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Cnucok coxkpauieHu

I'®A — runeppeHunnaiaHUHEMUs

MI'K — Menuko-reHeTuyecKast KOHCYIbTalus

MPT — mMarHuTHO-pe30HaHCHasi ToMOrpadus

V31 — ynbTpa3ByKoBOE UCCIEI0BAHNE

OAI' — ¢epMeHT PpeHUTaATaHUHTHAPOKCHIa3a

OKY — ¢denunkeTonypus

30I" — anekrposHuedanorpadpus

AdGTPCH (autosomal dominant guanosine triphosphate cyclohydrolase) — ayrocomso-
JOMUHAHTHBINA Ae(PUIUT ryaHO3UHTPpHU(OCHAT-IUKIOTHIPOIa3Hl |

ArGTPCH (autosomal recessive guanosine triphosphate cyclohydrolase) — ayrocomso-
peLecCUBHBIN 1e(UIUT I'yaHO3HUHTpUDOCHAT-IIUKIOTUAPOIIa3kI |

BH4 (tetrahydrobiopterin) — ko¢akTop TeTparuapoOHONTepHH

DHPR (dihydropteridine reductase) — gepMeHT qUrHAPONTEPUIMHPEIYKTa3a

GTPCH (guanosine triphosphate cyclohydrolase) — depment
r'yaHO3HHTpU(]OChaTUHUKIOTHIpOIa3a

OMIM (online mendelian inheritance of man) — snexrponHas 6a3a naHHBIX «MeHAEICBCKOE
HACJIEOBAHUE Yy YEIOBEKA»

PAH (phenylalanine hydroxylase) — dbepmenT peHnnanaHuHrHIPOKCHIa3a

PCBD (pterin-4-alpha-carbinolamine dehydratase) — ¢epmenT nrepun-4-anbda-
KapOMHOJaMHUHIETHpaTas3a

PTPS (6-pyruvoyl tetrahydropterin synthase) — depmeHT 6-UPYyBOUI-TETPArHIPONTCPHH
CUHTa3a

SR (sepiapterin reductase) — ¢depMeHT cenuanTepruHpeyKTa3a



TepMI/IH])I H onIpeacJaICHus

«MaTtepuHcKkasi (PeHHWIKEeTOHYpHUs» — >MOprodeTonaTus, pa3BUBalOIIasCcI Yy IUIOJa B
pe3ysbTate BO3JACHCTBHS MPOJYKTOB AHOMAJIBHOTO METabomM3Ma OCpPeMEHHOW J>KEHIIMUHBI C
(CHUIKETOHYPHECH TTPU OTCYTCTBUH TUETHYCCKOTO JICUCHUS.

HeoHaTanbHBIii CKPHUHUHI — MCIUIIMHCKAs JUArHOCTUYECKAs TEXHOJOTHS CIUIONIHOTO
0€3BBIOOPOYHOTO  JIAOOPATOPHOTO OOCIETOBAHUS BCEX HOBOPOXKACHHBIX HAa HEKOTOPHIE
3a0oJicBaHKsT OOMEHa BEIECTB, MPU3BaHHAS 00CCICUUTh CBOCBPEMEHHOEC BBISIBJICHUEC M HAYaJIO0
neueHus OOJIbHBIX JICTEH C IEJIbI0 MPESIOTBPAINCHUS MX MHBAIHIU3AIHH.

IIpenaraabHasi THATHOCTHKA (PeHMJIKETOHYPUH — KOMIUICKCHAs JIOPOJIOBasi IUArHOCTHKA C
IENBI0  BBIABJICHUS (DEHWIKETOHYPHH Ha CTaJdd BHYTPUYTPOOHOTO pa3BUTHS IyTEM
OTIpENICIICHUsI aKTUBHOCTH (DEHUITAIAHMHTHIPOKCHIIA3bl B KYJIbTYPE aMHHOIIUTOB, OUONTATE W

KYJIbTYPE XOpUOHA.



1. KpaTkasi unpopmanus
1.1 Onpenenenue

l'uneppennnananunemuss (@A) — rpynma ayToCOMHO-PELIECCUBHBIX 3a00JI€BaHUIHA,
OOyCIOBJICHHBIX HApyIICHHMEM OOMEHa He3aMEHHMOW aMHHOKHUCIOTHI  (eHHIIATAHUHA,
MOCTYMAIONIe B OpraHm3M uyenoBeka ¢ OenkoBod mmmieid. ['@A oObeaWHSIET HECKOJBKO
TCHETUYECKH TEeTEpOreHHbIX (OpM HapylmieHuss oOMeHa (QeHMJIaTaHHHA, CXOJHBIX IO
KIMHUYECKUM TpH3HaKaM: Kjaccuyeckas (Qenuakeronypusi (PKY), obycinoBneHHas
nedunuToM deHmtananua-4-ruapokcunassl (PAD), u runepdeHnIaTIaHUHEMHH, CBSI3aHHBIC C

HapylieHueM oOMeHa Terparuapoounontepuna (BH4).

1.2. DTHOJIOTHSA U TATOT€HE3

®ennaxkeroHypuss (B coBpeMeHHoi kinaccudukanuu — DAIl-3aBucumas  DOKY)
oOycioBneHa nepuuToM dpepMeHTa GeHnIaTaHUHTUIPOKCUIIA3hl, IPUBOIAIINM K HAKOTIJICHUIO
B OHMOJOTHYECKHX JXHUIKOCTSAX (eHunananuHa (runepPeHuIaTaHMHEMUN) U TMPOIYKTOB €ro
pacnama. 3alosieBaHME BBI3BAHO MyTalMed reHa (eHWIanaHuHTUApoKcuiasel (PAH),
JIOKaJTU3YyIOUIerocsl Ha JJTMHHOM I1jIeue XpoMocoMsbl 12, yuactke 12q22-024.1.

Hapymenuss odomena BH4 — rereporennas rpynmna runepdeHHIaTaHHHEMHYECKIX
COCTOSIHMHM, BBI3BaHHAs JAE(QUIMTOM OJHOrO M3 (EpPMEHTOB, YYACTBYIOIIMX B LENHU
Oonoxumuueckux npespamiennii BH4. Jlepunur unm HemocTarouHas aKTUBHOCTH (hEpPMEHTOB
SBJIIFOTCSI PE3YJbTaTOM MYTallMil B COOTBETCTBYIOLIUX I'E€HAX.

B HOpMe B opraHu3Me uenoBeKa OCHOBHOE KOJIMYECTBO (peHUJIAIAaHMHA YTHIIU3HPYETCS
MyTeM MPEBPALICHUS €T0 B TUPO3UH, KOTOPBIH B CBOIO OUYEPE/Ib CIYKUT CYyOCTpaTOM Uil CHHTE3a
OMOTEHHBIX aMUHOB M MeJaHuHA. JIMe HeOOJbIIOe KOJIUYECTBO (PEHMITATaHUHA UCTIONB3YETCs
st cuHTesa Oenka. [IpeBpamenue L-ennnanannna B L-TUPO3HH OCYIIECTBIISIETCS C TOMOIIIBIO
bepmenta OAT.

B ocHoBe naroreneza ‘@A nexut GI0KUpOBaHUE THIPOKCUIMPOBAHUS (PEeHUIIAIAHUMHA U
IIPEBPALLEHUS €r0 B TUPO3UH. [IpAMbIM clieIcCTBMEM HapyIIEHUs THAPOKCUIMPOBAHUS SBISIOTCS
HakoIIeHHe (peHMIIaaHnHa B KPOBU M MOY€ U CHIDKEHHE 00pa30BaHUs TUPO3UHA. Y HEJICUCHBIX
mup ¢ OKY u ee Bapmantamu, OOYCIOBICHHBIMU HENOCTATOYHOCThIO BH4, koHmeHTparms
¢eHMnaNaHMHa B IUIa3ME€ JIOCTHTAeT YPOBHS, JOCTaTOYHO BBICOKOTO JJIsi aKTHUBAIMH

aIbTEPHATHBHBIX MyTell Meraboim3smMa ¢ oOpa3oBaHueM (eHWINUpyBarTa, (QeHusaleraTa,
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(deHMIUIaKkTaTa M APYrUX MPOU3BOJHBIX, OKA3bIBAIOUIMX TOKCHYECKHH 3(deKkT Ha pasiauyuHbe
oprauel u TkaHu ([Ipunoxenwue I'l, puc. 1). B Hanbomnbmieil creneHu CTpagarOT CTPYKTYPHI
LIEHTPAJIbHOY HEPBHOU CUCTEMBI.

BripaxkeHHOE MOBpEXKIEHHE MO3ra MOXKET OBITh CBSI3aHO € PAIOM 3(PQPEeKTOB HM30BITKA
(eHnnanaHNHA: JTUIIEHHEM MO3ra JIPyruX aMUHOKHCIIOT, HEOOXOIUMBIX JUIsS CHHTe3a OelKa, 4To
0OBSICHAETCS, BEPOSTHO, TOPMOKEHHEM HX BCACHIBAHHS B KEMYAOYHO-KUIIEYHOM TPAKTE WU
HapylIeHHeM peadcopOIMKu M3 MOYEYHBIX KaHAJBIEB B YCIOBHSIX H30BITOYHOTO COJIEPKaHUS
(eHMNaNaHNHA B XUJAKUX Cpelax OpraHu3Ma; HapylleHHeM O0O0pa3oBaHHs WM CTAOMIH3AINH
MOJIMPUOOCOM; CHWKEHHEM CHHTE3a MHEJIMHA M HEeIOCTaTOYHBIM CHHTE30M HOpaJIpeHAINHA U
CEpOTOHHMHA, UMEIOIIUX UCKIIOYUTEIHHO BAXKHYIO POJIb B CO3PEBAHMU M (DYHKIIMOHHUPOBAHHH
LIEHTPAJIbHOY HEPBHOU CUCTEMBI.

@deHuNamaHUH —TPEACTaBIAeT CO000M KOHKYPEHTHBIH HMHIHOUTOP THPO3UHA3BI —
KII04eBOTO (epMeHTa Ha MyTH CHHTE3a MeJaHWHA. biokama 3TOro MmyTd Hapsay
YMEHBUICHUEM JIOCTYIIHOCTH TPEALIECTBEHHUKA MeEJaHWHA (TUPO3MHA) OOYCIOBIMBAET
HEI0CTAaTOYHYIO MTUTMEHTAIIMIO BOJIOC U KOXKH.

AxtuBHOCT @DAI'  3aBUCHT OT TpeX OCHOBHBIX KO(akTopoB —  (epMeHTa
¢dennnananuHruapokcunassl, BH4, Mmonekynspraoro kucinopona. Hanbombiiee 3HaueHrE U3 HUX
umeer BH4. ®Oynkius s1oro xodakropa 3akiio4aeTcss B JIOCTaBKE KHCIOPOJAa K aKTHBHOMY
neHtpy ®@AI, B KOTOPOM NPOUCXOAUT PEaKIHsl THAPOKCUIMPOBAHUS (eHUIanaHuHa. VHbIMH
cioBamu, BH4 cnyxur BoccraHOBUTENEM Uil MOJEKYISPHOIO KHCIOpOoJa B IIpoleccax
BCTpaMBaHUs e€ro B  psag  cyocrparoB  ((eHwnanaHuH,  TUPO3UH,  TpUnTO(daH).
bruonteprH3aBUCUMBIME MOHOOKCHT€HA3aMH TAKXKE SBJSIFOTCS THPO3MHOBAs M TpUNTO(daHOBas
THJIpOKCUIas3bl. Peakiuy, B KOTOPHIX OMONTEPUH MIpaeT pojib Ko(akTopa, MpEeACTaBICHHI B
[Tpunoxenuu I'1, puc. 2. B mporecce 3Tux peakiuii KopakTop MepexoauT B JUrHAPOGopMy —

JTUTUIPOOUOTITEPHH.

1.3. DnuaeMuoJa0orus

Yacrora @KV 3HaunTenbHO BappbUPYET B 3aBUCUMOCTH OT MOMYJISIIMM U COCTABIISIET OT
1:4370 B Typuuu mo 1:80 500 B Smonun. Hambonblyio pacnpocTpaHEHHOCTh 3a00JieBaHUE
MIOJIYMJIO Y JIMIl €BPOIIEOMJIHOW pachl, OJHAKO U y HHMX 4acTOTa CYLIECTBEHHO BapbUpYyeT B
pa3aMYHBIX pEruoHax M OTHUYECKMX TIpynmax. I[lo JaHHBIM €BpONEMCKUX LIEHTPOB

HCOHATAJIbHOTO CKpUHUHIA, YaCTOTa 3a00J1€BaHUs B BOCTO‘IHO-CBpOHCﬁCKOﬁ MOITYJIALUA BBIIIC,



4eM B IOMYJSALUAX 3amazna u oro-3anazna Esponsl. Tak, yacrota @KV B Mpnanauum cocrasiser
1:4500 HOBOpOX)KACHHBIX, B FOrocnaBun — 1:7300, Torma kak B Utamuu — 1:12 280, I'peunu —
1:18 640. B cxangumHaBcKkuX momymnsiusax dactora OKY HCKIIOYUTENBHO HU3KA, OCOOEHHO B
Ouunsuguu  (1:71 000) u I[Benuu (1:43 230). B Poccun, mo [OaHHBIM HEOHATAIBLHOTO
ckpunuHra, yacrota ®KY cocrasnser 1:7000 u konebnercs mo peruoHam ot 1:4735 B Kypckoit
obmactu mo 1:18 000 B Pecmybnmuke TeiBa. B Cankr-lIletrepOypre uwactora ®KY 1:7600
HOBOPOXKJIEHHBIX, B MockBe — 1:6772. Haubonee dacTo BcTpedaeTcsi Kiaccuueckas ¢opma
@KV, Ha 1010 NTepuH3aBUCUMBIX Gopm mpuxoaurcs 1-3% ciyqaes DA [1-5].
@Denunkemonypusa, oOyclOBICHHas nepuuutoMm ¢epmenta PAH, BcTpedaercss B
6onpmHCTBE citydaeB ['DA, BBISABICHHBIX B X0/1€ HEOHATAJIBHOTO CKpUHHTA (97—98%).
T'unepgpenunananunemuu, cBsizannble ¢ HapymenueM oomeHa BH4 (panee Ha3biBaeMbIe
«arunnuHass DOKVYy), cocraBmsitor okoso 2—3% Bcex caydaeB ['@A. DTtu cocrosiHus
oOyCJIOBNICHB!  NEPHUIUTOM PA3IUYHBIX (EPMEHTOB, YYACTBYIOIIMX B CHHTE3€ WIH

BoccTaHoBiieHn BH4.

1.4. KomupoBanue mo MKB-10

E70.0 Knaccuueckasi peHUIKETOHYPHSL.

E70.1 dpyrue Buapl runeppeHuIaIaHHHEMUN.

1.5. Knaccnpukanus

Knaccudukanus kraccuueckoi ghenunkemonypuu OCHOBaHA Ha CTEIICHH IMOBBIIICHUS
KOHIICHTpaluu (heHWIaTaHuHA B KPOBH, ONPEICIICHHON 10 JieueHus (Ha CKpuHUHTE) (Tadu. 1).
Jlo TosBIEHUS JaHHBIX MOJIEKYISIPHO-TEHETHYECKUX uccienoBanuii ['@A cuuranoch, uTo
TSOKECTh 3a00JIeBaHUS M CTENEHb IOPAKEHHWs HWHTEJUIEKTAa 3aBUCAT TOJBKO OT YPOBHSA

(beHI/IJIaJIaHI/IHa B KPOBH, UTO TCCHO CBA3aHO CO CTCIICHBIO aKTUBHOCTHU (bepMeHTa.

Taoauna 1. Pabouas knaccupukanus GeHUIKETOHYPUH, 00YCIIOBICHHON AepuunuToM
(bepMenTa (heHMITATaHUHTUIPOKCHIIA3bI, B 3aBUCUMOCTH OT YPOBHSI (peHMIIaTaHWHA KPOBH JI0
JeueHus [6]

YpoBeHns geHmiIaTaHuHA B
®opma 3a001eBaHUs CBIBOPOTKE KpPOBH*
MKMOJIb/JI MI/ 11
Jlerkast T®A (1e ®KY) 120—-600 2-10
YwMmepennas (msrkast, cpennsist) OKY 600—1200 10-20




Knaccuueckas (Tsokenas) PKY >1200 >20

Ipumeuanue. * — K03 GUIUEHT ITepecyeTa MKmMoav/1 B me/0n paseH 60. TOA — runepdenunanraHuHeMus],
OKY — denmnkeronypus.

