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Cnucok coxkpameHui

['®A — runepdenmnananuHeMus

MI'K — menuko-reHeTnyecKkas KOHCYJIbTalus

MPT — MarHuTHO-pe30HaHCHAs TOMOTpadus

V31U — ynbTpa3ByKOBOE UCCIEIOBAHUE

DAl — depmeHT PeHUTaTaHMHTHIPOKCHIIa3a

OKVY — ¢enmnkeronypus

30I" — snekrposnHuedanorpadus

AdGTPCH (autosomal dominant guanosine triphosphate cyclohydrolase) — ayrocomuo-
JIOMUHAHTHBIN 1ePUIUT ryaHo3uHTpU(GOChHaT-IUKIOTHAPOIIa3sI |

ArGTPCH (autosomal recessive guanosine triphosphate cyclohydrolase) — ayrocomso-
penecCUBHBIN ASPUITUT TyaHO3UHTpHU(OChHAT-TTUKIOTHAPOIIA3HI |

BH4 (tetrahydrobiopterin) — xogakTop TeTparuapoOuonTepuH

DHPR (dihydropteridine reductase) — dbepMeHT AUTHIAPONTEPUANHPEAYKTA3A

GTPCH (guanosine triphosphate cyclohydrolase) — gepment
ryaHO3HHTpH(OCHATIUKIOrHIpOIIa3a

OMIM (online mendelian inheritance of man) — snexrponHas 6a3a maHHBIX «MeHIEIEBCKOE
HACJIEJIOBAHHE Y YEIOBEKa

PAH (phenylalanine hydroxylase) — dbepmenT peHnIaTaHMATHAPOKCHIIA3A

PCBD (pterin-4-alpha-carbinolamine dehydratase) — depmenT nrepun-4-anbda-
KapOWHOJIAMHUHIETHIpaTa3a

PTPS (6-pyruvoyl tetrahydropterin synthase) — depMeHT 6-UpyBOUI-TETPATUAPOIITCPHH
CHHTa3a

SR (sepiapterin reductase) — depmeHT cenuanTepuHpeayKTa3a



TepMuHBI U onipeaeJeHus

«MatepuHckasi (eHHIKeTOHYpHsI» — d3MOpuoderonaTus, pa3BHUBAlOIIAsLCAd y IUIola B
pe3ysbTaTe BO3JCHCTBUS MPOAYKTOB AHOMAIBHOTO MeTaboyiM3Ma OepeMEHHOW >KEHIIUHBI C
(EHMWIKETOHYPUEH MPU OTCYTCTBHH JTUETHIECKOTO JICUCHHUS.

HeonaTaabHBIN CKPMHHHI — MCIUIMHCKAsA OWMAarHoCTUYCCKasd TEXHOJIOTHA CIIJIOIIHOI'O
663BBI60pO‘lHOFO na60paTopH0ro O6CJ'I€,Z[OBaHI/I$I BCCX HOBOPOXACHHBIX Ha HCKOTOPLIC
3a001€eBanHns 0OMeHa BCIICCTB, IMPHU3BaHHAA 00ecIeYnThb CBOCBPCMCHHOC BBIAIBJICHUC U HA4YaJIO
JIeueHus OOJIBHBIX I[CTCﬁ C OCJIbIO NPCAOTBpAlICHUSA X HHBAJIMAU3ALUH.

HpeHaTaanaﬂ AUATHOCTHKA (l)eHI/IJIKeTOHypl/II/I — KOMIUICKCHasA n0poAaoBasd AWMAarHoCTUKa C
IEIbI0 BBIABICHUA (EHUIKETOHYPUHM Ha CTaaud BHYTPUYTPOOHOTO Pa3BUTHS  ITyTEM
OMNpCaACIICHNUA AKTHBHOCTHU q)eHI/IJIaJIaHI/IHI‘I/II[pOKCI/IJIa?;I)I B KYJIIBTYpC aMHHOLIUTOB, ouomnrare u

KYJIbTyp€ XOpHOHa.



1. KpaTtkas nngopmanus
1.1 Onpenenenue

TI'unepgennnananunemuss ('PA) — rpynmna ayrocCOMHO-PEIIECCUBHBIX 3a00JICBaHMIA,
OOyCIIOBJICHHBIX ~ HapylleHHeM OOMeHa He3aMEHHUMOW aMHUHOKHUCIOTH  (heHuIaaHuHa,
MOCTYIAIIIEH B OpPraHu3M 4ejoBeka ¢ OenkoBoi mnuiied. ['DA o00beIUHSET HECKOJIbKO
TCHETUYECKH TeTepOreHHbIX (OopM HapylieHuss oOMeHa (eHWIaJaHWHa, CXOJHBIX IO
KIIMHUYECKUM TpU3HaKaM: KJjaccuueckass (Qenumnakeronypusa (DPKY), olycnoBrnenHas
nedunuroM denunananuH-4-ruapokcuiiaspl (PAI), u runepdeHunaIaHMHEeMHUH, CBI3aHHBIC C

HapyliecHrueM oOMeHa TeTparuapobuonrepruna (BH4).

1.2. DTHOJOrUS U MATOreHEe3

®ennikeroHypusi (B coBpemeHHod kinaccudukamun — DAI-3aBucumas DKY)
oOycioBieHa nepunurTom GepmenTa (heHmIaTaHnHTHIPOKCHIIA3b], IIPUBOSIINM K HAKOIUICHUIO
B OMOJIOTHYECKUX KHUIKOCTAX (peHwrtamaHuHa (TUrneppeHuIalaHiHEMUN) U MPOAYKTOB €ro
pacnama. 3abOoseBaHHWE BBI3BAHO MyTalMell TreHa (eHWIaTaHuHTHApoKcHiassl (PAH),
JIOKAJIM3YIOLIErocs Ha JUIMHHOM IuieYe XpoMOocoMblI 12, yaactke 12q22-024.1.

Hapymenuss oomena BH4 — rereporenHnas rpymma runep@eHHIaTaHUHEMUYECKUX
COCTOSHUM, BbI3BaHHAs JACQUIMTOM OJHOTO U3 (EpPMEHTOB, YYAacTBYIOIIUX B LENHU
Onoxummuueckux mnpespaiieHuid BH4. Jlepuuur mnm HepgocTaToyHash aKTMBHOCTH (PEPMEHTOB
ABIIAIOTCS PE3YJIBTaTOM MYTAllMH B COOTBETCTBYIOLINX I'€HAX.

B HopMme B opraHu3me yelioBeka OCHOBHOE KOJMYECTBO (peHUJIAAaHMHA YTUIU3UPYETCS
IyTE€M IPEBPAIIEHUs] €T0 B TUPO3HH, KOTOPBINA B CBOIO OUEPE/Ib CILY)KUT CyOCTpaTOM JJIsi CUHTE3a
OMOreHHBIX aMUHOB M MeJaHHHA. JIuib HeOOoIblI0e KOJTUYECTBO (PeHMIIATaHUHA UCIIOIb3YETCs
Juid cuHTe3a 6enka. [IpeBpamenue L-pennnanannna B L-TUpO3UH OCYIIECTBISETCS € TOMOIIBIO
depmenta QAT

B ocHoBe naroreneza '@A nexut 6J10KMpOBaHNE THAPOKCHINPOBAHUS (PeHUIIATAaHUHA U
IIPEBpALIEHMs] €r0 B TUPO3HH. [IpsSMBIM clieZICTBHEM HapyIIEHUs THAPOKCUIMPOBAHUS SBISIOTCS
HaKoIJIeHHEe (peHUJIaTaHuHa B KPOBH M MOUY€ M CHHXKEHHE 00pa30BaHUs THPO3UHA. Y HEJeUSHBIX
min ¢ PKVY u ee Bapuantamu, 0oOyCIOBJIEHHBIMH HEAOCTaTOuHOCThIO BH4, xoHueHTparus
¢deHmnanaHMHa B IJJa3M€ JOCTUTaeT YPOBHS, JOCTATOYHO BBICOKOTO Ui aKTHUBAIUU

aTbTEPHATHBHBIX MyTed MeTabonmm3Ma ¢ oOpazoBanweMm (eHWINUpyBaTa, (GeHuanerara,
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(eHMIUTaKTaTa M APYrHX MPOU3BOAHBIX, OKAa3bIBAIOUIMX TOKCHYECKHH 3(pdeKT Ha paszauyHbe
oprauel u TKaHu ([Ipunoxenue I'l, puc. 1). B Haubomnbiuell creneHu CTPagarOT CTPYKTYPHI
LHEHTPAJIbHOM HEPBHON CUCTEMBI.

BripaxkeHHOE MOBpEKIECHUE MO3ra MOKET ObITh CBSI3aHO C psAAoM 3()(PEeKToB H30BITKA
(deHnnanaHHa: JUIIEHHEM MO3Ta APYTUX aMUHOKHUCIIOT, HEOOXOAMMBIX Il CHHTE3a Oelka, 4To
00BSCHSETCS, BEPOSITHO, TOPMOKEHUEM HX BCACBIBAaHUS B JKEIyJOYHO-KUIIEUYHOM TpaKTe WJIU
HapylIeHHeM peabcopOLuK M3 MOUYEUYHBIX KaHAJbIEB B YCIOBUAX HU3OBITOYHOIO COJCpKAHUS
dbeHmnanaHuHa B JKUJIKHUX CpeJaXx OpraHu3Ma; HapylIeHHEeM O0O0pa3oBaHUs WM CTaOWIM3AIUH
HOJMPUOOCOM; CHHIKEHHEM CHHTE3a MHUEJIMHA U HEeJOCTATOYHBIM CHHTE30M HOpaJpeHaluHa U
CEpOTOHHMHA, UMEIOIIUX HCKIIOUUTENHFHO BAXXHYIO POJIb B CO3PEBAaHMM U ()YHKIMOHMPOBAHUHU
HEHTPaJIbHOU HEPBHON CHUCTEMBI.

deHUNATaHUH TPEJCTaBIsIeT CcO00M KOHKYPEHTHBI HHTUOUTOP TUPO3HHA3BI —
KJII0YeBOTO (epMeHTa Ha IyTH CHHTE3a MeNaHWHA. biokaga 3TOro MyTH Hapsay c
YMEHBIIEHUEM JIOCTYITHOCTH TMPEANICCTBEHHUKAa MeJaHuHa (TUpO3WMHA) OO0YyCIOBIUBAET
HEJOCTAaTOYHYIO MUTMEHTAIINIO BOJIOC U KOXKH.

AxtuBHocTh DAI'  3aBUCHT OT TpeXx OCHOBHBIX Ko(akTopoB —  (epMmeHTa
dbenunananuHrHapokcunassl, BH4, monexynsapuoro kucinopona. Hanbonbiiee 3HaueHne U3 HUX
umeer BH4. Oynkums 3Toro xodakTtopa 3aKIOYaeTcsi B JOCTaBKE KHCIOPOJa K aKTUBHOMY
ueHtpy @AI, B KOTOpOM MPOUCXOAUT PEAKIHS TUAPOKCUINPOBaHUS (QeHunananuna. MusimMu
cioBamu, BH4 cayxutr BoccTaHOBHTENEM I MOJEKYJISPHOTO KHCIOpOJa B IpoLeccax
BCTpamBaHMsi €ro B  psaag  cyOcrpatoB  (dbeHunanmaHWH, THPO3WH,  TpUNTO(DAH).
bruonTeprH3aBUCUMBIMU MOHOOKCUT€HA3aMH TaKXe SIBISIOTCS TUPO3UHOBAS W TpUNTO(aHOBAs
THUAPOKCUIA3bl. Peakiuu, B KOTOPBIX OMONTEpUH HrpaeT pojib KodakTopa, MpeICTaBICHBI B
[Tpunoxenuu I'1l, puc. 2. B nporecce 3TUX peakiuii KopakTop NepexoauT B AUTHAPOGOpMYy —

JUTUJIPOOHOINITEPHH.

1.3. nnaeMuoa0rus

Yactora @KV 3HaunTenbHO BapbUPYET B 3aBUCHMOCTH OT MOITYJISIIUM U COCTABIISIET OT
1:4370 B Typruu mo 1:80 500 B Snonmn. HamGombiryro pacnpoCTpaHEHHOCTh 3a00JIeBaHUE
MOJIyYMJIO Y JIMLl €BPONEOMAHOM pachl, OJHAKO M Yy HUX YacTOTa CYIIECTBEHHO BapbUpYET B
pa3IMuYHBIX pErHoHaX M JTHHUYECKMX Tpynmnax. Ilo 1aHHBIM €BpOINEHCKUX LEHTPOB

HCOHATAJIbHOT'O CKPpWMHUHIA, YaCTOTa 3a00JIcBaHUs B BOCTO‘—IHO-GBpOHCﬁCKOﬁ MOMmyJIALIWX BBIIIC,



YeM B MOMYJIALUAX 3amnaaa u roro-3anaaa Esponsl. Tak, yactrora ®KY B Upnanauu cocraBusier
1:4500 HoBOpOXKACHHBIX, B FOrocmaBun — 1:7300, Torma kak B Utamuu — 1:12 280, I'peunu —
1:18 640. B ckanpuHaBckux monysanusx dactotra ®KY HCKIFOYMTENBHO HU3KA, OCOOCHHO B
Ounnsaaun (1:71 000) u I[Bermuu (1:43 230). B Poccum, 1Mo [JaHHBIM HEOHATAJIBLHOTO
ckpuHuHra, yacrota ®KY cocrasnser 1:7000 u xonednercs mo peruonam ot 1:4735 B Kypckoit
obmactu mo 1:18 000 B Pecmybnmuke TreiBa. B Cankr-IlerepOypre wacrora ®@KY 1:7600
HOBOPOXACHHBIX, B MockBe — 1:6772. Hambonee uwacTto BcTpeuaeTcss Kiaccuueckas (opma
OKYVY, Ha noito ntepuH3aBUCUMbBIX GopM npuxoautcs 1-3% cinyuae DA [1-5].
@enunkemonypus, oOyciosineHHas nedpunurom depmenta PAH, Bcrpedaercs B
OonpmMHCTBE citydaeB [' @A, BbISBICHHBIX B X0/1€ HEOHATAIbHOTO CKpUHHIA (97—98%).
T'unepghenunananunemuu, cBsa3aHuble ¢ HapyueHueM oomena BH4 (panee HazbiBaeMbie
«atunuuHas @OKVY»), cocraBmstor okono 2-3% Bcex ciaydaeB ['DA. Otu  cocrosiHuA
OOyCIIOBJICHBI ~ Ie(DUIIUTOM  pa3NUYHBIX (EPMEHTOB, YyYACTBYIOIIMX B CHHTE3C HIIHU

Boccra”HoBiieanu BH4.

1.4. KonupoBanue mo MKB-10

E70.0 Kimaccuueckasi peHUIKETOHYPHSL.

E70.1 dpyrue Buas! runepdeHnIalaHuHEMUH.

1.5. Knaccudbukanus

Knaccudukanus kraccuueckoil ¢henunkemonypuu OCHOBaHA Ha CTENIEHH IOBBIIICHUS
KOHIICHTpaluK (peHUIIAIaHMHA B KPOBH, ONPEICICHHOW 10 JiedeHus (Ha ckpuHuHTe) (Tabum. 1).
Jlo mosBiIEeHUs NaHHBIX MOJIEKYJISIPHO-TeHEeTH4ecKuX wucciaenoBanuii ['@A cuuranoch, 4To
TSOKECTh 3a00JIEBaHUSI M CTENEHb IOPAXKEHWS HWHTEIUIEKTa 3aBUCAT TOJIBKO OT YpPOBHS

q)eHI/IJ'IaJ'IaHI/IHa B KPOBH, YTO TCCHO CBA3aHO CO CTCIICHBIO aKTUBHOCTH (bepMeHTa.

