., ['omuxuna T.A. I'maBa 32. HeonaTa/ibHbIIl CKpUHUHT Ha
Haclie/IcTBeHHbIEe Oosie3nu (c.853-887). / HacnencrBeHHble 00JE3HHU:

HallMOHAJIbHOE pyKoBoJIcTBO / moa pen. akaa. PAMH H.II. boukosa, akas.



38

PAMH E.K.I'murtepa, akan. PAMH B.ILIIy3sipeBa. — M..I'0TAP-Menua.
2012.-936 c.

26.MP 2.3.1.2432-08 "Hopmbl (hU3HMOOTHYECKUX TMOTPEOHOCTEH B DHEPTUH U
NUIIEBBIX BEIIECTBAX JUIA pPa3jUYHbIX TpyNn HaceleHusi Poccuiickoi
®enepauun” (yTB. ['TaBHBIM rOCY1apCTBEHHBIM CaHUTapHBIM BpauyoMm PO 18
nekabps 2008 r.).

27.Bushueva T.V., Vinyarskaya 1.V., Chernikov V.V., Borovik T.E.,
Kuzenkova L.M. Quality of life in russian children with phenylketonuria

Journal inherited metabolic disease VVol.37.Suppl.1 september 2014 S60-61.