Ha ocHOBe pe3ynbTaTOB  MOJEKYISPHO-TEHETUYECKMX MCCIEAOBAHMM  CO3/JaHa
COBpEMEHHasl KJIaCCHU(HKAINs, MPEACTaBICHHAs B AJIEKTPOHHONH MEIUIIMHCKON 0a3e MaHHBIX
«MeHngeneBckoe HacinenoBaHue y denoBeka» (OMIM), xotopas Xopoumo OTpakaer

srronarorene3 [ @A u ®KYV (tadm. 2).

Ta6auna 2. JTronaToreHeTHYecKas Kiaccupukanys GeHWIKETOHYPHH U runepdeHnIasannHeMun [6]

Kon Jlokanuzanus

OMIM Ha3eanue narosioruu ®epMeHT I'en rena
®AT-3aBucumas ®KY

261600 (®KY, GAT-nednuar) @®enmnanannH-4-ruapokcunasa (PAH) PAH 12922-q24.2

261640 I'®A, BH4-nedumur, A (PKY  6-IlupyBomi-TeTparugponTeprH CHHTA3a PTS 11022.3-023.3
111 Tuma) (PTPS)

233910 T®A, BH4-neduuur, B LT g2 S VT L SO GCHI  14q22.1-g22.2

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

Il Tima)
[Trepun-4-anbda-

kapOuHonamunaeruaparasa (PCD)
182125 T'®A, BH4-peduunt Cenmanrepunpenykrasa (SR) SPR 1.1.1.153

264070 T'®A, BH4-gepunur, D PCBD 10922

Ipumeuanue. DAI" — pennnananuaruapokcunasa, A — runepdenmnanannaemus, PKY — denmikeronypus,
BH4 — Terparnapoduonrepus.

B nacrosimee BpeMs u3BeCTHO HeCKOJIbKO (hopm BH4-nepunmuraeix ['OA:

e BH4-nepuuutnas I'®A (tum A) oOycinoBieHa HEJOCTATOYHOCTBIO O-TIMPYBOMII-
terparuapontepu cuHrassl (PTPS), yuactByromeinn B mnpouecce cunresa BH4A wu3
IUrUApoHeonTepuH Tpudocdara. 3a0oneBaHne BbI3BAHO MYTAIlMe CTPYKTYpHOTO TeHa
PTS uuro3ombHo#t 6-PTPS, dWro mnpuBOOMT K €€ HEIOCTaTOYHOCTH B TIEUEHU U
sputpormrax. ['en PTS pacnonoxen Ha ATMHHOM Iiede XxpoMocoMel 11 B paifone q22.3-
23.3;

e BH4-nepuuutnas @A (tun B) BcieacTBue HEJOCTATOYHOCTH TyaHO3UMHTpHUochaT-
mukstoruaposiassel | (GTPCH |); koaupyrommuii TeH pacnofioxeH Ha xpomocome 14022.2;

o BHA4-gedunurnas '®A (Tun O oOycroBieHa nepuIuTOM
murunponrepuaunpenykrazsl  (DHPR),  BeienactBue  KOTOpPOro  pa3BHBAOTCS
MeTabonuveckue OIOKM Ha MyTsX NpeBpalleHus (peHunasaHuHa B TUPO3HMH, a TaKXKe
oOpa3oBaHusl  MPEIIIECTBEHHUKOB  HEHPOMEIMATOPOB  KAaTEXOJAMHHOBOTO  H
CepOTOHMHOBOTO psina L-noder u S-okcutpuntodana. 3abosieBaHNe BHI3BAHO MyTaIUeH
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crpykrypHoro reHa QDPR murozonbHoi muruapontepunuHpenykrassl. 'en QDPR

JIOKaJIM30BaH Ha XxpoMmocome 4pl15.3;

o BH4-pgedunurnas @A (tun D) pazBuBaercs BCIeACTBHE HEIOCTATOYHOCTH MTEPUH-4-
anbda-kapounonamuaaeruaparassl (PCBD), koTopsie BCTpeyaroTcs pexe;
e BH4-nedunurnas DA BcrencTBre HEIOCTATOYHOCTH ceMUanTepuHpenykrassl (SR).

Tun nacnenoBanus Bcex popm @A n @KV — ayTocoMHO-peIieCCUBHBIN.

BH4 siBnsiercs KopakTOpOM HECKOJBKHUX BaXHBIX (PEpMEHTOB, B MepByto ouepens DAL,
a TaKKe THPO3MHIHAPOKCUIA3bl, TPUNTO(AHTUAPOKCUIa3bl M CHHTa3bl OKcuaa a3zora. BH4-
3apucumble  Qopmbl DKV uUMEIOT CXOAHBIE KIWHUYECKHE TMPOSBICHUS C HEJICYECHOU
knaccuyeckor @OKVY. Ilpu 3Tux (Qopmax OCHOBHYIO pOJib B TAaTOTE€HE3€ HIpaeT pesKas
HEJ0CTaTOYHOCTh HEHMPOMEAMATOPOB KATEXOJAMUHOBOTO M CEPOTOHMHOBOIO psla, MO3TOMY
MOHOTEpanusi IMeTON He AAET NOJIOKUTEIBHOIO PE3YNbTaTa.

/pyzue  cuneppenunananunemuu  MOTYT  BCTpeYaTbCcs  IPU  Pa3IUYHBIX
(U3MOJIOTHYECKUX U TATOJIOTHYECKUX COCTOSTHUSX.

Tpanzumopuas gopma I'PA B mepro]l HOBOPOKICHHOCTH — BPEMEHHOE IMOBBIIICHUE
ypoBHS (eHHIANaHuHA B KpPOBM peOCHKA, B OOJBIIMHCTBE CIy4aeB OOYyCIOBICHHOE
HE3PENOCThI0  (DEPMEHTATUBHBIX CHCTEM HOBOPOXKJIEHHOTO (HampuMep, MpH TIyOOKOM
HEJIOHOUICHHOCTH WK  (DyHKUMOHAIBHON He3penocTH). IlpoBouumpyromumu daxTopamu
Pa3BUTHSL 3TOTO COCTOSIHMSI Y MIIAJIEHIIA SIBJISIOTCS IIPEKAEBPEMEHHbBIE POl (BCIEICTBUE YETO
HE YCIEBAeT MOBBICHTHCS AKTUBHOCTH IMaparuApoOKCU(EHMIUPYBATOKCUAA3bI) U YPE3MEPHOE
ynoTtpebyieHre OeKOBOM MUIIM MaTepbio. B pe3ynbraTe HaOM0aeTCs TOBBIIIICHHAS TIPOTYKIIHS
cyOcTpara, HHTHOMPYIOIEro COOCTBEHHBIM ()epMEHT, BCIEACTBUE YETO YPOBEHb THPO3MHA H
(deHMNaNaHMHA B KPOBU YBEJIWYHMBAETCS JO NATOJOTMYECKMX 3HaueHWil. Bmocnencreum
OMOXMMHUYECKUE TOKa3aTeId HOpMaIu3yrloTcs. KiuHuueckue mposBieHus JUOO0 OTCYTCTBYIOT,
1100 0YEeHb HE3HAYUTEIIbHBI.

I'©A, conposodcoarowas nopasicenue nedeHu pasiuyHou smuonocuu (BUPYCHOE,
MEIMKaMEHTO3HOE, TOKCHYECKO€) M JpPYrue HaCIEACTBEHHBIE HApyIIEHUS OOMEHa BEIECTB

(JIeMIIMHO3, KJIacCH4ecKasi TaJIaKTO3eMUS U JIp.), UMEET BTOPUUHBIN XapakTep.

2. /lmarHocTuka

2.1. 7KaJ100bI 1 aHAMHE3
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[Ipu OoTCYTCTBUM JIeUEHUS HA MEPBOM Oy >KM3HH, OOBIYHO B BO3pacTe 2—6 MECSIIIEB,
ponuTeneil OEcroKOST BsUIOCTh peOCHKA, OTCYTCTBHME HHTEpeca K OKpYXKalolleMy, HWHOTIa
MOBBIIIEHHAS Pa3PaXKUTEIbHOCTh, OECIIOKOMCTBO, CPBHITMBAHUS, HAPYIICHUE MBIIIEYHOTO
TOHyca (4Yalle MBbIIIeYHass TUIIOTOHUS), NPU3HAKK aTONMYECKOIO JIepMaTHUTa, 3alepikKKa
IICUXOMOTOPHOI'O  pa3BUTHA, HHOraa cympoporu. Ilpm  CBOEBpEMEHHO  Ha3HAYEHHOM
MATOreHETUYECKOM JICUYCHHM >KajoObl MMEIOT 0oJiee JIETKH XapakTep WM OTCYTCTBYIOT

(ITpunoxenue B).

2.2 dusukaJaLHOEe 00C/Ie0BAHNE

[Tpu oTcyrcTBUM JiedeHUs1 00pamaloT Ha ceOs BHUMaHHE Cleayronre (peHoTUunnyeckue
0COOEHHOCTH: THUIONUIMEHTAIMS KOXH, BOJIOC, PaXyXHOW OOOJOYKH TIJa3, CBOEOOpA3HBIH
«MBIIIUHBIK» 3amax Mouu OOJIbHBIX, BO3MOXHO (opMHpoBaHHE MHKpouedamnu. B
MICUXOHEBPOJIOTHYECKOM CTaTyce OTMEYAIOTCS 33/I€pP’KKa CTATUKO-MOTOPHOTO U IICUXOPEUEBOTO
Pa3BUTHS, CUMIITOMATUYECKasl SIUJIETICHS, @ B HEKOTOPBIX CIIydasiX — Truporedaus.

ONUIENTHYECKUE MPUCTYIBI BCTPEYAIOTCS OYTH Y TIOJIOBHHBI HEJIEYEHBIX OOJIHBIX U B
HEKOTOPBIX CIy4asiX MOTYT CIYXUTh INEpPBBIM MpHU3HAKOM Oosie3HH. OOBIYHO OTMEYAIOTCs
TeHEPATN30BaHHbIE MAPOKCU3MbI 10 THUIY HH(AHTUIBHBIX CIIA3MOB B BHJE «CalaaMOBBIX
CYZOpOr», KHBKOB; MOT'YT Ha0JIt0aTbcsi abcaHChl. [IpuCTYIBI HOCAT YIOPHBINA XapaKkTep U MI0X0
MOJIAIOTCS AHTHUKOHBYJIBCAHTHOM Tepamuu. I[Ipu OTCYTCTBMM MaTOT€HETHYECKOTO JICUCHHS
00JIe3Hb MEJUIEHHO MPOTrpecCUpyeT. YMCTBEHHAs OTCTalIOCTh, KaKk MPaBWIIO, JOCTHUTaeT
riiyOokoi creneHu: KodddumueHt ymcTBeHHoro passutus (intelligence quotient, 1Q)
cocraBisieT okojo 20 exunun (Hopma 85—115 equnwnir). B ncuxonornueckom cratryce OOIbHBIX
OTMEYAIOT HapyIIEHHE UTPOBOM M MPEIMETHON IEATENIbHOCTH, OTCYTCTBHE IUBHEpEHIUPOBKU
SMOLIMOHAJIBHBIX PEAKIMH, HEJOCTATOYHOCTh IKCIPECCUBHOW M MMIIPECCUBHOW peun. Moryt
HaOJIOIAThCS IBUTATENbHBIE, IICUXOMATOTIOI00OHBIE U IH30(PPEHOTIOJO0HBIE PACCTPOMCTRA.

AHaNOTUYHBIE KIMHUYECKUE CHUMIITOMBI, KOTOPble MaHH(ECTUPYIOT IMOCIE 2 MECSIEB
KHU3HU U JIOCTUTAIOT MAaKCHMaJbHOTO TMPOSBICHUS K 6 Mecaunam >Ku3HH, umeror BH4-
nepurnutaas [®A6-PTPS, BH4-nebunurnas 'OAGTPSH, BH4-nedunutnas 'A (tum C)
Benencreue Hepocratounoctu DHPR, BH4-nedunurtnas @A BenencTBue HEIO0CTaTOYHOCTH
SR.  XapakTepHbl  TIpOTpECCHpYIOIlee  HapyIIeHHE  ICHUXOMOTOPHOTO  Pa3BUTHI,
SKCTpANMpaMHIHbIE PACCTPONCTBA B BHJIE W3MEHEHHUS MBIIIEYHOTO TOHYCA (TMIIOTOHUS MBIIIII

TYJOBULIA U THUIIEPTOHYC MBI KOHEYHOCTEH), TPEMOp, aTakCHsl, MO3JHEE — HapYLICHUS
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MOXOJIKM, TMATOJOTUYECKHE peQreKchl, THUIEepCaTUBaIMs, HapyIIEHHEe TEePMOpPETYISAIHH,
nceB100ynb0apHbIe paccTpOHCTBA B BUAE 3aTPYIHEHHs TJIOTaHUS, MOMEPXUBAHUI BO BpeMs
npueMa MUINKM, MUKpouedanus, CyIOpOrH, OKYJIOTHPHBIE KpH3bl  (3MH30JUYECKOE
COJPY’KECTBEHHOE OTKJIOHEHHE TJ1a3, OOBIYHO HANpaBJICHHOE BBEPX U JIATEPaIbHO, PEAKO BHHU3
WIM CTPOTO JIATEPATIBHO), SK3€Ma, TMIONUIMEHTALUs KOXKU. Y TakuxX JAETed NpU POXKACHUU
HEpEJIKO OTMEUAETCs] HU3Kasi Macca Teja.

ITIpu nHenmocratouHoctu 6-PTPS pasnmuator nBa ¢enoruna. Hambonee wacto (80%)
BCTPEUAIOIIASCS  TsDKENask IeHTpajbHas (THIUYHAs) (opMa COMPOBOXKIAETCS PE3KUM
neuIuTOM TPAaHCMUTTEPOB M 0OJee BBIPAKEHHON TSHKECThIO TeueHUs. Bropas, ymepeHHas,
nepugepuiinas popMa CONMPOBOXKIACTCS HOPMAIBHBIM COACP)KaHUEM MEIUaTOPOB, YMEPEHHOM
I'®A 1 yMepeHHO BBIPAKEHHOW KIIMHUYECKONH CUMIITOMAaTUKOM.

Hns BH4-pepunutnoit @A (tunm D) BcnenctBue HemoctatouHoctu PCBD rtakke
XapakTepHbl crenu(uyeckre N3MEHEHHs] MBIIIEYHOTO TOHYCa: MOCTypajibHasi HeCTaOMIbHOCTD,
TUIIOKMHE3MS], MBIIIEYHasi JUCTOHMS (TMIIEPTOHYC KOHEYHOCTEH, CHIKEHHBIM TOHYC MBIIII]

TYJIOBULIA).

2.3. JIaGopaTopHass AMATHOCTHKA

e PexomeHJyeTCsl MPOBEJICHHE HEOHATAIBHOTO CKPUHHHTA (OTpeAeTeHHe KOHIICHTPALUU
(deHMNaNaHMHA B CYXMX IMATHaX KPOBHM) IS JOKIMHHYECKOW auarHoctuku ['®A u
CBOEBPEMEHHOI'0 Havajia maroreHernyeckou tepanuu [1, 4-7] (Cuna pekomenoayuu A,
ypoeens yoeoumenvrnocmu ookazamenvcme || — 3aeco u nanee Cuny pekoMeHAaUN 1
YPOBHHM YOEOMTENbHOCTH cM. KpHUTepuu OLEHKH KauecTBa MEIUIIMHCKOM MOMOIIM U
ITpunoxxenne A2).