Ta6auna 1. Pabouas knaccuduxanus GeHWIKETOHYPUH, 00YCIOBICHHON AEPUIIUTOM
bepMeHTa (eHnTaNaHUHT UAPOKCHUIIA3bl, B 3aBUCIMOCTH OT YPOBHS (heHHJIAIaHUHA KPOBH 10
nedeHus [6]

YpoBeHns penniaiaHuHa B
®opma 3a00J1eBaHUSA CHIBOPOTKE KPOBH*
MKMOJIB/JI MI/T
Jlerkass T®A (He PKY) 120-600 2-10
Ymepennas (msrkas, cpenmsisi) PKY 600—1200 10-20




Krnaccuueckas (Tsokenas) OKY >1200 >20

Ipumeuanue. * — K03 GUIHUEHT IepecdeTa MKkmoib/1 B Me/on paBeH 60. TOA — runepdeHmaraHHHEMUS,
OKY — ¢deHnIKeTOHypHSL.

Ha ocHoBe pe3ynbTaToOB  MOJIEKYJISIPHO-TEHETUYECKUX  HMCCIIEJOBAHMM  CO3JaHa
COBpeMEHHasi Kiaccu(uKaius, MpeAcTaBlIeHHAs B JJCKTPOHHOW MEIUIIMHCKOW 0a3e NaHHBIX
«MenzaeneBckoe HacieaoBaHue y uenoBekay (OMIM), koropas XOpomIo OTpakaer

stronarorenes @A u OKV (tabm. 2).

Tabauna 2. dtHonaroreHeTHYecKast KilacCu(UKaus GeHWIKSTOHYPHHN U THIIepQEeHMITaJaHnHEMAH [6]

Kon Jlokanuzauus

OMIM Ha3panue naronornu DepMeHT I'en rena
OATI-3aBucumas OKY

261600 (®KY, DAT-nedur) OennnanannH-4-ruapokcmiaza (PAH) PAH 12022-q924.2

261640 I'®A, BH4-nedunur, A (PKY  6-[lupyBoui-reTparugponTeprH CUHTa3a PTS 11022.3-023.3
111 Tuma) (PTPS)

233910 T®A, BH4-neduuurt, B LD T OV PO ) GCHI  14g22.1-q22.2

(GTPCH)
261630 T®A, BHA-neum, C (PKY Hurnnponrepunnapenykrasza (DHPR) QDPR 4p15.31

Il Trma)
[repun-4-anbda-

kapbunonamuHaeruaparasa (PCD)
182125 T'®A, BH4-pedunur Cennanrtepunpenykrasa (SR) SPR 1.1.1.153

264070 TI'®A, BH4-nedumur, D PCBD 10g22

Ipumeuanue. DA — permnananuHTHIpOKCHIA3a, [ DA — runepenmnanannaemusi, DKY — denmnkeronypus,
BH4 — terparugpobuonrepuH.

B Hacrosimee Bpems u3BecTHO Heckosibko popm BH4-nepunuraeix I'OA:

e BH4-nepuuutnas I'®A (Tum A) o00yclioBlI€HAa HEIOCTATOYHOCTBIO O-TIMPYBOMII-
terparuapontepu cunrtaszel (PTPS), yuactByromeid B mporecce cunteza BH4 wu3
JurusipoHeontepud Tpudocdara. 3adoaeBaHue BBI3BAHO MyTalllel CTPYKTYPHOIO reHa
PTS mwmro3ombHO#t 6-PTPS, 4Wro mnpwBOOUT K €€ HEIOCTATOYHOCTH B TICUECHU U
sputporutax. ['en PTS pacnosnoxeH Ha IIMHHOM IUiede XpoMocoMsl 11 B paiione q22.3-
23.3;

e BH4-nepunutnas 'GA (tun B) BcieacTBue HeIOCTAaTOYHOCTH T'yaHO3MHTpuUochart-
rukstoruaposiasel | (GTPCH |); koaupyrommii reH pacnosioxeH Ha xpomocome 14022.2;

e BH4-nepunurnas @A (tun C) o0ycioBiaeHa qepUIUTOM TUTHIPONTEPHUINHPETYKTA3bI
(DHPR), BcnencTBue KOTOPOTO pa3BUBAIOTCA MeTa0OJMUYeCKHe OJOKM Ha MyTIX
npeBpamieHnst (peHWITaJaHnHA B THPO3HWH, a TaKKe OOpa30BaHHS IPEIIICCTBEHHHKOB
HEMpOMEINAaTOPOB KAaTE€XOJAMHHOBOTO W CEPOTOHMHOBOTO psina L-goper u  5-
okcutpunrodana. 3albojeBaHue BbI3BaHO MyTanuen crTpykTypHoro rena QDPR
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IIUTO30JIbHOW auruaponTepuannpenykrassl. I'en QDPR nokamu3zoBan Ha Xpomocome

4p15.3;

o BH4-gepunurnas @A (tun D) pazBuBaercs BCIEACTBUE HETOCTATOYHOCTH NMTEPHH-4-
anbda-kapounosamuuaeruaparassl (PCBD), koTopbie BCTpedyaroTes pexe;
e BH4-nedunurnas DA BeieacTBre HETOCTaATOYHOCTH cenuantTepuHpenykrassol (SR).

Tun nacnenoBanus Bcex popm @A u DKY — ayrocoMHO-periecCUBHBIM.

BH4 sBrsiercst koakTOpOM HECKOJBKHX BaKHBIX (DEPMEHTOB, B MepByr0 ouepenb DAI,
a TaKke THPO3WHTHIPOKCHIIA3BI, TPUNTO(DAHTUAPOKCUIA3Bl U CHUHTAa3bl OKcuia azoTa. BH4-
3aBucuMble  popmbl DKV UMEIOT CXOAHBIE KIMHUYECKHE TPOSBICHHUS C HEJICYECHOU
kinaccuueckod DKVY. ITlpu 3TMX ¢opMax OCHOBHYH pPOJb B TATOTEHE3E HIPaeT pe3Kas
HEJOCTAaTOYHOCTh HEMpPOMETUATOPOB KATEXOJAMHUHOBOTO M CEPOTOHHHOBOTO psijia, MOITOMY
MOHOTEpAIUsl TUETON HE aeT MOJIOKUTEIBLHOTO pe3yJIbTara.

Jpyzue  cunepghenunananunemuu  MOTYT  BCTpeYaTbCcs  IPU  Pa3IUYHBIX
(U3HONIOrMYECKUX U MAaTOIOTUYECKUX COCTOSHUSX.

Tpanzumopuas gopma I'PA B nepuo], HOBOPOKIECHHOCTH — BPEMEHHOE IMOBBIIICHUE
ypOBHS (eHWIATAaHWHA B KpPOBH peOEHKAa, B OOJBIIMHCTBE CIIy4acB OOYCIIOBICHHOE
HE3pEJIOCThI0  (DEPMEHTATHBHBIX CHCTEM HOBOPOXJICHHOTO (Hampumep, Mpu [IyOOKOH
HEJOHOIIEHHOCTH WIU (YHKIMOHANBHOW He3penocTu). [IpoBoumpyrommmu — QpakTopamu
pPa3BUTHUS STOTO COCTOSHUS Y MIIaJICHIIA SBJISIIOTCS MPEKICBPEMEHHBIE POJbI (BCIEACTBHE YETrO
HE YCIIEBACT MOBBICUTHCS AKTUBHOCTh MaparuapoKCHU(EHMIMUPYBATOKCUIA3bl) U YPE3MEPHOE
ynotpebieHne OeIKOBOM MUIIM MaTephio. B pe3ynbpTaTe HaOMIOAACTCS MOBBIIMICHHAS TTPOIYKIIUS
cyOcTpara, MHTHOUPYIOIIETO0 COOCTBEHHBINH (DEpMEHT, BCIEICTBHE YEr0 YpOBEHb THPO3WHA U
deHmnanaHMHa B KPOBH YyBENUYMBACTCS JIO0 MATOJOTHYECKMX 3HaueHWd. Bmocnenctsuu
OMOXMMHUYECKHE TOoKa3aTeau HopManusyroTcs. KnuHudeckue mposBieHHs MO0 OTCYTCTBYIOT,
700 0YeHb HE3HAYUTEIIBHBI.

I'DA, conposodcoarowas nopaxceHue neweHu paziudHou smuonocuu (BUPYCHOE,
MEANKAMEHTO3HOE, TOKCHYECKOe) M Apyrue HaclleJICTBEHHbIE HapylleHUss oOMeHa BEIIeCTB

(HeﬁHHHOS, KJIaCCHYCCKas raJlakTo3¢Mus U ,[[p.), HUMCECT BTOpH‘IHBII’I XapaKkTep.

2. JIHAarHOCTHKA

2.1. /Kano0bl 1 aHaMHe3
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[Ipu oTCyTCTBUM JieUEHUS HA MEPBOM IOy >KU3HHM, OOBIYHO B Bo3pacte 2—6 MecsIeB,
poauTeneil OECHOKOST BSJIOCTh peOeHKa, OTCYTCTBHE HHTEpeca K OKpYXKamolleMy, HHOIJa
IOBBIIIEHHAs] Pa3JpaXkKUTEIbHOCTh, OECIIOKOWCTBO, CpPBITMBAHMs, HapyIIEHUE MBIIIEYHOIO
TOHyca (Yalle MbllIeyHas TUIOTOHMS), IPU3HAKKM aTONUYECKOro JAepMaTuTa, 3aAepiKKa
IICUXOMOTOPHOIO  pa3BUTHs, HHOrna cynoporu. Ilpm  CBOEBPEMEHHO  Ha3HAYEHHOM
[AaTOr€HETHYECKOM JICYCHHUH >KajJo0bl HMMEIOT Oosiee JIeTKH XapakTep MM OTCYTCTBYIOT

(ITpunoxxenue B).

2.2 duzukajabHoe 00CIe10BAHNE

IIpu otcyrcTBUM JiedeHUs1 oOpalaloT Ha ce0s BHUMaHME cieAyroue (heHOTUITHYECKUe
0COOEHHOCTH: THUIIONUIMEHTAlMs KOXH, BOJOC, pajyKHOM 0O0OJIOUKM TIJa3, CBOEOOpa3HbIH
«MBIIIUHBIN» 3amaXx MoOYM OONBHBIX, BO3MOXHO (¢opmHupoBaHHe MuKpouedammu. B
IICUXOHEBPOJIOTUYECKOM CTATyCE OTMEYAIOTCS 3a/1€pKKa CTATUKO-MOTOPHOI'O U IICUXOPEYEBOr0
Pa3sBUTHSL, CAMIITOMATUYECKas SMUJIETICUS, a B HEKOTOPBIX Clydasix — rujapouedanus.

OnuienTHYECKUe MPUCTYIbl BCTPEYAIOTCS MOYTH Y TOJIOBUHBI HEJICUEHBIX OOJIBHBIX U B
HEKOTOPBIX CIIy4asX MOTYT CIY)KUTh TIEPBBIM MpHU3HAKOM Oosie3HH. OOBIYHO OTMEYAIOTCS
TeHEPATN30BaHHbIC IMAPOKCHU3MBI 10 THUIY HWH(AHTUIBHBIX CIIA3MOB B BHJE «CalaaMOBBIX
CYZ0pOr», KUBKOB; MOT'YT HaOJIt01aTbCsl aOCaHChl. [IpucTymnbl HOCAT YHOPHBIN XapaKkTep U IJI0X0
MONJAIOTCS aHTUKOHBYJIBCAHTHOW Tepanuu. IIpu OTCYyTCTBMM NAaTOreHETUYECKOTO JIEUEHMS
00JI€3Hb MEJUIEHHO IMpOorpeccupyeT. YMCTBEHHasi OTCTaloCTh, KaK IpPaBWIO, JOCTHUTaeT
ry0okoil cremeHu: Kod(pduuumeHnt ymctBeHHoro passutus (intelligence quotient, 1Q)
coctapiisgeT okosio 20 eaunu (Hopma 85—115 equnun). B ncuxonornueckom craryce OOIbHBIX
OTMEYalOT HapylleHHUEe UTPOBOM M MPEIMETHOHN AeATENIbHOCTH, OTCYTCTBHE IU(p(HEpEHIUPOBKU
OMOIMOHAJIBHBIX PEAKIMI, HEJOCTATOYHOCTh JKCIPECCHBHOW M MMIIPECCUBHOM peuu. Moryr
HaOJIIOaThCs JBUTATENbHBIC, TICHXOMATONOA00HBIE U MN30(PPEHONOT00HBIE PACCTPOMCTRA.

AHaNOrM4Hble KIMHUYECKHE CUMITOMBI, KOTOpble MaHH(ECTHPYIOT Hocie 2 MecsleB
JKU3HM M JIOCTMIalOT MAaKCUMaJIbHOTO MPOSBICHMs K 6 Mecsanam >ku3HM, umeror BH4-
nepurutHas [DA6-PTPS, BH4-nebunmrnas T'®AGTPSH, BH4-nepunmuraas @A (tun C)
BcneacTBue HemoctatouHoctd DHPR, BH4-nedunuraas ['@A BeiencTtBue HETOCTaTOYHOCTH
SR.  XapakTepHbl  HIpOrpeccHUpylolllee  HapylleHHe  IICUXOMOTOPHOTO  pa3BHUTHS,
AKCTpaNMpaMUAHbIE PACCTPOMCTBA B BHUJIE MU3MEHEHMSI MBIILIEYHOIO TOHYCA (TMIOTOHMS MBIIII]

TYJIOBUIIA U TUIIEPTOHYC MBIMI KOHEYHOCTEW), TPEMOp, aTakchs, MO3JAHEEe — HapyIICHUS
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MOXOJKH, TATOJOTHYeCKHe pedieKchl, TUIepcaluBallvs, HapyIICHHE TEPMOPETYISIUH,
NCeBAO0YIL0ApHBIE PACCTPOMCTBA B BUIC 3aTPyJHEHUS TJIOTaHUsS, MONEPXUBAHUN BO BpeMs
npueMa IOUIIM, MHUKpouedanaus, CyIOpOrd, OKYJIOTUPHbIE KpHU3bl  (IMHU30UYECKOE
COJIPYKECTBEHHOE OTKJIOHEHHUE TJa3, 0ObIYHO HANpaBiICHHOE BBEPX M JaTepajbHO, PEIKO BHU3
WIH CTPOTO JIaTepajbHO), SK3eMa, THIOMUTMEHTAIUS KOXHU. Y TaKuX ACTed MpPU POXKICHUU
HEPEJIKO OTMEYAeTCs HU3Kas Macca Tea.

IIpu Henmocratounoctu 6-PTPS paznuuator aBa denotuna. Hambonee uwacto (80%)
BCTpeUaromasicss TsDKenas IeHTpaidbHas (TUNUYHAs) (opMa COMPOBOXKIACTCS  PE3KUM
IeUITUTOM TPAHCMUTTEPOB U OO0Jiee BBIPAKCHHON TSKECThIO TEUCHHs. BTopas, ymMepeHHas,
nepudepuiiHas Gopma CONMPOBOKAAECTCS HOPMAIBHBIM COJIEPKAHUEM MEIUATOPOB, YMEPEHHOU
['®A 1 yMepeHHO BBIpaXKEHHON KIMHUYECKON CUMITOMATHUKOM.

Jns BH4-nepunutnoit 'A (tunm D) BcnenctBue Hemocratounoctd PCBD  Takoke
XapaKTepHBI crienn(DUIecKue U3MEHEHHUsT MBIIIEYHOTO TOHYCA: MOCTYpalibHAsS HECTAOMIBLHOCTD,
TUTIOKWHE3Us, MBINICYHAsT IUCTOHHS (THIIEPTOHYC KOHEYHOCTEH, CHUKCHHBIH TOHYC MBIIII]

TYJIOBUIIIA).

2.3. JIaGopaTopHas ATMATHOCTHKA

e PexomeHIyeTcs MpOBEICHWE HEOHATAIHHOTO CKPUHUHTA (OTpeesieHne KOHICHTPAIlUU
deHMWIaTaHNHa B CYXHX ISITHAX KPOBH) U JOKIWHUYECKOW nuarHoctuku DA u
CBOEBPEMEHHOTO Hayala rnmarorenerudeckoi repanui [1, 4—7] (Cuna pekomenoayuu A,
ypoeens yoeoumenvnocmu ookazamenvcme |1 — 3necy u ganee Cuny pekoMeHAanuN U
YPOBHU yOEAWTENHLHOCTH CM. KpHUTEpUU OIEHKH KavyecTBa MEIUIIMHCKOW ITOMOIIU M
[Tpunoxxenue A2).

Kommenrtapuu. Bee popmst ' @A modicro duazsHocmuposams yice 8 nepgvle Hedeau uiu
oadice OHU JHCUBHU pebeHKa, Ko20a KIUHUYecKue nposeieHus ewe omcymcmeyom. s smoeo
npoBoOAm OUOXUMUYECKUN CKPUHUHE HOB80pOodCcOeHHbiX Ha Hanudue [ DA. Iloopobnas cxema
npoedeHUs: HeOHAMalbHO20 CKpUuHunea npeocmasnena 6 Ilpunoscenuu I'2, onucanue npasun

83amus Kposu npeocmaenero 6 Ilpunoocenuu I3.

e PexomeHyeTcs MCIONB30BATh IS HEOHATATLHOTO CKPUHUHTA METOABI (IIOOPUMETPUN
WIH TaHJIEMHOW Macc-criektpomerpuu [1, 4, 6, 7] (Cuna pexomendauyuu A; yposens

ybeoumenvrnocmu ookazamenvcme 11).
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Kommentapun. @uoopumempus —  KOIUYECMBEHHbIN  OUOXUMUYECKUU  MemOoo
onpedenenus  (PeHuranaHuHa 6 Kpo8U C NOMOWDBIO  COBPEMEHHLIX — ABMOMAMUYECKUX
@rroopumempos — wUpoOKo UCHONIL3YEmcst OISl NPOBEOEHUsL MACCOBO20 ABMOMAMUZUPOBAHHO2O
ckpununea. TawoemHas macc-cnekmpomempus — AHATUMUYECKUT Memoo UCCLe008aAHUs,
OCHOBAHHBIU HA ONpeoeleHUU OMHOUIeHUs MACCbl K 3apsdy UOHO8, 00pasylowuxcsi npu
UOHU3AYUU — UCCTIe0YeMbIX KOMNOHEHMO8 Npobbl, —  OCYWecmensiem KaueCmeeHHylo U
KOIUYECMBEHHYI0 UOSHMUDUKAYUIO AMUHOKUCTIONM, NO0360J51em O0OHOBPEMEHHO Onpedeisimo
VPOBHU (DeHUNANaHUHa U MUPO3UHA, COOMHOUIEHUE KOHYEHMPAyuil No360J1em KOCEEHHO

OYEHUNIb CNMENEeHb CHUMNCEHUA AKMUBHOCMU DAT'.

e [aBHBIM KpuTepueM JAUAarHOCTUKU ['@A peKOMEHJOBaHO CUYUTAaTh IIOBBIIIEHHOE
cogepxaHue  (enHwnananunHa B kpoBU (Cuna  pexomenoauyuu A;  ypoeeHb
yoeoumenvrnocmu ookazamenvcme 11).

Kommenrapum. /[na ecex ykasannvix memooog yposenv DA 6 kpoeu uenogexka eviuie
2,0 me/on (120 mxmonv/n) xeanugpuyupyiom rax ['DPA. I'@A c yposuem eviwe 10,0 me/on

(600 mrmonv/n) omuocsam k paziuunvim popmam @KV [6].

e Pexomennyercs mpoBenenne muddepennuanbaoi auarHoctukn OKY u apyrux 'OA
(BTopoit ortanm ckpununra) [1, 4, 5, 7, 8] (Cuna pexomenoauuu A; yposens
yoeoumenvrnocmu ooxazamenvcme 11).

Kommenrtapuu. Bmopou sman ckpununea Heobxooum 0as evisenenusi BH4-3asucumolx
Gdopm I'PA u ceoespemenHo20 HA3HAUEHUS naAmMoO2eHemuveckou mepanuu. B nacmoawuii
MOMeHm Ol 3M020 UCNONb3Yemcsi onpeodeiieHue COOMHOUleHUs (heHUNalanut/mupo3ut

(koceenno ompascaem nanuuue oegpuyuma gpepmenma PAH) u JJTHK-ouaenocmuxa [1, 7, 9, 10].

e Ilpu OTCYTCTBMU JaHHBIX HEOHATAIBLHOTO CKPUHHHTA TUATHOCTHKY 3a00JeBaHUS
PEKOMEHJIOBAaHO OCYIIECTBJISTh HAa OCHOBAHMHM COBOKYITHOCTH T€HEAJOTUYECKOTO
aHaMHe3a, Pe3yJbTaTOB KIMHUYECKOro W Onoxumudeckoro obcnemoBanus [1, 6, 8—11]
(Cuna pexomenoayuu C; yposens yoeoumenvnocmu ookazamenvcme ).
KommenTapuu. B smux cayuasx enasHuvim OJisi YCMAHOBNEHUs OUACHO3A OCMAemcs

OUOXUMUYECKULL Kpumepuil — BblCOKOe COO0epIHcanHue (PeHUIalIanuHa 6 cbleOpoOmKe Kposu npu
omcymcmeuu  namo2eHemuyecko2o JeveHus. B Oanvueuiuwiem  nokazamo — npogedeHue

MONEKYIAPHOU OUACHOCTMUKU.
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e Pexomennyercs JJHK-nuarnoctuka c menbsro BolsBiIeHHs MyTaruii B reHax PAH w PTPS
(Cuna pexomenoayuu A; yposens yoeoumenvnocmu ookazamenvcme l1).
Kommenrtapuu. J[HK-Ouacnocmuka nposooumcsi ¢ yenvlo ougpgeperyuanvbHoll

ouazHocmuxku u Ol ONpeoeNleHus Xapakmepa Mymayuti, 4mo 8 OdlbHeuuem nomoz2aem
onpedenums KOHMUHSEHM NAYUEHMO8 OJisi NPOGedeHUs mecma HA YYECMBUMENbHOCHb K
neyenuto canponmepurom. Cyujecmsyrowjue Habopbl NO360AIOM ONPeeAMb Yacmvle Mymayuu
6 eene PAH, umerowuecs y 80% o6onvnvix @KY. Ilpu omcymcmeuu uccinedyemvix mymayuti
nayuenmy pexomerHoyemcs npogeoerue cekeenuposanus 2ena PAH. Taxoce nposooumcs J[HK-
ouaecnocmuxa mymayuti u cexeenuposanue cenos (PTPS, DHPR, PCD u dp.), kooupyrowux
usgecmmuole hepmenmol pasiuyHulx cmaouti memaoboarusma BH4.

B nacmoswee epemsa useecmuno 6onee 900 mymayuii 6 cene PAH, cnexmp u
PACnpoOCmMpaHeHHOCms KOMOPbIX UMEeom dMHU4eckue ocobeHnocmu. /s eponeoudHou pacwl
madicoproti mymayueti ¢ cene PAH sensemcs mymayus R408W, ¢ mo epemsa xkax 6 Anonuu u
Kumae oannaa mymayus ne naiioena. Bo mHo2ux esponeickux nonyuisayusx ¢ OMHOCUMENbHO
8bICOKOU yacmomou pecucmpupyiomcs ciedyiowue mymayuu: 1VS12ntl, R261Q, R252W,
R158Q, P281L, 1VS10nt546, 165T.

bonvwuncmeo cenemuueckux usmenenuti ecena PAH — smo muccenHc-mymayuu 80 8cex
13 sk30Hax 2ena unu HemMpaAHCAUPYEMBIX DIAHKUPYIOWUX yHacmKax 2eHa, cocmasnaiowue 59%
ecex eapuanmos. Takowce 0OHapydceHbl Mymayuu CHIAUCUH2d, HOHCEHC-MYMAayuu, Mymayuu
co8u2a pamKu cuumsléanus, boiee KpynHvle dereyuu u uncepyuu. Pasnvle mymayuu eiusom Ha
pabomy ¢hepmenma PAH 6 paziuunoii cmeneHu: Smum Moxcem OOBbACHAMbCA O0JbUloe
paszHoobpaszue noxazamens ¢henunanranuna 8 Kposu 0OoavHvix DPKY. Boavuwioe Kkoauuecmeo
mymayuii eena PAH (nanpumep, RA08W) npusoosm k pesudyanvrou akmusnocmu gepmenma
@AI'. Ilpu opyeux mymayusax (E390G, Y414C,A300S) morepanmuocmo Kk penunanranuny gviue,
u knunuyeckas kapmuna PKY menee svipasicena. Takum obpazom, no cospemeHHbM OAHHLIM
[12], pe3ynomamwvl cenomunuposanus npu PKY nomenyuanvno obradarom npeouxmueHbvim
3HaueHueM.

Cnedyem ommemums, 4mo Npu OnpeoeleHHvlx mymayusx 6 2eHe PAH,
00YC08IUBAIOWUX OCMAMOUHYIO akmueHocmb hepmenma DAL, esedenue xoghaxmopa BH4 unu
€20 CUHMEemMU4ecKUx aHmalo208 8 mepanuro NPusoOUm K HOBLIWEHUIO UTU B80CCHAHOBIEHUIO
akxmusnocmu PAI, umo noseonsiem pacuiupums Ouemy C y8eludeHuem 8 pPayuoHe KeOomuvl

HamypanoHo2o 6enxa.
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2.4. UHCTpYMEHTAJIbHASI IMATHOCTHKA

e PekomeHnnoBaHO mpoBeneHHE HdIEKTpodHLEehanorpaguu s BBIABICHHS NAaTTEPHOB
TUIICAPUTMUM  (AaK€ MpU OTCYTCTBHUM KIMHMYECKHX CYAOPOXXKHBIX IPHUCTYIIOB),
€MHUYHBIX U MHO)KECTBEHHBIX CHAlK- M MOJIMCHANKPa3psA0B, APYruX HW3MEHEeHui |[1,

13] (Cuna pexomenoayuu C; yposensv yoeoumensvnocmu ooxkazamenvcmes 1),

e PexoMeHI0BaHO MPOBEICHHE MAarHUTHO-PE30HAHCHOW TOMOTpa(Uu C LETbI0 BHISIBICHUS
OYaroB TIEPUBEHTPUKYJISPHON JIEMKOMAaTUH, KOPTUKAJIBHOM arpopuu MU APYrux
U3MeHeHH y manueHToB crapiie 12 net [1, 14, 15] (Curna pexomenoauuu C; yposens

ybeoumenvrnocmu ookazamenscme 11).

e PexoMeHI0BaHO NPOBEICHHE YJIbTPA3BYKOBOI'O HCCIIEIOBaHHUS OpPIOUIHON IMOJOCTU U
MOYEK IS JUATHOCTHKYU TUCKUHE3WH KEITIHBIX IMyTeH, TUPDY3HBIX H3MECHEHHUH MTCUCHH
U TIO/KEITYI0YHOM JKeNe3bl, MouekaMeHHO 6onesnu [1, 7, 16] (Cuna pexomenoayuu C;

yposens yoeoumenvnocmu ooxkazamenvcma ).
e PexomeHngoBaHoO  mpoBelaeHHE  330¢aroractpopuOpockonuu UL AMArHOCTHKH
MOpPaKEHUS CIIM3UCTON 000JI0uKK skenyaka (mo mokazanusm) [1, 7, 15, 16] (Cuna

pexomenoayuu C; yposensv yoeoumensvnocmu ookazamenscme \1).

2.5. UHas amarsocTuka (KOHCYJILTATUBHAS OMOIIL)

e PexkoMeHI0BaHO TICHXOJIOTO-TEJarOTHYeCKOe KOHCYJIbTHPOBAHUE W JIOTOIEIUYECKOE
tectupoBanue [1, 7, 13, 17] (Cuna pexomenoauuu C; ypoeenv ybedumenpHocmu
ookazamenvcme 11).

Kommenrapun. Tecmuposanue npoeooumcs ¢ yeavblo  ONPeOeieHuss  YPOGHs
UHMENIEKMYANbHO20 U Peye8o20 pAa36umus, 603MONCHOCMEU COYUANbHOU aoanmayuu u
coCmasieHusi UHOUBUOYANbHO20 NIAHA NCUXOTI020-Ne0dA20CUUECKO20 CONPOBONHCOCHUS.
Pexomenoosano nposedenue no nOKa3aHusm KOHCYIbMAYUU CHeYUalucmos (Hegponamonoed,
2acmposnumeponoza, ogpmanomonoea, aniepeoroea u op.) [7, 16, 18] (Cura pexomenoayuu C;

yposens yoeoumenvnocmu ookazamenvcme 11).
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2.6. luddepeHnnanbHas THATHOCTHKA

PexomennoBano mpoBoauTh MUGGEPCHINATBLHYIO TUATHOCTHKY C IEJNBIO BBISBICHHUS
BH4-3aBucumbix popm I'DA u onpeneneHuss NOTCHIIMAIBHO YYBCTBUTEIBHBIX OOJIBHBIX
¢ PAH-3aBucumoii ['®A (penmikeronypueit) (Cuna pexomendauuu C; yposeHs

yoeoumenvrnocmu ooxazamenvcme 11).

PexoMeH10BaHO TMOC/IE MOATBEPKIACHHUS y HOBOpOXAEHHOro PAH-3aBucumoinn I'DA
IPOBECTH TECT HA  MOTECHLUUAIbHYIO  UYYBCTBUTEJIBHOCTH K  CallpONTEpPHHA
TUTUIIPOXJIOpUIY, TMocjie dYero HasHayatoT Jedenwe [11, 19, 20] (Cuna
pexomenoayuu C; yposens yoeoumenvnocmu ookazamenscme \1).

KommenTapmii. [Ipoyedypa npogedenus mecmupoganus onucana 6 Ilpunoscenuu I'3.

Yposenv penunananuna 6 kposu 0o Hauana mecmuposanus 0oaxcen O0vimv >450 MKMOIL/IL.

Lononnumenvnyio ungopmayuro ona oughghepenyuanvHol OUAeHOCMUKU MOJNCHO NOIYYUMb NPU

uccnedo8anuu nmepurHoe Modu, Cbl6OpOmMKU Kposu U CNUHHOMO32080U  HCUOKOCIU (6

Poccuiickoii @edepayuu ne nposooumcs) (mabin. 3).

Ta6auma 3. [lnarHocTHyecKue TOKa3aTreinu (eHWJIaHAHWHA M NTCPUHOB B KPOBU, MOYE U
CIIMHHOMO3TOBOM KUAKOCTH [8]*

IToka3arenn | Phe | Neo | Bio | Pri Neo Bio SHIAA HVA SMTHF | AxktuBHOCTH
K) | (K | K | (K | (CMX) | (CMK) | (CMKX) | (CMXK) | (CMX) DHPR
M) | M) | M) (K)

DepMeHT

AdGTPSH n n n n | ! n/| | n n
ArGTPSH 1 l l n l ! ! | n n
PTPS t [+ L [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/| !

Ipumeuanue. * — AJGTPSH — ayToCOMHO-IOMHHAHTHBINA IeQUIAT T'yaHO3HH-TPH(POCHAT-IHUKIOTHAPOIA3HI I,
ArGTPSH — ayTocoMHO-peIiecCUBHBIN AeQHUIUT I'yaHO3HH-TpUbochaT-nukaoruapoassl |, PTPS — 6-nupyBomi-
TETParuIpoNTeprH cuHTa3a, SR — cenuanrepuHpenykraza, PCD — nrepuH-4-anbda-kapOHMHOJaAMUHIETHIpATa3a,
DHPR — nmurmaponrepuaunpenykra3a, Phe — ¢enmnarannn, Neo — wueomrtepud, Bio — 6uomrepun, Pri —
npumanteput, SHIAA — S-runpokcumnngonykcycHas kuciora, HVA — romoBanunnHoBas kucinora, SMTHF —
5-merurerparuapodornar, K — kpoes, M — mouya, CMXK — cnmHHOMO3rOBas XUAKOCTh, N — HopMma, 1/| —
MOBBIIICHHUE/TOHIDKEHNE 3HAYEHHS TIOKa3aTels.

3. Jleuenue
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OcHOBHas 1I€Tb JICUCHUS] — CHHU3UTHh (CHUJIAJTAHWH B KPOBHU, TIOBBICUTH TOJEPAHTHOCTH
(mepeHOoCUMOCTh) (heHWIaTaHNHA, TOJYy4aeMOro C HATypaJbHOW MHINEH, W TakuM 00pa3om

N30€KaTh TSHKETIOMH HeBpOHOFquCKOﬁ CUMIITOMATUKH U YIYYIIUTh KAa4C€CTBO KU3HU.