Kommentapun. Bee gpopmvr [ DA modicho ouazHocmuposams yice 6 nepevie Heoeau uiu
oadice OHU JHCUBHU pebeHKa, Ko20a KIUHUudecKue npossienus ewe omcymemeyiom. [na amozo
npo8oosim OUOXUMUHECKULl CKPUHUHZS HO80podicOeHHblx Ha Haaudue [ DA. Iloopobnas cxema
npoeedenus HeOHamanibHo20 CKpuHuhea npedcmasnena 6 Ilpunoxcenuu 2, onucanue npasun

83amus Kposu npeocmaenero 6 Ilpunoscenuu 3.

o PCKOMCH,Z[yCTCH HCIIOJIb30BATh AJI1 HCOHATAJILHOTO CKPUHHUHI'A MCTOAbI (bJHOOpI/IMeTpI/II/I
WU TaHJIEMHOW Mmacc-criektpomerpuu [1, 4, 6, 7] (Cuna pexomenoauyuu A; yposens

yoeoumenvrnocmu ookazamenvcme |1).
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Kommentapun. @uioopumempus —  KOIUYECMBEHHbIN — OUOXUMUYECKUN  MemoO
onpedenenus (QPeHUNANaHUHA 8 KPOBU C NOMOWDBIO COBPEMEHHBIX — ABMOMAMUYECKUX
@aroopumempos — WUPOKO UCNOAb3YEMC s i NPOBEOEHUSI MACCOB020 ABMOMAMUUPOBAHHO20
ckpuHuHea. TamoemHas macc-cnekmpomempus — AHATUMUYECKUll Memoo UCCIe008aHUsl,
OCHOBAHHLIU HA OnpedeNeHUuu OMHOWEHUS MACCbl K 3apsady UOHO8, 00pazyioujuxcs
npu  UOHU3AYUU UCCTe0YeMblX KOMHOHEHMO8 Npodbl, — OCyujecmenaem KauecCmeeHHylo U
KOUYECMBEHHYI0 UOCHMUDUKAYUIO AMUHOKUCIOM, NO360J5em O0OHOBPEMEHHO ONnpeoeams
VPOBHU penunananuna u mupo3uHd, COOMHOUEHUEe KOHYEHMPAayul Nno360/sem KOC8EHHO

OYEHUNb CMENEeHb CHUMNCEHUS AKMUBHOCMU DAT'.

e [1aBHBIM KpuUTEpHEM AMArHOCTUKH ['@A pEKOMEHIOBAHO CUMUTATh IOBBILIEHHOE
comepkanue  QeHmnanannHa B kpoBu (Cuna  pekomendauuu A;  ypoeeHs
Yyoeoumenvrnocmu ookazamenvcme |1).

Kommenrapum. /[na 6cex ykazannvix memooos ypogsenb DA 6 Kposu uenogexa evluie
2,0 me/on (120 mxmonw/n) kearuguyupyrom kax [DPA. I'@PA c yposnem eviwe 10,0 me/on

(600 mrmonv/n) omuocsim k paznuunvim popmam @KV [6].

e Pexomennyercst npoBenenue nuddepeniuanbHon quarHoctuka OKY u npyrux 'OA
(Bropoit ostanm ckpununra) [1, 4, 5, 7, 8] (Cuna pexomenoayuu A; yposens
yoeoumenvrnocmu ookazamenvcme 11).

KommenTapuu. Bmopotl sman ckpununea Heobdxooum ons evisgnenuss BH4-3asucumvix
Gpopm DA u ceoespemennoco HazHaueHus namoceHemudeckou mepanuu. B nacmoawuil
MOMeHmM Ol 9MO20 UCNOAb3VEeMCs OnpeoeieHue COOMHOWEHUs (heHUNANaAHUH/MUPO3UH

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

e [Ipu OTCYTCTBHMM JaHHBIX HEOHATAJIHHOTO CKPHHHHTA JUATHOCTHKY 3a00JeBaHUS
PEKOMEHZIOBAHO OCYIIECTBIATh HAa OCHOBAaHMM COBOKYITHOCTH T'€HEATOTHYEeCKOTrO
aHaMHe3a, Pe3yabTaTOB KIMHUYECKOro W Onoxumudeckoro obcnemoBanus [1, 6, 8—11]
(Cuna pexomenoayuu C; yposensv yoeoumensnocmu ooxkazamenscme ).
KommeHnTapuu. B smux cinyuasx enaguvim Oisi YCMAHOGNEHU OUASHO3d OCMAemcs

OuoxXUMUUecKull Kpumepuili — BblCOKOEe COOepHCaHue (eHularanuna 8 cbl@OpomKe Kposu npu
omCymcmeuu  namoceHemuuecko2o  nedeHus. B oanvueliwiem  nokaszamo  npogedenue

MONEKYNAPHOU OUACHOCTUKU.
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e Pexomennyercs JJHK-muarnoctuka ¢ meneto BeIsSBICHHS MyTanuii B reHax PAH u PTPS
(Cuna pexomenoayuu A; yposensv yoeoumensnocmu ooxkazamenscme ).
Kommenrtapuu. /JHK-ouachocmuxa npogodumcs ¢ yeivio OughghepenyuanvHou

OUazHOCMuUKU U Ol ONpeoeleHus Xapakmepa MYymayui, 4mo 6 OdlbHeliuem nomozaem
onpedenums KOHMUH2EHM NAYUEHMO8 Ol NpPOGeOeHUs mecma Ha YYBCMEUMENbHOCMb K
neuenuto canponmepurom. Cywecmayowue Habopsl NO360IAI0M ONPeOelimb Yacmbie Mymayuu
6 eene PAH, umerowuecs y 80% 6orvuvix OKY. Ilpu omcymcmsuu ucciedyemvix mymayuti
nayuenmy pexomenoyemcs npogeoerue cekgenuposanus eena PAH. Takoce nposooumcs J[HK-
Oouaecnocmuxa mymayuti u cexeenuposarnue cenog (PTPS, DHPR, PCD u op.), kooupyrowux
uzgecmmuovle hepmerHmol pasiuyHulx cmaouti memaodoausma BH4.

B nacmosiwee epemsa uzsecmno 6onee 900 mymayuii 6 cene PAH, cnexmp u
PAcnpoCmpanHenHoOCmy KOMOPbIX UMerom dmuudeckue ocobeHnocmu. /s e8poneouoHoll pacel
madicoprou mymayuei 8 eene PAH sensiemcs mymayus RA08W, 6 mo eépems xax ¢ Anonuu u
Kumae oannas mymayus me naiidena. Bo muoeux esponeiickux nonyiayusx ¢ OmHOCUMENbHO
8bICOKOU yacmomou pecucmpupyiomces cireoyrowue mymayuu: 1VS12ntl, R261Q, R252W,
R158Q, P281L, IVS10nt546, 165T.

Bonvwuncmeo cenemuueckux usmenenutl eena PAH — smo muccenc-mymayuu 60 6cex
13 sx30Hax cena unu HempaHcaUpyemviX QAAHKUPYIOWUX yYacmKkax 2ena, cocmasaarowue 59%
gcex eapuanmos. Takoce 0OHaApydCceHbl Mymayuu CHAAUCUHEd, HOHCEHC-MYymayuu, Mymayuu
cO8U2aA PAMKU CYUMBIBAHUS, OOJlee KpynHble deneyuu u uncepyuu. Pasuvie mymayuu erusiom na
pabomy ¢epmenma PAH 6 paznuunoil cmenenu: 3mum Modcem 0OBACHAMbCA 00abULOe
paszHoobpaszue noxkazamens ¢henunaranuna 6 Kposu OoavHvix PKY. Bonvuwioe koauuecmeo
mymayuti eena PAH (nanpumep, RA408W) npusooam x pezudyanvuoii akmuenocmu ghepmenma
QAT Ilpu opyeux mymayusax (E390G, Y414C,A300S) monepanmuocms k ghenunananuny eviuse,
u kiuHuyeckas kapmuna DPKY menee svipasicena. Takum obpazom, no co8pemMeHHbIM OaHHbIM
[12], pe3yremamur cenomunuposanus npu DKY nomenyuanvro obaadarom npeouxmueHbiM
3HAYeHUeM.

Cnedyem ommemums, 4mo Hpu onpeoeleHHblx mymayuax 6 eene PAH,
00ycnognusarowux ocmamounyo akmusnocms pepmenma PAI, esedenue koghakmopa BH4 unu
€20 CUHMemU4ecKUx aHai0208 6 Mepanuio NPUBOOUM K NOBLIUEHUIO ULU B0CCMAHOBLEHUIO
axmugnocmu DAL, umo nossonsiem pacuwupums ouemy C y8eluyeHuem 6 payuoHe KEombvl

HamypanvHo2o bexa.
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2.4. UHCTPYMEHTAJIbHAA IMATHOCTHKA

PexomeH10BaHO TIpOBeAEHUE HJIEKTpodHLEehanorpaguu Ui BBISABICHHS NaTTEPHOB
TUIICAPUTMUM  (JaKe IpPU OTCYTCTBUM KJIMHMYECKUX CYAOPOXKHBIX IPUCTYIIOB),
€IMHUYHBIX U MHO>KECTBEHHBIX CHAalK- M NOJUCHAMKpa3psioB, APYruX HU3MeHeHuu |1,

13] (Cuna pexomenoauuu C; yposensv yoeoumenvnocmu ooxkazamensvcme ).

PexoMeH10BaHO MPOBEAECHNE MAarHUTHO-PE30HAHCHOM TOMOTpaduu C IENbI0 BBISBICHHS
OYaroB TMEPUBEHTPUKYISPHOM JEHKOMATHH, KOPTUKAIBHOM aTpouu H  Opyrux
M3MEHEeHHH y maiueHToB crapiie 12 ser [1, 14, 15] (Cuna pexomenoayuu C; yposens

yoeoumenvrnocmu ookazamenvcme 11).

PexomMeHI0BaHO TPOBEACHUE YABTPA3BYKOBOTO MCCIIEOBAHUS OpIOIIHOW IOJIOCTH H
MOYEK /ISl TUAarHOCTUKU JTUCKUHE3UH KEYHBIX IMyTeH, MU Py3HbIX U3MEHEHUN TIEYCHH
1 TI0/DKEITYIOYHOH JKene3bl, MouekaMeHHou 0osiesnu [1, 7, 16] (Cura pekomenoauyuu C;

ypoeens yoeoumenvnocmu ookazamenscme ll).

PexomenymoBano  mpoBeneHHe  330¢aroracTpouOpoCKOnmMU s JAUATHOCTHKH
MOPKEHUST CIIM3MCTOW 000JI0UKM JKenyaka (mo mokasanusm) [1, 7, 15, 16] (Cuna

pexomenoayuu C; yposensv yoeoumenvnocmu ookazamenscme ).

2.5. Uuast AMariocTuka (KOHCVJILTATHBHAA MOMOIIL)

PekoMeHI0BaHO TMCHUXOJIOTO-TIEAArOTUYECKOe KOHCYIBTUPOBAHUE M JIOTOMEAMUYECKOE
tectupoBanue [1, 7, 13, 17] (Cuna pexomenoauuu C; yposenv ybdedumenvHocmu
ookazamenvcme 1),

Kommentapun. Tecmuposanue npogooumcs ¢  yeivblo  onpeoeieHusi  ypOoGHs

UHMENIEKMYAJIbHOCO U pedesoco pad36Uumusl, B03MONCHOCEI COI/}MCZJZbHOIz adanmauuu u

cocmaesierus quueudyaﬂbHozo NIAHA NCUXOTI020-Ne0aA202UYECKO20 COI’lpO@OJ/C'aeHM}l.

Pexomenoosano npoeedeHue no NOKA3AHUAM KOHchmeaI/{MIz cneyuaiucmoes (Heeponamwzoza,

2acmposumeponoza, ogpmanvmonoea, ariepeonroza u op.) [7, 16, 18] (Cura pexomenoayuu C;

ypoeens yoeoumenvnocmu ookazamenscme ll).
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2.6. lnddepeHnmanbHasi AUATHOCTHKA

PexomennoBano mpoBOIUTh AuDdepeHInaIbHYI0 AUATHOCTHKY C LENbIO BBISBICHUS
BH4-3aBucumbix popm ['OA u onpeneneHusi MOTEHIIMAIBLHO YyBCTBUTEIBHBIX OOJBHBIX
¢ PAH-3aBucumoii ['®A (penunkeronypueit) (Cuna pexomenoayuu C; ypoeeHs

yoeoumenvrnocmu ookazamenvcme 11).

PekoMeHI0BaHO MOCIIE MOATBEPKIACHHUS y HOBOPOXAEHHOro PAH-3aBucumoir I'DA
NPOBECTHM  TECT Ha  MNOTEHIHMAJIbHYI0  YYyBCTBUTEIBHOCTH K  CallpONTepUHA
OUTUIPOXJIOpUIY, TMociae dYero HasHadaror Jedenwe [11, 19, 20] (Cuna
pexomenoayuu C; yposensv yoeoumenvnocmu ookazamenscma ll).

KommenTtapuii. /lpoyedypa npogedenus mecmuposanus onucana 6 Ilpunoscenuu I'3.

Yposenv enunananuna 6 kposu 0o Hauara mecmuposanusi 00diceH Ovimob >450 MKMOnb/1.

Jononanumenvhyto ungopmayuro 01 oughghepenyuanbHol OUAHOCMUKY MOICHO NOIYHUMb NPU

uccne0osanuu nmepuHo6 Mouu, CblBOPpOMKU Kposu U CNUHHOMO3206801  HCUOKOCU (6

Poccuiickoii @edepayuu ne nposooumces) (mabn. 3).

Tao6auma 3. JluarHocTHYECKUE MOKa3areian (EHWJIAaHAHWHA W NTEPUHOB B KPOBH, MOYE H
CIIMHHOMO3TOBOM skuaKkocTu [8]*

IToka3areanr | Phe | Neo | Bio | Pri Neo Bio SHIAA HVA SMTHF | AxkTuBHOCTH
K) | (K | (K | (K | (CMK) | (CMX) | (CMK) | (CMXK) | (CMX) DHPR
M) | M) | M) (K)

®epMeHT

AdJGTPSH n n n n l l n/| l n n
ArGTPSH 1 l l n l l l l n n
PTPS t It [ ) [n 1 ! ! ! n n
SR n n n n n 1 l l n n
PCD 1 1 n/| 1 n n n n n n
DHPR 1 n 1 n n 1 l l n/| l

Ipumeuanue. * — AAGTPSH — ayrocOMHO-IOMHHAHTHBIA Ne(QUIUT TyaHO3UH-TpU(OCchHAT-IUKIOrHaponassi I,
ArGTPSH — ayrocoMHO-periecCHBHBINA JeUIUT ryaHO3uH-Tpudochar-uuknoruaponassl |, PTPS — 6-nupysoni-
TETParuapoNTepuH cuHTa3a, SR — cenmanrepunpenykraza, PCD — nrepun-4-ansda-kapOHMHOIAMUHIECTHIPATA3a,
DHPR — nmuruaponrepunuapenykrasa, Phe — denunanannn, Neo — HeonrtepuH, Bio — Ouonrepun, Pri—
npumanreput, SHIAA — S-runpokcunagonykcycHast kuciora, HVA — romoBanmnuHoBast kucinora, SMTHF —
S-meturerparunpodonar, K — kpoBs, M — moua, CM)XX — crnuHHOMO3rOBasi JKHIKOCTh; N — Hopma, 1/| —
TIOBBIIIEHUE/TTOH)KEHUE 3HAYCHUSI TTOKa3aTesl.

3. Jleuenue
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OcHOBHas 1IeJb JICUEHUS] — CHHU3UTHh (DEHMIIaJaHWH B KPOBHU, MOBBICUTH TOJIEPAHTHOCTH
(mepeHoCuMOCTh) (eHUIIaIaHWHA, MOJYy4aeMOro C HATypaJbHOM MUINEH, W TakuM oOpa3oMm

n30eKaTh TSHKEJION HEBPOJIOTUYECKON CUMIITTOMATHKH U YIYYIIUTh KaUeCTBO KU3HH.

IToaxoabl K Tepanuyu NpU Pa3TUYHON THKECTH TedeHHUs runepgeHunIataHnHeMun

Jlerkass @A tpeOyer HaOmOACHUS U MPOBEACHUS TU(PPEepEeHINATHHON AUArHOCTHKH.
Ctpororo nueTuyeckoro jedeHus npu 3toil popme I'DA, kak nmpaBuio, He HA3HAYAIOT, XOTS B
MOCIIEIHUE TOJbl PEKOMEHIYIOT HauMHATh JICUEHHWE TPU ypPOBHE (heHWIATaHWHA B KPOBH
>360 mxMmoutb/n [8]. etu ¢ nerkoit opmoii 'DA MoIKHBI HAXOJUTHCS MO CUCTEMATHYECKUM
HaOJI0IeHUEeM Bpaua B TEUYEHHE IMEPBOTO roJia KU3HU C KOHTPOJIEM YPOBHS (pEHMIAJaHMHA B
KpPOBH, TPOBEIECHUEM HEOOXOJUMBIX TUATHOCTUYECKUX MEPONPHUATHH C IETIbI0 HCKIIOYCHUS
nTepuH3aBUCUMBIX (hopM ' A u BeIOOpa JanbHEHIIeH TaKTUKHY JICUCHUSI.