IMoaxoabl kK Tepanuu NpU Pa3jaMYHON THKECTH TeYeHUs runepdeHnaiaiaHnHeMHUn

Jlerkass @A tpeOyer HabmrogeHuss M MpoBeacHUS TU(PEepeHIINATBLHON TUATHOCTUKH.
Crtpororo nueTuyeckoro jedeHus npu 3toi ¢popme ['DA, kak mpaBwiio, HE HA3HAYAIOT, XOTS B
MOCIEAHUE TOAbl PEKOMEHIYIOT HauWHATh JICUEHHWE MpH YpPOBHE (EeHWIAJaHMHA B KpPOBU
>360 mxmoutb/n [8]. detu c nerkoit popmoii DA MoKHBI HAXOAUTHCS MOJ CUCTEMATUYECKUM
HaOJI0ICHWEM Bpaya B TEUEHHE NEePBOr0 Trofa KU3HM C KOHTPOJEM YpOBHSA (EHHJIAIaHUHA B
KpPOBH, IMPOBEIECHUEM HEOOXOIAMMBIX TUATHOCTHUYECKUX MEPONPUATUN C IENbI0 HCKIIOUYEHUS
nTepuH3aBUCUMBIX (hopMm ['DA 1 BeIOOpa JaIbHEHIIICH TAKTUKH JICYCHUS.

VYmepennas (msrkas, cpeanss) @OKY moapasymeBaeT coxpaHEHHE —YAaCTUYHOMU
aktuBHOCTH (pepmenta DAL, TpeOyer HazHaueHUs TUNO()EHUIATAHWHOBOH IUETHI, a TaKKe
MIPOBEJICHUS TeCTa HAa UyBCTBUTEIBHOCTh K TE€pAIMM CHHTETUYECKUM aHajorom BH4.

Knaccuueckas (tspkenasi) @KY o0ycioBineHa MUHHUMaIbHOW aKTHBHOCTBIO (hepMEHTa,
TpeOyeT Ha3HAYeHHs CTPOTOHW THUMO(EHIIATAaHUHOBOM TUETHI, a TaKKe MPOBEACHUS TeCTa Ha
YyBCTBUTEIBLHOCTh K TEpANiuu CHHTETHYECKUM aHajorom BH4.

[TaTorenetnyeckn 0OOCHOBaHHOW Tepamuei 1isi OonbHBIX ¢ ['DA, 00ycIoBIEHHOM
HejocTaToyHocThi0  BH4, sBasercs Ha3HaueHWe cuUHTeTHYecKoro aHamora BH4 —
camponTeprHa JAUTHAPOXJIOPHIA, KOTOPBIM HCIONb3YeTCs B KOMIUIEKCE C JAMETOTepanuell uiu
0e3 Hee (B 3aBUCUMOCTH OT (opmMbI O0JIE3HHM) M CHUMITOMATHYECKOM MEIMKaMEHTO3HOU

Tepanuen.

3.1. KoncepBaTuBHOE JIeUEeHHE

e PekoMeHIyeTCsi Ha3HAu€HHWE MATOTEHETUYECKH OOOCHOBaHHOU st PAH-3aBucuMOin
OKY u I'OA runodenunananuHoBoit auetsl [7, 15, 21, 22| (Cuna pekomenoauuu C;
yposens yoeoumenvnocmu ookazamenvcme 11).

Kommenrtapuu. /[uemomepanus, 0CHO8aHHAS HA Pe3KOM O2PAHUYEHUU (DEeHUNAIAHUHA 8
payuoHe OONbHBLIX Oemell 3a CUem UCKIIOUEHUsT 8bICOKODENKOBbIX NPOOYKMO8, 00NHCHA Oblmb
Hauama He No30Hee NepeviX Heoelb HCUSHU pPeOeHKd C Yelblo OOCMUNCEHUS MAKCUMATbHOU

3qbqbei<muenocmu JIeYECHUAL. Hedocmaiou;ee Koauuecmeo Oelka 6O0CNOJIHAEeMCcs 3d Cc4em
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CNeYUAnU3UPOBAHHLIX — 1eYeOHbIX  NPOOYKMO8,  YACMUYHO — UAU  NOJAHOCHbIO  JUUEHHbIX
Genunanranuna.

Coenacno cogpemenHbiM OaHHbIM, Ouemu4ecKoe JIeYeHUue HAZHAYAm Npu YpPoGHe
¢enunananuna Ha ckpununee >360 Mkmoav/n (=6 me/on).

U3 payuona numanus 6oabno2o K'Y uckarouaiom npooyKkmol ¢ 8bICOKUM COOEPHCAHUEM
benxa (coomeemcmeenHo, u QeHunalanuna) — Msco, MACONPOOyKmol, pulOy, pblOONPOOYKbL,
meopoe, Aliyo, 606086vie, opexu, Wokoaao u op. Jonycmumvle 8 oueme HAMypaibHble NPOOYKNIbL,
maxue KaKk JHCeHCKoe MOJIOKO, OemcKue MON0oYHble cmecu (051 Oemell 6 gospacme 00 1 2ooa),
060WU, PpPYKmMbl U HeKomopvle Opyeue NPOOYKMbl C HUSKUM COOepIlcanuem Oenxa 8600sam 6
COOMEEemMcmauU ¢ NOOCUEMOM COOEPHCAUE20Cs 8 HUX (DeHUNAIAHUHA.

o J[lpu pacuemax numawus — pPeKOMEHOYemcs  OPUEHMUPOBAMbCA  HA  HOPMbl
@usuonocuueckol nompebGHOCmMU 6 OCHOBHLIX HympueHmax OJisi OONbHLIX Oemell
PA3IUUHbIX 803pacmublx epynn ¢ coomeemcmeuu ¢ MP 2.3.1.2432-08 [22] (ma6n. 4, 5);
odonyckaemcs yMeHbUleHUue KOIU4ecmea CcymoyHoz2o Oenka (ne 6Oonee 10%) @
3a8UCUMOCMU OM MOJEPAHMHOCMU DOILHO2O K nuwe U K (eHULaranuny, a maxice om
cocmosinust - Hympumuenoco — cmamyca  (Cuna  pexomenoayuu C;  ypoeems

ybeoumenvrnocmu ookazamenvcme 11).

Tadauuna 4. CpenHecyTOUHbIE HOPMBI MOTPEOHOCTEM B OCHOBHBIX MHUIIEBBIX BEIIECTBAX U
SHEPTHHM JIJIs JCTEH MEepBOro roja KU3HM (Ha Kr Macchl Tena) [22]

Bo3pact, mec OHeprus, kkaJ/ kr | beaok, r/kr | Kupsbl, r/Kr YraeBoabl, I/Kr

0-3 115 2,2 6,5 13
4-6 115 2,6 6,0 13
7-12 110 2,9 5,5 13

Tadauuna 5. Hopmbl pusnonorndeckoit moTpeOHOCTH B OCHOBHBIX IHUIIEBBIX BEIIECTBAX U
SHEpruu JJis Aereu crapuie 1 roga [22]

Bo3spacr, Jer DHeprusi, KKaJ benok, r/nenn* Kupsl, r/nedb | YrieBoabl, I/1eHb
Ot 1 mo 2 1200 36 (28) 40 174
Or2 mo3 1400 42 (33) 47 203
Or3 no 7 1800 54 (46) 60 261
Or 7 no 11 2100 63 (54) 70 305
Ot 11 no 14 manpuuku 2500 75 (64) 83 363
Ot 11 no 14 neBouku 2300 69 (59) 77 334
Or 14 o 18 roHOImIHN 2900 87 (74) 97 421
Ot 14 no 18 neBymiku 2500 76 (64) 83 363
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Ipumeuanue. ¥ — B CKOOKax yKa3aHO OPUCHTHPOBOYHOE MOTPeOicHHE OeNlka 3a CUET CHEeHHATM3UPOBAHHON CMECH
0e3 peHmnananuHa.

Kommenrapun. benok 3a cuem ecmecmeenHbix npoOyKmo8 6 oueme paccuumvléaemcsi
UCxX00s1 U3 OONYCMUMbBIX CYMOYHBIX KOIUYECME (DeHuNaianuHa ¢ yyemom, umo [ 2 benxa
cooepaxcum ~50 me @enunananuna. B 3aeucumocmu om nepeHOCUMOCMU  NUUEBO20
Genunananuna donycmumoe u 6e30nacHoe e2o Koauuwecmeo 8 cymku cocmasngem om 90 0o
35 me/ke maccwt mena 03 demeil nepeoco 200a JicusHu. B numanuu oemeu cmapwe 1 200a
00NYCMUMOe KOIUYeCmeo (eHuIaianuHa nocmenenHo cHudcaemcs ¢ 35 0o 10 me/ke maccowi

mena pebenxa (mabi. 6).

Tabauua 6. [lomyctuMoe Konn4yecTBO (heHWIATaHUHA B MUTAHUU JIETEH ¢ (PEHUIKETOHYpHEH B
3aBUCUMOCTH OT BO3pacTta

Bo3spacr nereii KoauyectBo denninanannua (MI/Kr Macchl TeJia B CYTKH)
ot 0 o 2 mec 90-60
2—6 mec 5545
6—12 mec 40-35
1-3 rona 35-25
37 ner 25-20
7 neT u crapuie 20—-10

Henocraromee koimuecTBO O€nKa BOCIONHSETCS 3a CYET CHEIHaTIM3UPOBAHHBIX
7e4eOHBIX TIPOJYKTOB — CMECEe aMHHOKHCIOT 0e3 (eHWIalaHMHa M HHU3KOOEIKOBBIX
IPOAYKTOB MUTaHUS. AMHUHOKUCIIOTHBIE CMECH Pa3IMyaloTcs 1Mo cojepxkanuto 6enka (ot 13 r 1o
77,57 Ha 100 cyxoro mpoAyKkTa) M JAPYrMX MUTATEIbHBIX BELIECTB (YIJIEBOABI, >KUPBHI,
BUTAMHHBI, MHKpPO- M MaKpOdJEeMEHTHhI). Bce cMecm B CBOeM COCTaBe HE COAEp)Kar
denunananuHa. AMUHOKHUCIIOTHBIE CMecH ¢ coaepskanreMm 13—15 r 6enka B 100 r cyxoit cmecu
OpeHa3HayeHbl JuId JeTedl mepBoro roja xu3HU. JleTsiMm Oojee cTapiiero Bo3pacrta

Ha3HA4YaroTCs cMecu ¢ 6osiee BRICOKUM cofepxkanuem Oenka ([Ipunoxenne 1'4).

e Ha nepBoM roay >Ku3HU HEOOXOTUMBI €KEeTHEBHBIHN MOJCUET KONIUYECTBA (PeHIIATaHUHA,
MOJIy4aeMOro ¢ MUIIeH, ynoTpedyiseMoil malueHToM, yueT OelKoB, )KMpOB, YIJIEBOJIOB,
SHEpPruM B CyTOYHOM panuoHe (Cuna pexkomenoauuu C; yposenv ybeoumenpbHoCmU

ookazamenscme |1).
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Kommentapun. Pacuem  cymouHou  003bl  CHeYUAnUu3UpoOBAHHO20  NPOOYKMA

npou3Bo0Umcs no ghopmyne:

(Ps-Pn) x 100,
P

rae PS — cyrouHoe kosmuecTtBo Oenka, PN — OenoK ecTeCTBEHHBIX MPOIYKTOB, P —
komuecTBO Oenka B 100 T cyXoro cnenuaau3upoBaHHOTO IPOAYKTA.

IIpumep pacuera nutanus pedeHky ¢ PKY
Ilayuenm, 6o3pacm 3 cooa, macca mena 14,5 ke

1. OO01miee cyTOUHOE KOJMYECTBO Oelika B paione 00sibHOTO (cM. Tab. 5) — 54,0 r.

2. JlomycTMOE CyTOYHOE KOJIMYeCTBO (heHMIananuHa (cM. Tabm. 6): 25x14,5=363 wmr.

3. Jomyctumoe KOJIMYECTBO Oelika ecTeCTBEHHBIX NpoaykToB (1 r Oenmka comepkut 50 mr
dbenunananuna): 363:50=7,3 r.

4. KonuyecTBO Oeika 3a CUeT CHEIUAIM3UPOBAHHOTO MPOJYKTa HAa OCHOBE cmecH L-
aMUHOKUCIIOT 0e3 heHunananuna: 54,0-7,3=46,7 r.

5. Cyrounoe komuuecTBO aMuHOKUcIOTHOM cmecu (100r comepxkut 20T Oenka):
46,7%100:20=233 .

6. PexomeHayeMoe CyTOYHOE KOJMYECTBO XKHpa B parroHe (cM. tadia. 5) — 60 r.

7. PexoMeHIyeMoe CyTOYHOE KOJIMYECTBO YIrieBOA0B (cM. Tabm. 5) — 261 r.

e [lpu opraHuzanuy JHETOTEPANTHH PEKOMEHJIOBAHO YUYHUTHIBATH KIMHUYECKYIO (HOpMy
3a00yieBaHUs, YPOBEHb (heHMIIalaHWHA B KPOBH, BO3pacT peOeHKa; HyTPUTHBHBINA CTATyC
(pusnyeckoe pa3BUTHE), TOJNEPAHTHOCTh peOEHKa K MNHUIIEBOMY (DeHHUIANIaHUHY,
KOJINYECTBO (peHHUIIAIAHMHA W HATYypaIbHOTO OEIlKa, MOJy4aeMOoTo C MHIIEH, KOJTUIECTBO
OCHOBHBIX NHUIIEBBIX BEIIECTB U DHEPrUU B JieueOHOM parmone [7, 15, 21, 22] (Cuna
pexomenoayuu C; yposens yoeoumenvrnocmu ookazamenvcme ).

Kommenrapun.  Ilpu  naswauenuu  Ouemvl  6ajxceH — UHOUBUOVATLHBILL U
ougppepenyuposantvlii. NOOX00 K UCNOIb30BAHUIO CHEYUAIUSUPOBAHHLIX U HAMYPAIbHBIX
NPOOYKMO8 COOMBEMCMEEHHO 803PACMY peDeHKA.

Jna 6onrvnvix @KY nezasucumo om ux eo3pacma coxpamsemcs 3anpem Ha npooyKmol,
Haubonee Oozamvle (HEeHUNANAHUHOM, MaKue KAk MAcCo, pvloa u uzoenus u3 Hux. Teopoe,
meepovle Cbipbl, 00008bLE, KYPUHbBLE AUYA, OPEXU MO2YM 8 02PAHUYEHHOM KOIUYECmaee 6X00Umy 6
PAYUOH NAYUEHMO8 Cmapuie2o 803pacma ¢ Y4emom moiepanmuocmu K genunraranuny. He

pexomeHOyemcsi ynompebnenue nayuenmamvu ¢ @PKY npooykmos gacmaeyo, eazuposannwix
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HANUmMKo8 ¢ noociacmumenamu (acnapmam unu nuwesas oodaska E951), codepocawux
Genunananum.

Takxmuka Ouemomepanuu npu  CONYMCMBYIOWUX  3A00JE6AHUAX  (8bIPANHCEHHAS
eunepmepmus, UHMOKCUKAYUS, pa3iuyHble OUCnencudeckue a6ieHus), a makice npu omkasze om
npuema  AMUHOKUCIOMHOU CMecU 3aKndyaemcs 6 KpamkospemeHHoM (Ha 2—3 OHs)
npekpawjeHuu Ouemomepanuu ¢ 3ameHol 1e4ebHbIX NPoOYKMo8 Ha HAMYPAIbHblE C HEeBbICOKUM
cooepacanuem odenxa. Ilocre cmuxanus ocmpozo nepuooa O0ne3HU 8 payuUoH peOeHKd 6HOB8b
6800UMCS CNeYUATUSUPOBAHHBIN NPOOYKM, HO 3a 0ollee KOPOMKUL nepuod, 4em 6 Haudjie
nevenus. Eciu pebenox ¢ @®KY ne omkaszvieaemcs om nuwju 60 epems OONe3HU, MO JledeHue
CONYmMCmeYIowux CoMamu4eckux HnposooUmcs no oOWenpuHAmol cxeme U He mpebyem
npexpaujenusi Ouemomepanuu.

e PexomeHayerca (IO MOKa3aHWUSM) MEAMKAMEHTO3Has Tepanus canponrepuHoMm DOKVY,
oOycnoBnenHoit nepekramu obOmena DAL (nerkue M ymepeHHbIE (OPMBI), MOCHE
MIPOBE/ICHUS TECTAa U MOATBEPKICHUS YyBCTBUTEIIBHOCTHU K CallponTepuny [2, 6, 8, 9, 15]
(Cuna pexomenoayuu C; yposens yoeoumenvnocmu ookazamenvcmes ).
Kommenrtapuu. Cunmemuueckuti ananoe BH4 — canponmepuna oueuopoxiopuo —

ABNAEMC  NAMO2eHeMmu4eckum memooom aederus 0nsi BH4-oepuyumnvix dopm ['DPA u
BCNOMO2AMENbHBIM MEMOOOM JledeHus: yyecmeumenvHolx kK BH4 mepanuu ¢opm xnaccuueckoui
DKYV.