VYmepenHnas (msarkas, cpensss) @OKY  nmogpasymeBaeT coXpaHEHHE 4acTUYHOM
akTuBHOCTH (pepmenta DAI, TpeOyer HazHaueHUs TUNO(PESHWIAJAHWUHOBON IUETHI, a TaKXKe
IIPOBEJIEHUS TECTA HA UYBCTBUTEIBHOCTD K TEPAIIMU CUHTETUYECKUM aHasorom BH4.

Knaccuueckas (tsoxenas) @KY oOycnoBieHa MUHUMaIbHOW aKTUBHOCTBIO (PEpMEHTa,
TpeOyeT Ha3HaYeHHs CTPOTOM runo(eHUIaTaHnHOBOM JUETHI, a TAaKXKe MPOBEJCHUS TecTa Ha
YyBCTBUTEIBHOCTb K T€PAIMM CUHTETUYECKUM aHanoroM BH4.

[TaTorenernuecku 0OOCHOBaHHOW Tepamueil g OonbHBIX ¢ ['PA, 00ycrmoBieHHON
HegocTarouHocThio BH4, gBasgercs Ha3sHaueHHME CHHTETHYECKOro axaimora BH4 —
canpoNTEpHUHA JAUTHAPOXJIOPUAA, KOTOPBIH MCIONb3YETCsS B KOMIUIEKCE C AMETOTEpaNued Win
06e3 Hee (B 3aBUCHUMOCTH OT (OpMBI OONE3HU) U CUMITOMATHYECKOW MEAMKAMEHTO3HOMN

Tepanuen.

3.1. KoHcepBaTHBHOE JIeYCHHE

e Pexomennmyercs Ha3HAYeHHE NATOTEHETHYECKH OOOCHOBaHHOU st PAH-3aBUCHUMOIA
OKVY u I'DA runodenunananunoBoit auetsl [7, 15, 21, 22] (Cuna pexomenoauyuu C;
ypoeens yoeoumenvnocmu ookazamenscme ll).

KommenTapuu. /[uemomepanus, 0CHOBAHHAS HA PE3KOM 02PAHUYEHUU (HEeHUNAIAHUHA 8
payuone OONbHLIX Oemell 34 CUem UCKIIOYEHUS BbICOKODENKO8bIX NPOOYKMO8, O0INCHA Obimb
Hawama He no30Hee NepebiX Heoelb JHCUSHU PeDeHKA C Yelibio OOCMUNCEHUS MAKCUMATbHOU

3gbgbel<mu6Hocmu JIeYEHUAL. Hedocmaiou;ee KoIuuecmeo 0elka 60CHONIHAEMCs 3d cuem
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CNeyuanu3UpoOBaHHbIX  1e4eOHbIX  NPOOVYKMO8, YACMUYHO UAU  NOJAHOCMbIO  JUULEHHBIX
Genunananuna.

Coenacno co8pemMeHHbIM OaHHBIM, Ouemuyeckoe JedeHue HA3HAYaom npu YpogHe
@enunananuna Ha ckpununee >360 mMkmonv/n (=6 me/on).

U3 payuona numanus 6oabnozo PKY uckarouaiom npooykmul ¢ 8bICOKUM COOEPHCAHUEM
benxa (coomgeemcmeenHo, U PeHUNaNaHuna) — Msaco, MACONPOOYKmol, pbiby, pblOONPOOYKMbL,
meopoe, auyo, 606086vle, opexu, WoKoaao u op. Jonycmumvie 8 dueme HAMypaibHvle NPOOYKMbl,
maxue Kax Jcenckoe MOJ0KO, 0emcKue MONoYHble cmecu (015 oemetl 6 gozpacme 00 1 200a),
ogowu, Gpykmuvl U Hekomopwvle opyaue NPoOyKmvl C HUSKUM COOepiHcanuem OelKa 8800am 8
COOMBEMCMaBUYU € NOOCUEMOM COOEPHCAUIe20Cs 8 HUX (DeHUNANAHUNA.

o [lpu pacuemax  numaHusi  PEeKOMEHOYemcs  OPUEHMUPOBAMbCA  HA  HOPMbl
Gusuonocuyeckoli nompeOHOCmMU 6 OCHOBHLIX HYympueHmax Oisi OONbHLIX Oemell
PazuuHbIX 803pacmublx epynn ¢ coomeemcemeuu ¢ MP 2.3.1.2432-08 [22] (mab6a. 4, 5);
odonyckaemcs yMeHbUleHUe KOIU4ecmea CymoyHoz2o Oenka (ne 6Oonee 10%) @
3a8UCUMOCIU OM MONEPAHMHOCMU DOILHO20 K Nuwe U K eHUNaNanuny, a maxxice om
cocmosmuss  Hympumusno2o — cmamyca — (Cuna  pexomenoayuu C;  ypoeens

yoeoumenvrnocmu ookazamenvcme |1).

Tadauna 4. CpenHecyrouHble HOPMbI MOTPEOHOCTEW B OCHOBHBIX IHILIEBBIX BEIIECTBAX MU
SHEPTUM JJIs JeTel MepBOro roAa *KMU3HM (Ha Kr Macchl Tena) [22]

Bo3pact, mec | DHeprus, kkaa/ kr | Bejok, r/kr | Kupsl, 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

Ta6auua 5. Hopmbl Qu3nonorndeckoil moTpeOHOCTH B OCHOBHBIX MHUIIEBBIX BEIIECTBAX M
sHeprum s Aereut crapuie 1 rona [22]

Bo3spacr, jet JHeprus, KKaji Benok, r/nenp* Kupsbl, r/1eHp | YrjeBoasbl, I/1eHb
Or1 no2 1200 36 (28) 40 174
Ot 2 no 3 1400 42 (33) 47 203
Ot 3 no 7 1800 54 (46) 60 261
Ot 7 no 11 2100 63 (54) 70 305
Ot 11 no 14 manpunku 2500 75 (64) 83 363
Ot 11 no 14 neBouku 2300 69 (59) 77 334
Ot 14 no 18 ronomm 2900 87 (74) 97 421
Ot 14 no 18 neBymxu 2500 76 (64) 83 363
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Ipumeuanue. ¥ — B CKOOKaxX yKa3aHO OPUEHTHPOBOUYHOE MOTpeOIICHHE OeNKa 3a CUET CIEHATU3UPOBAHHON CMECH
0e3 peHmIaanuHa.

KommenTapun. benox 3a cuem ecmecmeeHHbIX NPOOYKMOG 6 oueme paccyumuvleaemcs
UCXo0s U3 OONYCIMUMbBIX CYMOYHBIX KOAUHeCm8 (OEeHUlalaHuna ¢ yuyemom, umo 12 6enxa
cooepoicum  ~50 me  enunananuna. B 3asucumocmu om  nepemocumocmu  nuuesoeo
Qenunanranuna donycmumoe u Oe30naAcCHoOe e20 Koauvecmso 8 cymxu cocmagisem om 90 0o
35 me/ke maccwvl mena 0na demell nepo2o 200a HCuzHu. B numanuu Ooemeti cmapue 1 200a
00nycmumoe Koaudecmeo (eHunaiaHuna nocmenenno crudcaemcs ¢ 35 0o 10 me/ke maccol

mena pebenka (mabi. 6).

Taoauna 6. [lomyctuMoe KoM4yecTBO (peHUIIATIAaHWHA B MMUTAHUU JETeH ¢ (PeHUIKETOHYpHUEH B
3aBUCHMOCTH OT BO3pacra

Bo3pacr nereii KosmuecTBo peHmIatannHa (MI/Kr MacChl TeJia B CYTKH)
ot 0 10 2 mec 90—-60
2—6 mec 55-45
6—12 mec 40-35
1-3 ronma 35-25
3-7 ner 25-20
7 ner u crapue 20-10

Henocraroniee KoauMuecTBO OenKa BOCIOJHSETCS 3a CYET CHEHaTM3UPOBAHHBIX
7e4eOHBIX MPOAYKTOB — CMECel aMHHOKHUCIOT 0e3 QeHWIaJaHnHa ¢ HU3KOOEIKOBBIX
MPOIYKTOB MUTAHUS. AMUHOKHCIOTHBIE CMECH PAa3IMYalOTCs MO conepxkanuio Oenka (ot 13 r 1o
77,5 Ha 100T cyxoro mpoaykTa) M JpYIMX HHUTAaTE€IbHBIX BELIECTB (YIJIEBOIbI, >KHUPBIL,
BUTAMHUHBI, MHKPO- M MakpolJeMeHThl). Bce cMecm B CBOeM cocTaBe HE CcoJepxkKar
¢deHnnanannHa. AMMHOKHUCIIOTHBIE cMecH ¢ coaepxkanueM 13—15 r Oenka B 100 r cyxoit cmecu
IpeJHa3sHaueHbl Ul JeTed mepBoro roja >ku3HU. Jleram Oosiee crapiiero Bo3pacTa

HA3HAYAIOTCS CMECH ¢ 0oJiee BBICOKUM cojiepkanueM Oenka ([Ipunoxenue ['4).

e Ha nepBoM roay >Ku3HHA HEOOXOIUMBI €KEJHEBHBIN MOJICUET KOJMYECTBa (peHMITaTIaHUHA,
MOJIy4aeMOTO C MHUIIEH, YyIOTpeOIsieMOl MallMeHTOM, Y4eT OEIKOB, KUPOB, YTIEBOJIOB,
SHEpPruv B CyTOYHOM pauuoHe (Cuna pexkomenoayuu C; ypoeenv ydedumenpHocmuU

ookazamenvcme 1),
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Kommenrapuu. Pacuem  cymouHou  003bl  CHeYuanusupo8aHHo20  NPoOyKma

npou3800uUmcs no ghopmyine:

(Ps-Pn) x 100,
P
rne Ps — cyrouHoe kommdectBo Oenka, PN — Gellok ecTeCTBEHHBIX MPOAYKTOB, P —
komuecTBo Oenka B 100 T cyXoro crienuaan3upoBaHHOTO MPOIAYKTA.
IIpumep pacyera nuranusi pedenky ¢ PKY
Ilayuenm, 6ospacm 3 2o0a, macca mena 14,5 ke
1. OOmiee cyTovHOE KOJIMUYECTBO OeNKa B panone 60sbHOTO (M. Tabma. 5) — 54,0 r.
2. JlomycTUMOE CYyTOYHOE KOJIM4YecTBO (heHMIamannHa (cM. Tadm. 6): 25x14,5=363 mr.
3. JlomycTUMO€e KOJHMYECTBO Oeflka eCTeCTBEHHBIX MPOAYKTOB (1 r OGenmka comepkut 50 mr
¢dennnananuna): 363:50=7,3 r.
4. KonmuecTBo Oenka 3a CueT CHEIHMAIM3UPOBAHHOTO IPOJYKTa HAa OCHOBE cMmecH L-
aMHHOKUCIIOT Oe3 ¢enunananuna: 54,0-7,3=46,7 r.
5. Cyrounoe konmuecTBO aMuHOKHCIOTHOW cmecu (100r comepxkutr 20T Oenka):
46,7x100:20=233 1.
6. PexoMeHmyemMoe CyTO4HOE KOJIMYECTBO )KHUpa B paioHe (cM. tadm. 5) — 60 T.

7. PexoMeHmyeMOe CyTOYHOE KOJMYECTBO YrIIeBOJIOB (cM. Tabm. 5) — 261 .

o [lpu opraHuzanuu AUETOTEPANIUU PEKOMEHIOBAHO YUYUTHIBATh KIMHUYECKYIO (HOpMy
3a00JeBaHMs, YPOBEHb (DeHMIIATaHWHA B KPOBH, BO3paCT peOeHKa; HYTPUTUBHBIN CTaTyC
(pusmueckoe pa3BUTHE), TOJEPAHTHOCTh peOeHKa K MHUIIEBOMY (peHUIIaTaHUHY,
KOJIMYECTBO (peHUIIaIaHuHA U HATYypalIbHOTO OeNKa, MOJIy4aeMoro ¢ MUIIEeH, KOJTUIECTBO
OCHOBHBIX THINEBHIX BEHIECTB U DHEPrUM B jieueOHOM parmone [7, 15, 21, 22] (Cuna
pexomenoayuu C; yposensv yoeoumenvnocmu ookazamenscma ll).

Kommentapuu. [Ilpu  Haswauwenuu — Ouemvl  8adCeH  UHOUBUOYANbHBIU U
ougpepenyuposantvlii. N00X00 K UCNONL30OBAHUIO CNEYUATUSUPOBAHHBIX U  HAMYPATbHBIX
NPOOYKMO8 COOMBEMCMEEHHO 803PACY pebeHKd.

Mna 6onrenvix @KY nesasucumo om ux 6o3pacma coxpamsemcs 3anpem Ha npooyKmol,
Haubonee Oocamvle QeHUNANIAHUHOM, MaKue KaxK Msco, pvlba u uzdenus u3 Hux. Teopoe,
meepovle cuipbl, 60006bie, KypUHble AUYda, Opexu Mo2ym 8 02PAHUYEeHHOM KOIUYecmee 6X00Uums 8
PAyuoH NAyueHmos cmapuie2o 603pacma ¢ Y4emoMm moaepaHmHocmu K ¢enunaranuny. He

pexomenoyemcs ynompebaenue nayuenmamu ¢ @PKY npooykmos gacmghyo, eazuposantwvix
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Hanumkos ¢ noocracmumensmu (acnapmam uau nuwjesas oobaexka E951), codeporcawux
genunananum.

Takmuka Ouemomepanuu npu  CONYMCMEYIOWUX  3AO0NE6AHUAX  (BbIPAINCEHHAS
eunepmepmus, UHMOKCUKAYUS, PA3IUUHblEe OUCheNnCUYecKUue A61eHUs), d MmaKkxce npu omKase om
npuema  AMUHOKUCIOMHOU CMeCU 3aKIYaemcsi 6 KPAMmKOSpemMeHHOM (Ha 2—3 OHs)
npexpaweHuu Ouemomepanuil ¢ 3aMeHoll J1e4yeOHbIX NPOOYKMO8 HA HAMYPAlbHble C HeBbICOKUM
codepocanuem 6enka. Ilocne cmuxanus ocmpozo nepuooa 6one3nu 68 payuoH peOeHKa 8HO8b
8800UMCSL CREYUANUUPOBAHHLIL NPOOYKM, HO 34 0Oollee KOPOMKUL Nepuoo, 4em 6 Hauaie
neuenus. Ecau pebenox ¢ @KY ne omrazvieaemcs om nuwju 60 eépems OONe3HU, MO JeyeHue
CONYMCmMBYIOWUX COMAMUYECKUX HNpoBoOUMcs No O0OWenpuHAmol cxeme u He mpedyem
npekpaweHus: ouemomepanuu.

e Pexomenayercs (IO MoOKa3aHWsSIM) MEOUKaMEHTO3Has Tepamnus camnpontepuHom DKV,
oOycinoBneHHoil nedexkramu obmena DA (erkue u ymepeHHble (OpPMBI), MOCIE
MPOBEACHUS T€CTa U MOJATBEPKACHHS YyBCTBUTEIBHOCTH K canponTepuny [2, 6, 8, 9, 15]
(Cuna pexomenoayuu C; yposensv yoeoumensnocmu ooxkazamenscme ).
Kommentapuu. Cunmemuueckuii amanoe BH4 — canponmepuna oueuopoxiopuo —

A61AeMCS  NAMO2eHemu4eckum memooom Jnevenus Onsi BH4-0epuyummuvix opm I'PA u
8CNOMO2AMENbHLIM MEMOOOM JledeHus uyscmeumenvhvix kK BH4 mepanuu ¢popm xnaccuveckoii
DKY.

TecTupoBaHHe MNOTEHUUAJTbHOH 4YYBCTBHTEJIbHOCTH K JICUCHHUIO M JICYCHHE
CanpoNTEePUHOM TIPOBOJUT U KOHTPOJHMPYET Bpay, KOTOPBIM OCYIIECTBISET TaKXkKe U
Haomoaenune manueHToB ¢ KV (Ipunoxenue I'5).