TecTupoBaHue NOTEHIHAJIbHONW YYBCTBHTEJIBHOCTH K JICUCHUIO | JICUCHUE
CampoONTepUHOM TPOBOAUT M KOHTPOIUPYET Bpad, KOTOPBI OCYIIECTBISET TakkKe U
Habmoenue nanueHToB ¢ KV (Ilpunoxenue I'5).

OTBeT Ha JleyeHHE MPENnapaToM CANpPONTEPHHA TUTHAPOXJOPHAOM OICHUBACTCS TIO
CTCTICHW CHYDKCHHSI KOHIICHTpaluu (peHWJIATaHWHA B KPOBH OOJBHOTO MPHU COOJIOJICHUN
cTabuUnpHONW TUMO(GEHWIaTaHUHOBOK 1ueThl. [lallMeHT cuuTaeTcs 4YyBCTBUTEIBHBIM, €CIH
pa3HuIa ypoBHS (eHWITaTlaHWHA, TOJYYEHHOTO MO OKOHYAaHWHU MEepHoAa OILEHKH OTBeTa Ha
JIeYeHue, ¥ ero UCXOJHOTO YPOBHS Mepe]] HayaloM IpueMa npenapata coctanisietr 30% u 6oree.

[Ipu HeoOxoauMoOCTH JUIMTENbHAS MEAUKaMEHTO3Has Tepanus y OonbHbIXx DKV,
OTBEUAIOIIUX Ha JICYCHUE CalpONTepruHA JUTUAPOXIOPUIOM CHHIKCHHEM YPOBHS (peHHUIIATaHUHA
B KPOBH, MTPOBOAUTCS B KOMOMHAIIMH C AUETOM MPHU HCIOIH30BAHUA aMUHOKHUCIOTHBIX CMECEi,

KOJIMYCCTBO KOTOPEIX ONPEACIACT Bpayd.
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Hns BH4-nedumutaeix popm 'OA B KadyecTBE MATOTEHETHYECKOTO METOJA JICUCHUS
PEKOMEHJyeTCsl TMPUMEHEHHE CHUHTeTHuueckoro anaimora BH4 —  camponTepuna
auruapoxiopuaa™ (A16AX) B coyetaHuu ¢ TUNOPEHUIATAHUHOBOM aueToi (Tadi. 7)
(Cuna pexomenoauyuu C; yposens yoeoumenvnocmu ookazamenvcms ll).

Kommentapuu. Hauanvnas o0o3a canponmepura oueudpoxiopuoa ) OONbHbIX C

Hedocmamoynocmoto BH4 cocmaesnsem om 2 00 5 me/xe maccol mena npu npueme I pas 6 oeHo.

Hoza moocem Ovims ysenuuena 0o 20 me/ke maccol mena 6 Oenv. [l Oocmudicenus

ONMUMANTLHO20 Mepanesmuyecko2o 3¢ gexma cymoynas 003a npenapama Mmoxcem Ovblmb

pazoenena Ha 2 unu 3 npuema 6 medenue OHsl.

B kommiexkc — JedeHHMs ~— TakKe ~— PEKOMEHJIOBAHO  BKJIIOYATh  IMpEnapatsl
nesogonbl " (10—15 Mr/kr B CyTKH) B coueTanuu ¢ kapoumonoi™ ™ (Koo ATX: NO4BA) B
no3upoBke 1—1,5 Mr/kr B cyTku, S-ruapokcutpuntodan (10 Mr/kr B cyTkm) (mpemnapar B
Poccuiickoit  ®denmeparuu B HAcTOsAIIEE BpeMs HE  3aperHCTPUPOBaH), S-
dopmunrerparuapodoaar (kanbuus GomuHar ™ Koo ATX: VO3AF) B cpenneii mose
25 Mr/cyT, B HEKOTOPBIX CIydYasx TUeTa C OrpaHn4eHueM (eHwmmamanuHa U (OIUEBOH

kucinotel (Koo ATX: BO3BB) (cM. Tabu. 7).

Ta6auna 7. Cxema Tepanuu npu paznuyibix BH4-nedunutHbix coctosnusax (c/6e3
runepdeHnIaTaHUHHEMUH ) *

CpencrBa tepamun | BH4 | L-goma | Kapoumona 5- Jduera c DonueBast
THIPOKCUTPH | HH3KHM KHCJI0TA
®DepMeHTbI nrogan** (enunana
HUHOM

GTPCH i + i + - -
DRD/ayTocoMHO-TOMHUHAHTHBIH - + + - - -
tun GTPCH
PTPS ymepennas dpopma + - - - - -
PTPS tsbxenast popma + + + + - -
DHPR - + + + + +
SR - + + + - -
PCBD + + + + - -
Ipumeuanue. * — rtabnuna cocraBieHa 1o JaHHbIM [8], ** — mpemapar He 3apeructpupoBaH B Poccuiickoii
®denepanuu.

3.2. HHoe Jeuyenune

XUpYypruyeckoro BMemaTeIbcTBa 0OBIYHO HE TpedyeTcsl.

4. PeaOnauranus

20




PeabuinranmoHHble MEPONPUATHS HAMIPABIICHBI HA YIYYIlIEHUE KOTHUTUBHBIX U PEUEBbIX
(GyHKIUH, ICUX03MOIIMOHAIEHOTO COCTOSIHUS, COLIMAIbHON alanTallly.

5. lIpopuiiakTuka u AucnaHcepHoe HAOJII0ieHHe

5.1. lIpopuaakTuxka

[Tpodunaktuka ®KY u I'DA npoBoaAUTCS B HECKOIBKUX HAIIPABICHUX

® TIPOCIEKTUBHOE MEAMKO-TEHETUYECKOE€ KOHCYJIbTUPOBaHUE Map, IUIAHUPYIOIIUX
OepeMeHHOCTh, C peKOMeHJanuel o0cieloBaHUSI Ha TE€TEPO3UTOTHOE HOCHUTEIHCTBO
yacTeix Mytanuid B TeHe PAH. Ilpu BbeisiBnenun ®KY B cembe — o0ciemoBaHue
POJICTBEHHUKOB JIJIsl YTOUHEHHS T€TE€PO3UTOTHOTO HOCUTEIBCTBA MY TallUU;

e B ceMmbe, rae wumeercs pebenok ¢ DKV, mpu mnocnenymoomeld OepeMeHHOCTH —
MIPOBEICHUE MPEHATAIIbHON TUArHOCTUKHU C LETBI0 ONPEICIICHHS] HATUYUS MaTOJOTUH Y
I10/1a;

® [IPOBEJECHUWE HEOHATaJbHOrO CKpuHUHra ¢ oxBaroM 100% HOBOPOXKIEHHBIX,
MO3BOJISIOIIETO CBOEBPEMEHHO BBISIBUTH 3a00JIEBaHUE U MPUCTYMHUTH K JICUECHUIO, YTOOBI
n30eXKaTh TSKENBIX MTPOSBICHUN MATOJIOTHH;

e MpoQMIaKTUKA POXKICHHS JETel ¢ CHHAPOMOM «MAaTEPHUHCKOW (DEHUIIKETOHYPUM)» OT
KeHIKH, 601pHBIX DKV, myrem opraHu3anuu MCHXOJIOTUYECKON MOMOIIU JAEBOYKAM-
MOJAPOCTKAM o BOITPOCaAM HEO0OXOIUMOCTH coOmroIeHus CTpOroi
runoeHUJIAIAHMHOBOM JUEThl B IMyOEpTAaTHBIM TEPHOJ, a TaKkKe KOHCYJIbTaTUBHOU

IMOMOIIH 11O BOIIPpOCaM INIAHUPOBAHUA CCMBU U 6epeMeHHOCTI/I.

5.2. JlucriancepHoe HAOJII0AeHe

3abosieBaHNE NUArHOCTUPYETCS B pe3ylbTaTe HEOHATATbHOTO CKPUHUHTA, BBHISIBICHHBIC
OonbHBIE HAXOAATCS Ha  JWCIAHCEPHOM y4eTe B  MEIUKO-TEHETUYECKUX  IIEHTpax
(KOHCYNBTALIUSIX ), T/I€ Ha3HAYAETCS JICUEHUE, BKIIFOYAIOIIEEe JUETOTEPAINIO, U OCYIIECTBIISETCS
KOHTPOJIb 32 aJICKBATHOCTBIO €T0 MPOBEICHUS.

PexoMeHnayercs cneayroias cxema KOHTPOJIS 3a cojiepkaHneM (DeHHUIIaTaHnHA B KPOBU Y
6ompHBIX DKV

e B BO3pacTe 0 3 MecsleB — | pa3 B HEJENMIO (10 MOTYYeHHS CTA0MIBHBIX PE3yIbTaTOB) U
nanee 1 pa3 B 10 queit;

e c 1 ronago 6 et — He MeHee 2 pa3 B MecLl;
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e ¢ 710 12 ner — He meHee | pasza B mecsl;
e qocne 12 ner — 1 pa3 B 2 mecsia.
TepaneBTu4eckuid auana3oH ypoBHs (eHUJIATaHMHA B CHIBOPOTKE KPOBH MOYKET OBITH

paciipeH B 3aBUCUMOCTH OT BO3pacTa U OCJIa0JIeHHs TUETUICCKUX OrpaHryeHui (Tadu. 8).

Ta6auna 8. PekoMeHyeMblil ypoBeHb (heHUTAIaHWHA B CHIBOPOTKE KPOBH Y OOJIBHBIX
(beHUNIKeTOHypueH, HaXOAAIUXCS Ha JICYCHUU

YpoBeHb peHUMIAIAHNHA
Bo3spacr, Jer

MKMOJIb/J1 MI/IJ1
0-6 120-360 2-6
7-9 120-360 2-6
10—12 120-360 2-6
13-15 120—600 2-10
16-18 120-900 2-15

Ha ¢one nedyenuss HEOOXOOMMO HPOBOAUTH KOHTPOJb 3a HYTPUTHBHBIM CTaTyCOM
001bHOTO, (DU3NYECKMM W MHTEUIEKTyalbHbIM pa3BuTHEeM. bonbmmHcTBO gereit ¢ DKV
HaXOJATCS Ha JTane aMOylIaTOPHO-NOJUKIMHUYECKOrO HAOMIOACHUS, IJle OCYIIECTBIISIETCS
KOHTPOJIb 32 COCTOSSHUEM MX 3JI0pOBbS C IPHUBJICUYEHUEM  Bpayeil-CIELMAIUCTOB,
WCIIOJIb30BaHWEeM (YHKIMOHAIBHBIX MeTo0B uccieaoBanus (Y3U, 330, MPT), a takxke
KOHTPOJIb KJIMHUKO-IAa00paTOPHBIX MOKa3aTesel (001ue aHaau3bl KpOBU M MOYH, OOIMA OesloK
U ero (paxkuuu, MO MOKa3aHWSIM JIMOUAHBIA Npoduib, TIIOK03a, (EppUTUH, KPEaTUHHH,
CBIBOPOTOYHOE JKE€JI€30 M Jip.); | pa3 B roa peKOMEHAYETCs HCCIEA0BAaTb aMUHOKHCIOTHBIN
cnekTp KpoBu. OOIMI aHanM3 KpOBU pEKOMEHAYETCs JelaTh He pexke 1 pasa B 6 Mecsles,
6uoxumuueckuit — 1 pa3 B roa. Koncynpranus ncuxonora uist 6onbHbix @KV noapoctkoBoro
BO3pacTa SIBISETCS O0s3aTeNbHOW M JOJDKHA MPOXOAWUTH exeroaHo. Konrtpons ¢docdopHo-
KaJbIIMeBOTO oOMeHa (kamplmii, (ocdop, ocTeokanbliuH, MAPATTOPMOH U Jp.) HTOJDKEH
MPOBOAMTHCS C OJHOrO roja >ku3HW. Ilanuentam crtapuie 13 neT pekoMeHayeTcsl MpOBEIECHUE
JE€HCUTOMETpHH | pa3 B rof.

HeBoukam ¢ KV HezaBUCHMO OT BO3pacTa pEKOMEHAYETCS IOAACPKUBATh CONEPIKAHNE
(deHmnanaHuHa B KpoBUM Ha ypoBHE A0 4 mr/mn (240 MKMOJB/A) € LENbl0 NMPOPHIAKTUKH B

JaTbHEHIIIEM CHHAPOMA «MATEPUHCKON (PEHUIKETOHYPUUY» Y OYIyIIero moToMcTBa [26—28].

6. lonostHuTe IbHASE MHPOPMALUS, BJAMSIONIAS HA TeYeHHE U MCXOJ

3200/1eBAHUSA
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[TporHo3 3a0oneBaHus 3aBUCUT OT CBOCBPEMEHHOM JMAarHOCTUKH, MAKCHMAIbHO PaHHETO
Ha3HA4YCHMs JUETOTEpaIllMd M aJCKBATHOIO €€ BBIIIOJHEHHMS M KOHTposis. boipmoe 3HaueHue
UMeEET MPUBEPKEHHOCTD JICYCHUIO BCEX WICHOB CEMbU OOJIBHOIO, a B JIajbHEHIIIEM — U CaMOro
NanueHTa, A 4Yero HeoOXOJUMO OpraHH30BaTh ICHUXOJIOrO-MEAArornyecKyro MOAJIEPKKY,
KOTOpasi 10J>KHA HAYMHATHCS C MOMEHTA POXKIEHUs O0JIBHOTO peOeHKa.

B ciyyae HecoOmoeHNs pEKOMEHJANN 110 JUETOTEPAMy U HeIOCTATOYHOM KOHTPOJIE
3a ypoBHEM (peHMIIaJJAaHHUHA B KPOBU MOTYT UMETh MECTO TaKHe OTAaJCHHbIC MOCIEeICTBUSA, KaK
CHI)KCHHBI KOX(PGUIIMEHT MHTEIUIEKTa, HApyLUIEHUs peYyd U M[aMATH, M[OpoOJieMbl C
KOHIICHTpalel BHUMaHUs, pacCTPOMCTBA IIOBEACHUS.

B ciywae ecnu manueHTel HE NPUHMMAIOT CIELMAIM3UPOBAHHBIE AMMHOKHCIOTHBIE
cMmecHu 0e3 deHmnanaHuHa, a HaXOJATCSA Ha JAHETE C PE3KHUM OTPaHHMYEHUEM BBICOKOOETKOBBIX
MPOJIYKTOB, BO3MOXHO pa3BUTUE CHUMIITOMOB XPOHUYECKON HEIOCTAaTOYHOCTH IUTAHUS,
HYTPUTHBHOTO Je(HUINTa BUTAMUHOB, MAaKpO- M MHKPOIJIEMEHTOB U JIPYTHX 3CCEHITHAIBHBIX
(dakTopoB.

s knaccuueckoit @KV, BbIsIBIEHHON B MEpPBbIE HEJENH KU3HU peOeHKa, MPOTHO3 MpHU
COONIOACHUM PEKOMEHIAlN Bpayeil Mo JIEYCHHIO IO 3a00JieBaHUIO OJarompusaTHbIA. JleTn
IIOCELIAI0T MAacCOBble JETCKME M  00pa30oBaTENIbHbIE  YUPEXKIEHHUS, 3aHUMAIOTCS B

JOIMOJIHUTCIIbHBIX KPYIKKaX, B IIaJH)HeI\/JIHIGM IMMOCTYIIAOT B BBICHINEC y‘~IC6HI)Ie 3aBCICHUA.

Kpurepuu oueHKu KauyecTBa MeIUIUHCKOH IOMOLIU

OpraHn3aun0HH0-Texnnqec1me YCiI10BUA OKa3aHUSA MeIUINHCKON MOMOIIN

CHGL[I/IaJ'II/IBI/IPOBaHHaﬂ, B TOM YHCJIC BBICOKOTEXHOJIOTUYHAasA,

Bua MeaMIMHCKOM MOMOIIH
MEIUIIMHCKAs TOMOIIb

Bo3pacrHas rpynna Hertn

YciaoBusa okazaHusi MeIUIMHCKOM

MOMOII CranroHapHO, B JTHEBHOM CTAallMOHAPE
dopMa oKka3aHuA MEIUIUHCKOM

P AL IInanoBas
MOMOII

Kpurepun oneHkn kayecTBa MeIMIMHCKOH IIOMOIIIN

Ne Kpurtepuu xavecrBa Cuna YpoBenb
pexoMeHaNUil | y0eauTeIbLHOCTH
JA0Ka3aTeJbCTB

1 | BrlnosHeH HEOHATAIBHBIH CKPUHUHT |

A
2 | BpInonHEHO oOmpejeneHne ypPOBHS aMHUHOKHCIOT M OPraHHMYECKHX A |
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KHUCJIOT B CBIBOPOTKE KPOBU U NATOJIOTMYCCKUX METa0O0IUTOB B MOYE
METOAOM TaHI[eMHOﬁ MacCC-CIICKTPOMETPUUN

3 | BrInmosiHEHO onpeielieHne YyBCTBUTEIBHOCTH K CAIPONTEPHUHY 1

4 | IlpoBenena runodeHWIAJAHUHOBAasS JAUETa IOJ  KOHTPOJIEM I
(eHMIANIaHMHA KPOBU M KOppeKIuei He pexe | pa3a B 3 mecsina

5 | IlpoBeneHa Ttepammsi camponrtepuHoM mpu BH4-uyBcTBHTENBHOM 1
¢opme (IIpy OTCYTCTBHUH MPOTHBOIIOKA3AHHIH)

6 | BeimonHeH KOHTpOJb (eHWIaJaHMHAa KpOBH HE pexe 1 pasa B 1

3 Mecs1a
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https://www.ncbi.nlm.nih.gov/pubmed/?term=Heiner-Fokkema%20MR%5BAuthor%5D&cauthor=true&cauthor_uid=23842451
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https://www.ncbi.nlm.nih.gov/pubmed/?term=van%20Spronsen%20FJ%5BAuthor%5D&cauthor=true&cauthor_uid=23842451
https://www.ncbi.nlm.nih.gov/pubmed/23842451
https://www.ncbi.nlm.nih.gov/pubmed/?term=Burton%20BK%5BAuthor%5D&cauthor=true&cauthor_uid=17846916
https://www.ncbi.nlm.nih.gov/pubmed/?term=Grange%20DK%5BAuthor%5D&cauthor=true&cauthor_uid=17846916
https://www.ncbi.nlm.nih.gov/pubmed/?term=Milanowski%20A%5BAuthor%5D&cauthor=true&cauthor_uid=17846916
https://www.ncbi.nlm.nih.gov/pubmed/?term=Vockley%20G%5BAuthor%5D&cauthor=true&cauthor_uid=17846916
https://www.ncbi.nlm.nih.gov/pubmed/?term=Feillet%20F%5BAuthor%5D&cauthor=true&cauthor_uid=17846916
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https://www.ncbi.nlm.nih.gov/pubmed/?term=Cederbaum%20S%5BAuthor%5D&cauthor=true&cauthor_uid=17846916
https://www.ncbi.nlm.nih.gov/pubmed/?term=Dobbelaere%20D%5BAuthor%5D&cauthor=true&cauthor_uid=17846916
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https://www.ncbi.nlm.nih.gov/pubmed/?term=The+response+of+patients+with+phenylketonuria+and+elevated+serum+phenylalanine+to+treatment+with+oral+sapropterin+dihydrochloride+(6R-tetrahydrobiopterin)%3A+a+phase+II%2C+multicentre%2C+open-label%2C+screening+study+B.+K.

Ipuaoxenue Al. CocraB padoyeid rpynmnbl

OI'AY «<HHIII3A» Mun3apasa Poccun

A.A. BapanoB — akanemuk PAH, n.M.H., npodeccop, wien Mcnonkoma Coro3a nenuarpoB Poccun
JI.C. Hama3oBa-bapanoBa — akanemuk PAH, a.m.H., npod., [Ipencenarens Mcnonkoma Coro3a
neauatpos Poccun

K.C. Jlagogo — n.M.H., ipod., wien Coro3a nenuatpoB Poccun

T.9. BopoBuk — 1.M.H., ipod., uieH Coro3a neauatpoB Poccun

T.B. BymyeBa — n1.M.H., wieH Coro3a neauatpos Poccun

JI.M. Ky3enkoBa — a.M.H., ipod., wien Coro3a neauarpoB Poccun

K.B. CaBocTbsiHOB - K.0.H., uiieH Coro3a neauatpoB Poccuu

E.A. BumnéBa — kx.M.H., uieH Coro3a neauatpoB Poccuun

H.B. XKypkoBa — k.M.H., wieH Coro3a neauarpoB Poccun

H.I'. 3BoHkoBa — K.M.H., wieH Coro3a neauatpoB Poccun

JI.P. Cenum3sinoBa — K.M.H., wieH Coro3a neauarpos Poccuu

A.A. ITymkoB — k.6.H., wien Coro3a nenuatpoB Poccun

®I'OY BO PHUMY um. H.HU. ITuporosa Munsapasa Poccun
‘H.B. HOBHKOBI — JI.M.H., Ipo.
E.A. HukosaeBa — 1.M.H., Ipod.

®I'BHY «Mennko-reHeTH4eCKUil HAyYHbIH HEHTP»

C.1. KyneB — a.M.H., ipo., wieH-kopp. PAH, npe3uneHT Acconuanuy MEAUIIMHCKUX TEHETUKOB
E.C.TromeHueBa — 1.M.H., 4ieH Accolualnuyd MEJUIUHCKIX T€HETUKOB

A.B. IloasikoB — 1.0.H., npo@., wieH Accoluanuy MEIULIHUHCKUX T€HETUKOB

E.1O. 3axapoBa — a.M.H., po., 4ieH AccollManui MEIUIUHCKUX TeHETUKOB

I1. 'ynnapoBa, wieH Accouanuy MeIUIMHCKUX TeHETUKOB

MoOCKOBCKHMI HEHTP HEOHATAJIbHOI0 CKPUHHHIA
E.A. lllecTtomanoBa, wieH Accouanuil MEIUIINHCKUX T€HETUKOB

I'BY3 «KpaeBas kannndeckas 0oapHuna Nel numenu npodg. C.B.Oyanosckoro» M3
Kpacnonapckoro kpasi. KyGanckas MeskpernoHa/IbHasi MeIMKO-TeHeTHYeCKas KOHCYJIbTalUs
C.A. MaryJjeBu4 — J1.M.H., WIEH ACCOLMALNN MEAUIIMHCKUX T€HETUKOB

T.A. N'oauxuHa — K.M.H., 9IeH AcCOIMalNi MEIUITHHCKIX TCHETUKOB

I'BY3 r.MockBbl HayuHo-npakTH4YeCKHii HEHTP MCUXMYECKOr0 310POBbS AeTell M NOAPOCTKOB
E.B. /leHuCeHKOBa — K.M.H.

CIIo6 I'KY3 «/IlmarHocTuyecknii HeHTP (MeIMKO-TeHeTHYeCKHUil )
O.I1. Pomanenko — 1.M.H., ipod., WieH Accoluanuyi METUIIMHCKIX T€HETUKOB
JI.B. JIsi3uHa — K.M.H., WieH Accolaluy MEAUIIMHCKUX T€HETUKOB

HUN wmepnmmuckoii reHetukn DOI'BHY "Tomcknii HAIHMOHAJLHBIN HCCIEA0BATENLCKHIA
MeIMUMHCKUI neHTp Poccuiickoit akageMun HayK"
JL.II. Hazapenko — a.M.H., pod., 4ieH ACCOIUAIUU MEIUIIMHCKUX TeHETHKOB

AHMO «CtaBponoJbckuii KpaeBoi KJIMHHUYECKHI KOHCYIbTATHBHO-IHATHOCTHYCCKHU I
HECHTP» MECIUKO-TCHETUICCKAA KOHCYJIbTAallUusA
E.I'. bBaky1uHa — K.M.H., WIeH AccolMallii MEAUIIMHCKUX T€HETUKOB
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KoncyabTaTHBHO-IMATHOCTHYECKH I IIeHTP «OXpaHa 310pOBbS MaTepH U pedeHKa»

r.Exatepun0ypr

B.K. [logomHa, uieH Acconuanuyi MEIUIMHCKAX T€HETUKOB
E.b. HukoJiaeBa, 3acinyxeHHbIN Bpady PO
H.B. HuKuTHHA, K.M.H., 9WICH ACCOIIMAUA MEIUIIMHCKUX TCHETHKOB

Ipuioxenne A2. MeToa0J10rusi pa3padoTKu KIMHUYECKUX PeKOMeH Al Ui

[eneBas ayauTopus JaHHBIX KIMHUYECKUX PEKOMEHIAIUMN:
e Bpauu-nieauatTpsl (ko cnernuanbHocT 31.05.02);

e BpauM OOIICH CeMEHHOM NMPaKTHKHU (CeMeliHas MeIUIMHA) (KO CIIeIHAIbHOCTH
31.08.54);

reHeTuku (kox creruanbroctu 31.08.30);

mqueTosord (ko cuernmansaoctu 31.08.34);
HeBpormatosiory (kox creruanbHoct 31.08.42);
MEIUIMHCKHE rcuxoiiord (kox creruanbrocT 19.00.04);
nedexronoru (ko crenuansHocta 44.03.03).

Ta6auna I11. YpoBHU yOSIUTEIHHOCTH JI0KA3aTECILCTB

YpoBuu
y0eauTeIbHOCTH
JI0KA3aTeJbCTB

HcTouyHuKk 10Ka3aTEIBLCTB

I(1)

IIpocniekTUBHBIE PAaHIOMU3UPOBAHHBIE KOHTPOJIHPYEMBbIE HCCIIEIOBAHNUS.

JlocTaTouHOE KOJIMYECTBO HCCIEAOBAaHUNA C JOCTaTOYHON MOIIHOCTBIO, C Y4acTHEM
0O0JIBILIOrO KOJIMYECTBA NALMEHTOB U MOJIYYEHHEM OOJIBIIOr0 KOJMYECTBA JaHHbBIX.
KpymnHble MeTaaHATU3HL.

Kak MHHMMYM OIHO XOpOIIO OPTaHM30BAHHOE PaHJOMM3HPOBAHHOE KOHTPOJIUPYEMOE
HCClIeI0BAHUE.

PenpesenrarnBHast BBIOOPKA ITAIIEHTOB

1(2)

[IpocnekTHBHBIE ¢ paHAOMU3ANKEH HIH 0€3 UCCICIOBAHUS C OTPAaHHYCHHBIM KOJIMIECTBOM
JTAHHBIX.

Heckompko uccnenoBanuii ¢ HEOOIBIINM KOJIMYECTBOM MAIIHEHTOB.

Xopo1Io OpraHN30BaHHOE MPOCTIEKTUBHOE HCCIIEIOBAHNE KOTOPTHI.

MeTaaHaIn3bl OTPAHUYEHBI, HO IPOBEICHBI Ha XOPOIIIEM YPOBHE.

Pe3ynbTaThl HENPE3EHTATUBHBI B OTHONICHHUH IEJICBON TOMYJIISAIIHH.

XOopoIIo OpraHN30BaHHBIE UCCIEIOBAHUS «CITy4aii-KOHTPOIbY»

11 (3)

HepannomusnpoBaHHBIE KOHTPOJIHPYEMBIE HCCIICOBAHUS.

HccrrenoBaHust ¢ HEJOCTATOYHBIM KOHTPOJIEM.

PangomMusupoBaHHBIE KIIMHIAYECKUE HCCIEJOBAHUS KaK MUHUMYM C | 3HAYUTEIHHOH HIIN
KaK MUHIMYM 3 HE3HAYUTEIbHBIMH METOI0JIOTHIECKAMH OIIHOKAMH.

PerpocriekTnBHBIC WITH HAOIIOJATEEHBIC UCCIICIOBAHHS.

Cepust KIMHAYECKUX HAOIIOCHHH.

[IpoTuBOpeunBLIE  NaHHBIE, HE TO3BOJAOMUE CHOPMHUPOBATH  OKOHYATEIHHYIO
PEKOMEHIANNI0

1V (4)

Mmuenue OKCIIepTa / JAaHHBIC U3 OTYECTa 3KC1’[CpTHOﬁ KOMHUCCHH, IDKCICPUMEHTAJIBHO
TOATBEPIKACHHBIC U TECOPECTUICCKU 000CHOBaHHbBIE
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Tadauna I12. Cuna pexomeHaaui

Cuniaa
. Onucanue Pacumiugposka
PeKOMeHIanMi
PexoMeHanyst OCHOBaHa Ha BBICOKOM
YPOBHE JJOKa3aTENbHOCTH (Kak MUHUMYM 1 .
Meroz/Tepanus NepBOM JIMHUM; JIHOO0 B
yoenurenpHas myomukanys | ypoBHSI .
A COUYETaHUH CO CTaHIAPTHOU
JIOKa3aTEIbHOCTH, TIOKa3bIBAIOIAs . .
METOIUKON/Tepanuen
3HAYNTEIHHOE IPEBOCXOJCTBO MOIB3bI HAJl
PHCKOM)
PexomeHanys OCHOBaHa Ha CpEJHEM .
Merto/Tepanus BTOpO IHHAN; THOO0 IPH
YPOBHE JJOKA3aTEIbHOCTH (KaK MUHUMYM 1
0TKa3e, MPOTUBONIOKA3aHUN HIIH
yOenurenbHas myonukanus || ypoBHs .
B HEe3((EKTUBHOCTH CTAaHIAPTHOU
JIOKa3aTeIbHOCTH, TIOKa3bIBAIOILAs
METOIUKH/Tepanuu. PekoMenyercs
3HAYUTEIHHOE IPEBOCXOJICTBO MOJIB3bI Hall .
MOHHUTOPHPOBAHKE MOOOTHBIX SBICHUH
PHCKOM)
Her Bo3paxeHuil NpOTUB 1aHHOTO
PexoMeHanus ocCHOBaHa Ha CJ1ab0M ypOBHE .
METO/1a/Tepanyy MK HET BO3PAKECHUH
JI0Ka3aTeNbHOCTH (HO KaKk MUHUMYM 1
MPOTHUB MPOAODKEHHS TaHHOTO
ybenutenbHas myonukanus |11 ypoBHs
METO/Ia/Tepanuu.
JIOKa3aTEIbHOCTH, TIOKa3bIBAIOIAs
C PexomenoBaHo npu oTKase,
3HAYNTEIHHOE IPEBOCXOJCTBO MOIB3bI HAJl
MPOTUBOINOKA3aHUU HIIH
PHUCKOM) unu .
Hed(p(PEKTUBHOCTH CTaHAAPTHOM
HET yOeIUTeNbHbIX JaHHBIX HU O MOJb3€, HU
METOIUKH/TEPAIINH TIPH YCIOBHU
0 pHCKe)
OTCYTCTBUS MMOOOYHBIX d(h(HeKToB
OtcyTcTBHE YOemuTenbHBIX Imyonmkamuii |, 11
i |11 ypoBHS moKa3aTenbHOCTH,
MOKAa3bIBAIOIINX 3HAYUTEIHFHOE
MPEBOCXO/CTBO MOJIB3bI HAJl PUCKOM, JIN0O
D He pexomennoBaHo
ybenurenbHble myOnmukammy |, 1 nin
Il ypoBHS mOKa3aTeNIBbHOCTH,
MOKa3bIBAIOIINE 3HAYNTEIIHHOE
MPEBOCXOJICTBO PHCKA HaJI TIOJIB30M
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IIpuioxkenue A3. CBsi3aHHBbIE TOKYMEHTBI

1. Ilpuka3 Munsapascoupazsutust P® or 22.03.2006r. Ne 185 «O wmaccoBoMm
00cIe10BaHNH HOBOPOJK/ICHHBIX JIETel Ha HACIIEACTBEHHbIEC 3a00JICBaHUS».