OTBeT Ha JieyeHHe MPeNnapaToM CANpPONTEePHHA AUTHAPOXJIOPHIOM OIICHHUBACTCS IO
CTETIEHH CHW)KCHUS KOHLEHTpAalMu (eHWIaTaHuHa B KPOBHU OOJILHOTO TpPU COOJIIOJCHUN
CTa0MJIbHOM TrUNo(eHMITaTaHMHOBON JueThl. [laMeHT cuuTaeTrcs YyBCTBUTEIBHBIM, €CIH
pasHHIa YpOBHS (EHHJIAIAaHUHA, MOJYYEHHOTO IO OKOHYAHWU MEpUOoJia OLIEHKM OTBETa Ha
JIeueHHe, U ero UCXOIHOTO YPOBHSI Mepe]] HayaJloM Ipuema npemnapara coctasiser 30% u 6ouee.

[Ipy HEOOXOIUMOCTH [UIMTENIbHAS MEIUKAaMEHTO3Has Tepanus y OonbHbIX DKV,
OTBEYAIOIIUX Ha JICYEHUE CAMPOINTEPUHA IUTHIPOXIOPUIOM CHI)KEHUEM YPOBHS (peHUIIATIaHIHA
B KPOBH, MPOBOJUTCS B KOMOMHAILMK C AUETON MPH UCHOJIH30BAHUN aMUHOKHCIOTHBIX CMECEH,

KOJIMYCCTBO KOTOPBIX OIIPCACIIACT Bpad.
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Jns BH4-nepuuutueix ¢popm 'DA B KauecTBe NMATOr€HETHUECKOTO METOJA JICUYCHHS
pPEKOMEHyeTCsl MNpUMEHEHUE CHUHTeTH4Yeckoro anamora BH4 —  canponrtepuna
muruapoxiopuaa” (A16AX) B coderanuu ¢ runogeHUIATaHHHOBOM aueToit (Tadi. 7)
(Cuna pexomenoayuu C; yposensv yoeoumensnocmu ooxkazamenscme ).

Kommentapuu. Hauanvnas 0o3a canponmepuna oOueuopoxiopuoa y 0O0IbHbIX C

Hedocmamoynocmuvio BH4 cocmasnsem om 2 0o 5 me/ke maccovl mena npu npueme I pas 6 Oenb.

Hoza moocem oOvimov yeenuuena 0o 20 me/xke maccol mena 6 Oenv. i docmudicenus

onmumailbHoco mepanesmuiecKkoco 3qbqbel<ma CYmo4Hasl 003a npenapama mooaxceni Obimb

pazoenena na 2 unu 3 npuema 8 meuerue OHs.

B KOMIIJIICKC JICUCHUA TaK¥XKEC PECKOMCHI0OBAHO BKJIFOYAaTb npemnapaThbl

K,BK >

aesogonsl " (10—15 Mr/kr B CyTKH) B coyeTanuu ¢ kapoumonoi™ (Koo ATX: NO4BA) B
no3upoBke 1—1,5 mr/kr B cyTkH, S-runpokcutpuntodan (10 Mr/kr B cytkn) (mpenapar B
Poccuiickoit  ®enepanum B HacTosllee BpeMsi HE  3apeTUCTPUPOBaH),  S-
dopmmnrerparuapodonar (kanpius (omuHar " Koo ATX: VO3AF) B cpemueit mose
25 Mr/cyT, B HEKOTOPBIX CIy4asX OUeTa C OrpaHMYeHHEM (eHUJIaTaHuHA U (PoJIMeBoi

Kkucaotel (Koo ATX: BO3BB) (cm. Tabu. 7).

Taoauna 7. Cxema Tepanuu npu pa3nuuaaeix BH4-nedunuTabIx cocrostHusx (c/6e3
runeppeHuIaTaHIHEMUH ) *

CpenctBa tepanun | BH4 | L-noma | Kapougoma 5- Juera ¢ dosineBast
THIPOKCUTPH | HHU3KHM KHCJI0TA
®epMeHTHI nropan** (dennaana
HHUHOM

GTPCH + + + 2 - -
DRD/ayrocoMHO-IOMUHAHTHBIH - + + - - -
tun GTPCH
PTPS ymepennas ¢opma + = = = = =
PTPS Tsmxenas popma + + + + = =
DHPR - + + + + +
SR - + + + - -
PCBD + + + + - -
Ilpumeuanue. * — Ttabnuna cocraBieHa 1Mo HaHHBIM [8], ** — mpemapar He 3aperucTpupoBaH B Poccuiickoit
Ddenepanyy.

3.2. UHoe Jeuyenue

XUpypruueckoro BMeNaTeIbCTBa OOBIYHO HEe TpeOyeTcsl.

4. PeaOnauranus
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PeabunuranimoHHble MEPOTPUATHS HAIIPABICHBI HA YAy4IlIeHHEe KOTHUTUBHBIX U PEUYEBbIX
(byHKIUH, ICHX0AMOIIMOHAIBHOTO COCTOSIHUSA, COLMATbHON alanTalllu.

5. IIpopunakTuka U qUcNaHCcepHOe HADIIOAeHUE

S.1. lTpopnaakTuka

[Tpopunakruka @KV u DA npoBoauTCS B HECKOJIBKUX HAIPABICHUSX:

® I[IPOCIEKTHUBHOE MEAMKO-TEHETUUYECKOE KOHCYJIbTUPOBAHHE Map, IJIAHUPYIOIIUX
O0epeMeHHOCTh, C pEeKOMEHJalueld OoOCIIeOBaHUsI Ha T'eTEPO3UTOTHOE HOCUTEIILCTBO
yacTeix MyTrauuid B reHe PAH. Ilpu BeusiBnennun ®PKY B cembe — oOciemoBaHue
POJICTBEHHUKOB Il YTOUHEHMSI FETEPO3UTOTHOTO HOCUTEILCTBA MYyTaIUH;

e B ceMmbe, riae umeercs pebeHoxk ¢ DKV, npu mnocnenyromeld OepeMEeHHOCTH —
IIPOBEJICHUE PEHATAIBHON JUArHOCTHKH C LIEJIBIO OINPENEICHNS HAIMYMsl MAaTOJIOTHH Y
I10/1a;

® [IPOBEJECHUE HEOHATAaJbHOIO CcKpuHUHra c¢ oxsaroM 100% HOBOPOXKIEHHBIX,
MIO3BOJISIOIIETO CBOEBPEMEHHO BBISBHUTH 3a00JIEBaHHE U MPHUCTYIMUTH K JICYCHHUIO, YTOOBI
n30eKaTh TSHKEIBIX MPOSBICHUN MATOJIOTUH;

® TpoUIAKTUKA POXKICHUS JETEH C CHUHIPOMOM «MAaTE€PUHCKON (DEHMIKETOHYpUU» OT
KeHIHH, 00pHBIX DKV, myreM opraHu3aliy MCHXOJIOTHYECKON TMOMOINU JEBOYKAM-
MOJPOCTKAM 1o BOIIpOCaM HE0OX0IMMOCTH coOnroeHus CTpOroit
rUno(eHUIAIAaHMHOBOM JMEThl B IMyOepTaTHBIA MEPUOMA, a TaKKe KOHCYJIbTATUBHOM

IMOMOIITH IO BOIIPOCaM IIIaHUPOBAHUA CCEMbU U GCPCMCHHOCTI/I.

5.2. lucnancepHoe HAOJIIOICHUE

3aboyieBaHKe AMATHOCTUPYETCS B Pe3yidbTaTe HEOHATAILHOTO CKPUHUHTA, BBISBICHHBIC
OONBHBIC HAXOJATCS HAa  JUCMAHCEPHOM yYe€Te B  MEAUKO-TEHETHYECKUX  I[EHTpax
(koHCYynbTaLUSIX), T/I€ Ha3HAYACTCS JICUCHUE, BKIIOYAIOUIEe JUETOTEPANUIO, U OCYIIECTBISETCS
KOHTPOJIb 32 aJ€KBATHOCTBIO €T0 MIPOBE/ICHUS.

PexkoMeHyeTcs ciieqyromas cxema KOHTPOJIS 3a cofepKaHiueM (eHIIATaHHA B KPOBH Yy
0osbHBIX DKV

e B BO3pacte A0 3 MecsaeB — | pa3 B HEENMIO (10 MOTYy4eHUs CTAOMIBHBIX Pe3yIbTaTOB) U
nanee 1 pa3 B 10 nuei;

e c 1 roxa o 6 ner — He MeHee 2 pa3 B MECHII;
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e c 7 1o 12 ner — He MeHee 1 paza B mecsL;
e nocie 12 ner — 1 pa3 B 2 Mecsua.
TepaneBTuueckuii auana3oH ypoBHS ()EHWIAJAaHWMHA B CHIBOPOTKE KPOBH MOXKET OBITH

pacIIMpeH B 3aBUCUMOCTH OT BO3pacTa U OCJIA0JICHUS TUETUUECKIX OrpaHn4eHui (Tad. 8).

Taoauna 8. PekomeHyemblil ypoBeHb (peHUIIAIAaHMHA B CBIBOPOTKE KPOBH Y OOJIBHBIX
(eHUITKETOHYpHEH, HaXOIAIINXCS Ha JICUCHUN

YpoBeHsb geHMIATIAHUHA
Bospacr, ger

MKMOJIb/JI MI/ 11
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 nedeHuss He0OXOAMMO MPOBOJAMTH KOHTPOJb 32 HYTPUTHUBHBIM CTaTycoOM
00JIbHOTO, (PU3MYECKMM W HWHTEJUICKTyalIbHbIM pa3ButueM. bompmmucTBO neteit ¢ OKY
HaXOJATCS Ha JTarne aMOylIaTOPHO-TIOJMKIMHUYECKOTO HAONIOJCHUS, TIE OCYIIECTBISETCS
KOHTpPOJb 3@ COCTOSHMEM UX 3JI0pOBbS C IPUBICYEHHEM Bpauei-CIELMAIUCTOB,
MCIO0JIb30BaHWEM (DYHKIIMOHANBHBIX MeTon0B uccienoBanus (Y3U, DOI, MPT), a taxxke
KOHTPOJIb KIIMHUKO-JIA00PATOPHBIX MMOKa3zaTesel (001mue aHamu3bl KPOBU U MOYH, OOIIHi Oeok
U ero (Qpakuuy, MO MOKa3aHUSAM JHMUIAHBIA NPOQHIb, TIIOK03a, (EPPUTHH, KpPEaTHHUH,
CBIBOPOTOYHOE JKENe30 W 1p.); | pa3 B roa peKOMEHAYeTCs MCCIEN0BAaTh aMUHOKHCIIOTHBIN
cektp KpoBH. OOmmii aHanu3 KpOBH PEKOMEHAYETCs JienaTh He pexe | paza B 6 mecsies,
onoxumuueckuit — 1 pa3 B roa. Koncynpranus ncuxosora uist 60ipHbIX @KV noapoctkoBoro
BO3pacTa fBISETCS O00S3aTENbHOM M JIOJDKHA IMPOXOIHUTH exeroaHo. KoHtpons docdopHo-
KambpI[MeBOTO oOMeHa (kambiiui, (ochop, OCTEOKANbIHMH, NAPATTOPMOH U JIp.) JOJDKEH
IIPOBOJUTHCSI ¢ OJHOrO roja >ku3HH. IlanmenTtam crapme 13 neT pekomMeHAyeTCsl MPOBEAECHUE
JneHcuToMeTpur 1 pa3 B ro.

HeBoukam ¢ @KY He3aBUCMMO OT BO3pacTa peKOMEHIYeTCsl MOIEPKUBATH COJIEPKAHUE
(deHmIanaHuHa B KpOBH Ha ypoBHE 10 4 mr/mn (240 MKMOJIB/T) ¢ LENbl0 MPO(UIAKTUKUA B

JaTbHEUIIeM CHHAPOMA «MAaTEpUHCKON (PEHUIKETOHYPHI» y OyAyIero noromcraa [26—28].

6. I[OHO.]IHI/ITC.]ILHaﬂ I/IH(l)OpMaIII/Iﬂ, BJIUAIOIIAA HA TCYCHHUEC U UCXO0Q

3200/1eBaAaHUA
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[Tporuo3 3a0oseBaHus 3aBUCUT OT CBOEBPEMEHHOM TMarHOCTUKH, MAaKCUMAJIbHO PAaHHETO
Ha3HAYEHUS JMETOTEpaluu W aJ€KBATHOTO €€ BBHINOJIHEHUS W KOHTPOJsA. bomnbinoe 3HaueHHe
UMEET MPUBEPKEHHOCTD JICYEHUIO BCEX WICHOB CEMbU OOJIFHOTO, a B IAIbHEHIIIEM — U CaMOro
NaIMeHTa, Uil 4Yero HeoOXOAWMO OpraHM30BaTh IICHXOJIOTO-TIEarornyecKylo MOAICPKKY,
KOTOpast IOJDKHA HAYMHATBCS C MOMEHTA POXKICHUS O0JIBHOTO peOeHKa.

B cnyuae HecoOmoeHNsT peKOMEHIAIMA TI0 TUETOTEPAaui U HEJOCTATOYHOM KOHTpOJIE
3a ypoBHEM (eHHIIAIAaHMHA B KPOBU MOT'YT UMETh MECTO TaKHE€ OTAAJICHHBIE MOCIEICTBHS, KaK
CHIDKEHHBI KO3()(UIIMEHT WHTEIUIEKTa, HapyIIeHUs pedd M MaMATH, MpoOJieMbl ¢
KOHIICHTpALlMEe BHUMaHUs, PACCTPONCTBA NIOBEACHUS.

B cnydae ecnu manueHTHl HE MPUHUMAIOT CIEIUATU3UPOBAHHBIE AMHUHOKHCIOTHBIC
cMmecu 0Oe3 (eHMIIaTaHMHA, a HAXOJITCS Ha JMETE C PE3KUM OTPaHWYEHHUEM BBICOKOOEIKOBBIX
IPOJYKTOB, BO3MOXKHO pa3BUTHE CHMIITOMOB XPOHMYECKOW HEJOCTATOYHOCTH MHTAHUS,
HYTPUTUBHOTO JIe(QUIMTa BUTAMHUHOB, MAaKpO- M MHUKPOIJIEMEHTOB M JPYTHX 3CCEHIMAIbHBIX
(baxTOpOoB.

s xnaccuueckoit @KV, BBISBICHHON B MEpBbIE HEAETH KU3HU peOeHKa, MPOrHO3 MpU
COONIOCHUH PEKOMEHJAIM Bpaued Mo JeueHHIo Mo 3a0ojieBaHUI0 OnmaronmpusTHeIN. JleTn
MOCEUIAl0T  MAacCOBBbIE JETCKHE W O0pa3oBaTeNbHBIC  YUPEXKACHUS, 3aHUMAIOTCI B

AOIMOJITHUTCIIbHBIX KPYIKKaXx, B HaﬂbHeﬁmeM MOCTYIIAarOT B BBICIIIHC y‘ICGHBIe 3aBCICHHUA.

KpI/ITepI/II/I OIICHKHU KaYeCcTBa MeI[I/IIII/IHCKOﬁ InoMoInu

OpraﬂmaunonHo-TeXaneame Yci10oBudA OKa3saHUusA MeIUIMHCKON MOMOIIH

CHGHI/IaJ'II/I'jI/IpOBaHHaH, B TOM 4YHUCJIC BBICOKOTCXHOJIOIrM4YHas,

Bua MmeTuIMHCKOH MOMOIIM
P MEHEL i MEIUIUHCKAs ITOMOIIb

Bo3pacTHas rpynma Hetn

YcaoBuS 0Ka3aHUA MeAUIMHCKOM

MOMOIIH CTalMoOHApHO, B JHEBHOM CTallMOHAPE
dopMa okazaHus MeTUIIUHCKOM

P Sa IInanoBas
MOMOIIH

Kputepun oneHkn kayecTBa MeAUIUHCKOH MOMOIIIHA

No Kpurtepun xavecrsa Cunia Yposenns
peKoMeHganui | yoeauTeIbHOCTH
JA0KA3aTEJbCTB

1 | BeimonHeH HEeOHATAIBHBIH CKPHHUHT I

A
2 | BoInonHEHO omnpeselneHHe ypPOBHSI aMUHOKHCIOT M OPTaHHUYECKHX A I
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KHCJIOT B CBIBOPOTKE KPOBH U NATOJIOI'MYCCKUX METa00IUTOB B MOYE
METOIOM TaHJIEMHOMN MacCC-CIICKTPOMETPUUN

3 | BenmonHeHo onpeenieHne YyBCTBUTEIBHOCTH K CAallpONTEPUHY Il

4 | IlpoBenena rumoeHWIATAHWHOBAs ~ AWETAa IO  KOHTPOJIEM I
(eHMIIATaHHA KPOBU M KOppeKImel He pexe | pasa B 3 Mecsina

5 | IlpoBenena Ttepammsi canponrtepuHoM mpu BH4-uyBcTBHTENBHOM I
¢opme (IIpu OTCYTCTBHUH MPOTHUBOMOKA3AHMUH)

6 | BemmonHen KoHTponb (eHWIamaHWHa KpPOBHM He pexe | paza B I

3 Mecs1a
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https://www.ncbi.nlm.nih.gov/pubmed/?term=Boelen%20CC%5BAuthor%5D&cauthor=true&cauthor_uid=23842451
https://www.ncbi.nlm.nih.gov/pubmed/?term=Burgerhof%20JG%5BAuthor%5D&cauthor=true&cauthor_uid=23842451
https://www.ncbi.nlm.nih.gov/pubmed/?term=Blau%20N%5BAuthor%5D&cauthor=true&cauthor_uid=23842451
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/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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Ipuiaoxenue Al. CoctaB padoueil rpynnbi

OI'AY «<HHITI31» Mun3apasa Poccuu

A.A. BapanoB — akanemuk PAH, n.M.H., npodeccop, uien Mcnonkoma Coro3a neauarpoB Poccun
JI.C. Hama3zoBa-bapanoBa — akagemuk PAH, n.m.H., mpoo., [Ipencenarens Mcnonkoma Coroza
neauarpoB Poccun

K.C. Jlagono — n.m.H., ipod., uneH Coro3a neauatpoB Poccun

T.3. BopoBuk — 1.M.H., ipod., wier Coro3a neauatpoB Poccun

T.B. BymyeBa — 1.M.H., uneH Coro3a neauatpoB Poccun

JL.M. Ky3enkoBa — 1.M.H., mpo¢., wien Coro3a neauatpoB Poccun

K.B. CaBocTbsiHOB - K.0.H., wieH Coro3a neauatpoB Poccun

E.A. BumnéBa — x.M.H., wieH Coro3a neguarpos Poccun

H.B. KypxoBa — x.M.H., wieH Coro3a neguatpoB Poccun

H.I'. 3BoHK0Ba — K.M.H., uieH Coro3a neauarpos Poccun

JI.P. Cetum3sinoBa — K.M.H., wieH Coro3a neauarpos Poccun

A.A. IlymxkoB — k.0.H., uwieH Coro3a neauatpoB Poccun

PI'bOY BO PHUMY um. H.HU. IInporosa Munsapasa Poccun
I1.B. HoBuKOB — 11.M.H., Ipod.
E.A. HukosaeBa — 1.M.H., ipod.

PI'BHY «Meauko-reHeTH4eCKHH HAyYHbIH LEHTP»

C.!. KyueB — a.M.H., pod., wieH-kopp. PAH, npe3uneHT Accormanuu MeIMIIMHCKUX TeHETHKOB
E.C.TromeHueBa — 1.M.H., WieH ACCOIMALIUN METUIIUHCKIUX T€HETUKOB

A.B. llonsikoB — 11.6.H., mpod., WwieH AccolManui MEIUIUHCKUX TeHETUKOB

E.1O. 3axapoBa — 1.M.H., po., 9wieH AcCCONMANNN MEAUIIMHCKIX T€HETUKOB

I1. I'ynaapoBa, wieH Accounanuu MeIMINHCKUX TeHETUKOB

MoCKOBCKHH LIEHTP HEOHATAIbLHOI'0 CKPUHUHIA
E.A. IllectonmagoBa, uieH Accoluaiuy MeTUIIUHCKIX TEHETUKOB

I'BY3 «KpaeBasi knuanueckas 6oabHuna Nel umenu npo¢. C.B.Ovanosckoro» M3
Kpacnogapckoro kpas. KybaHckasi MesKpernoHajibHasi MeIUKO-TEHETHYECKAS] KOHCYJIbTALMS
C.A. MaryjaeBu4 — J.M.H., WI€H ACCOIIMALIUA METUIITUHCKIUX T€HETUKOB

T.A. IN'oauxuHa — K.M.H., 4IeH ACCOIMALMU MEIUIIUHCKIX TCHETUKOB

I'BY3 r.MockBbl HayuyHO-npaKTHYeCKUH LHEHTP NCUXHUYECKOI0 310POBbS eTell U MOJAPOCTKOB
E.B. /leHuceHKOBa — K.M.H.

CII6 I'KY3 «/ImarnocTnyeckuii HeHTp (MeIUKO-TeHeTH1eCKHii)»
O.I1. PomaHeHKO — JI.M.H., TIpO., WieH ACCOIMAIIMA METUITTHCKUX TEHETUKOB
JL.B. JIsa3uHa — K.M.H., 4JIeH ACCOIMAINY MEIUIIUHCKNX T¢HETHKOB

HUUN wmennuuHckoii reHetnkun PI'BHY "ToMmMckmnii HaAaNMOHAJLHBIA HCCJIEI0BATEIbLCKHHA
MeauIUHCKU neHTp Poccuiickoii akagemMnu Hayk"
JL.II. HazapeHKo — 1.M.H., pod., WieH ACCOIMAIMN MEIUIIMHCKIX TeHETUKOB

AHMO «CraBponoJybCKuil KpaeBoi KINHNYEeCKHI KOHCYJIbTATHBHO-IHATHOCTHYCCKH I
LHEeHTP» MEeIUKO-TeHeTHYeCKas KOHCYJIbTalus
E.I'. BakyauHa — K.M.H., 4WieH ACCOIMAllUU MEIUIIUHCKIX T€HETUKOB
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KoncynbpTaTHBHO-IHATHOCTHYECKHIT HIeHTP «OXpaHa 310pOBbsl MaTepu U pedeHKa»

r.Exatepun0ypr

B.K. IlogoamHa, uneH Accolpaiii MEIUIIMHCKUX T€HETUKOB
E.b. HukoJaeBa, 3acinyxeHHbIM Bpay PO
H.B. HukuTHHAa, K.M.H., WicH AcCCOIHAIlNA MEIUIIUHCKUX T¢HETHKOB

Ipuioxenue A2. MetonoJiorusi pa3padoTku KIMHUYECKHUX PEKOMEeH A i

[leneBast ayauTOpHs NaHHBIX KIMHUYECKUX PEKOMEHIAIIHNA:
e Bpauu-nenuarpsl (kox cnenuaibHocTH 31.05.02);

Bpauu o0IIel ceMeiHOM MPaKTHKH (ceMeiiHas MeUIMHA) (KO CIEIHaTbHOCTH

31.08.54):

rerHetuku (koxa cnenuaibioctu 31.08.30);

auerosoru (koj crenuaabHoctu 31.08.34);
HeBponaroyioru (koj crerpansHocti 31.08.42);
MEIUIIMHCKHUE cuxooru (ko cueruansaoctr 19.00.04);
nedexronoru (kon cnenuansHoctu 44.03.03).

Taoauna I11. YpoBHu yOoeaUTEIbHOCTH JOKA3aTEIbCTB

YpoBHU
y0eauTeIbHOCTH
J0KA3aTeJbCTB

M cTouHNK 10KA3aTEILCTB

1)

IIpocnekTuBHBIE PAHAOMU3UPOBAHHBIE KOHTPOIUPYEMBIE UCCIIEIOBAHNSI.

JlocTaTouyHOE KOMUYECTBO HCCIEAOBAHMA C JOCTATOYHONM MOIIHOCTBIO, C YYaCTHEM
OOJIBIIOr0 KOJINYECTBA MAMEHTOB H MOIYYECHHEM OOJNBIIOr0 KOJMYECTBA JIAHHBIX.
KpynHsie MeTaaHaIHM3bI.

Kak MUHMMYM OJHO XOpOIIO OPraHU30BAHHOE PaHIOMH3UPOBAHHOE KOHTPOIUPYEMOE
HCCIIEOBaHHUE.

PenpesenratuBHas BEIOOpKa MAMEHTOB

Q)

HpOCHEKTI/IBHLIe C paHZ[OMPBaL[PIeﬁ i 6e3 HcCJICAOBAHNA C OTPAaHUYCHHBIM KOJIMYCCTBOM
JaHHBIX.

Heckonbko ucciemoBanuii ¢ HEOOJIBIINM KOJIMYECTBOM IIallMCHTOB.

XOpOHIO OPraHU30BaAHHOC IMPOCHCKTUBHOC NUCCIICAOBAHNUEC KOT'OPTHI.

MeTtaaHanu3bl OIrpaHUYCHBI, HO IMTPOBCACHBI HAa XOPOILIEM YPOBHC.

Pe3yJH)TaTLI HCPE3CHTATUBHBI B OTHOILICHUN ueneBoﬁ nonyJjsanuu.

XOpOHIO OpPraHN30BAHHBIC UCCICAOBAHUS ((CHYIaﬁ-KOHTpOHB»

11 (3)

HepannomuzupoBaHHbIE KOHTPOJIUPYEMBIE UCCIIEIOBAHMUSL.

HUccnenoBanust ¢ HEAOCTATOUHBIM KOHTPOJIEM.

PangoMu3upoBaHHbIE KIIMHUYECKUE UCCIEAOBAHUS KaK MUHUMYM C | 3HAUYUTENHHON HIIH
KaK MHHUMYM 3 HE3HAYUTEIHHBIMU METOIOIOTMIECKAMH OITHOKAMHU.

PetpocriekTuBHBIC WITH HAOTIOATEIHHEIC UCCIICTOBAHIS.

Cepust KTHHIYESCKUX HAOIOICHHN.

[IpoTrBOpeUrBhIC  JaHHBIC, HE MO3BOJSIONIAE CPOPMHUPOBATH  OKOHYATEIHEHYIO
PEKOMEHIALINIO

1V (4)

Mmuecnue OKCIICPTa / JAaHHBIC K3 OTYCTa SKCHGPTHOﬁ KOMUCCHUH, IDKCIICPUMCHTAJIBHO
MOATBCPKACHHBIC U TCOPCTUICCKU 000CHOBaHHBIE
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http://yandex.ru/clck/jsredir?from=yandex.ru%3Bsearch%2F%3Bweb%3B%3B&text=&etext=1222.iINsljeG_q1wXDX1eCBpPnSKG-9SZldTHRXRTjQIiIAtk0QAwdHEgGfcy-9NrjF_bxaqckx4a8RlJjE-HI1Pkw.413543f0b83f1ed4dbe5ed5faca68add6ca62708&uuid=&state=PEtFfuTeVD5kpHnK9lio9aJ2gf1Q1OEQHP1rbfzHEMvZEAs4QuMnSA&data=UlNrNmk5WktYejY4cHFySjRXSWhXSzU1TjczMFFpaDFoSUZmT0lOOFRoX0p6X0VCdkphdGV0ck5hRmdHOWU5VEc4TnZvUjJ0WFB3NTJrdUVJUUI2QTF6U2ZVdUlhWnU5dF93U1N2eFNYZjloMlIzbUE0a2RGVXVLQ1NNZ0R6Q2hJaHY2eFVKSFpzSlRYejlKMjcxUXFBOW5aUGhfMnZJUW5feTZwc1E0bmdQQlVLdnNXWWhtLU13RFVsY1c2MXJ0YS03Sy0yS1kzOTFHbU9VTFhlZjQ5dw&b64e=2&sign=d495c5a89956c1f00bcb1fa6df50f6ad&keyno=0&cst=AiuY0DBWFJ5fN_r-AEszk4ehSe8fxU6ZAkdL8sRqriVB2JnyVClldWME3qasdrOGDViexIx-4mNOrJnkNmI3XF0ncWkJaTSDjfnL_5yyJFQ2hdzcaO6YmLI3zr68_qC2vna2-Jolar7cwx-JeV32MlyEMenRGHJ0emLK3cQdPWwXrgDuczFMA2-OslUQesUhmIjSb92Um5-_pzkX8lTm5ouLauT41X3XewR4N47MvWNt63EjO8i9AwuJvxZ8y6arpdUqe4oQCYcZNLkenhpbgY0tzObgTxtPJPVp0RC6ESXLu11eATfIwSpi6YpRpPLO7jSrqnZRhoUrysa04EgJC5n3HeirX4Tm0NIWteHe5vq5k4iRVV3jgBoymYDTcFS4TDWtQg2Rz1-jlyXeh3uy463m2cd1xgGE1j2IqojbPjEQ_oPEn10DzrcItDPKuBrWcMWKMBRrwl_NzBBCaFUrx0PJoL27OXMzHRt1MTkSL1GTLnZWb-OUYP8y-I0dZnymwFRDUCSitt8J3AzRLQMV9zVOTcj5YJehLsBHqmKbMqxAbc4OVBPfx2GLBd10-r-42YkIsoMGAR9kFt4qrGm13tCoK8op-NEQfgpfD0PEXcO6c7AsFqfimaaT1TPhdgHm&ref=orjY4mGPRjk5boDnW0uvlrrd71vZw9kpjFOc-jDymv14nLR1eak5K2VZi7zhpMJvJqEMaqsWxGw2v_EdBqOBI1eOhvm5OVlyY0Xl88V9Fm20288FvvaXqy0cxkeHrMnZwqK0xVeb9Zw&l10n=ru&cts=1477578363849&mc=5.1720910770823485

Tadauna I12. Cuna pexomeHganui

Cunia
e T Onucanne Pacumdgposka
Pexomenganusi oOCHOBaHa Ha BBICOKOM
YPOBHE JI0Ka3aTebHOCTH (KaK MHHUMYM | .
Meroz/Tepanust NEpBOH JIMHUM; JTHOO B
yOenutenbHas myonukanms | ypoBHS .
A COYETaHUH CO CTAaHIAPTHOH
JIOKA3aTEeIbHOCTH, TIOKa3bIBAIOIIAS
2 o (v}
METOIMKON/Teparen
3HAYNATEIHHOE MPEBOCXOACTBO MOJIB3bI Ha/l
pHCKOM)
Pexomennanust ocHOBaHa Ha CpeHEM .
Meroz/Tepanust BTOpOH JINHAM; JINOO NPH
YPOBHE JIOKa3aTeNbHOCTH (KaK MUHUMYM |
OTKa3e, MPOTUBOITOKA3aHUH UITN
yOenutenbHas myomukanus || ypoBHs .
B He3((EeKTUBHOCTH CTaHIAPTHOM
JI0Ka3aTeIbHOCTH, TIOKa3bIBAOIIAS
METOIMKH/Tepanuu. PexoMmenmyercs
3HAYNTEIHHOE PEBOCXOACTBO MOJIB3bI Ha/l .
MOHHUTOPHPOBAHKE IIOOOYHBIX SIBICHUH
pHCKOM)
Her Bo3pakeHuii IpOTHUB JAHHOIO
Pexomennanust ocHoBaHa Ha c1aboM ypoBHE .
METO/[a/Tepaly HIH HET BO3PasKCHUH
JIOKA3aTeIbHOCTH (HO KaK MUHUMYM 1
MIPOTHB MPOIOIDKEHHUS TAHHOTO
yoenutennHas myonukarws |11 ypoBHs
MeTOo/1a/TepaIHH.
JIOKA3aTEeIbHOCTH, TIOKa3bIBAIOIIAS
C PexomenoBaHo mpu oTKase,
3HAYNATEIHHOE TPEBOCXOACTBO MOJIB3bI Ha/l
MIPOTUBOIOKA3aHUN HIIH
PHUCKOM) wuiu .
He3(pPEeKTUBHOCTH CTaHIAPTHOM
HeT yOeIWTEeNbHBIX JaHHBIX HHU O MOJb3€, HA
) METOIMKH/TEPATIAH TIPH yCIOBUA
0 pucKe
OTCYTCTBUSI TOOOYHBIX 3((HEKTOB
OtcyTcTBHE yOemuTenbHBIX myOmukanuii I, 11
wm |1l ypoBHS mOKa3aTENBHOCTH,
MTOKA3bIBAIONINX 3HAUYNTEIEHOE
MIPEBOCXO/CTBO IMOJIb3BI HAJ[ PHCKOM, JIHOO
D He pexomennoBaHo
yoemurenbHbIe myonmkarmu |, 11 wmu
Il ypoBHS MOKa3aTeIbHOCTH,
MIOKA3bIBAIOIINE 3HAYUTEILHOE
MIPEBOCXO/ICTBO PHCKA HaJI ITOIb30H
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Ipuioxkenue A3. CBsi3aHHbIE TOKYMEHTBI

1. Ilpuka3 MunsgpaBconpassutus P® ot 22.03.2006r. Ne 185 «O wmaccoBoM
OGCHC,Z[OBaHI/II/I HOBOPOKACHHBIX ,Z[eTeﬁ Ha HAaCJICACTBCHHBIC 3a00JIE€BAHUI.