2. llpuka3z MunncTepcTBa 31paBOOXpaHEHHs M conuanbHOro passutus PO ot 16 ampens
2012 r. Ne 3661 «OO0 ytBepxkaenuu llopsiika okazaHus NeAUATPUIECKON TOMOIIIN.

3. Ilpuxaz MunucrepcrBa 3apaBooxpanHenuss P® or 15 wos6ps 2012r1. Ne 9170 «OO6
yrBepxkaeHnn [lopsinka oka3aHus MEIUIMHCKON IMOMOIIY OOJBHBIM C BPOXKICHHBIMHU H
(Wn) HACTIeICTBEHHBIMH 3200JICBAaHISIMI.

4. TlocranoBnenue IlpaButennbcTBa Poccuiickoit @eneparuu ot 9 ampens 2015 r. Ne 333

«O0 ytBepxkaenuu IlpaBun GopmupoBaHus MepeyHs CrENUANTU3UPOBAHHBIX MPOIYKTOB
7e4eOHOr0 MUTAHUS JIJISl ACTCH-UHBAIHIOBY.
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Ipuiaoxenue b AjropurmMbl BeleHUS MAIUEHTA

Juarsoctuka runepdeHuIaJIaHIHEMAN
(HeoHaTANLHBIA CKPUHHHT, MOJIEKYIISIPHAsI AUATHOCTHKA,

nuddepeHnransHas JHarHoCTHKA)

A

!

[Iponomxenne
JIHArHOCTHUYECKOTO TIOUCKA B
paMKax Apyrux BO3MOXKHbBIX

3a00JIeBaHui

Jnarnos
TTOATBEPKICH?

Tepamnus amOyJIaTOpHO 10T HAOTFOICHUEM
Bpaya

A

I[HCHaHCCpHOC Ha6J'I}OI[€HPI€ )51
JICYCHUC C ICPUOANICCKHUM

» KOHTPOJIEM B CIICHHUAJIM3NPOBAHHOM

YUpEKICHUU

A Tepamnus

HET

s dexTrBHA?
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IMpunoxenue B Undopmanus 111 NauMeHTOB

@Denunkemonypus — OSTO  HACJIEICTBEHHOE 3a00JeBaHHE, XapaKTepU3YIOIIeecs
HapylmeHneM Merabonn3ma (QeHunalaHuHa (He3aMeHMMasi aMUHOKHCIIOTa, KOTopas He
CHUHTE3UPYETCS] B OPraHu3Me, MOCTYIAET ¢ MUIIEH — MPOJyKTaMH >KMBOTHOT'O ITPOUCXOXKACHHUS,
B TOM YHCJIE C TPYJHBIM MOJIOKOM M JIETCKUMHU MOJIOUHBIMH CMECSIMHU ).

[Ipu oTcyTcTBHM CBOEBPEMEHHOW AMATHOCTUKHM M JIEUYEHHUS 3a00JIeBaHHE MPOSBISETCS
OObIYHO B BO3pacTe 2—06 MECSIEB XU3HU IPU3HAKAMU MOPAXEHHS LEHTPAIbHON HEPBHOM
CHCTEMBL: pojauTeNell OECHOKOST BSJIOCTh peOEHKa, OTCYTCTBHE HHTEpeca K OKpYXKarolemy,
WHOTJ]a TOBBIIIEHHAs  Pa3IpakKUTEIbHOCTh, OECHOKOMCTBO, CpBITMBaHUS, HapylIeHUE
MBIILIEYHOTO TOHYyca (Yallle MbIIIeYHasi TUIIOTOHUS), MPU3HAKU aTOMHUYECKOTO JepMaTuTa,
3a/iep>KKa IICUXOMOTOPHOTO pa3BUTUS, MHOIA cyaopord. C BO3pacTOM JAETH UMEIOT TSKEIO0e
MOPaXEHWE HEPBHOW CHUCTEMbI BIUIOTH JO YMCTBEHHOW OTCTamoCTH W snwierncuu. [lpu
CBOCBPEMEHHO HA3HAUYEHHOM IAaTOT€HETUYECKOM JICUEHUHU >KaloObl HMMEIOT OoJiee JerKui
XapakTep WU OTCYTCTBYIOT.

C nenpl0 paHHEW AMArHOCTUKA M MPO(UIAKTUKM DPA3BUTHS YKA3aHHBIX CHUMITOMOB
IIPOBOAMTCS HEOHATAJIBbHBIM CKPUHUHI, pE3yJIbTaThl KOTOPOIO COOOILAIOTCS POIUTENSAM I10
Tenedony.

Poputenu 06si3aHbl BHUMATEIFHO OTHECTUCH K MOJYYEHHOM M3 LIEHTpa HEOHATaJIbHOIO
CKpUHUHTa UHPOPMAIMU U HEMEIIJICHHO SIBUTHCS HAa IIPUEM K Bpauy W/WJIH CBA3AThCSI C HUM IO
TenedoHy, Naxe eciau y peOdeHKa OTCYTCTBYIOT KIWHMYECKHE CHUMITOMBL. Pemienne o
Ha3HAYeHUH U XapaKTepe JUeToTepanuy NpUHUMAET Bpau.

Jluerorepanusi, OCHOBaHHAas Ha pPE3KOM OrpaHUYEHUM (EeHWIaTaHuHa B palloHe
OOJIbHBIX JIeTeH 3a CueT MCKJIIOYEHHUS BBICOKOOEIKOBBIX HMPOAYKTOB, JIOJKHA OBITh HadaTa He
MO3/HEE MEPBbIX HEJENb )KU3HU PeOEHKa C IO JOCTHXKEHNUS MaKCUMaJIbHON 3(()EeKTUBHOCTH
nedeHus. Henocraromiee Kkoin4yecTBO O€Ka BOCIOJHSIETCS 3a CUET CIEHHaIN3UPOBAHHBIX
Je4eOHBIX MPOIYKTOB, YACTUYHO WJIM MOJHOCTBIO JIMIIEHHBIX (eHUIIAIaHIHA.

Ha3nauenue mnaroreHeTHYecKOW JUETOTEpalMud C MEepBBIX JHEH JKW3HHM peOeHKa
ornpezenseT 6JaronpuUsITHBIN MPOTHO3 TeUeHUs! (EHUIKETOHYPHUH.

VYuuThIBas ayTOCOMHO-PELECCUBHBIA TUI HACl€AOBAaHUSA U BBICOKHHM PUCK MOBTOPHOIO
POXJIEHUSI B CeMbe OOJBHOIO peOEHKa, MOKAa3aHO MEIMKO-T€HETHYECKOEe KOHCYJIbTHPOBAaHHE

ceMeit.
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Ipuiaoxenue I'l Cxema MeTad01MUYECKHX MPOLECCOB, MPUBOASIINX K

pa3BuUTHIO runepdeHuwIaIanHnHeMun ((PeHUIKETOHYPHUN)

0,

H,0
\o/ -
CH;—(I‘,H —COOH HO CH,— (I..H —COOH
NH; ﬂmu% NH,;
Haa3a

®EHUIATAHWH "UW(;:‘K‘;‘ THPO3HMH
C
H,-6uonrepun H,-6uonrepun
(5, 6, 7, 8-TerparnapobuonTepH) (7, 8-AuruapobuonTepiH)

JAunruapoduonteput-
peayKTasa

@

NADP' NADPH+H"

Puc. 1. Peakmus 1 — mpeoOpa3zoBanme (eHWIANaHWHA B THPO3WH IO JEHCTBHEM (epMeHTa
(heHHMITANTAHMHTHAPOKCHIA3HT; PEAKIHs 2 — TETPAruApoGHONTepyH B npucyTcTun Fe?* mox meiictBueM (epmenta
JUTHIPOOHONTEPUHPETyKTa3bl OKHCIISIETCS 10 00pa30BaHusl AUTHAPOOHONTEpUHA

Ponb TeTparnapobuonTtepuHa
Guanosine triphosphate (G TP} B M’MAPOKCUIMPOBAHUM
- GIPCH n
apomMaTUyecKux
w LI
N eaprerin =— Dihg droneopterin triphesphate GFRP
== FIFY
e
. [ =
- Pyruvoyl-tetrahy dropterin \_j r'z,:'-
iR
P henylalanine | Tyrosine Tryptophan Arg
Tetrehydrobiopterin = .
P \
parg PAH = IH IPH Nog
}ﬂ FCD ! "
y /
o . S 0H-
4 Diyir oblopterin ~—}— Prerin.«— 1resine  L-DOEA  SON-Tryptophan Cr
4a-carbinokmine | NO-
v Dropamine Servtonin

Biepterin
Primapterin

[Hval [sHInA|

Puc. 2. Merabosmsm TeTparugpoOHonTepruHa
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IMpunoxenue I'2 Cxema HEOHATAJIBHOI0 CKPUHMHIA HA (PEHUTIKETOHYPHIO

PoaunnbHbIN OM (CTauMOHAp, MOAUKANHUKA)
Co6op o6pa31oB kpoBH, goctaBka B MI'K

\ 4

NabopaTopms maccoBoro ckpuHmHra MrIrK
Onpenenenrie @A B CyXoM IATHE KPOBU

[ A <£2,0 mr/mn ] @A 2,1-4,0 mr/on ®A >4,0 mr/on ]

) v . A 4

BbnaHk-petect MpurnaweHune

3 l g pebeHKka B MIK,

v nposeseHue
HooMma yTOUHSOLWEN
P ®A <2,0 mr/mn ] [ DA >2,0 mr/nn AMarHOCTUKM

®A 10,1-20,0 mr/mn J [ ®A 220 mr/gn J

[ ®A 2,1-10,0 mr/mon J

Y A\ A 4 A 4 A 4

N
Nerkas FTPA MNTepuH3aBuCcuMas YmepeHHas OKY Knaccuyeckan
oA PKY
/
A 4 y A 4 A 4
HabnopeHue 8 MK
MeanKo-reHeTUYecKkoe KOHCY1bTUpOBaHMe
Ilpumeuanue. MI'K  —  Meamko-reHeTmueckast — KoHCynbramws, DA —  denwrananun, [DA —

runepennnanannaemus, OKY — enmnkeronypus.
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Ipuaoxenue I'3 [IpaBuiia B3ATHA KPOBH Y HOBOPOKIEHHOT0

B3asitue KpoBH Yy HOBOPOKICHHOTO MPOBOAUTCS Ha 4—5-11 1eHb ®KU3HU (Y HEJOHOIICHHBIX
JeTel — Ha 7-U JeHb KU3HU), HO HE paHee 4eM uepe3 2 Hs OT Hayalla SHTEPAJIbHOIO MUTAHMSL.
B3stne kpoBu paHee 4 gHeH OKM3HM ~ HEXENaTeJeH  M3-3a  OOJIBIIOrO  4YHMCIIa
JIO’KHOTIOJIOKUTENbHBIX U JIO)KHOOTPUIATENIbHBIX PE3YIbTAaTOB TECTUPOBAHUSI.

Obpazenr kpoBu OepyT U3 ISTKH HOBOPOXAECHHOrO peOeHka dYepe3 3 yaca moclie
kopmiieHus. [IpenBapuTennbHO HEOOXOIUMO COTPETh CTOMY peOeHKa, OOEPHYB €€ MOJOTEHIIEM,
CMOYEHHBIM Teruiol Boaod (He Beime 42°C) Ha 1—2 MHHYTBI, 3aTeM MPOTEPETh 0O0JIACTH
MYHKIUU CTepUIIbHOU candeTkoil, cmouennor 70% crnuprom. Bo uzbexxanue remosnnsa KpoBU
00paboTaHHOE MECTO ClIeIyeT IPOMOKHYTh CYXO0il CTepHIIbHOM ca(heTKOi.

MecTo npokoJa pacnoioKeHO MEIUAIbHO OT JIUHUH, IPOBEIEHHOM OT O0JIBILIOT0 Hajblia
JI0 TATKU, WM JaT€paJIbHO OT JIMHUH, NIPOBEIEHHOM OT MHM3MHIA 10 IMSTKHU (3alITpUXOBAHHAs
obOnacth Ha puc.). [myOuHa MyHKTHpPOBAaHUS HE JOJKHA MPEBBIIATH 2—5 MM, T.K. MpH Oolee

I‘J'IYGOKOM IIPOKOJIC BOBHHUKACT OIIACHOCTHh OCTCOMHCIIUTA.

Puc. B3sTue 06pa3ua KPOBH M3 IISITKA HOBOPOIKACHHOI'O

IIpokon ocymiecTBIsieTcs OJHOPA30BBIM CKapU(PHUKATOpOM, IiepBas Kaiuig KpOBHU
CHMMAETCsl CTEPHJIbHBIM CYXHUM TaMIIOHOM. BTopas Karuis KpoBM HAHOCHTCS Ha TecT-OJaHK,
IPONUTHIBAEMBII KPOBBIO MOJIHOCThIO M HACKBO3b B YKa3aHHBIX MecTax (KpyxkH). UpesmepHoe
CIABJIMBAHNE MECTA MPOKOJIa MOXKET BbI3BATh F€MOJIU3 UM MPUMEIINBAHUE K 00pa3ily TKaHEBOI
KHUJKOCTH.

KpoBb HaHOCHUTCSI TOJBKO Ha JIMILIEBYIO CTOpOHY OsaHka. Ha kaxayro o6i1acTb KpoBb
HAHOCUTCS TOJIBKO OJIMH pa3. 3ampenieHo HacJauBaTh Ha YK€ HAaHECEHHYIO KPOBb BTOPOIl CIIOH,
9TO HUCKa)kaeT pe3ysbTaThl HMccienoBaHus. Eciau kpoBW Mano, Jyyile HNPaBHJIBHO 3alOJHUTH

MCHBIIIC O6HaCTeﬁ, YCM BCC, HO HCTIPABUJIbHO.
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B cBs3u ¢ Tem, YTO CKPHMHMHI MPOBOJUTCS Ha HECKOJBKO Oose3Hel oOMeHa, MATeH
JIOJDKHO OBITH HE MeHee HATH. Buj msTeH JAOoKeH ObITh OJMHAKOBBIM C O0EHUX CTOPOH TECT-
OnaHka.

brnank ¢ KpoBbIO BBICYIIMBAETCS B TOPU3OHTAIHLHOM IIOJIOKEHUHM HA YUCTOU
00€3)KNPEHHOMN TOBEPXHOCTU B T€UEHHUE 3 yacoB Mpu KOoMHaTHoW Temmeparype (15-22°C). He
JIOITYCKAETCs CONPUKOCHOBEHUE OJAHKOB MEX1y COO0H BO BpeMs Cylikd. Hemb3st ncnonbp3oBaTh
mr00bIe BUBI HarpeBa OJ1aHKa (COTHEYHBIN CBET, (DeH, OaTapes  T.I1.) AT YCKOPESHUS CYIIKH.

B 00MeHHO# KapTe HOBOPOXKACHHOTO AENAeTCsl OTMETKA O MPOBEIECHHOM 3a00pe KPOBH.
B ciydae oTcyTcTBHS B TOKYMEHTAllMHM HOBOPOXKICHHOTO peOEHKa OTMETKU O 3abope oOpasma
KPOBH IIPH €T0 MOCTYIUICHUH O] HAOIIOJCHNE B IETCKYIO MOJIUKIMHHUKY 110 MECTY )KHUTEIbCTBA
WM TIEPeBOI€ TI0 MEIMIMHCKUM MOKa3aHUsIM B OOJIbBHUYHOE YupexkIeHue 3abop oOpasia KpoBU
OCYIIECTBIISIETCS. B  yKa3aHHBIX  MEAMIMHCKUX  YYPEKICHHSIX B  COOTBETCTBUU C
pexoMeHaanusIMu. BeicymeHHbIH TecT-0aHK ¢ 00pa3IioM KPOBH OTIPABISIETCS ¢ COOIIOIEHUEM
TEMIIEPaTypHOTO PEeKUMa B J1a00OPaTOPHIO HEOHATAILHOTO CKPHHUHTA.