2. Ilpuxa3 MuHHCTEpCTBA 37paBOOXPAHEHHS U COIMaIbHOro pasputusi P ot 16 ampens
2012 r. Ne 3661 «OO0 yrBepkaenuu [lopsaka okazaHUs MeUaTPHUECKON TOMOIIIN.

3. Ilpuxa3z MunucrepcrBa 3apaBooxpaneHuss P® or 15 Hos0ps 2012r1. Ne 9171 «OO6
yrBepkIeHnH [lopsiika okazaHUsl MEIUIIMHCKON MOMOIIM OOJBHBIM C BPOXKACHHBIMU U
(Wnn) HaCNeICTBEHHBIMU 3200JICBAHUSIMI.

4. Tlocranosnenue I[IpaBurenscrBa Poccuiickoit @eneparnuu ot 9 ampens 2015 r. Ne 333

«O6 yrBepxkaenuu IlpaBun dopmMupoBaHus MepeyHs CHEUUATU3UPOBAHHBIX MPOIYKTOB
7e4eOHOTO MUTAHUS VIS JeTeH-UHBAIHIOBY.
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Hpn.ﬂomeﬂne b AJ]FOpI/ITMbI BCACHHUA MAallUCHTA

ﬂI/IaFHOCTI/IKa FI/IHepq)eHI/IHaHaHI/IHGMI/II/I
(HeOHaTaHLHLIﬁ CKPpUHUHT, MOJICKYJIApHAasd JUAarHoCTHUKa,

mddepeHranbHas JUarHOCTHKA)

A

!

IIponomxenue
JINArHOCTHYECKOTO TMOMCKA B
paMKax Jpyrux BO3MOXKHBIX

3ab0s1eBaHuit

Hwnarnos
MOATBEPKACH?

Tepanust aMmOynaTopHO TIOA HAOTIOACHHEM
Bpaua

A

ﬂI/ICHaHCCpHOC Ha6J'IIOI[CHI/IC u

JICUCHUC C ICPUOANYICCKUM

» KOHTPOJIEM B CIICHUAJIU3UPOBAHHOM

YUpEKIECHUU

JA Tepanus

HET

s¢pexTuBHA?
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IMpunoxenue B Undopmanus 11 naumeHToB

@Denunkemonypusa — 3TO  HACJCICTBEHHOE 3a0o0JieBaHHE, XapaKTepHU3yIolleecs
HapyleHHeM MeTabonu3Ma (eHuIalaHuHa (He3aMeHMMas aMHMHOKHUCIOTa, KOTopas He
CUHTE3UPYETCS B OPraHU3ME, IOCTYNAET € MUIEH — MPOAYKTaMHU )KMBOTHOTO IIPOUCXOXKACHUS,
B TOM UYHCIIE C TPYJHBIM MOJIOKOM U I€TCKUMHU MOJIOUYHBIMH CMECSIMH).

IIpu OTCYTCTBMM CBOEBPEMEHHOM IMArHOCTHKH M JIEUeHUs 3a00JeBaHME MPOSBISETCS
0oOBIYHO B BO3pacTe 2—6 MecCAlEB >KU3HMU MPH3HAKAMU MOPAKEHUS LEHTPAJIbHONH HEPBHOU
CHCTEMBI: poauTeNel OeCHOKOSAT BsUIOCTh peOeHKa, OTCYTCTBHE HMHTEpeca K OKpYXKalolemy,
MHOT/Ia TIOBBIICHHAS  PAa3paXKUTEIbHOCTh, OECIIOKOMCTBO, CpPBITMBAaHUS, HapylICHHUE
MBIIIEYHOIO TOHYyca (Yallle MBbIIIEYHAas T'MIOTOHMS), NPU3HAKKM AaTONMYECKOro JepMaTHUTa,
3aJIep’KKa IICUXOMOTOPHOTO pa3BUTHS, HHOTA cynoporu. C BO3pacTOM AETH UMEIOT TSKEI0E
[IOP&KECHUE HEPBHOM CHUCTEMBI BIUIOTH JO YMCTBEHHOM OTCTAJIOCTH M onuierncud. [lpu
CBOECBPEMEHHO HA3HAYEHHOM MAaTOT€HETHMYECKOM JIEYEHHUH 3JKaloObl MMEIOT OoJiee JEerkui
XapaKTep WIN OTCYTCTBYIOT.

C uenpio paHHEHl AMAarHOCTUKM W TNPO(UIAKTUKMA Pa3BUTHS YKa3aHHBIX CHMIITOMOB
MIPOBOJIUTCSI HEOHATAIBHBIM CKPHUHMUHT, PE3YJbTaThl KOTOPOTO COOOIIAIOTCS POAMTENSAM IO
TenedoHy.

Popurtenu 00s3aHbI BHUMATEIBHO OTHECTHCh K IMOJYYEHHOHM M3 LIEHTpa HEOHATAIBLHOTO
CKPUHUHTA MH(POPMALMN U HEMEIJICHHO SIBUTHCS HA MPHEM K Bpady W/WJIM CBA3ATHCS C HUM IO
TeneoHy, Hake ecad y peOeHKa OTCYTICTBYIOT KIMHMYECKHE CHUMIOTOMBL PemieHune o
Ha3HAYEHUH U XapaKTepe IUETOTEpaluyi IPUHUMAET Bpad.

Jluerorepanus, OCHOBaHHAas Ha pPE3KOM OrpaHUYECHUH (eHWIalaHWHA B palUOHE
OOJIbHBIX JIeTeH 3a CUeT MCKIIOUEHHsI BBICOKOOETKOBBIX MPOAYKTOB, JOJDKHA OBITH Hauyara He
MI03/IHEE NEPBBIX HEAETb KU3HU peOCHKa C LEIbI0 JOCTIKEHHSI MAKCUMAIbHON 3(PEKTUBHOCTH
neuenusi. Henmocraroinee KoJMUecTBO Oelka BOCIOJHSAETCS 33 CYET CHEeHUATU3MPOBAHHBIX
JIe4eOHBIX MPOAYKTOB, YACTUYHO WJIM MOJTHOCTHIO JUIIEHHBIX (DeHHIATaHuHA.

Ha3nauenue mnaTtoreHeTHYECKOW IUETOTepanmuyd C TMEpBBIX [THEH JKHU3HU pedeHKa
ompenenseT 6JaronpUsATHBIN MPOTHO3 TeUSHUS (DEHUIIKETOHYPHH.

YuuTeiBass ayTOCOMHO-PELIECCUBHBIM THUII HACJIEIOBAHUS U BBICOKMI PUCK IIOBTOPHOTO
POXIEHUSI B ceMbe OOJILHOTO peOeHKa, MOKa3aHO MEIUKO-TEeHETHYECKOE KOHCYIbTUPOBAHHE

ceMen.
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Hpuioxenue I'l Cxema MeTa00JIUYECKUX NPOLECCOB, MPUBOAANINX K

Pa3BUTHIO runepdeHuIaIaHnHeMuH ((PeHUITKETOHYPHH)

H,-6momTepun

(3,6, 7, 8-TeTparnapoSHOMTEPHIT)

H,0
\@/
CI-T;—(IJH —COOH CH— LH—CDCH
NH; Gleml.'m:mmlr- NH1
OEHWIATAHHH T, THPO3HH
{1

H,- GuonTepm

(7, 8-AuruapobuonTepu)

JIHrHApODHOITEPHH=
PeAYKTA T

@

NADP" NADPH+H

Puc. 1. Peaxkmusa 1 npeoOpa3oBaHne (QeHWIAJaHWHA B THUPO3MH HOX JAedcTBUeM  (epmeHra
(DeHHITATAHMHTMAPOKCHIIA3HI; PEAKIUs 2 — TeTParuapOoOHONTEpHH B mpucyTcTBuE Fe’* mox neiictBueM depmenta
JUTHIPOOHONTEPUHPENYKTa3bl OKHUCIISIETCS 10 00pa30BaHUsI JUTHIAPOOHOIITEpHUHA

Ponb TeTparnapobuontepuHa
Guanosine telphosphate (G TP} B MMAPOKCMNMPOBAHUM
= GIPCH n
apomMaTU4eCKnx
w LI
N eaprerin =— Dihg droneopterin riphosphate GFRP
== FIFY
e
6 Pyruvoyl-tetrahy dreptern '\:j {T}-
L
iR
Phenylalanine | Trrosine Tryptophan Arg
Tetrahydrobiopterin T
1
parg PAH = IH IPH Nog
X ; \
. o - L-DOPS  SOH-Trypropha
- Diley e obloprerin -—|— Prarin. <~ 1yresine  L- =UH-Tryptophan '3-+lt
4a-carbinokmine .
' ¥ ]
Dropamine Servtonin
Bapterin
Primapterin
5
[Hval [sHInA|

Puc. 2. Merabonusm terparuapodronTeprHa
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Ipunoxkenue I'2 Cxema HEOHATAJBLHOT0 CKPUHHUHTIA HA (eHWIKETOHYPHUIO

PoaunbHbIA AOM (CTaLMOHAP, NONUKANHUKA)
C6op oOpa3ioB kpoBu, goctaBka B MI'K

\ 4

NabopaTtopus maccoBoro ckpmHuHra MIrK
Onpenenenne @A B CyxoM IISITHE KPOBU

[ ®A 2,0 Mr/mn ] ®A 2,1-4,0 mr/on A >4,0 Mr/on ]

) \ 4 . A 4

bnaHk-petect MpurnaweHune

3 l g pebeHka B MIK,

4 nposegeHve
Hopma YTOYHAOLLEN
®A <2,0 mr/mn ] [ ®A >2,0 mr/m [MArHOCTUKM

[ ®A 2,1-10,0 mr/mn J

®A 10,1-20,0 mr/mn J [ ®A 220 mr/on J

A 4 A\ A 4 A 4 A 4

N
Nerkaa F'bA NTepnH3aBUCcUMas YmepeHHasa OKY Knaccuueckas
oA PKY
/
\ 4 y A 4 A 4
Habnoaenne 8 MINK
MepguKo-reHeTu4eckoe KOHCYy/1bTUPOBaHME
Ilpumeuanue. MI'K  —  Menuko-reHerndeckast — KoHcynbramus, DA —  denwnamanmn, ['OA —

runepdenmnanannaemus, OKY — enunkeronypus.

34



Hpuioxenue I'3 [IpaBuiia B3ATHA KPOBH Y HOBOPO:K/IEHHOI' 0

B3siTe KpoBU y HOBOPOKAEHHOTO NMPOBOAUTCS Ha 4—5-1 1eHb ®U3HU (Y HEAOHOIIEHHBIX
nerell — Ha 7-il AeHb KHU3HH), HO HE paHee YeM uepe3 2 AHA OT Hayajla SHTEPAIbHOTO MUTAHHUS.
B3stue kpoBu panee 4 aHeH  KM3HM — HEXKENAaTelNeH  W3-3a  OOJBLIOTO  YHCia
JIO’)KHOTIOJIOKUTENBHBIX U JIOKHOOTPULIATENBHBIX PE3Y/IbTATOB TECTUPOBAHUS.

OOpazerr kpoBu OepyT U3 MATKM HOBOPOKICHHOTO pebeHka uepe3 3 yaca mocie
kopmieHus. [IpenBapuTeibHO HEOOXOIUMO COTPETh CTOIy peOeHKa, 0OEpHYB €€ MOJIOTECHIIEM,
CMOYEHHBIM Teryiol Bojod (He Beime 42°C) Ha 1—2 MHHYTHI, 3aTe€M NPOTEPETh O00JIACTH
MYHKLIUU CTEpUIIbHOM canderkoid, cMoyeHHoil 70% crnuprom. Bo n3bexaHue remMosinza KpoBH
00paboTaHHOE MECTO CIeayeT MPOMOKHYTh CYXOH CTEpUIIBHOM Ccal(eTKOH.

MecTo mpoKoJja pacroioKeHO MEAUAIbHO OT JIMHUH, TPOBEACHHOM OT OOJIBIIOTO Maibla
70 TSTKU, WIK JIATEPAJIbHO OT JIMHUU, NPOBEIEHHOM OT MM3MHIA A0 ISATKHU (3alITpUXOBAHHAsS
oOmacte Ha puc.). [myOuHa MyHKTHpPOBaHMS HE NOJDKHA MpEBbIIATh 2—5 MM, T.K. pH Oojee

FHyGOKOM IMPOKOJIC BOSHUKACT OIMMACHOCTH OCTCOMUCIIUTA.

Puc. Bzsarne 06pa311a KPOBH U3 IISITKU HOBOPOKACHHOI'O

[Tpokos ocymiecTBIsSETCS OJHOPA30BBIM CKApU(PHUKATOPOM, TMepBas Kaiuii KpOBU
CHMMAETCsl CTEPHJIbHBIM CYXHM TaMIIOHOM. BTopasi karuis KpOBHM HAaHOCUTCS Ha TecT-ONaHK,
MIPOIUTHIBAEMbIN KPOBBIO MOJHOCTHIO M HACKBO3b B YKa3aHHBIX MecTaX (KpyxKKu). UpeamepHoe
CIaBJIMBAHKME MECTa MIPOKOJIA MOXKET BbI3BAaTh '€MOJIU3 WJIM IPUMEIINBAaHUE K 00pa3Ily TKaHEBOM
JKUJKOCTH.

KpoBb HaHOCHTCS TOJBKO Ha JIMIIEBYIO CTOpOHY Onanka. Ha kaxmayio o0acTb KpoBb
HAHOCHUTCS TOJBKO OJMH pa3. 3allpellleHO HacllauBaTh HA YK€ HAaHECEHHYIO KPOBb BTOPOH CIIOM,
9TO HMCKaXkaeT pe3ynbTaThl UccienoBaHusa. Eciau KpoBM Mano, Jydille MPAaBUIBHO 3alOJHHUTH

MEHbIIIE 00JIacTel, 4eM BCE, HO HEMPaBUIILHO.
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B cBsi3u ¢ TeMm, 4TO CKPUHMHI IMPOBOJUTCS HA HECKOJIbKO OoJie3Hell oOMeHa, MATeH
JOJDKHO OBITh HE MEHee MATH. Buja msaTeH J0JDKeH ObITh OJIMHAKOBBIM C 00EMX CTOPOH TECT-
OnaHKa.

bnank ¢ KpOBBIO BBICYIIMBAETCS B TOPU30OHTAIBHOM TOJOKEHUM HAa YHUCTOU
00e3KMPEeHHON MOBEPXHOCTH B TeUEHHE 3 4acoB MpH KOMHATHOHM Temmeparype (15—22°C). He
JOITYCKAeTCsl COMMPUKOCHOBEHUE OJJAHKOB MEXy cO00H BO BpeMs cyniku. Henmb3s ncnoiab30BaTh
mo0ble BUJIBI HAarpeBa OyiaHKa (COJIHEUHBIH CBET, (heH, OaTapest U T.I1.) U YCKOPEHHUS CYIIKH.

B 0oOMeHHO# KapTe HOBOPOXAEHHOTO JIENAETCsl OTMETKA O MPOBEICHHOM 3a00pe KPOBH.
B ciydae oTcyrcTBHS B JOKYMEHTAIlUM HOBOPOKICHHOTO pebeHKa OTMETKU O 3abope oOpasua
KPOBH TIPH €r0 MOCTYIUIEHUH MOJT HAOMIOACHUE B IETCKYIO MOJIMKIMHUKY [0 MECTY KHUTEIbCTBA
WJIM TIEPEBOJIE IO MEAMIIMHCKUM TIOKa3aHUSIM B OOJIBHHYHOE YUpEexACHHUE 3a00p 00pasiia KpoBU
OCYLIECTBISICTCS B  YKAa3aHHBIX  MEOUIIMHCKAX  YUPEXACHUSX B  COOTBETCTBUH  C
peKoMeHanusIMu. BeicyleHHbIi TecT-0JaHK ¢ 00pa3oM KPOBH OTIPABISIETCS ¢ COOMIOICHIEM
TEMIEpaTypHOTO pEXKUMa B TaOOPATOPHIO HEOHATAILHOTO CKPHHUHTA.

HenpaBunbHas MOATOTOBKA IMAllMEHTa K B3SATHIO KPOBH, HAPYIICHHWE TEXHUKU B3ATHUS
poObl, IPaBUJI XpaHEHHs ¥ TPAHCIIOPTUPOBKH OMOJIOTHYECKOTO MaTepHalia, MOXKET MPHUBECTU K
OLIMOOYHBIM pe3yabTaTaM J1a0OpaTOPHBIX HCCIeNT0BAaHUNA. JIOKHOMOMOKHUTEIBHBIE PE3YIIbTATHI
CKPUHUHTA MPUBOJAT K YBEJIWYCHHUIO KOJMYECTBA HEOOXOAMMBIX MOBTOPHBIX MCCIEJOBAHUN U
pacxoJa pEakTHBOB, HEONPAaBJAHHOMY  ICHUXOJIOTUYECKOMY CTpecCy y  pOJIUTENei.
JloXHOOTpHIIATENbHBIE PE3YIbTAThl MOTYT MPUBECTH K MPOITYCKY CKPHHHPYEMOTO 3a00JI€BaHUsI.
B nponecce HaOmoneHus 3a peOCHKOM MeIUaTp MOXET BBISIBUTH KIMHUYECKHE CHMIITOMBI,
XapakTepHbIe JJIs HACJEICTBEHHBIX 00Je3Hel oOMeHa, Jake MPU OTPULIATENBHBIX pe3yiIbTaTax

CKpUHUHTA. B 3TOM citydae cieyet mpoBecTH yriryOjaeHHOe 00cie10BaHne peOeHKa.
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Hpn.ﬂomeﬂne I'4 Xumuuyeckmii cocraB CIICINAJTU3NPOBAHHBIX TPOAYKTOB

JleueOHOro NUTAHUus JJISA 00JIbHBIX (l)eHHJIKeTOHypHeﬁ

(B 100 r cyxoro mpoaykra, JJifl :KHJAKHX MPOIYKTOB YKA3aHO OTAEJbHO)

HaumeHnoBanue
NPOAYKTA

Benox
(3KBHBAJIEHT), I

Kup, r

Yraesoasbl, r

JHepreTuyeckKas
LHEHHOCTh, KKAJI

TIpodyxmel Onis demeti nepeoeo 200a HCUZHU

Adenmnax 13" 13 25 52 485
Adenmnax 15" 15 23 51,7 474
Hytpuren 14 — phe 14 23 BT.U. 52 460
PREMIUM* JILITHXKK
Anamukc XP LCP
MD mun ®KY-0 13 23 BT.u. 59 495

JUITHXXK
COMIDA-PKU A 11,8 27,4 B T.4. 52,6 506
¢opmyma + LCP JUITHXK

IIpodyxkmui 0151 6oabHbIX henunkemonypuell cmapuie 1 200a

Adennnak 20" 20 18 50,4 444
Adennnax 40" 40 13,5 31 405
Hytpuren 30" 30 0 54 336
Hytpuren 70" ° 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
I-AM 3° 75 0 0 300
XP Makcamenin 39 Mesnee 0,5 34 297
XP Makcamym 25 Mesnee 0,5 51 309
Wzuden (100 m) 6,7 2,0 51 65
Jlodexc (62,5mm) 10 = 4,4 58
I1I-AM MaTepHHCKHﬁZ 77,5 0 0 310
PKU Nutri 2 Energy 27 14 42 402
MD munn ®KV-1 20 0 73 372
MD munn ®KV-2 40 6,1 46,9 402
MD mui OKY-3 69,1 0 23 368
MD mun ®KY IMpemuym” 69,1 1,9 23 385
COMIDA-PKU B 31,1 15 40,6 422
¢dopmyna
COMIDA-PKU B 31,1 14,2 40,5 419
¢dopmyna KiyOHnka
COMIDA-PKU B 31,1 14,8 40,6 422
dopmyna Kapamens
COMIDA-PKU B 31,1 14,2 38,7 415
¢dopmyna llokonan
COMIDA-PKU B 31,1 13,1 41,1 412
bopmyna AnenbCHH-
Jlumon
COMIDA-PKU B’ 73 0 0,5 296
COMIDA-PKU C 45 0 38,9 335

(dopmyna
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COMIDA-PKU C 45 0 36 331
(dhopmyna ATIeTECHH-

JInmon

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

KariCyJibl

HpuMetlaHue. R CIICHUAJIU3UPOBAHHBIC IMTPOAYKTBI OTCUCCTBECHHOI'O ITPOU3BOACTBA, = CIicUaJIn3NPOBAHHbBIC

MIPOAYKTHI, KOTOPBIE MOT'YT HCIIOIh30BATHCS B IUETOTECPAIIHH KCHIIUH C (DEHIITKETOHYPHUEH B IIEPHOT
MIPEKOHIICTIITHOHHON TTOATOTOBKH 1 BO BpeMs 0epemenHoctd. JIIITHXK — mimHHONECTOYCYHBIC
MOJIMHEHACHIIEHHBIE YKUPHBIE KUCIOTHI.
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punoxkenue I'S Tecr Ha  YYBCTBUTEJABHOCTH K  CANIPONTEPUHY

AUTAAPOXJI0OPUIY

Tecmuposanue nomeHyualbHoOU YyECMEUMeNIbHOCmY K CAlPONTEPUHY U AajdbHEHIIee
JIeUeHHE UM MPOBOJUT M KOHTPOJIHUPYET Bpay, KOTOPHIH OCYIECTBIIICT HAOII0IEHIE TTallEHTOB
c ®KV. [lna Oonee THIATENBHOTO KOHTPOJIS TECT IE€JIEcCOO00pa3HO MPOBOIUTH B CTAlMOHApE,
BO3MOJKHO JIHEBHOTO NpPEOBIBAHMS, NMPU YAOBJIETBOPUTEIBHOM KOMIUIAGHTHOCTH MAIlUEHTA —
amOynaropuo [1, 2, 11, 19]. Ilepen mpoBeneHHEM TECTUPOBAHUS Y POAUTEINICH/3aKOHHBIX
npeJcTaBuTeNIell peOeHKa, a TakkKe y MalueHTOB cTapiie 14 jer O6epyT HH(POPMHPOBAHHOE
corjacue Ha IPOBEACHUE JaHHOW IPOLEAYPHI.

Llens TectupoBanust — BeIIBUTH BH4-3aBucumebie ¢opmer A u  omnpenenutsb
YYBCTBUTEIBHOCTH K CAlPONTEPHHY Y O0JIbHBIX € KiIaccuyeckoit OKY.

TectupoBaHue BO3MOXKHO IPOBOIUTH IO 2-THEBHOM WK 7-ITHEBHOU cxeme [23, 24].

Jlo3upoBKa Impernapara BO BpeMsi TECTUPOBAHUS COCTABISET OT 5 10 20 MI/KI Macchl Tena
(B cpemnem 10 Mr/kr Maccel Tena); HEKOTOpbIE aBTOPHl PEKOMEHAYIOT MaKCHMAJbHYIO
n03upoBKy (20 mr/kr) mns mpoBeneHusi TectupoBanus [24]. CyrouHas 1032 pacCUUTHIBACTCS
MHIUBUAYAIBHO /Ul Ka)KJOTO MalMEHTa B COOTBETCTBUY C MHCTPYKIIMEN K Ipenapary.

[lepen mpoBeneHHEM TECTUPOBAHMS CTAOMIU3UPYIOT CoJepkaHue (peHunaraHuHa B
KpPOBU IIyTEM IOJJIEpkKaHUS MTOCTOSHCTBA MMHIIEBOr0 palloOHa B TeueHue 4—5 nHel 10 Havauna u
B [1EPHO/]] TECTUPOBAHHUS.

TectupoBanue HauMHAIOT Ha (OHE CTAOMIBHOTO YPOBHS (heHMIIATIAHMHA KPOBH, MpPHU
3TOM pACCUUTHIBACTCS CpelHEe 3HAYCHHE JBYX IMOKa3aTeledl (eHuIanaHuHa, MOJTyYeHHBIX B
pe3yibTare IBYKPATHOTO B3STH KPOBH IEPE] HA4aJOM TECTUPOBAHHS: LIE€IECO00Pa3HO, YTOOBI
cpenHee 3HaueHue (eHMTanaHuHa ObUTo He HUKe 450 MkMonb/i (7,5 Mr%) [23—25].

B nenp mepBoro mpuema mpenapaTta HaTOIIak OepyT aHaJW3 KPOBM M3 Maiblla Ha
(eHnnanaHuH, 3aTeM peOCHOK MPUHUMAET PACCUMTAHHYIO 103y IpenapaTa BMECTE C 3aBTPAKOM
WM Ccpa3y XKe Mociie 3aBTpaka. B Teuenue 2 (wiu 7) AHEH yTpoM B OIHO U TO K€ BpeMs TOCIIe
3aBTpaka (WIM BMECTE C €[0i) peOCHOK MPUHUMAET Iperapar, pa3BelcHHbIN B TEIIONW BOJE B
COOTBETCTBUU C UHCTPYKLIUEH.

IToBTOpHOE B3sITHE KPOBU IPOBOAAT Ha 3-i (MM 8-i) n1eHb cTporo Haromak. Omeem Ha
YYBCMEUMENbHOCMb K npenapamy OLEHUBAETCS 110 CTENEHU CHUKEHUS KOHLEHTPALUu
(eHnnaNaHMHa B KPOBHU OOJILHOTO MPH COOJIOACHUH CTaOMIBHOM THIO(EHNUITaTaHUHOBON

auetsl. [lanMeHT cuMTaeTcs YyBCTBUTENBHBIM, €CIM pa3HHUIA YPOBHS (heHWIATaHWHA,
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MIOJIy4EeHHOTO 0 OKOHYAHUH IEPHO0Jia OLEHKH OTBETa Ha JICYEHHE, U €ro MCXOJHOTO YPOBHS
nepes] HayajaoM Ipuema npemnapara cocraniser 30% u 6osee.

IIpu cHwkeHun ypoBHS (eHmwIananuHa Oojee 85% y mamueHTa BBICOKA
BeposATHOCThANArHo3a '@ A, oOycnoBiaeHHOM HenocTarouHocThi0o BH4.

Baosicnvim  ycnosuem mecmuposanusi A61Aemcs  CmabuibHas 2UnogeHunananuHosas

ouema c Ueiblo UCKTIIOYEHUA e€ 6TUAHUA HA Konebanus KOHYeHmpayuu gbeszcUzaHuHa 6 KpO6U.

CxeMbI TeCTHPOBaHMS MPUBEIEHBI B Ta0. 1, 2.

Tabmmpna 1. JIByxaHeBHas cxeMa TECTHUPOBAaHUS MJIs OIPEICIICHUS YYyBCTBUTEIBHOCTH K
CalpoONTEpUHY

T Jo Tecta JHu TecTupoBaHus
| 1 1 2 3 4
KpoBb HaTOmak X X X X
ITpuem npenapata + +

OnpeneneHre oTBETA MO pe3yabTaTaM
(heHMIIATaHHA KPOBH

Tabumna 2. CeMuHEBHas CXeMa TECTUPOBAHUS /7S ONIPEAETICHUS YyBCTBUTEIILHOCTH K

CallpONTCPUHY
Ho Tecta J{HM TecTHpOBaHUS
IIpouenypsi 2-THeBHAsl cCXeMa

| 1 1 2 3 4 5 6 7 8 9
KpoBs HaTomax X X X
[Tpuem npenapara + + + % + + +
OnpeneneHue oTBETa 1O X +
pe3ynbTaTtaM (eHHIaIaHnHA KPOBH

[ToBbllIeHHE TOJIEPAHTHOCTH K THIIEBOMY (eHWIataHuHy Ha (oHe mpuema
CalpoNTEpHUHa SIBISIETCS IOKA3aHMEM MJIs PACLIMPEHUs AMEThI, MPU 3TOM KOHLEHTpaLus
(deHnnaNaHMHAa B KPOBU HE JIOJDKHA MPEBBIIATH 11E€J€BOr0 3HaueHuss 6 Mr% (360 MKMOIIb/M).
[Ipy KOMOMHHPOBAHHOM HCIOJIb30BaHUHM TUNO(EHUIAIAHUHOBON JUETHl M CalponTepuHa
KOHTPOJIb 32 aHTPOIIOMETPHUECKUMH ¥ OMOXMMHUYECKHMHU MOKA3aTeNIMU HYTPUTUBHOTO CTaTyca
JOJDKEH OBITh CHCTEMAaTHMYeCKHM BO M30eXaHue pa3BUTHUS Je(PHUIMTAa OCHOBHBIX U MUHOPHBIX
MUIIEBBIX BEIIECTB, ATMMEHTAPHO-3aBUCUMBIX COCTOSHUM.

IIpy HEOOXOIUMOCTH [UIMTENIbHAS MEIUKAMEHTO3Has Tepanust y OonbHbIX DKV,
OTBEYAIOIIUX Ha JICYEHUE CAMPOINTEPUHA TUTHIPOXIOPUIOM CHIKEHUEM YPOBHS (peHUIIAIaHIHA
B KPOBH, MPOBOJUTCS B KOMOMHAILMK C AUETON MPH UCHOJIH30BAHUN AMUHOKHCIOTHBIX CMECE,

KOJIMYCCTBO KOTOPBIX OIIPCACIIACT Bpad.
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[Tocne mpoBeneHUS TECTUPOBAHHMS W TOJIYYCHHS TIOJIOKUTEIBHOTO  pe3ysibTara
HEOO0XOUMO TIOATBEPAUTH €r0 B XOJ€ JIUTCIBHOrO HaOMtoJcHUs. [lalMeHThI, MOJydYarommue
CanpoInTepHH, TPEOYIOT TIIATEILHOTO KOHTPOJISI COCTOSIHUS UX HYTPUTUBHOTO CTATyca M IPYTHX
nokasaTesieil 3I0poBbs He pexe | pa3a B 6 MecCsIICB.

Meoukamenmosnas mepanuss npu BH4-oedpuyumnvix cocmosnusx c/oes [ DA:
HavajbHas JI03a CalpoNTepUHA TUTHAPOXJIOpUAa Yy OOJNIBHBIX ¢ HemocTatouHocThio BH4
COCTaBJISIET OT 2 10 5 MI/KI' Macchl Telia MpH npueMe 1 pa3 B jaeHb. [Ipn HEOOXOAMMOCTH 1032
CanpoNTEePUHOM MOYET ObITh yBenuueHa q0 20 MI/KT Macchl Teia B JIEHb, JUISL JTOCTHKCHHS

ONTUMAJILHOTO TEPANEBTHYECKOTO AP eKTa BO3MOKEH MpHEM IpenapaTa 2—3 pas3a B ICHb.

Hpuiaoxenue I'6 Pacuindpposka npumMeyaHui

...’)K — JIEKapCTBEHHBII IpenapaT, BXoasamuil B [lepeueHb KU3HEHHO HEOOXOIUMBIX U
BAYKHEHIINX JIEKAPCTBEHHBIX MPENApaToB Il MEAUIIMHCKOTO npuMeHeHus Ha 2017 rog
(Pacnopsbxenue [IpaButenbcrBa PO ot 28 nexabps 2016 roga N 2885-p);

...BK — JICKapCTBEHHBIN IIpenapar, BXoAdIul B [IepedeHs 1eKapCTBEHHBIX IIPENapaToB AJIs
MEUIIMHCKOTO MPUMEHEHUS, B TOM YUCIIE JIEKAPCTBEHHBIX MIPENApaTOB ISl MEAULIMHCKOTO
MPUMEHEHHsI, HA3HAYAEMBbIX 10 PEIICHUIO BPaueOHbIX KOMUCCUN METUIIMHCKUX OpraHu3alnui

(Pacnopsoxenue IIpaButensctBa PO ot 26.12.2015 N 2724-p).
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