HenpaBunbHas moAroTroBka MalleHTa K B3STHIO KPOBU, HAapyIICHHE TEXHUKH B3ATHUS
poObl, MPaBUJI XPAaHEHHSI U TPAHCIIOPTUPOBKU OMOJIOTHYECKOTO MaTepuania, MOXKET IPUBECTU K
OMMOOYHBIM pe3ysbTaTaM JIAOOPaTOPHBIX HCcenoBaHUN. JIOKHOMOIOKHUTEIBHBIE PE3yJIbTaThl
CKPHHHHTA TPUBOJAT K YBEIHMUEHHIO KOJIMYECTBA HEOOXOIMMBIX IMOBTOPHBIX HCCICIOBAHUN U
pacxola pEaKkTUBOB, HEOMPAaBJAHHOMY IMCHUXOJOTHYECKOMY CTpecCy Yy  pOJUTEINEH.
JIoKHOOTpHILIATENIbHBIE PE3YIbTAThl MOTYT MPUBECTU K MPOIYCKY CKPHHUPYEMOTO 3a00J1€BaHMS.
B mponecce HaGmoneHust 3a peOSHKOM TeIUaTp MOXET BBISIBHTH KIMHUYECKHE CHMIITOMEI,
XapakTepHBIE JJIs1 HACTIEICTBEHHBIX OOJIe3HEel OOMeHa, Ja)xe MPH OTPUIATEIbHBIX Pe3ysbTaTax

CKpMHHUHTA. B 3TOM citydae ciieyeT mpoBecTH yriryOJeHHOe 00ceoBaHue peOeHKa.
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Ipuiaoxenune I'4 XuMHYECKMH COCTAB CHENUAJIU3MPOBAHHBIX NPOAYKTOB

JIe4eOHOr0 MUTAHUS JAJIs1 00JIbHBIX (DEHUIKETOHYpHeil

(B 100 r cyxoro npoaykra, 1Jis ;KMJAKMX IPOJIYKTOB YKAa3aHO OT/AeJIbHO)

HaunmeHnoBanue
NMPOAYKTA

Benox
(3KBHBAJIEHT), I

Kup, r

YraeBoasl, r

JHepreTuyecKas
IEHHOCTh, KKAJI

IIpodykmel 0151 demetl nep8o2o 200a HCU3HU

Adennnax 13 13 25 52 485
Adennnax 15" 15 23 51,7 474
Hytpuren 14 — phe 14 23 B T.4U. 52 460
PREMIUM* JILITHXXK
Anamukc XP LCP
MD mun ©KVY-0 13 23 B T.4. 59 495

JIITHXK
COMIDA-PKU A 11,8 27,4 B 1. 52,6 506
tdhopmymna + LCP JLITHXK

IIpodykmel 015 OonvHbix penunkemonypuel cmapuie 1 2o0a

Adennnax 20" 20 18 50,4 444
Adennnax 40 40 13,5 31 405
Hyrpuren 30 30 0 54 336
Hyrpuren 70" 70 0 6,9 308
Hyrpuren 75" ° 75 0 1,3 305
Hyrpuren 20 — phe 20 18 48 434
PREMIUM*
Hyrpuren 40 — phe 40 13,5 28 393
PREMIUM*
Hytpuren 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 Makcameii, 39 Memnee 0,5 34 297
XP Maxkcamym 25 Mesnee 0,5 51 309
W3zuden (100 mm) 6,7 2,0 51 65
Jlodexkc (62,5vr) 10 - 4,4 58
T1-AM MaTepUHCKHIA” 77,5 0 0 310
PKU Nutri 2 Energy 27 14 42 402
MD mun ®KV-1 20 0 73 372
MD mun ®KVY-2 40 6,1 46,9 402
MD wmun ®KY-3° 69,1 0 23 368
MD mun ®KY Tpemuym” 69,1 1,9 23 385
COMIDA-PKU B 31,1 15 40,6 422
hopmymna
COMIDA-PKU B 31,1 14,2 40,5 419
dhopmymna KiyObHnka
COMIDA-PKU B 31,1 14,8 40,6 422
dhopmymna Kapamenn
COMIDA-PKU B 31,1 14,2 38,7 415
¢dopmyna [llokomnax
COMIDA-PKU B 31,1 13,1 411 412
hopmyna AneabCcuH-
Jlumon
COMIDA-PKU B* 73 0 0,5 296
COMIDA-PKU C 45 0 38,9 335

dhopmyma
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COMIDA-PKU C 45 0 36 331
(hopmyna AniebCHH-

JInmon

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

KarCyJibl

I 2
HpuMeltaHue. — CHeIUAJIN3UPOBAHHBIC TPOAYKTBI OTCUCCTBECHHOT'O IPOU3BOACTBA; — CHCHUAIN3UPOBAHHBIC

MPOAYKTHI, KOTOPBIE MOTYT UCIIOJIB30BaThCS B JUETOTEPAITNH JKSHIIUH ¢ (PCHUIKETOHYPHEH B TIEPHOL
MPEKOHIICTIITHOHHON IIOATOTOBKH | BO Bpemst OepemenHoctr. JJITHKK — anuaHOIETIOUCHYHEIE
MIOJIMHEHACHIIICHHBIC JKUPHBIE KUCIIOTHI.
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IIpunoxenne IS Tecr Ha  YYBCTBHUTEJIBHOCTH K  CANPONTEPUHY

AUTUHAPOXJIOPUAY

Tecmuposanue nomeHyuanbHOU Yy8CMEUmMeIbHOCMU K CallpONTEpUHY U JalbHeWlee
JIeYeHUE UM MPOBOJIUT U KOHTPOJIUPYET Bpay, KOTOPBIA OCYIECTBIISIET HAOIIOJeHIE MAI[IEHTOB
¢ OKVY. /lna Oonee TIIATEIBHOIO KOHTPOJS TECT I1€JIECOO0PAa3HO MPOBOJAUTH B CTAllMOHApE,
BO3MOKHO JITHEBHOTO TNPEObIBaHMSA, NMPH YIOBJIECTBOPUTEIHLHON KOMIUIAEHTHOCTH MHalMEeHTa —
amOymaropuo [1, 2, 11, 19]. Ilepen mpoBeneHHUEM TECTUPOBAHUS Y POIUTEINEH/3aKOHHBIX
npencTaBuTesiell pebeHKa, a Takke y MHalueHToB crapuie 14 jger OepyT HMHGOpPMHpPOBaHHOE
corjacue Ha MpOBEACHNUE JaHHOU MPOLEAYPHI.

Hens TectupoBanust — BeisABUTE BH4-3aBucumbie ¢opmbr @A u  ompenenutsb
YyBCTBUTEIBHOCTH K CAIIPONTEPHHY Y OOJIBHBIX ¢ Kiaccndeckoit OKY.

TectupoBaHre BO3MOXHO IIPOBOIKUTD 110 2-THEBHOM WM 7-THEBHOM cxeme [23, 24].

Jlo3upoBKa npemnapara BO BpeMsi TECTUPOBAHUS COCTABIISIET OT 5 10 20 MI/KT Macchl Tena
(B cpemnem 10 MI/Kr Maccel Tena); HEKOTOPHIE aBTOPHI PEKOMEHAYIOT MAaKCHMAaIbHYIO
n03upoBKy (20 Mr/kr) mis mpoBeneHust tectupoBanus [24]. CyrodHas q03a pacCUYUTHIBACTCS
WHAWBUAYAIBHO 7151 KaX/I0T0 NallieHTa B COOTBETCTBUU C MHCTPYKILIUEH K Mpemnapary.

[lepen mpoBeneHHEM TECTUPOBAHUSA CTAOWIM3UPYIOT COJAEpKaHHME (QEeHWIaJaHHHA B
KpPOBH IIyTE€M MOJAEPKaHMSI TOCTOSHCTBA MUILIEBOr0 pallioHa B TeueHue 4—5 1Hel 10 Havaja u
B [IEPUOJ] TECTUPOBAHUSI.

TectupoBanue HauuMHAIOT Ha (OHE CTAOMIBHOIO YPOBHS (PEHUJIATAaHWHA KPOBH, IPH
TOM PacCUMTBHIBAETCS CpellHee 3HAueHUE JBYX MoKas3aTejed (eHualaHWHA, MOJy4YEeHHBIX B
pe3ynbTare ABYKPAaTHOTO B3SATUS KPOBH IE€pe]l HauaJloM TECTUPOBAHUS: LEIeCO000pa3HO, YTOObI
cpenHee 3HaUeHHE GeHnnanannHa Obu10 He HuKe 450 mkmons/a (7,5 mr%) [23—25].

B nenp mepBoro mpuema mnpemapara HaToIlak OepyT aHaJuW3 KPOBHM M3 Najblla Ha
(eHnnanaHuH, 3aTeM peOEHOK MPUHUMAET PACCUUTAHHYIO O3y Ipernapara BMECTE ¢ 3aBTPAKOM
WK Ccpa3y ke Mociie 3aBTpaka. B Teuenue 2 (uiau 7) JAHEH yTpOM B OJHO M TO K€ BpEMs IOCIE
3aBTpaka (WM BMECTE C €/10i) peOCHOK MPUHUMAET Mpenapar, pa3BeJeHHbIH B TEIJIOW BOJE B
COOTBETCTBUH C NHCTPYKIIUEH.

[loBTOpPHOE B3sITHE KPOBU MPOBOAAT HA 3-i (MM 8-i) IeHb cTporo Hatoulak. Omeem Ha
YYBCMBUMEIbHOCMb K HNpenapamy OLEHUBAeTCS 10 CTENeHH CHUKEHHSI KOHIEHTpaluu
dbeHunanaHuHa B KPOBH OOJBHOTO TpHU COOJIONCHUH CTAaOWIBHOW THUMO(EHMIaTaHHHOBON

aueTel. IlamueHT cuuTaercs YYBCTBUTCIIbHBIM, CCJIIM pa3HUIla YPOBH:A (I)CHI/IJ'IaJ'IaHI/IHa,
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MOJIYYEHHOTO MO0 OKOHYaHUU MEPHOJia OIIEHKU OTBETA Ha JICUCHHE, U €r0 MCXOJHOTO YpPOBHS
nepes HavyajaoM mpuema npemnapara cocrasisier 30% u Gonee.

[Ipn cHwxkeHun ypoBHS (QeHmwIananuHa Oonee 85% y mMmanuMeHTa BBICOKA
BeposTHOCThAMaruHo3a ['@A, o0ycrnoBiaeHHO# HepocTaTouHOCTRI0 BH4.

Baoicnvim  ycnosuem mecmuposanus A6nAemcs  CmaOuivbHas  2uno@eHunraiaHuHo8dsl

ouema c Ueiblo UCKIIIOYEHUA ee 6JIUAHUA HA Konebanus KOHYyenmpayuu qbeszanaHuHa 6 Kposu.

CxeMbl TeCTUPOBAaHMS MPUBEACHBI B Ta0. 1, 2.

Ta6auma 1. JIByxaHeBHas cxeMmMa TECTUPOBAHUS Ui OMNPEIENICHUsS YYBCTBUTEIBHOCTH K
canponTepuHy

e Jo Tecra JHu TecTupoBaHUS
[ 11 1 2 3 4
KpoBs Hatomax X X X X
[Ipuem npenapara + +

OrnpeneneHue 0TBETa [0 pe3ysIbTaTaM
(eHnnanaHnHa KpOBH

Taﬁ.mma 2. CGMI/II[HGBHaH CXEeMa TECTUPOBAHUA AJIA OIIPEACIICHUS YYBCTBUTCIBHOCTH K

calponTEpUHy
Jo Tecta JIHu TecTHpOBaHUS
[pouexypst 2-THeBHAas cxeMa

| 1 1 2 3 4 5 6 7 8 9
KpoBs HaTOMmIak X X X X
[Ipuem npenapata + + + + + + +
OmnpezneneHre OTBETA IO X +
pesynbratam GeHIIaJTaHnHa KPOBU

[loBbllIeHHE TONEPAaHTHOCTH K NHIIEBOMY (eHWIaJaHMHy Ha (QoHe MpHeMa
CalpONTEpUHA SBJSETCS IOKAa3aHWEM MU PACUIMPEHUs AMEThI, NPU 3TOM KOHLEHTpalus
(deHnnanaHMHa B KPOBH HE JIOJDKHA IPEBBINIATH 1ieNeBOro 3HadeHus 6 Mr% (360 MKMOmb/i).
[Ipy KOMOWHHMPOBAHHOM HCIOJb30BAaHUU TUNOPEHUIAJAHUHOBOM IHETHl U CalponTeprHa
KOHTPOJIb 32 aHTPOIIOMETPUYECKMMH U OMOXMMUYECKUMU MOKa3aTeIsIMU HYyTPUTUBHOTO cTaTyca
JIOJDKEH OBITh CHCTEMaTHMYeCKHMM BO M30ekaHHe pa3BUTHS JNe(PHUIMTAa OCHOBHBIX M MUHOPHBIX
MUIIEBBIX BEIIECTB, AIMMEHTAPHO-3aBUCUMBIX COCTOSTHUH.

[Ipu HeoOXoaMMOCTH JUIMTENbHAS MEAUKaMEeHTO3Has Tepamus y OonbHbIX DKV,
OTBEYAIOIIUX HA JICYCHUE CANPONTEpUHA TUTUIPOXIOPUIOM CHIDKEHHEM YPOBHS (peHUIIaTIaHMHA
B KPOBH, ITPOBOJIUTCSI B KOMOMHAIIMM C TUETOM MPH MCIHOIb30BAHUU aMUHOKHCIOTHBIX CMECEH,

KOJMYCCTBO KOTOPEIX ONPEACIACT Bpad.
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[locne mpoBeaeHUs TECTUPOBAHUA U TOJYYEHHUS MOJIOKUTEIBHOTO pE3yibTara
HEO0OXOUMO TOJATBEPIUTh €r0 B XOJI¢ JUITMTEIhbHOro HabmoaeHus. [lanueHTsl, moirydaronue
camponTepuH, TpeOyIOT TIIATEIBHOIO KOHTPOJISI COCTOSIHUSI UX HYTPUTUBHOTO CTaTyca U APYTUx
roKaszareJieil 310poBbs He pexe 1 pa3a B 6 MecseB.

Meouxamenmosnas mepanuss npu BH4-oeduyumnvix cocmosinusx c/bes [DA:
HavajgpHAs JI03a CAmpONTepHHA AWTHUAPOXIOpUAa y OONBHBIX ¢ HemocTaToyHocThio BH4
COCTaBIIsIeT OT 2 JI0 5 MI/KT Macchl Tena npu npueme 1 pa3 B aeHb. [Ipu HeoOXoaUMOCTH 1032
CanpoNTEpPUHOM MOKET ObITh yBenuueHa A0 20 MI/Kr Macchl Tella B JI€Hb, JUIS JOCTHKEHUS

ONTHMAJIFHOTO TEPAEBTHYECKOTO 3P PeKTa BO3IMOKEH IIpUeM TpermapaTa 2—3 pasa B JICHb.

Ipuioxkenue I'6 PaciuuppoBka npuMedaHui

...JK — JICKapCTBEHHBIN mpenapar, BXoasamwmii B [lepeueHs :KHU3HEHHO HEOOXOIUMBIX H
BaXHEHIIINX JIEKAPCTBEHHBIX MPENapaToB AJs MEAULIMHCKOTro mpuMeHeHus Ha 2017 rox
(Pacnopspxenue [IpaBurenbcrBa PO ot 28 nexabps 2016 roma N 2885-p);

...BK — JIEKapCTBEHHBIH Mpenapar, BXoAsmuii B [lepedeHp 1eKapCTBEeHHBIX MpenapaToB s
MEIUIIUHCKOTO TPUMEHEHHUs, B TOM YHCIIE JIEKAPCTBEHHBIX MPETIApaTOB Il MEIUITUHCKOTO
MPUMEHEHHUS, Ha3HAYaeMbIX 10 PEHICHUIO BpauyeOHbIX KOMUCCHI METUIIMHCKUX OpraHu3alui

(Pacnopspxenue [IpaBurenbcrBa PO ot 26.12.2015 N 2724-p).

41



